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Preface

Welcome to the Geneticist Assistant User s Manual. The purpose of the Geneticist Assistant
User s Manual is to answer your questions and guide you through the procedures necessary
to use Geneticist Assistant efficiently and effectively.

Using the manual

You will find the Geneticist Assistant User s Manual easy to use. You can simply look up the
topic that you need in the table of contents or the index. Later, in this Preface, you will find a
brief discussion of each chapter to further assist you in locating the information that you
need.

Special information about the manual

The Geneticist Assistant User s Manual has a dual purpose design. It can be distributed
electronically and then printed on an as-needed basis, or it can be viewed online in its fully
interactive capacity. If you print the document, for best results, it is recommended that you
print it on a duplex printer; however, single-sided printing will also work. If you view the
document online, a standard set of bookmarks appears in a frame on the left side of the
document window for navigation through the document. For better viewing, decrease the
size of the bookmark frame and use the magnification box to increase the magnification of
the document to your viewing preference.

If you do print the document using a single-sided printer, you might see a single
blank page at the end of some chapters. This blank page has been added solely to
ensure that the next chapter begins on an odd-numbered page. This blank page in
no way indicates that your book is missing information.

Conventions used in the manual

The Geneticist Assistant User s Manual uses the following conventions:

e Information that can vary in a command—variable information—is indicated by
alphanumeric characters enclosed in angle brackets; for example, <Gene ID>. Do not type
the angle brackets when you specify the variable information.

* A new term, or term that must be emphasized for clarity of procedures, is italicized.

*  Page numbering is “online friendly.” Pages are numbered from 1 to x, starting with the
cover and ending on the last page of the index.
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Although numbering begins on the cover page, this number is not visible on the
cover page or front matter pages. Page numbers are visible beginning with the
first page of the table of contents.

e This manual is intended for both print and online viewing.

» Ifinformation appears in blue, it is a hyperlink. Table of Contents and Index entries
are also hyperlinks. Click the hyperlink to advance to the referenced information.

Assumptions for the manual

The Geneticist Assistant User s Manual assumes that:

*  You are familiar with windows-based applications and basic Windows functions and
navigational elements.

* References to any third party standards or third party software functions were current as
of the release of this version of Geneticist Assistant, and might have already changed.

Organization of the manual

In addition to this Preface, the Geneticist Assistant User s Manual contains the following
chapters and appendices:

*  Chapter 1, “Getting Started with Geneticist Assistant,” on page 13 details the installation
requirements and installation procedure for Geneticist Assistant. It also explains how to
open and log into Geneticist Assistant and it provides an overview of the major
navigational elements on the main window for Geneticist Assistant, including the main
menu, the toolbar, the tabs display area, the status bar, and the console.

*  Chapter 2, “Geneticist Assistant Setup and Maintenance,” on page 53 details the objects
that are available in Geneticist Assistant and how you can add, edit, or delete values for
these objects. It also details the various settings (reference directory, pathogenicity colors
coverages, and so on) that you can specify for your Geneticist Assistant installation. It
also details quality metrics, which you can use for monitoring and reporting on the NGS
data that are you adding to your historical NGS database.

e Chapter 3, “Geneticist Assistant User Management,” on page 85 details how to manage
users and groups in Geneticist Assistant, including adding new users and groups, deleting
users and groups, and managing the permissions for users and groups.

e Chapter 4, “Managing Panels and Subpanels,” on page 103 details the management of
your Geneticist Assistant panels, which includes, adding, editing and deleting panels, and
reviewing panel statistics, and adding, editing, and deleting subpanels.

*  Chapter 5, “Managing Patients and Runs,” on page 125 details the management of
patients. It also details how to add and carry out runs in Geneticist Assistant.
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Chapter 6, “Geneticist Assistant Data Review - Runs Tab,” on page 177 details all the
options that are available to you from the Runs tab for reviewing the data that is generated
by a run.

Chapter 7, “Geneticist Assistant Data Review - Run Tab,” on page 187 details all the
options that are available to you from the Run tab for reviewing the data that is generated
by a run.

Chapter 8, “Geneticist Assistant Data Review - Sample Tab,” on page 209 details all the
options that are available to you from the Sample tab for reviewing the data that is
generated by a run.

Chapter 9, “Geneticist Assistant Data Review - Variant Tab,” on page 243 details all the
options that are available to you from the Variant tab for reviewing the data that is
generated by a run.

Chapter 10, “Geneticist Assistant Reports,” on page 265 details the generation of the six
standard reports that are available in Geneticist Assistant. It also details how to generate
a custom report, which includes only the data that you select. Finally, it details the Sample
PDF report template, which you can use not only to specify the data that a Sample PDF
report is to contain, but also the layout of the report.

Chapter 11, “Geneticist Assistant Tools,” on page 287 details the various tools that are
available in Geneticist Assistant to assist you with setting up, running, and analyzing
sample data.

Chapter 12, “The Geneticist Assistant Customer Portal and Submissions,” on page 305
details the Geneticist Assistant customer portal, which is a web-based platform that serves
as a dedicated hub for tracking and managing your organization’s patient and sample
information and the tests that have been carried out for each patient/sample combination
(a submission). It also describes the Submissions tab, which displays a full record of every
submission that any user has ever made through your organization’s secure access point
to the Geneticist Assistant customer portal.

Appendix A, “Common Procedures,” on page 317 details the procedures that are common
to the different Geneticist Assistant entities (run, patient, sample, and variant). Where
appropriate, it also details the slight differences that can exist based on the entity for
which you are carrying out the procedure.

The Glossary on page 345 provides detailed definitions of specialized terms for Geneticist
Assistant.
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Chapter 1

Getting Started with Geneticist
Assistant

Geneticist Assistant is a web-based tool for the control, visualization, interpretation, and
creation of a historical knowledge base of next generation sequencing data. This data is used
to identify potentially pathogenic variants that are associated with specific conditions such as
hereditary colon cancer. This chapter details the installation recommendations for Geneticist
Assistant and how to install Geneticist Assistant. It also explains how to launch Geneticist
Assistant and provides an overview of the major navigational elements for the application,
including the menu bar, the toolbar, and the main window tabs. Finally, it details how to
download and update the necessary reference files, and for data protection, how to review
the database log and how to manually back up the Geneticist Assistant database at any time
of your choosing.

This chapter covers the following topics:

e “Geneticist Assistant System Recommendations” on page 15.

» “Installing the SoftGenetics License Server” on page 16.

*  “Installing Geneticist Assistant on a Windows OS” on page 17.
* “Starting and Logging in to Geneticist Assistant” on page 20.

*  “Upgrading Geneticist Assistant” on page 26.

*  “The Geneticist Assistant Main Window” on page 27.

*  “Setting Display Preferences in the Geneticist Assistant Main Window” on page 31.
*  “Searching the Geneticist Assistant Database” on page 46.

*  “Updating References” on page 48.

* “Reviewing the Database Log” on page 50.

*  “Backing up the Geneticist Assistant Database” on page 51.
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Geneticist Assistant System Recommendations

You must have Administrator rights for the computer on which you are installing Geneticist
Assistant.

Table 1-1: Geneticist Assistant Recommended Hardware Specifications

Client and/or Server

Operating System * Windows 7, 8, or 10 64 bit (Recommended)
* Windows Vista (64 bit)

* Windows Server 2008 (64 bit)

* Windows Server 2012 (64 bit)

Processors Two cores (64 bit)
RAM + 8 GB (Client)

* 4 GB (Server)

Minimum: 2 GB for client and server
Hard Drive » Solid State Drive

* 100 GB (Minimum)

Note: Virtual Machines are supported.

Table 1-2: Geneticist Assistant Data Specifications

Database Client
* 4 GB disk space (Minimum) » 150 GB space for reference and annotation data
+ Starts at 15 MB and grows slowly * BAM files - ca. the same size as raw FASTQ data

+ Backup with pgdump
* Low IOPS

Table 1-3: Geneticist Assistant Software Details

Server Client

» Apache httpd 2.4.25 (Latest) « Qt5.51 + Gsl-lite 0.29.0
* mod_wsgi (Latest) » Rapidjson 1.1 + Catch
* OpenSSL 1.0.2p (Latest) * OpenSSL 1.0.2p * Curl 7.50.0
* Postgres 9.5.14 « LZ418.0 * Limereport 1.4
» Python 3.6.6 (Latest) » zlib1.2.11

* Django 1.11 (Latest) + Python 3.6.6

» South (Latest) » Hitslib

» Setuptools (Latest) * Spdlog 0.14.0
» Virtualenv 16.0.0 * Hayai

Geneticist Assistant User’s Manual
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Installing the SoftGenetics License Server

Before you install Geneticist Assistant, if you have a purchased version of Geneticist
Assistant, then you must install the SoftGenetics license server. The license server is a
central location either locally or on a network where software application licenses are stored
and can be accessed by users of the application. After you install and open Geneticist
Assistant for the first time, you will be prompted to configure Geneticist Assistant to connect
to the SoftGenetics license server so that you can use Geneticist Assistant. The executable to
install the SoftGenetics license server is named SrvSetup <> exe and it is available from
SoftGenetics’s ftp site. Contact SoftGenetics for assistance in obtaining this file.

If you are running a trial version of Geneticist Assistant, then you do not need to
% set up the SoftGenetics license server. You can simply indicate that you are
running a trial version after you log in to Geneticist Assistant.
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Installing Geneticist Assistant on a Windows OS

SoftGenetics provides a single standard executable file, Geneticist AssistantSetup <>.exe,
for the installation of both the Geneticist Assistant client and the database server. You must
have Administrator rights on the computer(s) on which you are installing Geneticist
Assistant. You can install the client and the database server on the same computer or on
different computers. The default installation location for both the Geneticist Assistant client
and the database server is set to C:\Program Files\Softgenetics\Geneticist Assistant. You can
leave the default locations as-is, or you can specify a different location.

Figure 1-1:  Geneticist Assistant Installation wizard, Choose Components page

1) Geneticist Assistant Setup - *
Choose Componorts (—\
Choote which features of Genetiost Assistant you want to instal

v/

Chedk the components you want 1o instal and unchedk the components you don't want o
netal. Oick Install to start the nstalason

Selact components 1o nstal [Crert] PN

"] Server

Soace requred; 187.9M8

ctod [ ] | canct

When you are installing Geneticist Assistant, note the following:

» Ifyou are installing the client and database server on the same computer, then you must
select Server.

* Ifyou are installing the client and database server on different computers, then:

*  When you run the installer on the computer on which you are installing the Geneticist
Assistant client, you must leave the Server option cleared and the Client option
selected.

*  When you run the installer on the computer on which you are installing the database
server, you must select the Server option and clear the Client option.

When you are installing the Geneticist Assistant server, you are prompted to create the
Administrator role for the installation and you must configure the server reference directory,
which is the database server directory that is to host the Geneticist Assistant reference files.
For the Administrator role, by default, the Username is set to Administrator, but you can
always enter a different value. The password cannot contain any spaces. If you intend to
implement additional password requirements, then the password must also adhere to these
planned requirements. The email address is the address that is linked to the Administrator
account. See Figure 1-2 and Figure 1-4 on page 18.
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Figure 1-2:  Geneticist Assistant Installation wizard, Server Setup, Administrator
Configuration page

£0) Softgenetics Server Setup - X
Settings
Configure the Admristrator. O

Adeiristyator Sebp
Username: Admanustrator
Pasgword:

Verify:

Emal:

| <o [hem> ] | o
|

Figure 1-3 below shows the requirements that you can specify for user passwords
% after you install Geneticist Assistant. For more information about specifying

Geneticist Assistant password requirements, see “To specify the Geneticist
Assistant password requirements” on page 73.

Figure 1-3:  User password requirement options

Password Requirements:
Length:
Upper Case:

Lower Case:

[ e

Digits:

Spedial Characters: 0

Figure 1-4:  Geneticist Assistant Installation wizard, Server Setup, Configure Reference
Directory page
1) Softgenetics Server Setup - X
Server Sotup
Configure the Reference Directory O

Select Server Reference Drectory:

o e
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You also have the option of setting the server reference directory when specifying
your Geneticist Assistant settings. See “Specifying your Geneticist Assistant
Settings” on page 59.
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Starting and Logging in to Geneticist Assistant

After you install Geneticist Assistant, a shortcut icon for the application is placed on the
desktop. An option for the application is also available from the Start menu.

Figure 1-5:  Geneticist Assistant desktop icon

72

“)

The results after you start Geneticist Assistant vary, depending on the following:

¢ Scenario 1 - Whether this is the first time that Geneticist Assistant has been started on the
client.

¢ Scenario 2 - Whether Geneticist Assistant has been started before on the client but the
reference directory has not been configured.

*  Scenario 3 - Whether Geneticist Assistant has been started before on the client and the
reference directory has been configured, but no reference files have been downloaded to
the directory.

All the steps in the following procedure are applicable for Scenario 1. The results that you
obtain after you start Geneticist Assistant determine where you begin in the procedure for
Scenarios 2 and 3. If you have already logged in to Geneticist Assistant, and the reference
directory has been configured and reference files have been downloaded to the directory,
then continue to “To log in to Geneticist Assistant” on page 22..

To start to Geneticist Assistant

1. Double-click the desktop icon, or select the option from the Start menu (Start > All
Programs > SoftGenetics > Geneticist Assistant).

A References Directory Not Found message opens.

Figure 1-6:  References Directory Not Found message
BB Refecences Directory Not Found X

Missing reference directory may cause incorrect reading of dats and/or
unexpected errors.

Configure Now Skip Now Quat Genelicist Assatant

2. Do one of the following:
* To configure the client reference directory affer you log in to Geneticist Assistant:
i Click Skip.
The Geneticist Assistant Login dialog box opens.

ii. Continue to “To log in to Geneticist Assistant” on page 22.
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To configure the client reference directory before you log in to Geneticist Assistant,
do the following:

i Click Configure Now to open Windows Explorer.

ii. Browse to and select the appropriate client reference directory.

If the Geneticist Assistant client and server reside on the same computer, then you

can set the client reference directory and the server reference directory to the same
directory.

After selecting the directory, a Valid References Not Found message opens.

iii. Continue to Step 3.

Figure 1-7:  Valid References Not Found message
3

9 Would you kke to download references now!
s | o

3. Do one of the following:

To download the reference files to the client reference directory after you log in to
Geneticist Assistant:

i Click Skip.
The message closes and the Geneticist Assistant Login dialog box opens.
ii. Continue to “To log in to Geneticist Assistant” on page 22.

To download the reference files to the client reference directory before you log in to
Geneticist Assistant:

1 Click Download.

The References Downloader dialog box opens.

Figure 1-8:  References Downloader dialog box

Reference Directory: |C:\Program Files\Softgenetics\References\Human 37
References:
Name Local Version  Remote Version Update Size  Total Size
Base 2018-03-09 2018-03-09 2.76 GB
[7] ClinVar 20180401 14.28 MB
[7] EvS v2 136.77 MB
[[] ExAC 1 4.56 GB
] GhomAD 202 90.86 GB
RefSeq 37p13 37p13 574.36 MB
[T] dbNSFP 293 15.72GB
[] dbSNP 151 14,64 GB
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ii. Select the reference files that you are downloading, and then click Update.

Base and RefSeq are always selected for download and disabled so that you
% cannot clear these options. You can select any or all of the remaining reference

files for downloading/updating. You can also download any of these other

reference files at a later date. See “Updating References” on page 48.

A Close Geneticist Assistant message opens, indicating that downloading might
require Geneticist Assistant to exit when finished, and asking you if you want to
continue.

Figure 1-9:  Close Geneticist Assistant message

B Close Geneticnt Assistant? x

Downloads may require Geneticist Assistant to exit when finished
Do you wish to continue

T

iii. Click Yes.
The message closes and the selected reference files are downloaded to the client
reference directory. If downloading any of these files requires Geneticist Assistant to
close, then after all the selected reference files are downloaded, the Reference
Downloader dialog box closes, and then Geneticist Assistant closes. You must start
and log in to Geneticist Assistant again. See “To log in to Geneticist Assistant”
below.

Be patient. Depending on the download size, the download process can take up to
% several hours.

To log in to Geneticist Assistant

1. If you have not already done so, start Geneticist Assistant: Double-click the desktop
icon, or select the option from the Start menu (Start > All Programs > SoftGenetics >
Geneticist Assistant).

The Geneticist Assistant Login dialog box opens. The Server field is automatically
populated with the URL for the database server. The first time that the Login dialog box
opens, the Username field is automatically populated with the user name for the
Administrator user that was set up during installation. For subsequent Geneticist
Assistant sessions, the Username field is automatically populated with the user name for
the user who last logged in to Geneticist Assistant. See Figure 1-10 on page 23.
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Figure 1-10: Geneticist Assistant Login dialog box

e S

Server: https://localhost

Username: Administrator

Password:
Proxy Settings [ OK l [ cancel |
Proxy off Version 1.8.0 Beta, Build 265, Revision 26eab413

Mz If your organization uses a proxy server for external connections, then to view
data in the OMIM and LOVD external databases, you must configure the settings
for this proxy server in your Geneticist Assistant instance. Before you log in to
Geneticist Assistant, you can click Proxy Settings to open the Proxy pane on the
General tab of the Settings dialog box and configure these settings. You can also
configure these settings after you log in to Geneticist Assistant. See “To configure
proxy server settings” on page 61.

2. In the Username field, enter your username (if applicable), and then in the Password
field, enter your password, and then click OK.

3. Continue to one of the following:

* If you are running a trial version of Geneticist Assistant, continue to “To run a trial
version of Geneticist Assistant” below.

e Ifyou are running a purchased version of Geneticist Assistant, continue to “To run a
purchased version of Geneticist Assistant” on page 24.

To run a trial version of Geneticist Assistant
After you log into Geneticist Assistant, if you are running a trial version of Geneticist
Assistant, then a Configure License message opens.
Figure 1-11: Configure License message

. Configure License 23

“6‘ Please configure the license or run the trial

[Conﬁgure Now] [ Run Trial

1. Click Run Trial.
The Configure License message closes.
2. Do one of the following:

* Ifyou have already configured the reference directories, then continue in Geneticist
Assistant as appropriate.
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* Ifyou have yet to configure the reference directories, then before you can continue
in Geneticist Assistant, at a minimum, you must create your server and client
reference directories, specify their locations, and then download reference files to
the client reference directory. You must also specify the global Quality Control
(coverage) settings for your data. See “Specifying your Geneticist Assistant

Settings” on page 59.

To run a purchased version of Geneticist Assistant

If you are running a purchased version of Geneticist Assistant, then the first time that you run
Geneticist Assistant, a Configure License message opens. You must configure Geneticist
Assistant to connect to the SoftGenetics license server. After you configure the license
server, this message does not open again.

Figure 1-12: Configure License message

' Configure License 23

1. Click Configure Now.

‘6‘ Please configure the license or run the trial

Configure Now] [ Run Trial ]

The Settings dialog box opens. The General tab is the only tab on the dialog box.

Figure 1-13: Settings dialog box

General | Qualty Control | Colors | Font | TabPreferences | VariantPreferences | Password Settings | Third-Party Settings

Directories
Reference Directory:
Report Directory:

NextGENe Directory

Server Reference Directory:

Proxy

Type: [No Proxy
Host

User name:

Password:

Exceptions: (;)

License Server
Server(Name or IP Address):  localhost

Port: 50000

Encryption

C:/Program Files/Softgenetics References

C:\Program Fies\\Softgenetics\References

certificate used to

=
[¥] Locate on Startup
@

Port:

Windows Certificate [None ] 4

ok | concel |

2. In the Server field, enter the fully qualified domain name (FQDN) for the server (where
the license server manager is installed), or its [P address.

24
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If the SoftGenetics license server is running on the same computer on which
Geneticist Assistant is running, then you can enter localhost or 127.0.0.1.

3. Leave the Port value set to the default value of 50000.
4. Click OK.

The Settings dialog box closes.
5. Do one of the following:

* Ifyou have already configured the reference directories, then continue in Geneticist
Assistant as appropriate.

» Ifyou have yet to configure the server reference directory, then before you can
continue in Geneticist Assistant, at a minimum, you must create your server and
client reference directories, specify their locations, and then download reference
files to the client reference directory. You must also specify the global Quality
Control (coverage) settings for your data. See “Specifying your Geneticist Assistant
Settings” on page 59.

To log out of Geneticist Assistant

To log out of Geneticist Assistant, on the main menu, click File > Exit.

Geneticist Assistant User’s Manual 25



Chapter 1

Getting Started with Geneticist Assistant

Upgrading Geneticist Assistant
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If you are upgrading to a newer version of Geneticist Assistant, then you do not need to
uninstall the current version. If you are upgrading from any version prior to Version 1.4, then
after you have completed the upgrade, and log in to Geneticist Assistant for the first time, an
Uncompressed References Detected message opens. The messages states that Geneticist
Assistant first needs to compress all the associated reference files before you can work in
Geneticist Assistant.

Figure 1-14: Uncompressed References Detected message dialog box

n Uncompressed References Dete... @

Compress references now?
(This operation may take over an hour)

——

i Compress H Quit GA

1. Click Compress.
A dialog box opens, indicating the progress in compressing the reference files.

Figure 1-15: Compressing reference files progress dialog box

a Compressing reference files...

This may take a3 while
Compressing: F:/ga/references/Human 37/dbNSFP2.9_variant.chr18

This process can take anywhere from one to four hours based on your system's
% available resources, and Geneticist Assistant is unavailable during this time.

2. After the Compression Progress dialog box indicates that the compression is 100%
complete, click OK.

The Compression dialog box closes, and Geneticist Assistant is now ready for use.
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The Geneticist Assistant Main Window

Title bar

The Geneticist Assistant main window opens automatically after you successfully log in to
Geneticist Assistant.
Figure 1-16: Geneticist Assistant main window

File Tabs Panels Reports Filters Tools Backup Help

e
Current Jobs 8. Runs [x]
D - Name Run Date Time Add Date Time Chemistry Instrument # Regions # Passed Regions Stz
2 Demo Run I 9/10/2018 12:28 PM 9/10/2018 12:39 PM Defaut v Defaut  ¥)0 0 Ney
1 Demo no bam /472018 1:34 PM 91472018 1:35 P 1540 0 Nev

< ja

The Geneticist Assistant main window is your starting point for Geneticist Assistant. The
window provides quick access to all of the Geneticist Assistant functions. From top to
bottom, the Geneticist Assistant main window has five major permanent components—the
title bar, the main menu, the toolbar, the tabs display area, and the status bar—and one
transient component, the console.

The name “Geneticist Assistant” is displayed in the title bar at the top of the Geneticist
Assistant main window.

Figure 1-17: Geneticist Assistant title bar

Main menu

The main menu is set up in a standard Windows menu format with menu commands grouped
into menus (File, Panels, Tabs, Reports, Filters, Tools, Backup, and Help) across the menu
bar.

Figure 1-18: Geneticist Assistant main menu

|Fi|e Panels Tabs Reports Filters Tools Backup Help
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Toolbar

The Geneticist Assistant main window toolbar is located below the main menu. It always
contains a Refresh option, a Search feature, and Ref option. If the Runs tab or the Patients tab
is open, it also contains options for limiting the display on the tab.

*  You use the Refresh option to manually refresh a tab display after the tab opens in the
main window and data is loaded, or after adding, editing, and/or deleting data on a tab.
See “Main window tabs” below.

*  You use the Search feature to search for samples, runs, panels, panel groups, sample
groups, genes, or variants in your Geneticist Assistant database. See “Searching the
Geneticist Assistant Database” on page 46.

*  Youuse the Ref option to update any reference that has been downloaded to the Geneticist
Assistant database to the most current version. See “Updating References” on page 48.

Figure 1-19:  Geneticist Assistant main window toolbar
Refiesh | Sample/Run/Panel/PanelGroup/SampleGroupPatient/Genechromstert-end (Search | Ref

Figure 1-20: Geneticist Assistant main window toolbar for the Runs tab

Refresh | |Sample/Run/Panel/PanelGroup/SampleGroup/Patient/Gene/chrom:start-end [] Limit Runs by Number: 30 |+ [] LimitRuns by RunDateTime:  11/21/2016 3:45PM |+ 12/21/2016 3:45PM [+ Ref

Main window tabs

28

When the Geneticist Assistant main window first opens, two tabs— Runs and Current
Jobs—are displayed in the window. The Runs tab is the open tab. A run refers to loading a
BAM file and a VCF file or just a VCF file into Geneticist Assistant for the purposes of
importing a list of variants into the Geneticist Assistant database and/or reviewing a list of
variants. The Runs tab has a single pane—the Runs pane.

Figure 1-21: Geneticist Assistant main window, Runs tab with Runs pane

File Tabs Panels Reports Filters Tools Backup Help
rese
Current Jobs [x] Runs (%)
D - Name Run Date Time Add Date Time Chemistry Instrument # Regions # Passed Regions Stz
2 Demo Run I /1072018 12:28 PM 9/10/2018 12:39 Pt Defout v Defaut v |0 0 Ney
1 Demo no bam /472018 1:34 PM 91412018 1:35 P Defaut  v|[ Defaut v 1540 ) e
‘ o
Runs 2 Registered | Version 1.8.0 Beta, Buid 266, Revision 26eab418, Buid Date: Aug 30 2018 (0]
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e Ifyou are an Administrator user, then the Runs pane can display all the runs submitted by
all users to your Geneticist Assistant database. By default, when the tab first opens, only
the 30 most recently submitted runs are displayed and the runs are sorted based on the Run
ID. You can limit the runs that are displayed by number and/or by a time and date range
and you can also change the sort order of the data.

» Ifyou are a standard user, then the Runs pane can display all the runs that you have
submitted to your Geneticist Assistant database as well as all the runs that have been
submitted by other users and for which you have been granted at least the Can Read
permission. By default, when the tab first opens, only the 30 most recently added runs that
fit one of these two criteria are displayed and the runs are sorted based on the Run ID. You
can limit the runs that are displayed by number and/or by a time and date range and you
can also change the sort order of the data.

If you close the Runs tab, you can open it again from the Geneticist Assistant main
@ menu: File > Runs.

The Current Jobs tab displays the progress of a run, or any other process that is currently
being carried out in Geneticist Assistant. The tab opens automatically after a run is started.
After the run is successfully completed (a BAM and a VCF file are loaded and read, or a
VCF file is loaded and read), the Current Jobs tab is cleared and remains blank. Other tabs
are available in the display area of the Geneticist Assistant main window depending on the
actions that you carry out.

With the exception of the Current Jobs tab, every tab in Geneticist Assistant has at least one
pane. The different panes display different information. Data is displayed in columns in the
tab panes. A variety of options are available for setting preferences for the tab display and
the data column display. See “Setting Display Preferences in the Geneticist Assistant Main
Window.”

Status bar

The status bar is displayed at the bottom of the Geneticist Assistant main window. Summary
information that is tab-specific is displayed in the left corner of the status bar. Release
information (Version, Release Build, Revision, and Build Date) is displayed in the right
corner of the status bar. This release information is identical to the release information that is
displayed from the Help > About menu option.

Figure 1-22: Geneticist Assistant main window, Status bar

Runs 13 Registered | Version 1.8.0 Beta, Build 1, Revision e8219bb5, Build Date: Oct 18 2018 | 0

Console

The console is displayed below the status bar at the bottom of the Geneticist Assistant main
window. The console is a transient component of the main window and it is automatically

opened and displayed whenever an error occurs in the software, for example., a required file
is not specified. You can click the Close (“x”) button in the upper right corner of the console
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to close it. The console remains closed until another error occurs, and then it again opens
automatically and displays the error.

Figure 1-23:  Geneticist Assistant main window, console

Geneticit Assistant Console 8 x
[18.09.10 13:06 01.919][51640][W][qt] QFSFileEngine::open: No file name specified

amnles 10: Rur's Statis Changes 1: Benorte 0: Comments 0 Renistered | Version 18 0 Beta Ruild 266 Revicion 6eahd18. Ruld Date: & 302018 (0]
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Setting Display Preferences in the Geneticist
Assistant Main Window

With the exception of the Current Jobs tab, every tab in Geneticist Assistant has at least one
pane. The different panes display different information. Data is displayed in columns in the
tab panes. A variety of options are available for setting preferences for the tab and tab pane
displays and the data column display. You can:

* Navigate multiple open tabs/minimized window. See “To navigate multiple open tabs/
Navigate tabs with a minimized main window” below.

*  Close multiple tabs in a single step. See “To close multiple tabs in a single step” on page
32.

» Filter the data that is displayed in a tab pane. See “To filter the data that is displayed in a
tab pane” on page 32.

*  Show/hide data columns in a tab pane. See “To show/hide columns in a tab pane” on page
39.

* Manage tab pane configurations. See “To manage tab pane configurations” on page 41.

*  Change the widths of a data columns. See “To change the widths of data columns” on
page 44.

* Rearrange the order of data columns. See “To rearrange the order of data columns™ on
page 44.

* Change the sort order of data. See “To change the sort order of data” on page 44.
* Rename column headers. See “To rename column headers” on page 45.

*  Select the data that is to be included in a custom report. See “To select data to be included
in a custom report” on page 45.

Any preferences that you set for a tab display remain in effect regardless if you log out of and
then log back into Geneticist Assistant. You can set the preferences for any Variants pane or
tab, for example, the Sample Variant Data sub-tab on the Sample tab, and then apply these
same settings to all the other Variants panes and tabs in Geneticist Assistant. You can also
return the tab displays to their default displays (all tab panes shown, all data columns shown,
and so on) in a single step. See “To apply shared preferences or to clear all tab preferences”
on page 69.

To navigate multiple open tabs/Navigate tabs with a minimized
main window

If you open multiple tabs, or if you have reduced the size of the main window, then you
might not be able to see all the tabs at the top of the main window. The display options at the
top of the Runs tab or the Patients tab might also be hidden. You can use the Back and Next
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arrows

that are displayed in the top right corner of the main window to move through

all open tabs and change the display focus, and/or view the hidden display options.

To close multiple tabs in a single step

If you have opened multiple tabs, then you close each tab individually, or you can close all
tabs in a single step, or you can close all tabs other than a selected tab in a single step. To
close all tabs in a single step, right-click the title bar for any of the opened tabs, and on the
context menu that opens, click Close All. To close all tabs other than a selected tab,
right-click the title bar of the tab that is to remain open, and on the context menu that opens,
click Close All Except This.

To filter the data that is displayed in a tab pane

By default, when a tab first opens, all data in all available panes is displayed. You can open a
Table Filters pane for a selected tab pane which displays all the data (fields) for the pane, and
then select from the fields that are listed to filter the pane display to only the data (fields) that
meet specific criteria. You can specify the filters for the data that is displayed in a tab pane on
a one time only basis, or you can save the filters to a template, and then load the template to
filter the data that is displayed in the tab pane anytime as needed. You can also delete a saved
filter template.

1.
2.

3.

Open the appropriate tab.

On the Geneticist Assistant main menu, click Filters > <Tab Pane>. For example, if you
clicked Filters with the Sample tab open, then the menu options would be Filters >
Sample’s Variants, Filters > Sample’s Status Changes, and so on.

The Table Filters pane opens to the right of the tab. The pane is docked to the right side
of the Geneticist Assistant main window. The pane consists of two sub-panes. The left
sub-pane displays all the fields for the selected tab pane. The right sub-pane is blank.

Repeat Step 2 as many times as needed to open multiple Table Filters panes for the tab.

Figure 1-24: Multiple Table Filters panes opened for a tab

File Tabs Panels Reports Filters Tools Backup Help

Refresh

Search

Runs )] Samples

Sample VariantData | Sample Data | Variant Interpretation Data | Submission
ariants of "'800456.igv-sorted_Output_Mutation_Report1_filtered.vcf'":

2:47641560 322

Variants 21; Status Changes 1; Comments 0; Related Patients 0; VariantInterpretations 0; Reports 0

0.276

Sample '800456.igv-sorted 0. £ |

Current Jobs

Chr:ChrPes Rs Gene HGVS Coding HGVS Protein Type Coverage Variant Frequency Report Pathogen -

Unassign

Table Filters

Rs | |Pathogenicity = Likely Benign| 2

Gene
HGVS Coding

J[Amfact Type = UNK|

a
2:48026757 870 0.485 (=) Unassign HGVS Protein
2:48030838 538 0.532 B Unassign Type
Coverage
248033891 376 025 @] Unassion | | o iant Frequency
3:30686414 549 0.483 | Unassign Report
5:112162854 792 0.991 ] Unassign | | Pathogenicity - =
Arifact Tune
5:112164561 817 1 | Unassign “ L‘ ‘ ﬂ
10:89720634 43 0352 ] Unassign ] Highight|__Clear || On/Off [ Save Fitters | Load Filters |
14:75483812 482 0492 & Unassign
g - Table Filters
14:75505016 535 0.9%8 B Unassign
Date 2
14:75506550 16 0875 ] Unassign | yger
14:75513828 5% 0.403 ] Unassign | Comment -
14:75513883 505 1 ] Unassign v | . - 2
o () Highioht|__ Clear || onjoff ][ save Fiters | Load Filters

Registered | Version 1.8.0 Beta, Buid 266, Revision 26eab418, Buld Date: Aug 30 2018 (0]
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The Table Filters panes are docked from top to bottom in the order in which you
opened them. Optionally, to make a Table Filters pane a floating pane, you can
click the Undock icon that is in the top right corner of the pane (the icon that is to
the left of the Close (x) icon), and then drag the pane. A floating pane is a pane
that is visible in the Geneticist Assistant main window, but its location is not
confined to a specific area of the window. Instead, you can independently change
its size and/or position, including moving the pane outside the main window.To
redock the Table Filters pane, click the Close (x) icon to close the pane, and then
on the Geneticist Assistant main menu, click Filters and select the tab pane again.

&

The remainder of this procedure describes how to set up new a data filter.
Optionally, below a Table Filters pane, you can click Load Filters to open the
Load Filter Template dialog box and select from a list of saved filter templates for
the pane.

4. Click and drag the field by which to filter the data from the list of available fields to the
blank pane that is to the right of the list.

An Edit Filter dialog box opens. The name of the selected field is displayed in the
Column Name field on the dialog box. The Edit Filter dialog box displays different
options depending on the selected filter.

The Column Name is a dropdown list that contains all the available fields for the
opened tab. You can always select a different field on this list before continuing to
Step 5.

Figure 1-25: Edit Filter dialog box example - Zygosity column selected

Edit Filter i @@J

Column Name: | Zygosity v ]
Operator: (= v ]
Value:

ok J[ coce |

For example:

If you are filtering data based on a date/time field, then a Relative option is displayed
on the Edit Filter dialog box. You select this option to display data from a specified
time period that is relative to the current date and time. For example, to display data
that has been generated within the last 30 days of the current date and time, select the
< operator, select Relative, and then in the Relative field, enter -30 days. (You must
enter the minus sign.) See Figure 1-26 on page 34.
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Figure 1-26: Edit Filter dialog box, Date/Time selected as filter

% Edit Filter

Column Name:

Run Date Time .

[
Operator: [ = -
I

Value: | Relative  10/1/2018 12:38PM «

o< J[ concel ]

» Ifyou select to filter by Gene, then a Load by phenotype option is displayed on the
Edit Filter dialog box. Enter a phenotype to filter by genes that are associated with
this phenotype. As you enter the search string, a dropdown list opens. The list is
dynamically updated with the phenotypes that are found in the Human Phenotype
Ontology database that match the search string.

The search string is not case-sensitive, and the string can be found anywhere in
the search results. For example, a search string of “thyroid” returns phenotypes of
thyroid adenoma and secondary hyperthyroidoism.

Figure 1-27: Edit Filter dialog box, Gene selected as filter

Load by phenotype:
Load from File

OK l { Cancel

5. On the Operator dropdown list, select the operator for the filter.

The operators that are available on the Operator dropdown list are specific to the
type of field that is selected - text, numeric, and so on. Not all operators are
available for all field types.

Filter Operator Description

= Equals. Must be an exact match to return data.

# Does not equal. Only data that does not match the value specified is
returned.

> Greater than. Only data that exceeds the value specified is returned.

< Less than. Only data that is less than the value specified is returned.
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Filter Operator Description

>= Greater than or equal to. Only data that is an exact match for or exceeds the
value specified is returned.

<= Less than or equals to. Only data that is an exact match for or is less than
the value specified is returned.

contains Returns data that not only contains the value specified, but also might
contain other information. The search string is not case-sensitive.

does not contain Returns only the data that does not contain the value specified. The search
string is not case-sensitive.

On Only data with a date stamp that is the same as the specified date is
returned. Identical to the = operator, but used specifically for dates.

Earlier than Only data with a date stamp that falls before the specified date is returned.
Identical to the < operator, but used specifically for dates.

Earlier than or on Only data with a date stamp that is the same as the specified date or that
falls before the specified date is returned. Identical to the <= operator, but
used specifically for dates.

Later than Only data with a date stamp that falls after the specified date is returned.
Identical to the > operator, but used specifically for dates.

Later than or on Only data with a date stamp that is the same as the specified date or that
falls after the specified date is returned. Identical to the >= operator, but
used specifically for dates.

6. In the Edit Filter dialog box, enter the values for the filter. The dialog box displays
different options depending on the selected filter. For example:

L]

You might have only the option of entering a value in the Value field. If you enter
multiple values, then you use a comma to separate multiple values.

You might have the option of entering a value in the Value field, or clicking a Load
Values option to open the Open Text or CSV file dialog box, and then browsing to
and selecting the appropriate file.

&

A text file contains a single value. A Comma-Separated Values (CSV) file contains
multiple values that are separated by commas.

7. Click OK.

The Edit Filter dialog box closes. The selected field, its operator, and its value are
displayed in the right sub-pane. The filter is applied immediately to the pane.

8. Repeat Step 4 through Step 7 for each field by which the data is to be filtered. When you
filter the data by multiple fields, two options are possible:

You can drag additional fields for filtering on top of an existing filter field to apply
the filters on an “and” basis. For example, for the Sample Variant Data sub-tab on
the Sample tab, you can add the filter for Coverage >= 300 and then drag the filter
for Gene = MSHG6 onto the Coverage filter. The results are filtered to show only
those variants that have a coverage that is greater than or equal to 300 and that are
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found in the MSH6 gene.

You can drag separate additional fields for filtering into the blank pane to apply
filters on an “or” basis. For example, for the Sample Variant Data sub-tab on the
Sample tab, you can add filters for Coverage >= 300 and a filter for Gene = MSH6.
The results are filtered to show those variants that have a coverage that is greater
than or equal to 300 or variants that are found in the MSH6 gene.

Figure 1-28: And and Or filters

able Filters

D

Rs

Ref
Ref AA
Alt

D

Rs
Ref
Ref AA

Alt

Chromosome
Chromosome Posi
Chr: ChrPos

able Filters

Chromosome
Chromosome Posi
Chr: ChrPos

||l Coverage = 300

|»

L{ Gene = M6

-~—— Andfilter

||l Coverage = 300

|»

[ Gene = MH6

~—— Orfilter

9. Do any of the following as needed for a specific Table Filter:

To highlight the results in bright yellow that pass the filtering criteria instead of
removing data that fails the filtering criteria, select Highlight.

The On/Off option is a toggle.
* To remove the applied filters, click On/Off.

*  To apply all the filters and view the results onscreen, click On/Off again.
(“*Filters Applied” is displayed in the title bar of the affected tab pane.)

If the results are not as expected, then this toggling allows you to make the
necessary adjustments to a filter before saving it.

To remove all the filters that have been applied for the tab pane, click Clear. The
filters remain displayed in the Table Filters pane.

To clear all filters for all tabs in a single step, on the Geneticist Assistant main
menu, click Filters > Clear All Filters.

To edit a filter, right-click the filter and on the context menu that opens, click Edit to
open the Edit Filter dialog box. Edit the filter (Column, Operator, and/or Value) as
needed, and then click OK to close the dialog box and immediately save and apply
the edited filter.

To delete a filter, right-click the filter and on the context menu that opens, click
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Remove. The pane display is immediately updated.

* To save your filter settings, click Save Filters to open the Save Filter Template
dialog box and then do the following:

Figure 1-29: Save Filter Template dialog box

19 )

I . Save Filter Template

Name this template:

] Make template avaiable to all users

[ Save ”Cance!

i Enter a name for the filter template.

ii. If this template is to be available to other users, then select Make template
available to other users; otherwise, the template is available only to you.

1. Click Save.

A Template Save Result message opens, indicating that the new template was
saved.

Figure 1-30: Template Save Result

< .j Template Save Result E
'0' New template 'Alt' saved.

iv. Click OK to close the message and save the filter template to the Geneticist
Assistant database.

You, and if applicable, other users, can use this saved filter template to filter the
data for this specific tab pane for another project based on the template settings.

10. After you are done filtering the data, you can click Close (x) in the upper right corner of
a Table Filter pane to close it.

Geneticist Assistant User’s Manual 37



Chapter 1

Getting Started with Geneticist Assistant

38

To load a saved filter template

You can load any filter template that you have added to the Geneticist Assistant database and
you can open any filter template that another user has added and made available to all users.

1. Open the appropriate tab.

2. On the Geneticist Assistant main menu, click Filters > <Tab Pane>. For example, if you
clicked Filters pane with the Sample tab open, then the menu options would be Filters >
Sample’s Variants, Filters > Sample’s Status Changes, and so on.

The Table Filters pane opens to the right of the tab. See Figure 1-24 on page 32.
3. Click Load Filters.

The Load Filter Template dialog box opens. The dialog box displays all the filter
templates that have been saved and made available to all users for the selected tab pane.

Figure 1-31: Load Filter Template dialog box
& Losd FiterTemplote I [0

|| Select a fiter template to use:

ID Template Name User

Gene Filter Administrator

TVB_Demo Administrator

load | [ Deete || concel |

4. Select the filter template that you are loading, and then click Load.

The Load Filter Template dialog box closes and the selected filter is applied
immediately. The data in the tab pane is updated to reflect the filtering.

To delete a saved filter template
You can delete filter templates that have been saved by any user for any tab pane.
1. Open the appropriate tab.

2. On the Geneticist Assistant main menu, click Filters > <Tab Pane>. For example, if you
clicked Filters pane with the Sample tab open, then the menu options would be Filters >
Sample’s Variants, Filters > Sample’s Status Changes, and so on.

The Table Filters pane opens to the right of the tab. See Figure 1-24 on page 32.
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3. Click Load Filters.

The Load Filter Template dialog box opens. The dialog box displays all the filter
templates that have been saved by all users for the selected tab pane.

Figure 1-32: Load Filter Template dialog box
B Load Filter Template - -

Select a filter template to use:

ID  Template Name User

Gene Filter Administrator

TVB_Demo Administrator

[ Load ][Delehe][Cancei]

4. Select the filter template that you are deleting, and then click Delete.

The filter is deleted immediately. The Load Filter Template dialog box remains open.

To show/hide columns in a tab pane

You specify the columns that you are showing or hiding in a tab pane in the Select Columns
dialog box. By default, when the dialog box first opens for a tab pane, the columns that are
currently displayed are selected, and Select/deselect/restore all is either selected or
completely filled. The Select/deselect/restore all option on the Select Columns dialog box is
a tri-state checkbox. When the dialog box is opened for the first time for a tab pane, all the
columns are selected for display, and the Select/deselect/restore option is also selected. After
you make your column selections, then each subsequent time that the dialog box opens, the
columns that have been selected for display are selected, those that have been hidden are
deselected, and the Select/deselect/restore option is completely filled. If you click this option
once, then all columns are shown in the tab pane in a single step and the select/deselect/
restore option is selected. If you click the Select/deselect/restore option a second time, then
all columns are hidden in the tab pane in a single step, and the option is cleared. If you click
the Select/deselect/restore option a third time, then the last specified settings are restored,
and a completely filled checkbox is displayed for the option.

1. Right-click the tab pane anywhere, and on the context menu that opens, click Load
Columns.

A sub-menu opens that displays up to three options: Manually, Compact, and all the
available configurations for the pane. The name of the user who created a configuration
is displayed next to the configuration.
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Compact displays the data columns in the pane in a more condensed view. To
% toggle the display, click Compact as needed.

2. Click Manually.
The Select Columns dialog box opens.
Figure 1-33: Select Columns dialog box

f i Select Columns ‘@‘g

Please uncheck the columns to hide:
[]10

mi»

1l

2 [] Chromosome

3 [[] Chromosome Position
4 Chr: ChrPos

5 Rs

6 [V] Gene

7 [¥] HGVS Coding

8 [v] HGVS Protein

9 [V] Type

10 (7 Cavarans

@ Select / deselect / restore all

[ Save Configuration Load Configuration }

[oc J[ concd J[ amv |

3. Ifacolumn is to be hidden from view in the pane, then clear its selection; otherwise,
leave it selected.

4. Optionally, to rearrange the column display, click the column number for a column, and
then drag it to a new location in the list of columns.

This is identical to rearranging the data columns directly in a tab pane. See “To
% rearrange the order of data columns” on page 44.

5. Click Apply to update the column display.
6. Click OK to close the dialog box.

The column preferences remain in effect even if you log out of and then log back into
Geneticist Assistant. To restore the last specified settings, or display all columns in a
single step, click the Select/deselect/restore all option as needed.

40 Geneticist Assistant User’s Manual



Chapter 1
Getting Started with Geneticist Assistant

To manage tab pane configurations

Instead of selecting individual columns to show or hide, you can use pane configurations to
manage your data column displays. You can load an existing pane configuration, you can
create your own pane configurations, and you can delete pane configurations. See:

*  “To load a pane configuration” below.
e “To create/edit a pane configuration” below.

*  “To delete a pane configuration” on page 43.

To load a pane configuration

1. Right-click the tab pane anywhere, including the column headers, and on the context
menu that opens, click Load Columns.

A sub-menu opens that displays up to three options: Manually, Compact, and all the
available configurations for the pane. The name of the user who created each
configuration displayed next to the configuration.

Compact displays the data columns in the pane in a more condensed view. To
@ toggle the display, click Compact as needed.

2. Select the configuration that you are loading.

The context menu closes. The pane display is updated dynamically after the
configuration is loaded.

To create/edit a pane configuration

When you create and save a configuration for a tab pane, the configuration is available and
applicable only for this specific tab pane. You can edit only the configurations that you have
created.

1. Right-click the tab pane anywhere, including the column headers, and on the context
menu that opens, click Load Columns.

A sub-menu opens that displays up to three options: Manually, Compact, and all the
available configurations for the pane. The name of the user who created each
configuration displayed next to the configuration.

Compact displays the data columns in the pane in a more condensed view. To
% toggle the display, click Compact as needed.
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2. Do one of the following:

Option Description

To create an entirely new | 1. Click Manually.

pane configuration The Select Columns dialog box opens. By default, when the dialog
box first opens for a tab pane, the columns that are currently
displayed are selected, and Select/deselect/restore is either selected
or completely filled. See Figure 1-33 on page 40.

2. Continue to Step 3.

To create a new pane 1. Click Manually.
configuration b3f’. editing The Select Columns dialog box opens. See Figure 1-33 on page 40.
an existing configuration |, -~ | oad Configuration.

The Load Configuration dialog box opens. The dialog box displays all
your private and public configurations as well as all the
configurations that other users have made public.

Figure 1-34: Load Configuration dialog box

Select configuration:

Configuration Name Owner

NoRegioninfo Administrator

3. Select the configuration that is to be modified.

The pane display is dynamically updated according to the loaded
configuration

4. Right-click the tab pane anywhere, and on the context menu that
opens, click Load Columns > Manually.

The Select Columns dialog box opens again. The settings on the
dialog box reflect the loaded configuration.

5. Continue to Step 3.

3. Clear the options for the columns that you are hiding from the pane view, and select the
options for the columns that you are displaying in the pane view.

4. Click Apply to update the column display.
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Click Save Configuration.

The Save Configuration dialog box opens.

Figure 1-35: Save Configuration dialog box

6.

& save Conﬁgurm M

Name this configuration:

|
TVB_DocView

| Make configuration avadable to all users

Save [ Cancel

Enter a name for the configuration.

7.

9.

% If you are editing a configuration, then you must save it with exactly the same

name as the original configuration.

If this configuration is to be available to all other users of this Geneticist Assistant
instance (a public configuration), then select Make configuration available to all users;
otherwise, to make the configuration available only to you (a private configuration),
leave this option blank.

Click Save.

The Save Configuration dialog box closes. The Select Columns dialog box remains
open.

Click OK to close the Select Columns dialog box.

To delete a pane configuration

You can delete only those pane configurations that you have created, and you cannot delete
the default System configuration.

1.

Right-click the tab pane anywhere, including the column headers, and on the context
menu that opens, click Load Columns.

A sub-menu opens that displays up to three options: Manually, Compact, and all the
available configurations for the pane. The name of the user who created each
configuration displayed next to the configuration.

Click Manually.
The Select Columns dialog box opens. See Figure 1-33 on page 40.
Click Load Configuration.

The Load Configuration dialog box. The dialog box displays all your private and public
configurations as well as all the configurations that other users have made public. See
Figure 1-36 on page 44.

Geneticist Assistant User’s Manual 43



Chapter 1
Getting Started with Geneticist Assistant

Figure 1-36: Load Configuration dialog box

Select configuration:

Configuration Name Owner

NoRegioninfo Administrator

4. Right-click the configuration that you are deleting, and on the context menu that opens,
click Delete Column Configuration.

The Column Configuration is deleted.

If you select a configuration that you did not create, then the Delete Column
Configuration option is not available on the context menu.

5. Click Close (x) to close the Load Configuration dialog box.
6. Click OK to close the Select Columns dialog box.

To change the widths of data columns

To change the width of a data column, rest the mouse pointer on the right side of a column
heading until the pointer changes to a double-headed arrow, and then drag the boundary until
the column is the width that you want.

To rearrange the order of data columns

You can rearrange the order of the data columns in a tab pane by clicking and holding the
mouse pointer on a column header, and then dragging the column to a new location.

You can also rearrange the order of data columns in a tab pane using the function
that is available in the Select Columns dialog box. See “To show/hide columns in a
tab pane” on page 39.

To change the sort order of data

When a tab first opens, data is sorted in ascending order based on the IDs of the data. To
change the sort order of the data in a column, click a column header to sort the display based
on the descending order of data in the column. A Sort Order icon is displayed in the column
header. You can click this Sort Order icon to toggle between an ascending sort and a
descending sort of the data based on the column heading.
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To rename column headers

Every data column is titled with a default column header. To rename a column header to
better suit your working needs, right-click the column header, and on the context menu that
opens, click Rename Header. The column header is selected, and you can then edit the
column header as needed.

To select data to be included in a custom report

You can include just specific data in a custom report, or you can include all data in a pane in
a custom report.

* To include just specific data, right-click the data (CTRL-click to select multiple rows of
data), and on the context menu that opens, select Add Selected to Custom Report. A// data
in all columns that are currently shown in the selected rows is included in the custom
report. Data in hidden columns is not included in the report.

e To include all data that is currently shown in a tab pane in a custom report, right-click
anywhere in the pane and on the context menu that opens, click Add All to Custom
Report. A/l data in all columns that are currently shown in the tab pane is included in the
custom report. Data in hidden columns is not included in the report.

For detailed information about generating a custom report after you have selected
@ the necessary data, see “Generating a Custom Report” on page 271.
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Searching the Geneticist Assistant Database

You use the Search feature that is available on the Geneticist Assistant main window toolbar
to search for samples, runs, panels, panel groups, sample groups, genes, and variants in your
Geneticist Assistant database.

Figure 1-37: Geneticist Assistant main window toolbar, Search feature

Refresh Sample/Run/Panel/PanelGroup/SampleGroup/Patient/Gene/chrom:start-end

Important points to note about a search are the following:

* Asyou enter a search string, the list of search results that match the string is dynamically
updated, and the type of search result that matches the string is indicated in bold above
the list (Run, Variant, and so on).

*  With the exception of searching by HGVS, the search for any item is not case-sensitive,
and the search string can be found anywhere in the search results. For example, if you
enter “Mayo” as the search string, then the search results can include a run named “Mayo
Clinic” or a run named “Clinic Run:Mayo.”

Searching by HGVS supports only a perfect match to the search string, for
% example, p.Asn1983Ser.

» Ifyou search for a variant, the search is not carried out relative to any sample, and
multiple search options are available.

*  You can use the variant description in the format of chrom:start position:ref:alt. You
must separate multiple variant search strings with a comma (,) or a semi-colon (;).

*  You can search for a single position on a single chromosome (for example, 1:123) or
for a range of positions on a single chromosome (for example, 1:1-1000).

*  You can search by the partial or complete gene name; for example, MSH or MSH2,
respectively.

*  You can search by HGVS variant nomenclature.

Search results for any entity in your Geneticist Assistant database are displayed on a Search
Results tab.

Figure 1-38: Search feature and results example

A Home 7 Actions ™ ‘¢ View ™ g Communica te v gy Hlestbdras © &

File Tabs Panels Reports Filters Tools Backup He.,. .
BA
Search | V] UmitRunsbyNumber: 30 %) [¥] Limit Runs by RunDateTime:  8/26/2018 3:02PM |51 9/25/2018 3:02PM |+ Ref

TP ———r

‘Add Date Time Chemistry _ Instrument #Regions  # Passed Regions
2 efou B

Status
[181:35 P Defautt Defaut v | 1540 New
—————————

0¢
o Mitis-sapcofl Gendhgst Assiton o) Home ctions ~ 5 View ~ UZ’ Communica te v [y Files &Bras ~ &

Shr: ChiPas
247630341
247630550
247635687 Unassigned None
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You can double-click any search result on a Search Results tab to “drill down” into the
search result, and review the associated data. For example, you can:

*  Double-click a Run search result to open the associated Run tab.

*  Double-click a Gene search result to open the list of variants for the gene, and then
double-click a variant in this list to open the associated Variant tab.

You can also right-click any search result to open a context menu that has options that are
specific for the search result.
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Updating References

The reference directory contains the information for the reference that was used for aligning
the data and/or detecting variants in sample. References are stored in their own folders in the
references directory. SoftGenetics initially provides the necessary references files for your
Geneticist Assistant installation. You use the Ref function that is available on the toolbar of
the Geneticist Assistant main window to update to the most recent version of any reference
in the reference directory. You can select multiple references for updating at the same time.

To update a reference

1.

On the toolbar of the Geneticist Assistant main window, click Ref.

The Reference Downloader dialog box opens. The dialog box lists the following
information for each reference that is currently installed for your Geneticist Assistant
instance:

The reference name.

The Local Version, which is the version of the currently installed reference.

The Remote Version, which is the most recent version that is available on the

SoftGenetics server.

The Update Size, which is the difference in size between the Local Version and the

Remote Version.

The Total Size of the downloaded reference.

The location of the Reference Directory that has been specified for your Geneticist
Assistant instance is displayed at the top of the dialog box. A checkbox is displayed next
to each reference for which the Local Version and Remote Version are different.

Figure 1-39: References Downloader dialog box

48

Reference Directory: | C:\SoftGenetics\Human 37
References:

Name
Base 37
ClinVar 20180401
EVS v2
[7] ExAC

["] GhnomAD

RefSeq

[T dbNSFP

[] dbSNP

gc.prt.txt

Local Version

Remote Version

37
20180401

|

Update Size  Total Size

274 GB
14.28 MB
136.77 MB
4.56 GB
90.86 GB
574.36 MB
1572 GB
1464 GB
12.36 KB

(_Update ][ coxel |
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The first time that you download reference files, Base and RefSeq are always

@ selected for download and disabled so that you cannot clear these options. You
can select any or all the remaining reference files for downloading/updating. You
can also download any of these other reference files at a later date. When you are
updating references, because Base and RefSeq have already been downloaded,
they are not selected and disabled.

2. Select the references that you are updating, and then click Update.

After the selected references are updated, the Local Version and the Remote Version are
identical.

Be patient. Depending on the update size, the update process can take up to
% several hours.
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Reviewing the Database Log

Geneticist Assistant tracks a// actions that have occurred for its database, such as user logins,
data additions, data edits, data deletions, and so on, in a database log. This database log is
displayed on the Database Log tab. The log shows all the actions that have occurred in the
Geneticist Assistant database in reverse chronological order. For each action, the following
information is displayed: the date/time of the database action, the user who carried out the
action, the type of action, and the data type that was affected by the action. A detailed
description of the action is also supplied. To review the database log, on the Geneticist
Assistant main menu, click File > Database Log.

Figure 1-40: Database Log tab

File Tabs Panels Reports Filters Tools Backup Help

Refresh Sample/Run/Panel/PanelGroup/SampleGroup/Patient/Gene /chrom:start-e Search Ref

Runs | | runDemornm [ | RunDemonobam [ | Sample'800466ig.. [ | SearchResuits:Va... [ CurrentJobs [ Databaselog ()
Date/Time ~ User Action Description

2018-09-10 13:20:01 Administrator Add Column C User. added Column C:

2018-09-10 13:05:21 Administrator Login User logged in from licist As...

2018-09-10 13:05:21 I C Session D tmzXoZlyGhu7eUEymNCEAJQKXQTH....

2018-09-10 13:03:29 Administrator Login User logged in from istAs .

2018-09-10 12:43:00 Administrator Login User logged in from As.

2018-09-10 12:42:42 Administrator Logout User Administrator logged out of session ID vc9i...

2018-09-10 12:39:23 Administrator Add SamplePermission User added pl Us...

2018-09-10 12:39:23 Administrator Add Sample User Administrator added Sample 800456.igv-s...

2018-09-10 12:39:23 Administrator Edit Sample User Adminisirator added Patient (external_id: ...

2018-09-10 12:34:10 Administrator Add SamplePermission User. added pl ission Us...

2018-09-10 12:34:10 Administrator Add Sample User Administrator added Sample 800455.igv-s...

2018-09-10 12:34:10 Administrator Edit Sample User Administrator added Patient (external_id: ...

2018-09-10 12:34:09 Administrator Add User added RunPermission User

2018-09-10 12:34:09 Administrator Add Run User Administrator added Run Demo Run L LI

Database Log 92; Change Log 14 Registered | Version 1.8.0 Beta, Build 266, Revision 26eab418, Build Date: Aug 30 2018 @
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Backing up the Geneticist Assistant Database

For data protection, you can manually back up the Geneticist Assistant database at any time

of your choosing.

To back up the Geneticist Assistant database

1. On the Geneticist Assistant main menu, click Backup > Database Backup.

The Database Backup dialog box opens. In the Output field, the default name and
location for saving the database backup file is set to C:\Program
Files\SoftGenetics\Geneticist Assistant\ga exe\softgenetics backup <current

year> <current month_day> <current_time>. You have the option of changing one or
both of these default values.

Figure 1-41: Database Backup dialog box

Type:
Dump:
Name:
User:
Password:

Output:

@8 Database Backup _

C: [Program Files/Softgenetics/Softgenetics Server /pgsql/bin/pg_dump.exe @
softgenetics

postgres

ftgenetics/Geneticist Assistant/ga_exe/softgenetics_backup_18_0911_1136.sq| [ ]

[ OK J[ Cancel ]

2. Next to the Dump path field, click the Browse button [... | to open the Select dump tool
dialog box, and then browse to and select pg_dump.exe file.

The default installation directory for the Postgres dump tool is C:/Program Files/
Softgenetics/Softgenetics Server/pgsql/bin/pg _dump.exe.

3. Optionally, do one or both of the following:

* To change the name of the database backup file, in the Name field, enter the new

value.

For example, to change the name from “softgenetics_backup <current
year> <current month day> <current time>" to
“geneticist assistant backup <current year> <current

month_day> <current_time>", enter geneticist assistant in the Name field.

* To change the location for the database backup file, next to the Output field, click the

Browse button [... | to open the Select Output directory dialog box, and then select a
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different location for the database backup file.

4. Enter your Postgres username and password.

Make sure to enter your Postgres login credentials, and NOT your Geneticist
Assistant login credentials. Unless you have customized your Postgres
installation, the username is postgres and the password is softgeneticssetup.

5. Click OK.

After the Geneticist Assistant database is successfully backed up, the Database Backup
dialog box closes. The Geneticist Assistant main window remains open.
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Before you use Geneticist Assistant for the first time, you must add and/or edit the necessary
objects and specify the settings for your installation. Optionally, you can specify quality
metrics for monitoring runs and ensuring that the runs results are meeting your
organization’s performance standards.

This chapter covers the following topics:
* “Managing Objects in the Geneticist Assistant Database” on page 55.
*  “Specifying your Geneticist Assistant Settings” on page 59.

*  “Managing Quality Metrics” on page 77.
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Managing Objects in the Geneticist Assistant

An object in Geneticist Assistant holds a value or variable that can be applied for carrying
out a run in Geneticist Assistant, or for processing and interpreting the resulting run data.
Managing objects in Geneticist Assistant consists of adding and editing the values for these
objects as well as deleting values that are no longer valid or required. Twelve objects are
available in Geneticist Assistant: Chemistry, Instrument, Pathogenicity, Pathogenicity Status,
Sample Status, Panel Group, Coverage Region Status, Sample Status, Run Status, Artifact
Type, Phenotype, and Ethnicity. Geneticist Assistant is installed with default values for five
of these objects: Pathogenicity, Pathogenicity Status, Sample Status, Coverage Region
Status, and Run Status. You have the option of adding custom values for these objects, and
then selecting a custom value in lieu of a default value. You must manually add values for all

other objects.

Object

Default Values

Description

Chemistry

No

Refers to the chemistry that was used to prepare the
samples for sequencing.

Instrument

No

Refers to the instrument that was used to sequence the
samples.

Pathogenicity

Yes

The pathogenicity for a selected variant. Default values
are Deleterious, Likely Deleterious, Unknown, Likely
Benign, and Benign.

Pathogenicity Status

Yes

Indicates the status for changing the pathogenicity for a
selected variant. Default values are Pending and
Confirmed.

Sample Status

Yes

The status for a sample. Default values are New, QC
Passed, Reviewed, and Complete

Panel Group

No

Separately tracks the pathogenicities of variants that
might be found in multiple panels. For example, the
pathogenicity of a selected variant is set to Deleterious
for multiple cancer panels; however, the pathogenicity
can be set to Benign for a cardiac panel. You can
create a group for each panel, and then assign the
appropriate panels to each group.

Coverage Region
Status

Yes

The Coverage Regions tab (via the Run tab) lists the
coverage information for every region in your panel as
well as a status for each region. Default values are
Passed or Failed to indicate whether a region passed
or failed the coverage settings that were set for the run.

Note: See “Coverage Regions tab” on page 200.

Sample Group

No

Used for a group of samples that are to be processed
repeatedly over a period of time, for example, a group
of control samples for which the coverage or variant
frequency is to be tracked.
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Object Default Values Description

Run Status Yes The status for a run. Default values are New, QC
Passed, Reviewed, and Complete.

Artifact No The artifact type for the sample variant, for example, a
Sequencing artifact. A single default value, None, is
supplied for artifact type.

Phenotype No The phenotype for a patient.

Ethnicity No The ethnicity for a run patient, for example, Caucasian
(Non-Hispanic).

To add a value for an object

1. On the Geneticist Assistant main menu, click File > Add/Edit Objects.
The Add/Edit Objects dialog box opens.
Figure 2-1:  Add/Edit Objects dialog box

8 covcsonee SN et

Value:

Current Values:

2. On the Object dropdown list, select the object for which you are adding a value.

If the selected object has default values, or custom values have already been added for
the selected object, then these values are displayed in the Current Values pane.

3. Inthe Value field, enter the value for the object, and then click Add.

The value can have a maximum of 255 characters. Spaces and special characters
% are allowed.

The newly added value is displayed in the Current Values pane.
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Do one of the following:
* Ifyoudid not add a new pathogenicity value, then go to Step 5.

» Ifyou added a new pathogenicity value, then to correctly order the pathogenicity
values from least severe to most severe, select a value in the Current Values pane,
and then click Move Up or Move Down as needed. Go to Step 5.

If you add a value for pathogenicity, then you can also specify a highlighting color
for variants of this type in all the variant panes and sub-tabs. See “To specify the
highlighting colors for variants of a pathogenicity” on page 65.

5. Click OK.

The message “Saving new objects” is displayed on the Add/Edit Objects dialog box. The
dialog box closes after the value is added successfully.

To edit an object

When you edit an object, you edit the object value. Any previous runs that use the edited
object value are not affected. The “old” (previous) value remains displayed in Geneticist
Assistant on the Runs tab. Going forward, only the “new” value is available for selection for
new runs.

1.

On the Geneticist Assistant main menu, click File > Add/Edit Objects.
The Add/Edit Objects dialog box opens. See Figure 2-1 on page 56.
On the Object dropdown list, select the object for which you are editing a value.

The currently available values for the selected object are displayed in the Current Values
pane.

In the Current Values pane, double-click the object value that you are editing.
The value is highlighted in a blue rectangle.

Edit the value as needed.

S.

are allowed.

% The value can have a maximum of 255 characters. Spaces and special characters

Click OK.

The message “Saving new objects” is displayed on the Add/Edit Objects dialog box. The
dialog box closes after the value is edited successfully.
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To delete a value from an object

1. On the Geneticist Assistant main menu, click File > Add/Edit Objects.
The Add/Edit Objects dialog box opens. See Figure 2-1 on page 56.
2. On the Object dropdown list, select the object from which you are deleting values.

The currently available values for the selected object are displayed in the Current Values
pane.

3. In the Current Objects pane, right-click the object value that you are deleting, and then
click Remove Selected.

The value is deleted immediately. The Add/Edit Objects dialog box remains open.
4. Click OK.
The Add/Edit Objects dialog box closes.
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Specifying your Geneticist Assistant Settings

When specifying the settings for your Geneticist Assistant installation, if you did not
configure the server reference directory before the first time that you logged into Geneticist
Assistant, at a minimum, you must create your server and client reference directories and
specify their locations, and then download reference files to the client reference directory.
You must also specify the global Quality Control (coverage) settings for your data. See:

*  “To configure Geneticist Assistant directories” below.
*  “To specify the global Quality Control settings” on page 64.
Optionally, you can also:

»  Configure your proxy server settings. See “To configure proxy server settings” on page
61.

» Edit the SoftGenetics license server settings. See “To edit the SoftGenetics license server
settings” on page 62.

*  Specify an encryption key for patient data. See “To specify an encryption key for patient
data” on page 63.

*  Specify the colors for highlighting variants of a specific pathogenicity in all the variant
panes and variant sub-tabs. See “To specify the highlighting colors for variants of a
pathogenicity” on page 65.

e Specify the font for column headers and/or column content. See

*  Specify the same column display preferences for variants in all the variant panes and
variant sub-tabs and/or clear the preferred settings for all the data tabs. See “To apply
shared preferences or to clear all tab preferences” on page 69.

*  Specify the preferred settings for variants, which determines how the information is
displayed for variants in all the variant panes and variant sub-tabs, and/or clear the
preferred settings for all the data tabs. See “To specify variant preferences” on page 70.

*  Specify the requirements for all user passwords for Geneticist Assistant. See “To specify
the Geneticist Assistant password requirements” on page 73.

*  Specify your third-party settings. See “To specify third-party (Alamut, IGV, OMIM)
settings” on page 74.

To configure Geneticist Assistant directories

Before you run Geneticist Assistant for the first time, if you have yet to create your client
reference directory, which is the directory contains the information for the reference that are
used for aligning the data and/or detecting variants, then you must do so. References are
stored in their own folders in this directory. If you have yet to configure the server reference
directory, which is the directory on the database server that is to host the reference files, then
you must also specify this directory location. Optionally, if you have already configured the
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client reference directory, but you have not yet submitted data to the Geneticist Assistant
database, then you can change the location of the reference directory. Optionally, you can
also change the location of the server reference directory and/or specify a report directory.

1. On the Geneticist Assistant main menu, click File > Settings.

The Settings dialog box opens. The General tab is the open tab.

Figure 2-2:  Settings dialog box, General tab

B Setings | [
General | Qualty Control | Colors | Font | TabPreferences | VariantPreferences | Password Settings | Third-Party Settings
Directories
Reference Directory: C:/Program Files/Softgenetics/References )]
Report Directory: &=
NextGENe Directory [7] Locate on Startup
Server Reference Directory: C:\|Program Fies\\Softgenetics|References = Set

Proxy

Type: [NoProxy - ] Enabled
Host Port:

User name:

Password:

Exceptions: (;)

License Server
Server(Name or IP Address):  localhost

Port: 50000

Encryption

Windows Certificate [None ] 4 certificate used to

ok | [ cancel |

2. Optionally, in the Directories (top) pane, do any or all of the following as appropriate:

To specify the location of the client reference directory, or change the location of the

directory, next to the Reference Directory field, click the Browse button [... |, and
then browse to and select the appropriate directory.

Although not required, SoftGenetics recommends that you create the reference
directory on the same computer and drive on which you installed the Geneticist
Assistant client.

If you have previously specified the location for the client reference directory and
submitted data to the Geneticist Assistant database, then you cannot change its
location.

To specify the directory in which al/ Geneticist Assistant reports are to be saved,

next to the Report Directory field, click the Browse button [... |, and then browse to
and select the directory.

If your organization also has NextGENe installed, then to use the interactive
functionality that is available for Geneticist Assistant and NextGENe, Geneticist
Assistant must be able to locate your NextGENe installation. If your Geneticist
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Assistant instance is installed on the same client as your NextGENe instance, then
leave Locate on Startup selected; otherwise, clear Locate on Startup, and then next to

the NextGENe Directory field, click the Browse button [... |, and then browse to and
select the appropriate directory.

To specify the location of the server reference directory, or change the location of the

current directory, in the Server Reference Directory field, enter the full path to the
appropriate directory, and then click Set.

No message opens after you click Set. Also, if you inadvertently clear the path to
@ the server reference directory, then you can click the Refresh icon to immediately

repopulate the Server Reference Directory field with the full path and directory
name.

3. Ifyou are done specifying your settings, then click OK to close the Settings dialog box
and return to the Geneticist Assistant main window; otherwise, continue to add and/or
edit the information on any this tab or any of the other tabs as appropriate.

To configure proxy server settings

If your organization uses a proxy server for external connections, then to view data from
external databases such as OMIM or LOVD in Geneticist Assistant, you must configure the
settings for the proxy server.

1. On the Geneticist Assistant main menu, click File > Settings

The Settings dialog box opens. The General tab is the open tab. By default, the Proxy
Type is set to No Proxy.

Figure 2-3:  Settings dialog box, General tab
& o

General | Quaity Contral | Calors | Font | I I
Orectores

‘Third-Party Settings

Server(Name or IP Address):  locahost

Port: 50000

o ][ concel

2. On the Type dropdown list, select the proxy type.
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3. In the Proxy pane, configure your proxy server settings.

If you selected DefaultProxy for Type, then the proxy settings for Internet Explorer
% are used for the connection and you can leave all other proxy settings blank.

4. Ifyou are done specifying your settings, then click OK to close the Settings dialog box
and return to the Geneticist Assistant main window; otherwise, continue to add and/or
edit the information on any this tab or any of the other tabs as appropriate.

To edit the SoftGenetics license server settings

If you are running a purchased version of Geneticist Assistant, the first time that you run the
program, you must configure Geneticist Assistant to connect to the SoftGenetics license
server. (See “To run a purchased version of Geneticist Assistant” on page 24.) If you change
the location of this license server, then you must edit the license server settings so that
Geneticist Assistant can still connect to the server.

1. On the Geneticist Assistant main menu, click File > Settings to open the Settings dialog
box.

The Settings dialog box opens. The General tab is the open tab. The current information
(name or IP address) for the SoftGenetics license server is displayed in the Server field.

Figure 2-4:  Settings dialog box, General tab

B Setings | [
General | Qualty Control | Colors | Font | TabPreferences | VariantPreferences | Password Settings | Third-Party Settings
Directories
Reference Directory: C:/Program Files/Softgenetics/References )]
Report Directory: &=
NextGENe Directory [7] Locate on Startup
Server Reference Directory: C:\|Program Fies\\Softgenetics|References = Set

Proxy

Type: [NoProxy - ] Enabled
Host Port:

User name:

Password:

Exceptions: (;)

License Server
Server(Name or IP Address):  localhost

Port: 50000

Encryption

rtificate [None v 4 certhcate used to

ok | [ cancel |

2. Inthe License Server pane, in the Server field, enter the fully qualified domain name
(FQDN) for the server, or its IP address.

If the License Server is running on the same computer on which Geneticist
Assistant is running, then you must enter 127.0.0.1.

3. Leave the Port value set to the default value of 50000.
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4. Ifyou are done specifying your settings, then click OK to close the Settings dialog box
and return to the Geneticist Assistant main window; otherwise, continue to add and/or
edit the information on any this tab or any of the other tabs as appropriate.

To specify an encryption key for patient data

You can specify an encryption key for the patient data in your Geneticist Assistant database.
If encryption is enabled for patient data, then no data is displayed in specific Patient fields
such as First Name, Last Name, and so on. Instead, *encrypted* is displayed. To set up
encryption for patient data, two files are required:

*  Cert.pem file, which you must save in C:\Program Files\SoftGenetics\SoftGenetics
Server\ga on the Geneticist Assistant server.

»  Cert.pfx, which you can save anywhere on the Geneticist Assistant client. You must
double-click this file to launch the Certificate Import Wizard and import the encryption
key for your Geneticist Assistant installation.

If your organization already uses encryption for patient data, then these files
@ should already be configured and available for use; otherwise, work with your

organization s System Administrator to create and configure these files, or you can

contact.tech_support@sofigenetics.com for assistance.

1. On the Geneticist Assistant main menu, click File > Settings to open the Settings dialog
box.

The Settings dialog box opens. The General tab is the open tab.

Figure 2-5:  Settings dialog box, General tab
e e

| variant preferences | Password Settings | Third-Party Settings

General | Qualty Control | Colors | Font | Tab Preference:

C:fProgram Files /Softgenetics References [

[¥] Locate on Startup

Ci\Program Fes! Sofigenetcs\References (3] E—rT—

[ clear

License Server

Server(Name or IP Address): localhost

Port: 50000

Encryption

Windows Certificate [None ] 4y certificate used to

ok |[ cancel |

2. In the Encryption pane, select the appropriate Windows certificate.
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3. Ifyou are done specifying your settings, then click OK to close the Settings dialog box
and return to the Geneticist Assistant main window; otherwise, continue to add and/or
edit the information on any this tab or any of the other tabs as appropriate.

To specify the global Quality Control settings

The settings on the Quality Control tab are the minimum required coverage values (coverage
threshold values) that a panel region must meet, or it is flagged as failed region for a run. The
coverage values that you specify here are global settings, which means that, by default, they
are automatically applied to all panel regions in all runs.

1. On the Geneticist Assistant main menu, click File > Settings.
The Settings dialog box opens. The General tab is the open tab.
2. Open the Quality Control tab.

Figure 2-6:  Settings dialog box, Quality Control tab
]
General | Qualty Control | Colors | Font | TabPreferences | VariantPreferences | PasswordSettings | Third-Party Settings
Quality Control
Percent Covered (%): 100.00

Average Coverage: 100

Minimum Coverage: 50

3. Specify the value for the Quality Control settings.

*  Minimum Coverage — The minimum number of reads that are required for a panel
region.

* Average Coverage — The average number of reads that are required for a panel
region.

*  Percent Covered (%) — The minimum percentage of the panel region that has reads
aligned to it.

4. Ifyou are done specifying your settings, then click OK to close the Settings dialog box
and return to the Geneticist Assistant main window; otherwise, continue to add and/or
edit the information on any of the other tabs as needed.

64 Geneticist Assistant User’s Manual



Chapter 2
Geneticist Assistant Setup and Maintenance

To specify the highlighting colors for variants of a pathogenicity

By default, variants for any of the five system-supplied pathogenicity values—Deleterious,
Likely Deleterious, Unknown, Likely Benign, and Benign—are highlighted in a specific
color on the various variant sub-tabs and panes in your Geneticist Assistant instance. You
can use these default colors, or you can specify other colors on the Colors tab that better meet
your business needs.

1. On the Geneticist Assistant main menu, click File > Settings.
The Settings dialog box opens. The General tab is the open tab.
2. Open the Colors tab.

The first time that the tab opens, the default highlighting colors for the five
system-supplied pathogenicity values are displayed on the tab. If applicable, any custom
pathogenicity values are also displayed, but without any highlighting colors. Going
forward, the pathogenicity values are highlighted in their specified colors.

For information about adding a custom pathogenicity value, see “Managing
Objects in the Geneticist Assistant Database” on page 55),

Figure 2-7:  Settings dialog box, Default colors shown on the Colors tab
B sctings

General | Quality Control | Colors | Font | TabPreferences | VariantPreferences | Password Settngs | Third-Party Settings

]

Pathogenidty

Term

Likely Deleterious
Unknown
Likely Benign

3. Do one of the following:

*  To specify or change the highlighting color for a pathogenicity, double-click the
pathogenicity.

» To specify or change the highlighting color for a case priority, double-click the case
priority.

The Select Highlight Color dialog box opens. The pathogenicity or case priority that you
selected is displayed in the title bar of the dialog box. See Figure 2-8 on page 66.
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Figure 2-8:  Select Highlight Color dialog box

& Select Highlightmm e

EEEEEENC
I (]
HEEEEENNC
]
L1 1] | e

( Pick Screen Color ]

Custom colors

I O O
N o

( Add to Custom Colors ] HTML:  #000000

4. Continue to one of the following:

Gradient Bar

Color Spectrum

“To specify a basic highlighting color for a pathogenicity” below.
“To specify a custom highlighting color for a pathogenicity” on page 67.

Multiple ways are available for selecting a highlighting color for a pathogenicity.
The following are for example purposes only. You can select whichever method or

combination of methods best suits your working needs.

To specify a basic highlighting color for a pathogenicity

1.
2.

66

Click a basic color.

Click OK.
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The Select Highlight Color dialog box closes. The Colors tab on the Settings dialog box
remains open. The selected pathogenicity is highlighted in the basic color.

Continue selecting pathogenicities or case priorities and specifying basic colors as
needed.

If you are done specifying your settings, then click OK to close the Settings dialog box
and return to the Geneticist Assistant main window; otherwise, continue to add and/or
edit the information on any of the other tabs as needed.
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To specify a custom highlighting color for a pathogenicity

1.
2.

Click in a blank custom color box.
Click the color in the Color Spectrum to select an approximate color.

A set of crosshairs is displayed where you clicked and the corresponding color is
displayed below the spectrum. The HSV and RGB values are also displayed for the
color.

Do one of the following:
*  Manually set the HSV or RGB values for the color.
*  Drag and drop the crosshairs to a new location in the Color Spectrum.

*  Point and hold your cursor on the Gradient arrow to the right of the Color Spectrum
and move the arrow up and down until the appropriate color is displayed.

Click Add to Custom Colors.
Click OK.

The Select Highlight Color dialog box closes. The Colors tab on the Settings dialog box
remains open. The selected pathogenicity or case priority is highlighted in the custom
color.

Continue selecting pathogenicities or case priorities and specifying custom colors as
needed.

If you are done specifying your settings, then click OK to close the Settings dialog box
and return to the Geneticist Assistant main window; otherwise, continue to add and/or
edit the information on any of the other tabs as needed.

To set the font for data column headers and/or content

When Geneticist Assistant is installed, by default, the font for data column headers and data
column content is set MS Shelf DIg2, Normal, Size 8. You can specify a different font,
including the style and size, for all your data column headers, for your data column content,
or both. You can also apply effects to the font and/or specify the Writing System, which is
the operating language for the client on which Geneticist Assistant is installed.

1.

On the Geneticist Assistant main menu, click File > Settings.

The Settings dialog box opens. The General tab is the open tab.
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2. Open the Font tab.

When the tab opens, Header is selected and the current font information (font, style, and
size) for data column headers is displayed. A preview of the selections is displayed in the
Sample (lower right) pane. The Writing System is set to the default value of Any.

Figure 2-9:  Settings dialog box, Font tab
B sctings

General | Qualty Control | Colors | Font | TabPreferences | VariantPreferences | Password Settings | Third-Party Settings

Table

© Header () Content

Font style Size
Normal 10
~ | Normal 6
|| | Bold 7
|| ralic 8
Bold Italic 9

Sample

AaBbYyZz

Wiriting System

Any -

[ o ][ concel

3. Do any or all of the following:

¢ To set the font for the data column headers, leave Headers selected, and then choose
a different font, font style, and /or size. You can also select or clear a font Effect
(Strikeout or Underline).

¢ To set the font for the data column contents, select Content, and then choose a
different font, font style, and /or size. You can also select or clear a font Effect
(Strikeout or Underline).

*  On the Writing System dropdown list, select a different writing system.

4. Ifyou are done specifying your settings, then click OK to close the Settings dialog box
and return to the Geneticist Assistant main window; otherwise, continue to add and/or
edit the information on any of the other tabs as needed.
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To apply shared preferences or to clear all tab preferences

Remember, a variety of options are available for settings preferences for a tab display,
including resizing data columns, rearranging the order of data columns, and so on. (See
“Setting Display Preferences in the Geneticist Assistant Main Window” on page 31.) Any
preferences that you set for a tab display remain in effect regardless if you log out of and then
log back into Geneticist Assistant. With the exception of the Sample Group columns on the
Sample Variant Data sub-tab on the Sample tab and the Variant pane on the Variant tab,
you can use an option on the Tab Preferences tab to apply the same column display
preferences for variants in all the variant sub-tabs and panes in a single step. You can also
use an option on the Tab Preferences tab to clear all the preferred settings for all the data tabs
in a single step, or you can clear only the column preferences. Finally, if you have applied a
variant filter to a selected sample, then you also have the option of making this filter a
persistent filter, which means that if you close and then open the tab again, the filter is
“remembered” and is applied again to the sample variants. When you apply a variant filter to
a sample, the filter is specific only for this particular sample. Variants of any other sample
are not filtered. For example, in Figure 2-10 below, the Variant filter is persistent specifically
to Sample 800463.igv.

Figure 2-10: Variant filter, persistent specifically for a sample

Runs Run Demo' Sample 80045 Ligv-sorted_O. Sample 800463.gv-sorted 0. [0 Current Jobs

Sampie VariantData _ Samgie Data
fariants of
D
»

“800463.4gv-sorted_Output_Mutation_Report1_fitered": *Fiter 'Pathogenicity’ Apphed -
omosame  rvomosame Foston  Grv :GvPes s Ref =

Unsssgned

1. On the Geneticist Assistant main menu, click File > Settings.
The Settings dialog box opens. The General tab is the open tab.
2. Open the Tab Preferences tab.
By default, Remember Applied Variant Filters is selected.

Figure 2-11: Settings dialog box, Tab Preferences tab
B E————

General |_Qualty Control | Colors | Font | TabPreferences | VariantPreferences | Password Settings | Third-Party Settings
Clear All Preferences:
Clck the following button to remove al tab's preferences (ridden columns, column order, hidden panel views, header names):

(Clear All Preferences’

Variant Panel

Click the following button to remove variant panel view column preferences:

[Clear Variant Panel View Coumn Preferences|

Apply Shared Preferences to Variant Panel Views

9] Remember Applied Variant Filters

ok | [ cancel |
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3. Do one of the following:

* To return all tab displays to their default displays (all custom display preferences
such as column header names are reset) in a single step, click Clear All Preferences.

* To remove only those column preferences that have been specified for all variant
sub-tabs or panes in a single step, click Clear Variant Panel View Column
Preferences.

e After you set the column display preferences for a specific variant sub-tab or pane,
do one or both of the following:

Option Description

Apply Shared Preferences to Variant | Select to apply the same preferences that were set for this
Panel Views. single variant sub-tab or pane to all the variant sub-tabs or
panes on all the other tabs; otherwise, if you clear this
option, then you can set display preferences individually for
each variant sub-tab or pane.

Remember Applied Variant Filters Selected by default. Leave selected to make the variant
filters persistent for their samples; otherwise, clear this
option.

4. If you are done specifying your settings, then click OK to close the Settings dialog box
and return to the Geneticist Assistant main window; otherwise, continue to add and/or
edit the information on any of the other tabs as needed.

To specify variant preferences

Variant preferences determine how the information about variants is displayed on all the
variant tabs, sub-tabs, and panes in Geneticist Assistant.

1. On the Geneticist Assistant main menu, click File > Settings.
The Settings dialog box opens. The General tab is the open tab.
2. Open the Variant Preferences tab. See Figure 2-12 on page 71.
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Figure 2-12: Settings dialog box, Variant Preferences tab

3.

2Zygosity:
Heterozygosity Upper Bound(%): 70

Heterozygosity Lower Bound(%): 30

Variant Annotation:
o Use GFF3 fie

Use GTF file

Highlght user-modified fields
Variant Artifact Default:
© Assign globally

Assign to specific sample
Variant Submission:

Derive AF from GT if AF is not found

HGVS Nomendiature:
o Preferred
Unique Translation
Unique Exon region
Al
7] Fide predicted if known transaripts exist
7] Use short description for frameshifts

General | Qualty Control | Colors | Font | TabPreferences | VariantPreferences | password Settings | Third-Party Settings

(variant record will be when AF is 0 andfor GTis 0/0)

[¥] Show warnings if a variant is not submitted due to missing AF or GT

Restore Defauit Settings

ok [ concel

Set the variant preferences.

If you edit any variant preferences, then at any time, you can click Restore Default
Settings to reset all values to their default values in a single step.

Option

Description

Zygosity

Heterozygosity Upper Bound (%)

Default value is 80. The maximum variant frequency for a
variant to be considered heterozygous.

Heterozygosity Lower Bound (%)

Default value is 20. The minimum variant frequency for a
variant to be considered heterozygous.

Note: To report low frequency variants, reduce this value.

Variant Annotation

* Use GFF3 file

* The default value. Use the annotation information in the
reference files that SoftGenetics provides.

* Use GTF file

« Use the annotation information in the reference files that
ENSEMBL provides.

Note: If you select this option, then you must download the
correct references files from ENSEMBL and place
them in the Reference directory that is defined for your
Geneticist Assistant installation. See “To configure
Geneticist Assistant directories” on page 59.

Highlight user-modified fields

Select this option to highlight any field that a user has
modified on all the variant tabs and sub-tabs. This same field
is not highlighted on the Variant tab.
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Option

Description

Variant Artifact Default

+ Assign globally

» Sets the default option for assigning an artifact type for a
variant to assigning the artifact type for all samples. You
can edit this default value when assigning the artifact type.

+ Assign to specific sample

» Sets the default option for assigning an artifact type for a
variant to assigning the artifact type only for the specific
sample. You can edit this default value when assigning the
artifact type.

Note: The value that you set here determines the default value for Variant Classification on the
Update Variant Artifact Type dialog box. See “Patient tab, Variants sub-tab context menu” on
page 160, “Variant annotation information” on page 213, and “Sample Variant Data sub-tab

context menu” on page 222.

Variant Submission

Derive AF from GT if AF not found

Not selected by default. Derive allele frequency (AF) from
genotype (GT) if allele frequency not found. If the AF is not
found for a variant in the VCF file, then its value is derived
from the GT, where:

« AF=0.5if GT =0/1, 1/0, 0|]1. 1|0

* AF=10of GT =11

« AF=0ifGT=0]0

Submit Hotspots

Not selected by default. Any variants that are included in a
VCF file that have an allele frequency value = 0 and/or
genotype = 0/0 in the file are submitted to the Geneticist
Assistant database.

Show warnings if a variant is not
submitted due to missing AF or GT

Selected by default. A warning is displayed in the console if a
variant cannot be submitted to the Geneticist Assistant
database because the allele frequency (AF) or genotype (GT)
is missing for the variant in the VCF file.

Figure 2-13:  Sample missing AFGT warning

Geneticist Assistant Console

[18.10.03 14:16 53.494][15044][W][qt] " ing: Not itting Variant 1:1 . AF not found"
[18.10.03 14:16 53.503][15044][W][qt] "Warning: Not submitting Variant 1:23299407:T:C. GT not found."
[18.10.03 14:16 57.139][15044]1[W][qt] Number of missing GT warnings: 1
[18.10.03 14:16 57.139][15044][W][qt] Number of missing AF warnings: 1

HGVS Nomenclature - Determines which transcript is used for the HGVS nomenclature columns if a

gene has multiple transcripts.

* Preferred

Selected by default. Show only a single transcript, either the
transcript that is selected by default as the preferred
transcript or the transcript that is defined as the preferred
transcript in a preferred transcript list. See “To set or delete a
preferred transcript list for a panel” on page 110.

* Unique Translation

Show multiple transcripts if the translation varies among the
transcripts.

* Unique Exon region

Show multiple transcripts if the exon regions vary among the
transcripts.
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Option Description

« All Shows the HGVS nomenclature based on all the transcripts
that are included for the gene.

Hide predicted if known transcripts | Selected by default. If known transcripts exist for the gene,
exist then do not include any predicted transcripts in the HGVS
columns.

Use short description for

. 1P, > 1.
frameshifts NP_000170.1:p.Glu546GlyfsTer16 > NP_000170.1:p.Glu546fs

(Long) > (short)

4. Ifyou are done specifying your settings, then click OK to close the Settings dialog box
and return to the Geneticist Assistant main window; otherwise, continue to add and/or
edit the information on any of the other tabs as needed.

To specify the Geneticist Assistant password requirements

When Geneticist Assistant is first installed, by default, the Username is set to Administrator,
and you must specify an administrator password. The only requirement is that the password
cannot contain any spaces. You can also specify the following minimum requirements for
your user passwords: Length, Number of upper and lower case characters, Number of
numeric characters, and/or Number of special characters.

1. On the Geneticist Assistant main menu, click File > Settings.
The Settings dialog box opens. The General tab is the open tab.
2. Open the Password Settings tab.
A default value is provided for each password setting.

Figure 2-14: Settings dialog box, Password Settings tab
8 seting: | e ]|

General | Qualty Control | Colors | Font | TabPreferences | VariantPreferences | Password Settings | Third-Party Settings
Password Requirements:
Length:

Upper Case:
Lower Case:
Digits:

Special Characters:

o n| n| w| ]

[Reset Defaults|

ok ][ concel
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3. Modify any or all of the default values for the user password requirements.

You can click Reset Defaults at any time to reset all password settings to their
default values in a single step.

4. Ifyou are done specifying your settings, then click OK to close the Settings dialog box
and return to the Geneticist Assistant main window; otherwise, continue to add and/or
edit the information on any of the other tabs as needed.

To specify third-party (Alamut, IGV, OMIM) settings

You can view variants that were imported in to Geneticist Assistant in Alamut and in the
Integrative Genomics Viewer (IGV). You can also view information from OMIM in
Geneticist Assistant. You specify the information for these third-party options on the
Third-Party Settings tab on the Settings dialog box.

1. On the Geneticist Assistant main menu, click File > Settings.
The Settings dialog box opens. The General tab is the open tab.
2. Open the Third-Party Settings tab.

Figure 2-15: Settings dialog box, Third-Party Settings tab
B cetings =D

General | Qualty Control | Colors | Font | TabPreferences | VariantPreferences | Password Settings | Third-Party Settings

Alamut
Server: http:/flocahost|

Port: 10000

View Samples in 1GV: ] dear existing samples w samples are added
View Variants in 1GV: ] Also load variants' samples

Load Bam Files: ] Automatically search and load matching bam fies
OMIM

APTKey:

APT Host: Europe >

Request an OMIM AP key

[ o« ][ cancel ]

3. Continue to one of the following:
*  “To specify the Alamut settings” on page 75.
e “To specify the IGV settings” on page 75.
*  “To specify the OMIM settings” on page 76.
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To specify the Alamut settings

To view variants that were imported in to Geneticist Assistant in Alamut, the following is
required:

e« HTTP-based access must be enabled in Alamut. To enable this in Alamut, select Tools >
Options > Api, select Enable HTTP-based access, and then set the port to 10000.

*  Geneticist Assistant must be able to connect to Alamut and Alamut must be installed on
the same computer as the Geneticist Assistant client.

*  Alamut must be open to jump to the variant position from Geneticist Assistant.
1. Enter the information for the Alamut server. (The default value is http://localhost).

2. Leave the Port value set to 10000.

For more information about this value, or to change the value, contact
SoftGenetics (tech_support@sofigenetics.com,).

3. Ifyou are done specifying your settings, then click OK to close the Settings dialog box
and return to the Geneticist Assistant main window; otherwise, continue to add and/or
edit the information on any this tab or any of the other tabs as appropriate.

To specify the IGV settings

1. Select or clear your IGV viewing options.

Option Description

Automatically clear existing samples | When you open a sample in IGV, if other samples are also
when new samples are added being displayed, then leave this option cleared to view all
samples; otherwise, select it to clear all other samples from
the display other than the currently loaded sample.

Also load variants’ samples Selected by default. When viewing a variant in IGV, if you
have selected this option, then the sample information for
the variant, such as coverage distribution, read pile-up, is
also loaded and viewable in IGV.

Automatically search and load If you did not import a BAM file for a sample, then to view
missing bam files the BAM file in IGV, select this option. Geneticist Assistant
then looks for the BAM file that matches the VCF file name
either in the VCF directory/sub-directory or, if applicable, in
the NextGENe project file directory/sub-directory.

2. Ifyou are done specifying your settings, then click OK to close the Settings dialog box
and return to the Geneticist Assistant main window; otherwise, continue to add and/or
edit the information on any this tab or any of the other tabs as appropriate.
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To specify the OMIM settings

To view information from OMIM in Geneticist Assistant, Geneticist Assistant must be able
to connect to OMIM and use an OMIM API key to log you in automatically.

1. Inthe OMIM (middle) pane, click Request an OMIM API key.

You are directed to the API Access to OMIM webpage.

Complete the necessary information to obtain an OMIM API Access key.
Upon receipt of the key, enter the value in the API field.

Indicate the connectivity for the API Host (Europe or United States).

A

If you are done specifying your settings, then click OK to close the Settings dialog box
and return to the Geneticist Assistant main window; otherwise, continue to add and/or
edit the information on any this tab or any of the other tabs as appropriate.
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Managing Quality Metrics

Quality metrics are crucial in project management, where these metrics are defined as the
description of the attributes of the product or project. Every quality metric is an objective
number that can be quantified and confirmed. In Geneticist Assistant, you have the option of
specifying quality metrics for monitoring and reporting on the NGS data that are you adding
to your historical NGS database. In Geneticist Assistant, these quality metrics are grouped in
to metric profiles. Geneticist Assistant comes pre-populated with three AMP/CAP-
recommended metric profiles, with each profile containing the performance metrics that
CAP and AMP recommend for monitoring and reporting on NGS bioinformatics pipelines.
The majority of these pre-loaded metrics are metrics that are defined in a VCF file.

*  AMP/CAP guidelines for all samples
*  AMP/CAP guidelines for germline samples
*  AMP/CAP guidelines for tumor samples

You can use an AMP/CARP profile as-is, you can add a completely new metric profile (a user-
defined profile), you can edit and save an existing user-defined profile as a new profile, or
you can import a profile that has been saved in .json format. You can also delete a
user-defined metric profile. When you add a new run to the Geneticist Assistant database,
you can select the appropriate metric profile for the run, and after the run is complete, the
results of this metric monitoring are reported on the Quality Metric Report sub-tab for the
Sample tab. (See “Quality Metric Report Sub-Tab” on page 242.)

For the relevant article that details these AMP/CAP guidelines, see https://
@ Jmd.amjpathol.org/article/S1525-1578(17)30373-2/fulltext.

Data Source template file

When you are adding a new metric profile, if a pre-loaded metric is one that is commonly
defined in a VCF file, then the location of the metric in the sample VCF file is known and the
Data Source field on the Manage Quality Metrics dialog box displays this location; however,
for the remainder of these pre-loaded metrics, or any user-defined metric, the Data Source
field is blank. When you are adding a new metric profile, the locations of all the metrics in
the sample VCF file must be explicitly defined. You must create and load a Data Source
template file that defines the locations for any pre-loaded metrics that do not have a Data
Source value and for all user-defined metrics.

Figure 2-16: Data Source field indicating metric location

[ mew... | [Fromjson... | Edtprofie [AMP/CAP guideines for all samples v ] () Usedfor: allsample types [ Delete | [saveasjson...]
Dupicate... | Select or type new metric - Add

Min Max

Min % 5 Max
DTV fhreshold qroeg;  norin®. Threshold

Category ~  Use Quality Metric Data Source

Readfilters REQ  Mapping Quality decimal v 0 @0 (]

Mean on-target
coverage of reads
% of targeted bases
with coverage
greater than

.............. -

Mepping  REQ decimal 70 o @] VCF[META]sgTargetMeanCoverage |1-,-—

Mapping REQ percentage [V 0 @o B ] VCF[META]sgPassCoverage £
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A Data Source template file is simply a sorted VCF file. You load and work with a Data
Source template file in the Edit Data Source dialog box.

Figure 2-17: Edit Data Source dialog box

Quality Metric: Depth of coverage at variant’s position ‘ o 1
Category: SampleVariant ‘ o 2
Template File: F:/Data/Sample_s5_870905_Output_MutationReport,sorted,vcf 3
Sample: [sample_s5_870905_output.pit - 4
Variant: [ 1:15211:T:G | 5
Field Description =
VCF[INFO]NS Number of Samples With Data S
VCF{INFO]DP Total Depth = 6
VCF[INFO)AF Allele Frequency
VCF[INFOJANNOT Location-based Annotation: Coding Sequence(CDS),3'UTR(U3),5'... Y
Operators: [+] (=] (=] (] () () #e 7
Primary Data Source | Secondary ] | +
Data Source: VCF[FORMAT]DP A= 8
value: 23 =9
L)
Option Description

1 Quality Metric

Name of the selected quality metric.

2 Category

Category for the selected quality metric (Run, Sample, Variant.)

Template File

Name and full directory path to the loaded Data Source template
file. To browse to and load a Data Source template file, click the
Browse button next to the Template File field.

4 Sample

The name of the sample in the VCF file.

Variant

A selected variant in the VCF file.

6 Variant Field/Description

The information that is displayed in this pane depends on the
quality metric category (Run, Sample, Variant) that is selected
and the VCF file that is loaded. If the data source is not yet
defined for a metric, then you can select the appropriate field
from this list.

Note: If the selected metric is not found in the loaded VCF file,
then the message “<metric> does not exist in the template
file” is displayed.

7 Operators

Operators for creating a formula. Parentheses are also available
for setting the order of operations in the formula. If your metric
requires combining multiple fields from the VCF file, then you
can use these operators to define the metric calculation.

8 () Data Source

Defines how the quality metric is to be derived from a sample
VCEF file - Primary Data Source, Secondary Data Source, and so
on. Click the (+) tab for each data source that is to be used in a
calculation.

9 Value

Displays an example value for the metric based on the selected
variant.
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To add a new metric profile

1.

On the Geneticist Assistant main menu, click File > Manage Quality Metrics.

The Manage Quality Metrics dialog box opens.

Figure 2-18: Manage Quality Metrics dialog box

[ New... | [Fromjson... ] Editprofie [AMP/CAP guideines for al samples v] & Usedfor: allsample types [save asjson...|
| = Min Max Max =
Category ~  Use Quality Metric Data Type Warning  Warning Data Source
Threshold  fhrechold  Threshold  TTreshold =
Sample REQ  DNA concentration  decimal @o 70 @ o 70
Sample REQ DNA fragment size  uint o vl o Vo vl 0
Library DNA "
Sample REQ quantification decimal o vo m®
Run REQ Cluster density uint ™o o 0 o
% of bases higher
than the minimum e = =
Run REQ | phredscoreofall  Percentage [0 Mo |0 a
bases called
% of reads passing 2
Run REQ  minum Phred socre  percentage (V] 0 70 @]
criterion
o
2. Click New.

The New Metric Profile dialog box opens.

Figure 2-19: New Metric Profile dialog box

. New profile l@& |

Please spedfy profile name:

OK [ Cancel ]

Enter a name for the new metric profile, and then click OK.

The New Metric Profile dialog box closes and the Manage Quality Metrics dialog box
remains open. The name of the new profile is displayed in the Edit profile field, and the
lower (Metrics) pane is blank.

The Used for field identifies the samples types for which the metric profile should be
used. When you are creating a new metric profile, the default value is the value for the
last loaded metric profile. You can leave this value as-is, or optionally, in the Used for
field, enter the sample type for which the profile applies, and then click the Confirm icon
that is displayed to the right of the Used for field.

Figure 2-20: Adding a new metric profile, name and Used for information

vl @ Used for: W

Edit profile (DEMODOC3
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Mt As you enter a value in the Used for field, a Reset icon is displayed to the right of

‘@' the Confirm icon. If you decide that you would rather use the value that had
previously been displayed in the field instead of your new value, click the Reset
icon.

You must repeat Step 5 through Step 9 for each quality metric that you are adding
% to the metric profile.

5. Inthe Select or type new metric field, open the dropdown list and select a pre-loaded
metric, or manually enter a metric name. If you manually enter the metric name, you can
enter the name for a pre-loaded metric, or you can enter a user-defined metric (one that is
not available on the pre-loaded metric list), for example, NextGENe Score. Note the
following if you enter the name for a pre-loaded metric:

* Asyou enter the metric name, a dropdown list opens. The list is dynamically
updated with the names of the pre-loaded metrics that match the search string that
you are entering.

» The search string is not case-sensitive, and the string can be found anywhere in the
metric name. For example, a search string of “alle” returns Allele fraction, % of
bases called that are variants, and so on.

6. Click Add.

* Ifthe metric is a metric that is commonly defined in a VCF file, then the metric with
its attributes (Category, Use, and Data Type) and default threshold placeholders is
added to the profile and displayed in the lower (Metric) pane of the Manage Quality
Metrics dialog box. The Data Source field displays the location in the sample VCF
file where the metric is found. Go to Step 8.

» If'the metric is a user-defined metric, then you must select the Category, Use, and
Data Type values for the metric. You select these values from a list of pre-defined
values and you cannot add a new value, or edit the available values. The Use is
always set to a default value of REQ (required), but you can select OPT (optional),
or OHR (Optionalbut Highly Recommended). The Data Source field is blank. Go to
Step 7.

2z Ifyou are having difficulty locating your user-defined metric in the metric list,
'@' remember, you can click a column header to sort the display. See “To change the
sort order of data” on page 44.

To remove a metric from the profile, right-click the metric, and on the context
% menu that opens, click Remove Metric.

7. Double-click in the Data Sources field to open the Edit Data Source dialog box, and then
browse to and select the appropriate template file and define the data source.
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8. Set the metric thresholds. To set a threshold, make sure that the checkbox for the
threshold is selected, and then double-click the threshold placeholder to select it and then

change the value.

You can always set a Minimum threshold value, a Maximum threshold value, and/
or Warning threshold values for a metric; however, not all thresholds are
applicable for all metrics.

9. If applicable, define the calculation for the metric.

10. Optionally, to save the metric profile in .json format, click Save as json, and then specify
a name for the quality metric profile and the location in which to save it.

Mz This option is useful for sharing your metric profiles with other users. You can
" send this file to Geneticist Assistant users, and they can use the From json function
to import the file and use the profile in their Geneticist Assistant instances.

11. Click OK.

The Manage Quality Metrics dialog box closes and the profile is saved to your Geneticist
Assistant database. The profile is now available for selection when adding a new run.

To add a new metric profile by copying an existing profile

Instead of adding an entirely new metric profile, you can copy an existing profile, edit the
profile, and then save the profile with a new name.

1. On the Geneticist Assistant main menu, click File > Manage Quality Metrics.
The Manage Quality Metrics dialog box opens.
Figure 2-21: Manage Quality Metrics dialog box

[ New... | From json... ] Edit profile NIP/CAP guidelines for all samples '] & Used for:  all sample types [Save asjsonm]
Duplicate...

— Min Max — =

Category ~ Use Quality Metric DataType - Warning  Warning . 8K Data Source -

Threshold  Threshold

Sample REQ DNA concentration  decimal vl o v 0 ™o vl 0

Sample REQ DNA fragment size  uint vl 0 Vo vl 0

Library DNA
quantification
Run REQ  Cluster density vint
9% of bases higher
than the minimum
Phred score of all
bases called

vio
Sample REQ decimal vio Vo [
@o

Fo o o

Run REQ percentage (7] 0 70 =

% of reads passing a
Run REQ minum Phred socre  percentage V| 0 vio
criterion

o] Com)

2. On the Edit Profile dropdown list, select the metric profile that you are duplicating and
editing.
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3. Click Duplicate.
The New Profile dialog box opens.

Figure 2-22: New Profile dialog box

Please specify the profile name to duplicate it into:
AMP/CAP guidelines for tumor samples

4. Enter the name for the new metric profile, and then click OK.

The New Profile dialog box closes and the Manage Quality Metrics dialog box remains
open. The name of the new profile is displayed in the Edit profile field, and the lower
(Metrics) pane is populated with the metrics and thresholds from the copied profile.

5. Edit the profile as needed, and then save the profile. See Step 4 through Step 11 of “To
add a new metric profile” on page 79.

To delete a metric profile

You can delete only a non-preloaded metric profile. If you delete a metric profile, any runs
that used this profile are not affected. Going forward, the profile is simply not available for
selection for a new run.

1. On the Geneticist Assistant main menu, click File > Manage Quality Metrics.
The Manage Quality Metrics dialog box opens.
Figure 2-23: Manage Quality Metrics dialog box

[ New... | [Fromjson... ] Editprofie [AMP/CAP guideines for al samples ] & Usedfor: all sample types [save as json...|
- Min Max Max =
Category ~  Use Quality Metric Data Type Warning  Warning Data Source
Threshold  fhrechold  Threshold  TTreshold =
Sample REQ DNA concentration  decimal o vo w0 70
Sample REQ DNA fragment size  uint o vo Vo vlo
Library DNA .
Sample REQ quantification decimal Mo v o (]
Run REQ  Cluster density uint o o o o
% of bases higher
than the minimum - = .
L REQ  |phredscorectan |Percentage |F10 (M0 | B
bases called
% of reads passing a
Run REQ minum Phred socre  percentage V| 0 v o ()]
criterion
| P e e e P = 1154

o) Com)

2. On the Edit Profile dropdown list, select the user-defined profile that is to be deleted.
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3. Click Delete.

A Delete profile message opens, asking you if you are sure that you want to delete the
profile.

Figure 2-24: Delete Profile message

% Delete profile E

"e.' Are you sure to delete profile 'test'?

[ Yes ] [ No ]

4. Click Yes.

The Delete profile message closes. The Metric Profile is deleted immediately from the
Geneticist Assistant database and the Manage Quality Metrics dialog box remains open.
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Geneticist Assistant User
Management

In addition to specifying some of the basic settings for Geneticist Assistant, such as the
Reference directories, or the global Quality Control settings, you must configure the users,
and optionally, the groups, who are to have access to Geneticist Assistant.

This chapter covers the following topics:
e “Managing Users” on page 87.

*  “Managing Groups” on page 93.

*  “Managing Web Users” on page 98.
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Managing Users

Users are the people who log into Geneticist Assistant, whether they are adding and
reviewing content, or just using Geneticist Assistant in a read-only capacity. Remember,
when Geneticist Assistant is first installed, it is installed with a default Administrator user.
As the Geneticist Assistant administrator, you must manage all the necessary users for your
Geneticist Assistant installation, which includes adding new users, deleting users, and
editing user permissions.

@ Instead of assigning permissions to each user on an individual basis, optionally,

you can assign users to a group and apply the same permissions to all the users in
the group in a single step. See “Managing Groups” on page 93.

To add a new user

A user in Geneticist Assistant is one of three types:

Administrator user - All available permission types (User, Chemistry, Instrument, and so
on) are automatically assigned to an Administrator user. An Administrator user can view
all the runs that have been submitted to the Geneticist Assistant database by any user and
all the patients that have been added to the Geneticist Assistant database by any user.

Staff user - A Staff user can log into the django web administrator site. The actions that a
staff user can carry out on this site are determined by the permission types that are
assigned to the user.

(Standard) user - For a standard user, you do not select either the Administrator Privileges
option or the Staff option. Standard users can view all the runs that they have submitted
to the Geneticist Assistant database as well as any runs that have been submitted by other
users and for which they have been granted at least the Can Read permission. Standard
users can also view all the patients that they have added to the Geneticist Assistant
database as well as any patients that have been added by others users and for which they
have been granted at least the Can Read permission.

% For a detailed description of the permission types that you can assign to a user,

contact SoftGenetics.

On the Geneticist Assistant main menu, click File > User Management.

The User Management dialog box opens. The User tab is the open tab. The tab displays
all the users who are currently configured for your Geneticist Assistant installation, their
status, and if applicable, their permissions level (Staff or Administrator). See Figure 3-1
on page 88.
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Figure 3-1:  User Management dialog box, User tab

User | Group | Web User '
ID°  UserName  FirstName LastName Emal Active Staff  Administrator
1 Administrator yvb@sp itingllc.com Yes Yes Yes
Add New User.

2. Click Add New User.
The Add New User dialog box opens.
Figure 3-2:  Add New User dialog box

% Add New User
Username: |
| Password:
|| Confirm Password:

First Name (optional):

Last Name (optional):

Email:

["] Administrator Privileges [T] staff Active
Permissions:
Type [¥] view [] Add [ Edit [ Delete
Chemistry ¥l a
Instrument ) O a
Panel &2 O ] ]
Panel Group ¥ ] B [
Pathogenicity vl (] (] [
Patient ) [
Run ) ]
Sample ) @
Variant 2]

[ ok [ concel |
3. Add the information for the new user.
Field Description
Username Required. The login name for the user. Uppercase and lowercase are
allowed. No special characters are allowed.
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Field Description

Password Required. The login password for the user. The password cannot contain
any spaces. If additional password requirements have been set, then the
password must also adhere to these requirements. See “To specify the
Geneticist Assistant password requirements” on page 73.

Confirm Password Required. Enter the password exactly as you entered it in the Password
field.

First Name (optional) | The first name for the user. Displayed only here in the application.

Last Name (optional) | The last name for the user. Displayed only here in the application.

Email Required. The email address for the user.

* Administrator You can assign both Administrator Privileges and Staff status to the same
Privileges user. Do not assign either option for a standard user.

+ Staff

Active Selected by default and you cannot change this. The user is added as an

Active user. The user can log into Geneticist Assistant and carry out all the
activities available to him/her based on the assigned permissions. You can
inactivate a user when you edit a user. See “To edit a user” on page 90.

4. In the Permissions pane, add or remove the permissions for the user as needed. You can
add or remove permissions individually, or you can add or delete all permissions of a
specific type in a single step.

» To add all permissions of a specific type (for example, View), select the check box
next to the type.

* To remove all permissions of a specific type, clear the check box for the type.

Be aware of the dependencies for these permissions. For example, if a user is to be
@ able to add chemistries, then the user must also be able to view chemistries.

5. Click OK.

The Add New User dialog box closes. The User Management dialog box remains open.

To delete a user

When you delete a user, the user profile remains in the Geneticist Assistant database. If any
comments, changes, and so on are associated with the user, then the username for the deleted
user is still shown in the appropriate panes, fields, and so on; however, the user profile is not
displayed on any user list in Geneticist Assistant, for example, in the All Users pane on the
Add New Group dialog box. To reactivate the user profile, you must add the user again with
the same user name.

1. On the Geneticist Assistant main menu, click File > User Management.

The User Management dialog box opens. The User tab is the open tab. The tab displays
all the users who are currently configured for your Geneticist Assistant installation, their
status, and if applicable, their permissions level. See Figure 3-3 on page 90.
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Figure 3-3:  User Management dialog box, User tab

(= e

User Group I Web User l '
ID°  UserName  FirstName LastName Emal Active Staff  Administrator
1 Administrator yvb@spi itingllc.com Yes Yes Yes
Add New User

No confirmation message opens asking you if you are sure that you want to delete
a selected user. Instead, the user is deleted immediately, so be very sure that you
want to delete a user before doing so.

2. Right-click the user that you are deleting, and on the context menu that opens, click
Disable User.

The user is deleted.

To edit a user

When you edit a user, you can edit the user password, the user first and last names, the user
email address, the user status, the user level (Administrator and/or Staff) and the user
permissions. You cannot edit a user name. To edit a user name, you must delete the existing
user (see “To delete a user” on page 89), and then add the user with a new user name.

1. On the Geneticist Assistant main menu, click File > User Management.

The User Management dialog box opens. The User tab is the open tab. The tab displays
all the users who are currently configured for your Geneticist Assistant installation, their
status, and if applicable, their permissions level.

Figure 3-4:  User Management dialog box, User tab

B ==l

User Group Web User '
ID°  UserName  FirstName LastName Emal Active Staff  Administrator
1 Administrator yvb@sp itingllc.com Yes Yes Yes
Add New User.
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2. Do one of the following:
*  Double-click the user that you are deleting.

* Right-click the user that you are editing, and on the context menu that opens, click
Edit User.

The Edit User dialog box opens. With the exception of the password, the dialog displays
all the current information for the user, including the currently assigned permissions.

Figure 3-5:  Edit User dialog box

Username: tvb17

Password:
Confirm Password:
First Name (optional):

Last Name (optional):

Email: TAMMYVB @spectrumwritingllc.com

[7] Administrator Privileges [7] staff [¥] Active
Permissions:
Type [E] view [C] Add [0 Edit [ Delete
Chemistry v [ (] B
Instrument ¥ ] ] O
Panel V] (]} (] E
Panel Group ] O O
Pathogenicity ] ] ] [
Patient | ¥ ] B
Run ¥ @ 4 )
Sample ] (] (]} (]
Variant [} 0 ] O

o J[ oo ]

3. Edit any or all of the following information as needed—the user password, the user first
and last names, the user email address, the user status (Active), or the user level (Staff or
Administrator).

If you edit the user level, do not forget to manually edit the permissions as needed.
See Step 4 below.

4. In the Permissions pane, add or delete the permissions for the user as needed. You can
add or delete permissions individually, or you can add or delete all permissions of a
specific type in a single step.

» To add all permissions of a specific type (for example, View), select the check box
next to the type.

» To clear all permissions of a specific type, clear the check box for the type.

Be aware of the dependencies for these permissions. For example, if a user is to be
@ able to add chemistries, then the user must also be able to view chemistries.
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5. Click OK.

The Edit Permissions dialog box closes. The User tab of the User Management dialog
box remain open.
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Managing Groups

Instead of assigning permissions to each user on an individual basis, optionally, you can
assign users to a group and apply the same permissions to all the users in the group in a
single step. As the Geneticist Assistant administrator, you must manage all the necessary
groups for your Geneticist Assistant installation, which includes adding new groups, deleting
groups, and editing group permissions.

To add a new group

When you add a group, you must name the group, add to users to the group, and assign
permissions to the group. If a user has different privileges assigned than the group
permissions, then the complete set of user permissions is the user permissions plus the group
permissions. If a user is assigned to multiple groups, then the user’s permissions are a sum of
all the groups’ permissions.

1. On the Geneticist Assistant main menu, click File > User Management.

The User Management dialog box opens. The User tab is the open tab. See Figure 3-1 on
page 88.

2. Click the Group tab to open it.

The tab displays all the groups by name that are currently configured for your Geneticist
Assistant installation.

Figure 3-6:  User Management dialog box, Group tab
B8 s vrmorer, | ==

' User | Group 1Webuser |

‘ ID° Name

Add New Group...

(o J[ con ]

3. Click Add New Group.

The Add New Group dialog box opens. All users who can be added to a group are
displayed in the All Users pane. See Figure 3-7 on page 94.

Geneticist Assistant User’s Manual 93



Chapter 3
Geneticist Assistant User Management

Figure 3-7:  Add New Group dialog box

». Add New Grou _

|| Group Name:
All Users: Current Users:
*System™
Administrator
LY Remove <--
TVB17
Permissions:
Type (] view | Add (7] Edit [7] Delete
Chemistry ¥ [} ] )
Instrument ¥ m ] [
Panel ¥ m B ]
Panel Group ) & ) )
Pathogenicity @] il
Patient v v v
Run v vl v
Sample @ @ ) ]
Variant & ) 2 M
OK ] { Cancel }

4. Enter the name for the new group.

Uppercase and lowercase and spaces are allowed. No special characters are
% allowed.

5. Inthe All Users pane, select the users whom you are adding to the group (CTRL-click to
select multiple users in a single step), and then click Add.

If you add a user in error, you can remove them. Select the user in the Current
Users pane (CTRL-click to select multiple users in a single step), and then click
Remove.

6. In the Permissions pane, add or delete the permissions for the group as needed. You can
add or delete permissions individually, or you can add or delete all permissions of a
specific type in a single step.

» To add all permissions of a specific type (for example, View), select the check box
next to the type.

* To clear all permissions of a specific type, clear the check box for the type.

Be aware of the dependencies for these permissions. For example, if a group is to
be able to add chemistries, then the group must also be able to view chemistries.

7. Click OK.

The Add New Group dialog box closes. The User Management dialog box remains
opens.
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To delete a group

When you delete a group, only the group is deleted. All the users remain configured (with
their user permissions, if applicable), in Geneticist Assistant.

No confirmation message opens asking you if you are sure that you want to delete
a selected group. Instead, the group is deleted immediately, so be very sure that
you want to delete a group before doing so.

1. On the Geneticist Assistant main menu, click File > User Management.

The User Management dialog box opens. The User tab is the open tab. See Figure 3-1 on
page 88.

2. Click the Group tab to open it.

The tab displays all the groups by name that are currently configured for your Geneticist
Assistant installation.

Figure 3-8:  User Management dialog box, Group tab

| Group || Wb User |

‘ D" Name

Add New Group...

(o [ cane ]

3. Right-click the group that you are deleting, and on context menu that opens, click
Remove Group.

The group is deleted.

To edit a group

When you edit a group, you can edit the users who belong to the group and the group
permissions. You cannot edit the group name. To edit a group name, you must delete the
existing group (see “To delete a group” on page 95), and then add the group with a new
group name.

1. On the Geneticist Assistant main menu, click File > User Management.

The User Management dialog box opens. The User tab is the open tab. See Figure 3-1 on
page 88.
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2. Click the Group tab to open it.

The tab displays all the groups by name that are currently configured for your Geneticist
Assistant installation.

Figure 3-9:  User Management dialog box, Group tab
[[user | Group | webuser | '

T e

Add New Group...

3. Do one of the following:
*  Double-click the group that you are editing.

* Right-click the group that you are editing, and on the context menu that opens, click
Edit Group.

The Edit Group dialog box opens. The dialog displays all the current information for the
group—the group name, the users who are currently assigned to the group, and the
permissions for the group.

Figure 3-10: Edit Group dialog box

Group Name: Mayo Clinic Techs
All Users: Current Users:
| Administrator
Remove
Permissions:
Type ] view [T Add [ edit [7] Delete
Chemistry ) B @ (]
Instrument ) ] ] O
Panel ) [} O O
Panel Group ) (] O ]
Pathogenicity ) O ]} ]
Patient ) ) ¥ (]
Run ) [ & O
Sample (] B B (8]
Variant B ] ] ]
(o J[ conc |
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4. To edit the users who belong to the group, do one or both of the following:

*  To add users to the group—In the All Users pane, select the users whom you are
adding to the group (CTRL-click to select multiple users in a single step), and then
click Add.

* To remove users from a group—In the Current Users pane, select the users whom
you are removing from the group, (CTRL-click to select multiple users in a single
step), and then click Remove.

5. In the Permissions pane, add or delete the permissions for the group as needed. You can
add or delete permissions individually, or you can add or delete all permissions of a
specific type in a single step.

* To add all permissions of a specific type (for example, View), select the check box
next to the type.

* To clear all permissions of a specific type, clear the check box for the type.

Be aware of the dependencies for these permissions. For example, if a group is to
be able to add chemistries, then the group must also be able to view chemistries.

6. Click OK.

The Edit Group dialog box closes. You return to the Group tab of the User Management
dialog box.
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Managing Web Users

A web user is a user who has login and read/write permissions to the Geneticist Assistant
customer portal. A web user can enter your organization’s patient and sample information in
to the Geneticist Assistant customer portal without ever having to log in to an instance of
Geneticist Assistant and accessing your Geneticist Assistant database. As the Geneticist
Assistant administrator, you must manage all the necessary web users for the Geneticist
Assistant customer portal, which includes adding, deleting, and editing web users.

For detailed information about the Geneticist Assistant customer portal, see
Chapter 12, “The Geneticist Assistant Customer Portal and Submissions,” on

page 305.

To add a new web user

1. On the Geneticist Assistant main menu, click File > User Management.

The User Management dialog box opens. The User tab is the open tab. See Figure 3-1 on

page 88.
2. Click Web User.

The Web User tab opens. The tab displays all the web users that are currently configured

to access your instance of the Geneticist Assistant customer portal.

Figure 3-11: User Management dialog box, Web User tab

[y —— -2 oo
[} g

User | Group | WebUser

ID" UserName FirstName LastName Email Active Staff Administrator

Add New Web User...

o J[ coml ]

3. Click Add New Web User.
The Add New User dialog box opens. See Figure 3-12 on page 99.
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Figure 3-12: Add New User dialog box (for a web user)
B raverve R

Username:
Password:

Confirm Password:
First Name (optional):
Last Name (optional):

Email:

OK ] | Cancel

4. Add the information for the new web user.

Field Description
Username Required. The login name for the user. Uppercase and lowercase are
allowed. No special characters are allowed.
Password Required. The login password for the user. The password cannot contain

any spaces. If additional password requirements have been set, then the
password must also adhere to these requirements. See “To specify the
Geneticist Assistant password requirements” on page 73.

Confirm Password

Required. Enter the password exactly as you entered it in the Password
field.

First Name (optional)

The first name for the user. Displayed only here in the application.

Last Name (optional)

The last name for the user. Displayed only here in the application.

Email

Required. The email address for the user.

5. Click OK.

The Add New User dialog box closes. The User Management dialog box remain open.

When you add a new web user, the user is added with a status of Active, and the
user levels of Staff and Administrator are set to No. You cannot edit any of this

information.

To delete a web user

1. On the Geneticist Assistant main menu, click File > User Management.

The User Management dialog box opens. The User tab is the open tab. See Figure 3-1 on

page 88.
2. Click Web User.

The Web User tab opens. The tab displays all the web users that are currently configured
to access your instance of the Geneticist Assistant customer portal. See Figure 3-13 on

page 100.
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Figure 3-13: User Management dialog box, Web User tab

[User | Group | web user
|

ID° UserName FirstName LastName Email Active Staff Administrator

5 Tammy Web megan@softgenetics.com Yes  No  No

Add New Web User...

oK Cancel

No confirmation message opens asking you if you are sure that you want to delete
a selected user. Instead, the user is deleted immediately, so be very sure that you
want to delete a user before doing so.

3. Right-click the web user that you are deleting, and on the context menu that opens, click

Disable User.

The web user is deleted.

To edit a web user

When you edit a web user, you can edit the user password, the user first and last names, and
the user email address, but you cannot edit the username. To edit a user name, you must
delete the existing web user (see “To delete a web user” on page 99), and then add the web
user with a new user name.

1. On the Geneticist Assistant main menu, click File > User Management.

The User Management dialog box opens. The User tab is the open tab. See Figure 3-1 on
page 88.

2. Click Web User.

The Web User tab opens. The tab displays all the web users that are currently configured
to access your instance of the Geneticist Assistant customer portal.

Figure 3-14: User Management dialog box, Web User tab

[[User [ Group | webuser

ID"  User Name FirstName  Last Name Emai Active Staff Administrator
5 Tammy Web megan@softgenetics.com Yes  No  No

/Add New Web User...

oK Cancel
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The tab also displays the status (Active) and user levels (Staff and Administrator
% set to No) for every user. Although this information is displayed for a web user,
you cannot edit it.

3. Double-click the web user that you are editing.

The Edit User dialog box opens. With the exception of the password, the dialog box
displays the current information for the selected web user.

Figure 3-15: Edit User dialog box (for a web user)

Username: Tammy_Web

Password:

Confirm Password:
First Name (optional):
Last Name (optional):

Email: megan@softgenetics.com

(o J[ cond ]

4. Edit any or all of the following information as needed—the user password, the user first
and last names, or the user email address.

5. Click OK.

The Edit User dialog box closes. You return to the Web User tab of the User
Management dialog box.
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A panel is a collection of genomic regions that are targeted for a specific genomic test or
study. You add panels to Geneticist Assistant by providing a BED file that defines the
targeted regions, known as panel regions. Each sample that you submit to Geneticist
Assistant is assigned to a specific panel. Managing panels consists of importing, editing, and
deleting panels, and reviewing panel statistics. A subpanel contains a fixed number of
regions that are contained within a selected panel. To verify coverage for a smaller number
of regions that are within the panel that has been selected for a run, you can use a subpanel.
Managing subpanels consists of adding, editing, and deleting subpanels.

This chapter covers the following topics:

e “Importing a Panel” on page 105.

+ “Editing a Panel” on page 115.

e “Deleting a Panel” on page 117.

*  “Reviewing Panel Statistics” on page 118.
*  “Adding a Subpanel” on page 119.

*  “Deleting a Subpanel” on page 122.
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Importing a Panel

A panel is a collection of genomic regions that are targeted for a specific genomic test or
study. You add a panel to Geneticist Assistant by importing a BED file that defines the
targeted regions, known as panel regions.

To import a panel

1. On the Geneticist Assistant main menu, click Panels > Manage Panels.

The Manage Panels dialog box opens. The number of panels that have already been
imported into your Geneticist Assistant instance is displayed at the bottom of the dialog
box. By default, Import from Panel File is selected.

Figure 4-1:  Manage Panels dialog box

Manage Panel:
Demo v Delete Manage Subpanels

Select Existing Panel:
© Import From Panel Fie (*.bed): &= | Bed Fie Buider... ]

Panel Name: ( Restore Default Name ) |
Assodiated Panel Group: Default ( Change Associated Panel Group... ]
Set Preferred Transcript from File: () [ viewExisting | [ oeeteexstng |
Set Preferred Gene from Fie: () [ vewsdstng ][ Deetepxstng |
:]""'”"Pm Page Number

Regontame  Gvom  Regonstxt  Reponed  COel  AverageCoversge Mnium Coversge
panes: 1 (o J[ cone ]

2. Next to Import from Panel File, click the Browse button [... |, and then browse to and
select the appropriate BED file.

Geneticist Assistant creates a panel name that is the same as the selected BED file.

If the correct BED file is not available for a panel, then you can create a new BED

% file for it, either from a BED file that was loaded for another panel (see “To create
a new BED file for a panel by adding or deleting regions” on page 113), or by
clicking Bed File Builder to open the BED File Builder tool and create a BED file
that is based on the information that you specify. See “Building a BED File with
the BED File Builder Tool” on page 289.
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3. Optionally, in the Panel Name field, change the name of the panel.

You can always click Default Name to change the name of the panel back to its
default name.

4. If the correct panel group is not selected, then click Change Associated Panel Group to
open the Panel Group Association dialog box, and then select a new panel group or click
Add New Panel Group to open the Add New Panel Group dialog box and create it.

Figure 4-2:  Panel Group Association dialog box

Associate Panel and Panel Group:

Panel :

Panel Groups: Defadt N J

| Add New Panel Group |

(o ][ concel |

Figure 4-3:  Add New Panel Group dialog box

Panel Group:

Panel Group Name:

For information about panel groups, see “Managing Objects in the Geneticist
Assistant Database” on page 55.

v s 1o track variant pathogenicities together for all panels, instead of creating custom
" panel groups, create a single panel group that is to be used for all panels, for
example, a Global panel group.

~

5. Click Import Panel.

The Manage Panels dialog box display is updated to show all the panel regions by name
for the panel. By default, the coverage thresholds that are initially displayed are the
global values that are defined on the Quality Control tab on the Settings tab. See “To
specify the global Quality Control settings” on page 64.
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Do one of the following:

If you are done with the configuration of the newly added panel, then click OK to
close the Manage Panels dialog box and return to the Current Jobs tab of the
Geneticist Assistant main window. The tab shows the progress of importing the new
panel. After the panel is successfully imported, the tab is blank.

The time that it can take to import a BED file depends on the size of the BED file.
Be patient as some BED files can take over an hour to be imported.

To confirm that the panel has been successfully imported, you can open the

© Manage Panels dialog box again, choose Select Existing Panel, and make sure

that an entry for the imported panel is displayed on the dropdown list of existing
panels.

If you are not done with the configuration of the newly added panel, then continue to
any of the following:

e “To manually set new coverage thresholds for panel regions” below.
*  “To create a QC Threshold file for panel regions” on page 108.

*  “To set new coverage thresholds for panel regions with a QC Threshold file” on
page 110.

*  “To set or delete a preferred transcript list for a panel” on page 110.
*  “To set or delete a preferred gene for a panel” on page 112.

e “To create a new BED file for a panel by adding or deleting regions” on page
113.

To manually set new coverage thresholds for panel regions

After you have imported a new panel, the coverage values that are initially displayed for
each panel region are the global values that are defined on the Quality Control tab of the
Settings dialog box. If needed, you can edit these values and save the values for the panel in
the Geneticist Assistant database. You can edit the values for all the regions in a single step,
or you can set different coverage thresholds on a per region basis.

1. If you have just imported a new panel, then the Manage Panels dialog box is already
open and the panel regions are displayed; otherwise, do the following:

a.

On the Geneticist Assistant main menu, click Panels > Manage Panels to open the
Manage Panels dialog box.

On the Select Existing Panel dropdown list, select the appropriate panel.

Click Download and Edit Panel Regions to display the panel regions in the bottom
pane of the Manage Panels dialog box.
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2. Do one of the following:

Action Steps
To edit the values for all 1. Click Update QC Threshold.
regions in a single step The Update QC Threshold for All Regions dialog box opens.

Figure 4-4:  Update QC Threshold for All Regions dialog box

E Update QC “‘mﬁﬂ Em&ﬂl

Percent Covered (%): [t00.00 =
Average Coverage: 100 =
Minimum Coverage: 50

[ concel ]

2. For each coverage value that you are editing, double-click it to select
it, and then manually enter a new value, or click the Up/Down arrows
to change the value accordingly.

3. Click OK.
To edit the values on a 1. Double-click in the appropriate coverage field for a region.
per region basis The coverage value is selected, and Up/Down arrows are displayed.

2. Manually enter a new value, or click the Up/Down arrows to change
the value accordingly.

3. Ifyou are done with the configuration of the newly added panel, then click OK to close
the Manage Panels dialog box and return to the Geneticist Assistant main window.
Otherwise, continue to any of the following:

e “To create a QC Threshold file for panel regions” below.
*  “To set or delete a preferred transcript list for a panel” on page 110.
*  “To set or delete a preferred gene for a panel” on page 112.

*  “To create a new BED file for a panel by adding or deleting regions” on page 113.

To create a QC Threshold file for panel regions

After you edit the coverage values for the regions of one panel, you can save these edited
values to a QC Threshold text file. You can save this file as record of the QC thresholds that
were used for the panel and you can also load this text file to apply these coverage thresholds
to a different panel.

1. If you have just imported a new panel, then the Manage Panels dialog box is already
open and the panel regions are displayed; otherwise, do the following:

a. On the Geneticist Assistant main menu, click Panels > Manage Panels to open the
Manage Panels dialog box.

b. On the Select Panel dropdown list, select the appropriate panel.
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c. Click Download and Edit Panel Regions to display the panel regions on the Manage
Panels dialog box.

2. Do one of the following:

Action Steps
To edit the values for all 1. Click Update QC Threshold.
regions in a single step The Update QC Threshold for All Regions dialog box opens.

Figure 4-5:  Update QC Threshold for All Regions dialog box

E Update QC m@ﬁﬂ Em&&l‘

Percent Covered (%): [t00.00
Average Coverage: 100
Minimum Coverage: 50
ok [ concel |

2. For each coverage value that you are editing, double-click it to select
it, and then manually enter a new value, or click the Up/Down arrows
to change the value accordingly.

3. Click OK.
To edit the values on a 1. Double-click in the appropriate coverage field for a region.
per region basis The coverage value is selected, and Up/Down arrows are also
displayed.

2. Manually enter a new value, or click the Up/Down arrows to change
the value accordingly.

3. Click Save QC Threshold File.

The Save File dialog box opens. By default, the QC Threshold file is named as <Panel
Name> qc_threshold, and it is saved in the same directory as the BED file for the panel.
The file type is a text file, and you cannot change this.

4. Optionally, change the name for the QC Threshold file, and/or the directory in which to
save the file, and then click Save.

The Save File dialog box closes. The Manage Panels dialog box remains open. You can
now load this text file to apply these coverage values to a different panel. See “To set
new coverage thresholds for panel regions with a QC Threshold file” on page 110.

5. Ifyou are done with the configuration of the newly added or edited panel, then click OK
to close the Manage Panels dialog box and return to the Geneticist Assistant main
window. (The edited coverage values are now saved for the panel in the Geneticist
Assistant database.) Otherwise, continue to one or both of the following as needed:

e “To set or delete a preferred transcript list for a panel” on page 110.

*  “To set or delete a preferred gene for a panel” on page 112.
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*  “To create a new BED file for a panel by adding or deleting regions” on page 113.

To set new coverage thresholds for panel regions with a QC
Threshold file

After you edit the coverage values for the regions of one panel, you can save these edited
values to a QC Threshold text file (which saves these values in the Geneticist Assistant
database), and then load this text file to apply these coverage values to a different panel.

1. If you have just imported a new panel, then the Manage Panels dialog box is already
open and the panel regions are displayed; otherwise, do the following:

a. On the Geneticist Assistant main menu, click Panels > Manage Panels to open the
Manage Panels dialog box.

b. On the Select Panel dropdown list, select the appropriate panel.

c. Click Download and Edit Panel Regions to display the panel regions on the Manage
Panels dialog box.

2. Click Load QC Threshold from File.
The Select a file to set QC threshold dialog box opens.
3. Browse to and select the appropriate QC Threshold file, and then click Open.

The Select a file to set QC threshold dialog box closes, and a QC Threshold Updated
message opens. The message indicates the number of regions for which the QC
threshold values were successfully updated.

If the correct QC Threshold file is not available, then you can create it. See “To
@ create a QC Threshold file for panel regions” on page 108.

4. Click OK.
The message closes. The Manage Panels dialog box remains open.

5. Ifyou are done with the configuration of the newly added or edited panel, then click OK
to close the Manage Panels dialog box and return to the Geneticist Assistant main
window. Otherwise, continue to one or both of the following as needed:

*  “To set or delete a preferred transcript list for a panel” on page 110.
*  “To set or delete a preferred gene for a panel” on page 112.

*  “To create a new BED file for a panel by adding or deleting regions” on page 113.

To set or delete a preferred transcript list for a panel

A preferred transcript list is a tab-delimited text file that defines the specific transcript or
isoform that is to be used for a gene. You can use different transcripts for different panels.
The preferred transcript list contains two fields. The first column contains the gene name.
The second column specifies the transcript by its nm_accession number. There are no
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restrictions for the file name, but you must save the file as a tab-delimited text file.

1.

If you have just created a new panel, then the Manage Panels dialog box is already open
and the panel regions are displayed; otherwise, do the following:

a.

On the Geneticist Assistant main menu, click Panels > Manage Panels to open the
Manage Panels dialog box.

b. On the Select Existing Panel dropdown list, select the appropriate panel.

Optionally, do any or all of the following as needed:

To view the transcript list that is currently set as the preferred transcript list for the
panel, click View Existing.

The Preferred Transcript for <Panel Name> dialog box opens. The dialog box
displays the transcript list that is currently set as the preferred list for the panel.

Figure 4-6:  Preferred Transcript dialog box

Preferred Transcr s S
|  #Gene Transcript
TP53 NM_001276760

[ Close

To save the preferred transcript list as a text (.txt) file, click Save As in the Preferred
Transcript dialog box; otherwise, click Close to close the dialog box.

The Manage Panels dialog box remain open.

The Save As option provides a quick way of copying the preferred transcript list so
that you can make any needed changes to it, and then use it with this panel or
another panel.
To set a preferred transcript list for the panel, then next to the Set Preferred
Transcript from File field, click the Browse button [... | and in the Open File dialog

box, browse to and select the appropriate transcript list, and then click Open.

The Open File dialog box closes. The full path to the selected transcript list is
displayed in the Set Preferred Transcript from File field.

To delete the preferred transcript list for the panel, click Delete Existing, and then
click Yes in the Delete Existing Preference message.
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The Manage Panels dialog box remain open.

3. Ifyou are done with the configuration of the newly added or edited panel, then click OK
to close the Manage Panels dialog box and return to the Geneticist Assistant main
window. Otherwise, continue to any of the following as needed:

*  “To manually set new coverage thresholds for panel regions” on page 107.
*  “To create a QC Threshold file for panel regions” on page 108.

e “To set new coverage thresholds for panel regions with a QC Threshold file” on page
110.

*  “To set or delete a preferred gene for a panel” below.

*  “To create a new BED file for a panel by adding or deleting regions” on page 113.

To set or delete a preferred gene for a panel

If a variant is found at a position where there are overlapping genes, then you can specify the
gene that is to be used for the panel. The file that specifies the preferred gene is a text file that
contains the complete gene name on a single line.

1. Ifyou have just created a new panel, then the Manage Panels dialog box is already open
and the panel regions are displayed; otherwise, do the following:

a. On the Geneticist Assistant main menu, click Panels > Manage Panels to open the
Manage Panels dialog box.

b. On the Select Existing Panel dropdown list, select the appropriate panel.
2. Optionally, do any or all of the following as needed:

» To view the genes that are currently set as the preferred genes for the panel, click
View Existing.
The Preferred Gene for <Panel Name> dialog box opens. The dialog box displays

the genes that are currently set as the preferred genes for the panel.

Figure 4-7:  Preferred Gene dialog box

#Gene
EGFR
ATM

e As.. [ Close
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* To save the preferred gene file as a text (.txt) file, click Save As in the Preferred
Gene dialog box; otherwise, click Close to close the dialog box.

The Manage Panels dialog box remains open.

you can make any needed changes to it, and then use it with this panel or another

@ The Save As option provides a quick way of copying the preferred gene list so that
panel.

* To set preferred genes for the panel, then next to the Set Preferred Gene from File

field, click the Browse button [... | and in the Open File dialog box, browse to and
select the appropriate preferred gene file, and then click Open.

The Open File dialog box closes. The full path to the selected preferred gene file is
displayed in the Set Preferred Gene from File field.

» To delete the preferred genes for the panel, click Delete Existing, and then click Yes
in the Delete Existing Preference message.

The Manage Panels dialog box remain open.

3. Ifyou are done with the configuration of the newly added or edited panel, then click OK
to close the Manage Panels dialog box and return to the Geneticist Assistant main
window. Otherwise, continue to any of the following as needed:

*  “To manually set new coverage thresholds for panel regions” on page 107.
*  “To create a QC Threshold file for panel regions” on page 108.

e “To set new coverage thresholds for panel regions with a QC Threshold file” on page
110.

*  “To set or delete a preferred transcript list for a panel” on page 110.

e “To create a new BED file for a panel by adding or deleting regions” below.

To create a new BED file for a panel by adding or deleting regions

Sometimes, you might need to use a panel that is a combination of two or more BED files.
After you load a BED file for a panel, you can add regions from an existing BED file to it
and then save the combined regions as either a new BED file or a panel. You can also delete
regions from the loaded BED file and save the modified regions as a new BED file or panel.

When you add regions from an existing BED file to another BED file, all the
regions are added from the existing BED file. You cannot select specific regions to
add; however, after all the regions are added, you can delete one or more regions.

1. Ifyou have just imported a new panel, then the Manage Panels dialog box is already
open and the panel regions are displayed; otherwise, do the following:

a. On the Geneticist Assistant main menu, click Panels > Manage Panels to open the
Manage Panels dialog box.
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b. On the Select Panel dropdown list, select the appropriate panel.

c. Click Download and Edit Panel Regions to display the panel regions on the Manage
Panels dialog box.

2. Do one or both of the following as needed:

Action Steps

To add regions from an existing 1. Click Add Regions from File.

BED file The Select a file to add to the panel dialog box opens.

2. Browse to and select the appropriate BED file, and then
click Open to close the dialog box and return to the
Manage Panels dialog box.

To delete regions from the loaded 1. Click the region that you are deleting. (CTRL-click to
BED file select multiple regions.)

2. Right-click the selected regions, and on the context
menu that opens, click Remove Selected Regions.

Note: Deleting regions from a panel does not delete the
panel. To delete the panel itself, see “Deleting a
Panel” on page 117.

3. On the Manage Panels dialog box, click Save Panel Regions to file.

The Save File dialog box opens. By default, the new BED file is named the same as the
loaded BED file, and it is saved in the same directory as the loaded BED file. You can
change one or both of these values.

4. Optionally, change the name for the new BED file, and/or the directory in which to save
the file, and then click Save.

The Save File dialog box closes. The Manage Panels dialog box remains open.

5. Ifyou are done with the configuration of the newly added or edited panel, then click OK
to close the Manage Panels dialog box and return to the Geneticist Assistant main
window. Otherwise, continue to any of the following as needed:

e “To manually set new coverage thresholds for panel regions” on page 107.
*  “To create a QC Threshold file for panel regions” on page 108.

*  “To set new coverage thresholds for panel regions with a QC Threshold file” on page
110.

*  “To set or delete a preferred transcript list for a panel” on page 110.

*  “To set or delete a preferred gene for a panel” on page 112.
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Editing a Panel

Managing panels includes editing panels that will be used for studying your data in
Geneticist Assistant.

To edit a panel
1. On the Geneticist Assistant main menu, click Panels > Manage Panels.
The Manage Panels dialog box opens.
Figure 4-8:  Manage Panels dialog box
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2. On the Select Existing Panel dropdown list, select the panel that you are editing.
3. Click Download and Edit Panel regions.

The panel regions are displayed on the Manage Panels dialog box.
4. Do any or all of the following as needed:

*  To change the associated panel group, click Change Associated Panel Group, and in
the Panel Group Association dialog box, make the necessary change.

Figure 4-9:  Panel Group Association dialog box

Associate Panel and Panel Group:

Panel :

Panel Groups: |Default v ]
Add New Panel Group ]
oK [ cancel |
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To manually set new coverage thresholds for the panel regions, see “To manually set
new coverage thresholds for panel regions” on page 107.

To set new coverage thresholds for the panel regions with a QC Threshold file, see
“To set new coverage thresholds for panel regions with a QC Threshold file” on page
110.

To set a preferred transcript list for the panel, or delete a preferred transcript list, see
“To set or delete a preferred transcript list for a panel” on page 110.

To set a preferred gene for the panel, see “To set or delete a preferred gene for a
panel” on page 112.

To create a new BED file for the panel, see “To create a new BED file for a panel by
adding or deleting regions” on page 113.
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Deleting a Panel

Managing panels includes deleting panels that are no longer needed in Geneticist Assistant.

When you delete a panel, you delete the entire panel. To simply delete regions from
a panel, not the entire panel, see “To create a new BED file for a panel by adding
or deleting regions” on page 113.

To delete a panel

1. On the Geneticist Assistant main menu, click Panels > Manage Panels.
The Manage Panels dialog box opens.
Figure 4-10: Manage Panels dialog box
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2. On the Select Existing Panel dropdown list, select the panel that you are deleting.
3. Click Delete.

A message opens asking you if you are sure that you want to delete the selected panel.
4. Click Yes.

The message closes. The entire panel is deleted, and a second message opens indicating
that the panel was successfully deleted.

5. Click OK.

The message closes. The Manage Panels dialog box remains open.
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Reviewing Panel Statistics

The Panel Statistics tab has options for reviewing specific information for a selected panel/
panel group. By default, all samples for the panel are included. You can edit the options for
displaying panel statistics such as setting specific date range, or selecting specific samples or
runs.

To review panel statistics

1. On the Geneticist Assistant main menu, click Panels > Panel Statistics.
The Panel Statistics tab opens.
2. On the Panels dropdown list, select the panel for which the statistics are to be viewed.

3. Change any of the display options for the Panel Statistics tab, and then click OK to load
the panel statistics based on the specified options.

The Panel Statistics tab that opens from the Panels menu is identical to the Panel

@ Statistics tab that opens from the context menu of the Runs tab, the Samples sub-
tab on the Patient tab, the Run tab, or the Variant tab. For a complete description
of this tab, see “Reviewing Panel Statistics” on page 319.
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Adding a Subpanel

A subpanel contains a fixed number of regions that are contained within a selected panel. To
verify coverage for a smaller number of regions that are within the panel that has been
selected for a run, you can use a subpanel. Managing panels includes adding the new
subpanels that are to be used for targeting a specific genomic test or study, and creating a
new BED file for a subpanel.

To add a subpanel

1. On the Geneticist Assistant main menu, click Panels > Manage Panels.
The Manage Panels dialog box opens. See Figure 4-1 on page 105.

2. On the Select Existing Panel dropdown list, select the panel from which the subpanel is
to be created.

3. Click Manage Subpanels.

The Manage Subpanels dialog box opens. The first time that the dialog box opens, all
fields are blank; otherwise, it displays the information for the subpanel that was last
viewed and/or modified.

Figure 4-11: Manage Subpanels dialog box

@ vrsesvoe: I il

|| selectPanel: Demo '] |
/| Select Subpanel: '] Delete I
View Subpanel Regions
Region Name Chrom Region Start Region End

[T][ Cancel ]

4. Select the panel for which you are adding the subpanel.
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5. Click New Subpanel.
The Add Subpanel dialog box opens.
Figure 4-12: Add Subpanel dialog box

' Add Subpanel of Panel'Demo'I M

Subpanel Fie (.bed): (i)
Subpanel Name: Default Name
ok [ cancel |

6. Next to the Subpanel File (.bed) field, click the Browse button [... |, and then browse to
and select the BED file for the subpanel that you are adding.

The Subpanel file field is populated with the full directory path to the selected BED file,
and by default, the subpanel name is set to the name of the selected BED file.

If the correct BED file is not available for a subpanel, then you can use the BED
File Builder tool to create one based on the information that you specify. See
“Building a BED File with the BED File Builder Tool” on page 289.

7. Optionally, edit the name for the subpanel.

@ You can click Default Name to reset the BED file name to the default value.

8. Click OK.

The Add Subpanel dialog box closes. The Manage Subpanels dialog box remains open.
The information for all the regions (Region Name, Chromosome Number, Region Start,
and Region End) is displayed in the lower pane of the dialog box.

9. If you are done with the configuration of the newly added subpanel, then click OK to
close the Manage Subpanels dialog box and return to the Manage Panels dialog box;
otherwise, continue to “To create a new BED file for a subpanel by adding or deleting
regions” below.

To create a new BED file for a subpanel by adding or deleting
regions

Sometimes, you might need to use a subpanel that is a combination of two or more BED
files. After you load a BED file for a subpanel, you can add regions from an existing BED
file to it and then save the modified regions as a new BED file or subpanel. You can also
delete regions from the loaded BED file and save the modified regions as a new BED file or
subpanel.
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When you add regions from an existing BED file to another BED file, all the
regions are added from the existing BED file. You cannot select specific regions to
add; however, after all the regions are added, you can delete one or more regions.

1. If you have just created a new subpanel, then the Manage subpanels dialog box is
already open and all the panel regions for the subpanel are displayed; otherwise, do the
following:

a. On the Geneticist Assistant main menu, click Panels > Manage Panels to open the
Manage Panels dialog box.
b. Choose Select existing panel, and then on the Panel dropdown list, select the
appropriate panel.
c. Click Manage Subpanels.
d. On the Manage Subpanels dialog box, select the appropriate subpanel.
e. Click View subpanel regions.
2. Do one or both of the following as needed:
Action Steps
To add regions from an existing 1. Next to the Add Regions from BED File field, click the
BED file

Browse button E] .

The Select a file to add to the panel dialog box opens.

2. Browse to and select the appropriate BED file, and then
click Open to close the dialog box and return to the
Manage Panels dialog box.

3. Click Add Regions.

To delete regions from the loaded 1. Click the region that you are deleting. (CTRL-click to
BED file select multiple regions.)

2. Right-click the selected regions, and on the context
menu that opens, click Remove Selected Regions.

Note: Deleting regions from a BED file does not delete the
subpanel. To delete the subpanel itself, see “Deleting
a Subpanel” on page 122.

3.

On the Manage Subpanels dialog box, click Save Panel Regions to a BED file.

The Save File dialog box opens. By default, the new BED file is named the same in the
following format: <subpanel> <Panel> and it is saved in the same directory as the
loaded BED file. You can change one or both of these values.

Click OK.

The regions are saved as a subpanel.
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Deleting a Subpanel

Managing subpanels includes deleting subpanels that are no longer needed in Geneticist
Assistant.

When you delete a subpanel, you delete the entire subpanel. To simply delete
regions from a BED file, not the entire subpanel, see “To create a new BED file for
a subpanel by adding or deleting regions” on page 120.

To delete a subpanel

1. On the Geneticist Assistant main menu, click Panels > Manage Panels.
The Manage Panels dialog box opens. See Figure 4-1 on page 105.

2. Choose Select existing panel, and then on the Panel dropdown list, select the appropriate
panel.

3. Click Manage Subpanels.
The Manage Subpanels dialog box opens.
Figure 4-13: Manage Subpanels dialog box

.. Manage Subpanels @%
|| select Panel: Demo v J |
!| Select Subpanel: v J Delete New Subpanel... | ||
View Subpanel Regions
Region Name Chrom Region Start Region End
OK [ Cancel }

4. Select the subpanel that you are deleting.
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5. Click Delete.

A Delete Subpanel message opens, asking you if you are sure that you want to delete the
selected subpanel from the database.

Figure 4-14: Delete Subpanel message
B N =

Are you sure you want to delete the selected subpanel from database?

& '\

ves | [ concel |

6. Click Yes.

The Delete Subpanel message closes, and a Subpanel Deleted message opens, indicating
that the selected subpanel was successfully deleted.

Figure 4-15: Subpanel Deleted message

(6\ The subpanel Demo of panel DemoSub is successfully deleted.

Lo ]

7. Click OK.

The Subpanel Deleted message closes. The Manage Subpanels dialog box remains open.
The subpanel and its regions are no longer displayed in the dialog box.
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A patient refers to an individual from whom a sample was taken. A run refers to loading a
BAM file and a VCF file or just a VCF file into Geneticist Assistant for the purposes of
importing a list of variants into the Geneticist Assistant database and/or reviewing a list of
variants in a sample. This chapter details how to manage patient settings for your runs and
how to add a new run in Geneticist Assistant.

@ Geneticist Assistant supports only sorted VCF files.

This chapter covers the following topics:
*  “Adding Patients” on page 127.
e “Accessing and Reviewing Patient Records” on page 137.

*  “Adding a Run” on page 170.

For information about managing your run settings (chemistries, instruments, and
% so on), see “Managing Objects in the Geneticist Assistant Database” on page 55.
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Adding Patients

In addition to managing settings (chemistries, instruments, and so on) for your runs, you
must manage the patients for your runs. A patient refers to an individual from whom a
sample was taken. Managing patients for your runs consists of adding new patients to the
Geneticist Assistant database or Customer Poral. You have three options available for adding
a new patient. You can:

e Manually add one patient at a time.
» Import a Patient batch file to add multiple patients to the database in a single step.

* Import a Submissions batch file to add multiple patients to the Customer Portal in a single
step.
Moreover, if your VCF or BAM sample file names begin or end with the patient ID, then
Geneticist Assistant can automatically associate the appropriate sample with the patient, or
even create the patient record if needed, and then associate the sample with the record. If you
are loading a standalone VCF file, then just the VCF file name must begin or end with the
patient ID. If you are loading both a VCF file and a BAM file, then the names for both files
must begin and/or end with the patient ID.

To add one patient at a time

When you add one patient at a time, you can specify the name, birthdate, gender, and
ethnicity for the patient as well as a unique ID for the patient. You can also add relationships
to the patient, and you can add one or more phenotypes for the patient.

1. On the Geneticist Assistant main menu, click File > New Patient.
The Add New Patient dialog box opens. The Add Patient tab is the opened tab.
Figure 5-1:  Add New Patient dialog box, Add Patient tab

W% Add New Patier

(E8)

AddPatient | ImportPatients | Import Submissions
External ID:
First Name:

Last Name:

Date of Birth: 2 || Gender: ¥ | Ethnicity: ¥ | |New Ethnicty...| [ Is Related to Existing Patient

Phenotypes:

Add Phenotype: [ '] Add ] [New Phenotype.‘.:

Phenotype Comment

(o< [ conce
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2. Enter the information for the new patient.

Option Description
External ID A unique ID for the patient.
First Name The first name for the patient.
Last Name The last name for the patient.
Date of Birth The patient’s date of birth. You must click in the field, and then manually enter a
new value, or you can use the Up/Down arrows.
Gender Male or Female.
Ethnicity The ethnicity for a patient, for example, Caucasian (Non-Hispanic).

Note: If the appropriate ethnicity is not available, then you can click New
Ethnicity and add it. You can also add ethnicities using the Manage
Objects function. See “Managing Objects in the Geneticist Assistant
Database” on page 55.

3. Ifapplicable, to specify relationships for the new patient, select Is Related to Existing
Patient and then do the following:

a. Select the relationship type, for example, Father. (The available relationship options
depend on the patient’s gender.)

b. Select the existing patient for this relationship. (Select the patient on the select
existing patient list, or double-click the patient entry in the All Patients pane.)

c. Click Add.

The Relationships About to Be Added list displays the relationship that you have
specified for the new patient.

Figure 5-2:  Add New Patient dialog box, Relationship options

Add Patient Import Patients Import

External ID:  RDT39
|| | FirstName:  Robert

LastName:  Terhune

Brthday:  8/28/1939 |4] Gender: [Male v Ethnicty: [Caucasion (Non-Hispanic) | [New Ethnicity...] V] Is Related to Existing Patient
Phenotypes:
Add Phenotype: [ v] [ add ] [NewPhenotype...
Phenotype Comment
Relationshiop:
Is (select relationship type) : [Parent | of (select existing patient): [TVB17. -
All Patients:
jiog External ID FirstName LastName DateofBrth Gender Ethnidity Owmer Creator

1 TvB17 Tori Victor 8/22/1962 Female Caucasion (Non-Hispanic) Administrator Administrator 0
e ‘ = B

Relationships About To Be Added:

Relationship Type  RelatedPatient]D  Related Patient External ID

Parent 1n TVB17
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4. Repeat Step 3 to add as many relationships for a patient as needed.

If you add a relationship in error, right-click the relationship, and then select
% Remove Selected Rows. CTRL-click to select multiple relationships for deletion.

5. If applicable, to add a phenotype for the patient, do any of the following:

*  On the Add Phenotype dropdown list, select the phenotype, and then click Add. You
can repeat this step as many times as needed to add multiple phenotypes for the
patient.

The added phenotype is displayed in the Phenotype pane.

» If the appropriate phenotype is not available, then you can click New Phenotype to
open the New Phenotype dialog box and enter the phenotype. As you enter the
search string, a dropdown list opens. The list is dynamically updated with the
phenotypes that are found in the Human Phenotype Ontology database that match
the search string.

The search string is not case-sensitive, and the string can be found anywhere in
the search results. For example, a search string of “thyroid” returns phenotypes of
thyroid adenoma and secondary hyperthyroidoism.

Figure 5-3:  New Phenotype dialog box

By B ==

Cancel

You can also add phenotypes using the Manage Objects function. See “Managing
Objects in the Geneticist Assistant Database” on page 55.

6. Optionally, to add a comment for the phenotype, do one of the following; otherwise, go
to Step 7.

* In the Comment field, single click twice, enter the comment, and then click
anywhere outside the field.

¢ Right-click the phenotype and on the context menu that opens, click Add Patient
Phenotype Comment.

7. Click OK.
Two results are possible:

» Ifyou have encryption enabled for your Geneticist Assistant instance, then the Add
New Patient dialog box closes. The new patient record is displayed on the Patients
tab. For specific identifying information, asterisks (*) are displayed.
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* Ifyou do not have encryption enabled for your Geneticist Assistant instance, then an
Invalid Encryption Certificate Setting dialog box opens, warning you that no
Encryption Certificate is selected and that data will be submitted without encryption.
Go to Step 8.

Figure 5-4:  Invalid Encryption Certificate Setting dialog box

I Invalid Encryption Certificate ﬂr

No Encryption Certificate is selected. Data will be submitted unencrypted,
Continue?

(e J[ m ]

8. Click Yes.

Both the Invalid Encryption Certificate Setting dialog box and the Add New Patient
dialog box close. The new patient record is displayed on the Patients tab, with all
identifying information fully visible.

To import a Patients batch file

130

You can import a Patients batch file to add multiple patients in a single step to the Geneticist
Assistant database. The Patients batch file must be either a comma-separated values (.csv)
file, a tab-delimited text (.txt) file, or a tab-separated values (.tsv) file. The first line of the
file must be the pound/hashtag (#) symbol, followed by delimited column headers. The file
must contain the following columns of information in the order listed—the External ID, the
patient last name, the patient first name, the patient date of birth, and the patient gender.
Multiple phenotypes and multiple relationships must be separated by semi-colons. In
addition to the required columns, the Patients batch file can include other optional standard
fields, such as ethnicity, phenotypes, and relationships, as well as custom fields. Patient
relationships must be in the format ExternallD;Relationship, for example, ABS17;Father.
When importing the patients, you can opt to add any custom patient fields to the Geneticist
Assistant database. Figure 5-5 below is an example file that shows the required column order
and column names for a Patients batch file. The example file also includes custom data
columns.

To view and edit the custom fields for a patient, you must edit the patient record
(Edit Patient). See “10 use the context menu for a patient (Patients tab)” on page
141.

Figure 5-5:  Patients batch file with required columns and custom unmatched columns

A B € D E F G H | J

arnal ID Last Name First Name Date of Birth Gender Ethnicity Phenotype Relationships Sample type Hair Color Eye!
1320476 Doe John 5/6/1913 Male Causcasian Tissue Brown Brov
1320683 Doe Jane 3/2/1920 Female Causcasian Tissue Blonde  Blue
1315487 Doe Jill 6/10/1946 Female Causcasialphel 1320476;Child;1320683;Child Tissue Brown Brov
800402 Doe Joan 6/10/1946 Female Causcasialphel 1320476;Child;1320683;Child Blood Brown Blue
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1. On the Geneticist Assistant main menu, click File > New Patient.

The Add New Patient dialog box opens. The Add Patient tab is the opened tab. See

Figure 5-1 on page 127.

2. Click the Import Patients tab to open it.

Figure 5-6:  Add New Patient dialog box, Import Patients tab

f% Add New Patient

Patient file:

Add Patient Import Patients l Import St

|

Delimiter: Comma ;'
Date format: |MM/ddfyyyy ¥ | Example: '09/26/2018" or '9/26/2018'
[¥] Add new phenotype terms

(] Add unmatched columns as custom patient fields

o J[ concel ]

3. Next to the Patient File field, click the Browse button E] , and then browse to and select

your patient file.

4. Specify the properties of your patient file.

Property

Description

Data Delimiter

Indicate the delimiter used (Comma or Tab).

Date of Birth Format

Select the format used for the patients’ dates of birth.

Add New Phenotype Terms

Selected by default. If the patient file contains phenotypes in the
Phenotypes column that have not already been added to the
Geneticist Assistant database through either the Manage
Objects function (see “Managing Objects in the Geneticist
Assistant Database” on page 55), or the Add Phenotype option
on the Add Patient tab (see “Patient tab, Patient sub-tab,
Phenotype pane” on page 148), then leave this option selected
to automatically add these phenotypes to the database.
Otherwise, clear this option.
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Property

Description

Add unmatched columns as
custom patient fields

In addition to the required information for the Patients batch file,
the file can include any other information as needed, for
example, Sample Type, Weight, Age at Death, and so on. Select
this option to include this information in the Geneticist Assistant
database for the patients.

5. Click OK.

You results are determined by whether you have enabled encryption for your patient
data. Continue to one of the following:

*  “To add patients to the Geneticist Assistant database with encryption enabled”

below.

*  “To add patients to the Geneticist Assistant database with encryption enabled” on

page 132.

to the Geneticist Assistant database, and are meant only as guidelines for adding

@ The results below illustrate the most common scenarios for adding a new patient

patients, and if applicable, custom fields, to the Geneticist Assistant database.

To add patients to the Geneticist Assistant database with

encryption enabled

If you have encryption enabled for your Geneticist Assistant instance, then the Add New
Patient dialog box closes. The new patient records are displayed on the Patients tab. For
specific identifying information, asterisks (*) are displayed, and if:

*  You have not imported custom fields, then the Add Patient dialog box closes, and a single
message, the Patient Import message, opens, indicating the number of patients that were
successfully added to the Geneticist Assistant database. Click OK to close the message,
and then continue as appropriate in Geneticist Assistant.

Figure 5-7:  Patient Import message
8 patient Import]
110 Patients added: 3
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*  You have imported custom fields and have selected them for addition to the Geneticist
Assistant database, then a first message, a New Custom Fields message, opens indicating
that these custom fields will be added to the Geneticist Assistant database.

Figure 5-8:  Custom Fields message, Fields will be added

Click Yes to close the New Custom Fields message, and then a second message, a Patient
Import message, opens. The message indicates the number of patients that were
successfully added to the Geneticist Assistant database opens. Click OK to close the
Patient Import message, and then continue as appropriate in Geneticist Assistant.

Figure 5-9:  Number of Patients added message

"0 Patients added: 3

To add patients to the Geneticist Assistant database without
encryption
If you do not have encryption enabled for your Geneticist Assistant instance, then an Invalid

Encryption Certificate Setting dialog box opens, warning you that no Encryption Certificate
is selected and that data will be submitted without encryption, and asking you to continue.

Figure 5-10: Invalid Encryption Certificate Setting dialog box
‘ v’ Invalid Encryption Certificate Setting

No Encryption Certificate is selected. Data will be submitted unencrypted,
Continue?

Click Yes.

* If you have not imported any custom fields, then both the Invalid Encryption Certificate
Setting dialog box and the Add New Patient dialog box close. A single message, the
Patient Import message, opens, indicating the number of patients that were successfully
added to the Geneticist Assistant database. (See Figure 5-11 on page 134.) Click OK to
close the message. The new patient records are displayed on the Patients tab, with all
identifying information fully visible.
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Figure 5-11:  Number of Patients added message

"0 Patients added: 3

Close

* Ifyou have imported custom fields and have selected them for addition to the Geneticist
Assistant database, then the Invalid Encryption Certificate Setting dialog box closes and
a first message, a New Custom Fields message, opens indicating that these custom fields
will be added to the Geneticist Assistant database.

Figure 5-12: Custom Fields message, Fields will be added

Click Yes to close the New Custom Fields message, and then a second message, a Patient
Import message, opens. The message indicates the number of patients that were
successfully added to the Geneticist Assistant database opens. Click OK to close the
Patient Import message. The new patient records are displayed on the Patients tab, with
all identifying information fully visible. Continue as appropriate in Geneticist Assistant

Figure 5-13: Number of Patients added message

"0 Patients added: 3

To import a Submissions batch file

134

You use a batch import process to add multiple patients in a single step to the Geneticist
Assistant Customer Portal. The batch import file must be either a comma-separated values
(.csv) file, a tab-delimited text (.txt) file, or a tab-separated values (.tsv) file. The file must
contain the following columns of information in the order listed—the patient ID, the patient
last name, the patient first name, the patient date of birth, the patient gender, the patient race,
the patient phenotypes, and the patient relationships. Patient relationships must in the format
patient ID-Relationship, for example, ABS17-Father. Multiple phenotypes and multiple
relationships must be separated by semi-colons. Figure 5-14 on page 135shows the standard
column order and the standard column names. If your import file does not follow either the
standard column order or the standard column names, then you must manually indicate the
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order of the columns in your file.

Figure 5-14: Standard column order and names

L.

D E F G H

1 patient_ID patient_last_name patient_first_ name patient_dob patient_gender patient_race patient_phenotype patient_relationships

A B
2 1320476 Doe John
3 1320683 Doe Jane
4 1315487 Doe Jill
5 800402 Doe Jill
6 800418 Doe Jill
i 800451 Doe Jill
8 800456 Doe Jill
9 800402 Doe Jill

5/6/1913 Male Causcasian

3/2/1920 Female Causcasian BC-13-20476 - Father
6/10/1946 Female Causcasian  phel BC-13-20476 - Mother
6/10/1946 Female Causcasian  phel BC-13-20683 - Sibling
6/10/1946 Female Causcasian  phel
6/10/1946 Female Causcasian  phe2
6/10/1946 Female Causcasian  phel
6/10/1946 Female Causcasian  phe3

On the Geneticist Assistant main menu, click File > New Patient.

The Add New Patient dialog box opens. The Add Patient tab is the opened tab.

2. Click the Import Submissions tab to open it.

Figure 5-15: Add New Patient dialog box, Import Submissions tab

3.

File Properties:
Data Delimiter:
@ Comma(",)
© Tab("\t)

Date of Birth Format:

File Column Format:

Result:

[ AddPatient | ImportPatients | Import Submissions |

Patient File (*.csv, *.txt, *.tsv):

Add New Phenotype Terms in File Automatically

MM/dd/yyyy ¥ | Example: 09/11/2018 or 9/11/2018

@ File follows standard column order
© File follows standard column names

(© Files does not follow above standards, I want to specify...

=

o J[ coms

Specify the properties of your Submissions file.

Property

Description

Add New Phenotype Terms in
File Automatically

Selected by default. If the patient file contains phenotypes that
have not already been added to the Geneticist Assistant
database either through the Manage Obijects function (see
“Managing Objects in the Geneticist Assistant Database” on
page 55), or the Add Phenotype option on the Add Patient tab
(see “Patient tab, Patient sub-tab, Phenotype pane” on page
148), then leave this option selected to automatically add these
phenotypes to the database. Otherwise, clear this option.

Data Delimiter

Indicate the delimiter used (Comma or Tab).

Date of Birth Format

Select the format used for the patients’ birthdays.
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Property Description

File Column Format Select one of the following to indicate the file format.
» File follows standard column order.
* File follows standard column names.

+ File does not follow above standards. | want to specify.

4. Ifyour file follows the standard column order or the standard column names, go to Step
7; otherwise, if your file does not follow either of these standards, go to Step 5.

5. Inthe Result pane, rearrange the column headers so that they are in the same order as the
column headers in your patient file.

For information about rearranging columns, see “To rearrange the order of data
% columns” on page 44.

6. Click Check With File.

* The file is loaded and the patient information is displayed in the Result pane. If your
file format is correct, go to Step 7.

* Ifyour file format is incorrect then, you must click Incorrect, Redo, and then make
the necessary changes to the column headers. Click Check With File again to verify
that your file has the correct format. Only after you verify that your file has the
correct format can you continue to Step 7.

7. Click OK.

The Add New Patient dialog box closes. The patients, and if applicable, any new
phenotypes, are imported in to the Customer Portal.
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Accessing and Reviewing Patient Records

In addition to managing settings (chemistries, instruments, and so on) for your runs, you can
manage the patients for your runs. A patient refers to an individual from whom a sample was
taken. Managing patients for your runs consists of a variety of different activities, including
reviewing and editing information (such as adding comments relationships) for existing
patients and related patients, and generating, and optionally, saving Patient reports to the
Geneticist Assistant database. You can work with patient information from the Patients tab or
from the Patient tab.

To review existing patient information on the Patients tab

The Patients tab has a single pane, the Patients pane, for displaying information for existing
patients. When you review the information for an existing patient, a variety of options are
available for working with the patient, such as editing the identifying information for a
patient, and adding relationships and comments for the patient.

1. On the Geneticist Assistant main menu, click Tabs > Patients.

The Patients tab opens.

* Ifyou are an Administrator user, then the tab can display all the patients that have
been added by all users to your Geneticist Assistant database. The patients are sorted
in ascending order based on Patient ID. The sorting reflects the order in which the
patients were added to the Geneticist Assistant database.

* Ifyou are a standard user, then the tab can display all the patients that you have
added to the Geneticist Assistant database as well as all the patients that others users
have added to the database and for which you have been granted at least the Can
Read permission. The patients are sorted in ascending order based on Patient ID.
The sorting reflects the order in which the patients were added to the Geneticist
Assistant database.

Figure 5-16: Patients tab

[ e
FilemmiTabsym PareismmReporsmFiltersmToolsm Backup Help

Refresh | Sample/Run/Panel/PanelGroup/SampleGroup/Patient/Gene/chrom:start-e [ LimitPatients by Number: 30 = Ref
[ Runs | Runemor... ) | RunDemon.. ) | sempe'soo.. () [ searchResu.. ) | Databeselog [) | panelstatit.. Patients | curent 00s [ |
Patients:

D+ Extemal ID  First Name Last Name Date of Bith _Gender Ethnicity Owner Creator  # Relatives # Samples Last Comment Phone Street

12 ROT39 Robert Terhune  8128/1939 | Male v |(Caucasion (Non-H v 0 ]

"o TVvB17 Tori Victor 8221962 | Female v | (Caucasion (Non-Hispanic) v | 0 )

10 800465.igv-sorted use v ~ | Administrator Administrator 0 1

9 800463 igv-sorted =l ] Admini 0 1

8 800458 igv-sorted [ ] 0 1

7 800456.igv-sorted ~J ~ | Administrator Admanistrator 0 2

6 800455 igv-sorted [ ~J( v | Administrator Admanistrator 0 2

5 800451.igv-sorted ﬁ[ | 0 1

4 800450.igv-sorted - ] 0 1

3 800426 igv-sorted | ] Administrator Administrator 0 1

2 800402 igv-sorted ~J ] Admini 0 1

1 800418 igv-sorted J( ~ | Admi 0 1

< | 2
Patients 12 Registered | Version 1.8.0 Beta, Buld 266, Revision 26eab418, Buld Date: Aug 30 2018 (0]

Geneticist Assistant User’s Manual 137



Chapter 5
Managing Patients and Runs

2. Do any or all of the following as needed for a patient on the Patients tab:

» Edit the identifying information and/or comment for a patient. See “To edit the
identifying information and/or comment for a patient” below.

* Right-click a patient on the tab to open a context menu with options for working
with the patient. See “To use the context menu for a patient (Patients tab)”” on page
141.

*  Open the corresponding Patient tab. See “To review existing patient information on
the Patient tab” on page 145.
To edit the identifying information and/or comment for a patient
You can edit the identifying information and/or a comment for a patient on the Patients tab.
1. Ifyou have not already done so, open the Patients tab.

2. For the appropriate patient, do any or all of the following:

Action Steps

Edit patient gender 1. On the Gender dropdown list, select the appropriate gender.

The Edit Patient dialog box opens. The dialog box displays the
Patient External ID, the current value for the gender, if applicable,
and the new value.

Figure 5-17: Edit Patient dialog box (Gender)
- —

Patient External ID:  800466.igv-sorted

Gender: Male

Change Gender To: |Female '

‘ Cancel

2. Click OK.

The Edit Patient dialog box closes. The Patients tab remains open.
The patient record is displayed with the new information.
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Action Steps

Edit patient ethnicity 1. On the Ethnicity dropdown list, select the appropriate ethnicity.

The Edit Patient dialog box opens. The dialog box displays the
Patient External ID, the current value for the ethnicity, if applicable,
and the new value.

Figure 5-18: Edit Patient dialog box (Ethnicity)

(ERy e

Patient External ID: RDT39

Ethnidty: Caucasion (Non-Hispanic)
Change Ethnicity To: Afncm American Z
OK [ Cancel }

2. If needed, make any other changes to the new value, and then click
OK.

The Edit Patient dialog box closes. The Patients tab remains open.
The patient record is displayed with the new information.

Note: If the appropriate ethnicity is not available, you can add it. See
“Managing Objects in the Geneticist Assistant Database” on page
55.After you add the new ethnicity, you must click Refresh on the
Patients tab to make the value available for selection.
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Action Steps
Edit patient identifying 1. In any of the identifying information fields (External ID, First Name,
information Last Name, or Date of Birth), single-click twice, and then add or edit

the information as needed.

Note: If you are changing the Date of Birth for the patient, then you must
select one value (month, day, or year) at a time, and then you can
manually enter a a new value, or you can use the Up/Down
arrows to change the value.

2. Click anywhere on the tab that is outside the edited field.

The Edit Patient dialog box opens. For any value other than External
ID, the dialog box displays the Patient External ID, the current value
for the selected information, if applicable, and the new value;
otherwise, the dialog box displays only the current Patient External
ID, and if applicable, the new value.

Figure 5-19: Edit Patient dialog box (Identifying information)

Patient External ID: RDT1939

First Name: Robert
Change First Name To:  RobertD

m Cancel ]

3. If needed, make any other changes to the new value, and then click
OK.
The Edit Patient dialog box closes. The Patients tab remains open.
The patient record is displayed with the new information.
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Action Steps

Edit patient comments 1. In the Last Comment field, single-click twice, and then add or edit the
comment as needed.

2. Click anywhere on the tab that is outside the edited field.

The Add Patient Comment dialog box opens. The dialog box displays
the comment.

Figure 5-20: Add Patient Comment dialog box

Patent RDT1939

Add comment:  Testing for retinal degeneration 1st ttime.

3. If needed, make any other changes to the comment, and then click
OK.

The Edit Patient dialog box closes. The Patients tab remains open.
The patient record is displayed with the new information.

To use the context menu for a patient (Patients tab)

You can right-click any patient on the tab to open a context menu with the following options
for reviewing and working with the patient record:

Table 5-1: Patients tab context menu

Option Description

Patient Detail Opens the Patient tab.

Note: You can also double-click a patient to open the Patient tab. See “To review
existing patient information on the Patient tab” on page 145.

Edit Patient Opens the Edit Patient dialog box. You can edit the custom information (fields) for the
patient. You can also add new custom fields for the patient. See “To add or edit custom
fields on a per patient basis” on page 143.

Add New Relationships Opens the Add New Patient dialog box so that you can add a relationship to the
selected patient. By default, the Is Related to Existing Patient option is selected and
unavailable. Repeat Step 3 of “To add one patient at a time” on page 127 as many
times as needed to add all the necessary patient relationships to the patient.

Add All to Custom Selects all the data that is displayed for the patients for inclusion in a custom report.
Report See Chapter 10, “Geneticist Assistant Reports,” on page 265.
Delete Patient Deletes the selected patient from the Geneticist Assistant database.
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Table 5-1: Patients tab context menu (Continued)

Option

Description

Add Comment

Opens the Add Patient Comment dialog box. You add a comment for the selected
patient in the Add Comment field. The comment is displayed in the Last Comment field
and in the Comments pane on the Patient sub-tab on the Patient tab. See “Patient tab,
Patient sub-tab, Comments pane” on page 152.

Figure 5-21: Add Patient Comment dialog box

Patient RDT1939

Add comment:  Testing for retinal degeneration 1st ttime.

Note: If multiple comments have been added for a patient, then the comment that was
added last is displayed in the Last Comment field on the Patients tab. All
comments that have been added for the patient are displayed in reverse
chronological order in the Comments pane on the Patient tab.

Permissions

Opens the Permissions dialog box.You use the options on this dialog box to set or edit
the permissions (Can Read or Can Read and Can Write) that the specified users or
groups are to have for the patient record. See “Setting Read and Write Permissions” on
page 326.

Change Ownership

Opens the Change Patient Ownership dialog box, which displays the name of the
current owner for the patient, and an option (New Owner) for selecting a new owner for
the patient from a list of all the currently available and active users for your Geneticist
Assistant instance. If you are an Administrator user, the current owner of the patient, or
if you have been granted Can Read and Can Write permissions for the patient, then
you can the ownership for the patient.

Figure 5-22: Change Patient Ownership dialog box

. Change Patient E I

Name: TVB17

Current Owner:  Administrator

New Owner: TVAdmin

Copy

Copies all the information that is displayed for the selected patient to your client’s
clipboard. You can then use standard Paste commands to paste this copied information
into a third-party application such as Notepad.
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Table 5-1: Patients tab context menu (Continued)

Option

Description

Load Filters

Manually

Opens the Filters table for the Patients pane. See “To filter the data that is displayed in
a tab pane” on page 32.

<Filter Template Name>
- Saved by <User
Name>

Opens the saved Filter template for the Patients pane. Limits the display in the pane to
only the data (fields) that are defined by the template. See “To filter the data that is
displayed in a tab pane” on page 32.

Load Columns

Manually

Opens the Select Columns dialog box in which you can select columns that are to be
shown and clear the columns that are to be hidden dynamically, or select a
configuration from the list of available column configurations. This option is also
available on the column header context menu for the sub-tab.

Note: For information about showing and hiding columns dynamically, see “To show/
hide columns in a tab pane” on page 39.

Note: If you set column display preferences here, then you can display preferences for
variants in all the variant sub-tabs and panes (with the exception of the Sample
Group columns on the Sample Variant Data sub-tab on the Sample tab and the
Variant pane on the Variant tab) in a single step. See “To apply shared
preferences or to clear all tab preferences” on page 69.

Compact

Displays the data columns on the sub-tab in a more condensed view. To toggle the
display, click Compact as needed.

<Saved Pane
Configuration Name> -
Saved by <User Name>

Publicly available pane configurations. The name of the user who created a pane
configuration is displayed next to the configuration name.

To add or edit custom fields on a per patient basis

You use the Import Patients process to batch import patients in to the Geneticist Assistant
database. If the batch import file has custom fields in it and you opt to add these fields to the
database, then all the same custom fields are imported for all the patients in the batch file. To
add or edit custom fields on a per patient basis, you must edit the patient from the Patients

tab.

1. If you have not already done so, open the Patients tab.

2. Right-click any selected patient, and on the context menu that opens, click Edit Patient.

The Edit Patient dialog box opens. The top pane of the dialog displays the read-only
identifying information for the patient and the Custom Fields (bottom) pane displays all
the custom information (fields) for the patient and their values. See Figure 5-23 on page

144.
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Figure 5-23: Edit Patient dialog box

B Edit Patie’
First Name: John LastName: Doe External Id: 1320476
Gender: Male Ethnicity: Birthday: 5/6/1913 5
Custom Fields:
Field Value

Eye Color Brown

Hair Color Brown

Sample type Tissue

3. Do any of the following as appropriate:

Option Description
To edit a custom field 1. Double-click a value to select it, and then edit it as necessary.
value 2. Click Add/Save.
To clear a custom field 1. Right-click the value, and on the context menu that opens, click
value Clear.
The current value is deleted.*
2. Click Add/Save.

Note: *If you have imported custom field in to the Geneticist Assistant database through a Patients
batch file, then you can leave the value field blank. If you have added a custom field to a
patient through the Edit Patient dialog box, then you cannot leave the value field blank. After
clearing the field, you must enter another value; otherwise, if you leave the value field blank,
and then save the edited patient, when you open the Edit Patient dialog box again for the
patient, the custom field is no longer displayed in the Custom Fields pane.

To add a custom field 1. Right-click anywhere in the Custom Fields pane, and on the context
and value menu that opens, click New.

An Add New Patient Field dialog box opens.

2. Enter the new custom field name and then click OK.
The Add New Patient Field dialog box closes, and the field without a
value is displayed in the Custom Fields pane.

Figure 5-24: Add New Patient Field dialog box

F Add New Patient ..E]EI

Enter a value:

[T][ Cancel ]

3. Double-click in the Value field for the new custom field, and then
enter its value.

4. Click Add/Save.
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To review existing patient information on the Patient tab

The Patient tab has three sub-tabs: Patient, Samples, and Variants. Each sub-tab has different
panes for displaying and working with patient information.

1. If you have not already done so, open the Patients tab.
2. Do one of the following to open the Patient tab:

* Right-click the patient record that you are reviewing, and on the context menu that
opens, click Patient Detail.

*  Double-click the patient record that you are reviewing.
3. Continue to one of the following:

e “Patient tab, Patient sub-tab” below.

*  “Patient tab, Samples sub-tab” on page 155.

* “Patient tab, Variants sub-tab” on page 158.

Patient tab, Patient sub-tab

When a Patient tab first opens, the Patient sub-tab is the active tab.
Figure 5-25: Patient tab, Patient sub-tab

File Tabs Panels Reports Filters Tools Backup Help

Refresh Search Ref

patent'Ged_17 )

Runs X} | Run 'Sample_s4_51078... | I Sample 'Sample_s5 87... | | Patients 3 | Current Jobs
Samples [ Variants

Patient
Patient:
ID- Extemal ID First Name Last Name Date of Bith Gender Ethnicity Owner Creator # Relat # Samples Last C Phone Street City €
14 GEH_17 George Hincapie 41211980 Male v || Caucasian v | Administrator Administrator 0 0

|

Z
3

o

s

1

Related Patients:
No Data

ports:
ID Report Name  User Create Date Time Note
2 GEH_17_Report Administrator 10/3/2018 12:51 P4 XML parsing error: report GEH_17_Report cann...
Barcodes:

No Data
h|
< | 2

Patient 1; Phenotype 0; Assodated Samples 0;
Related Patients 0; Comments 0; Variants 0; Reports  Loading data... Registered | Version 1.8.0 Beta, Build 305, Revision fcbe2e69, Build Date: Sep 27 2018 ;]
1 L

>
‘

=

;

The Patient sub-tab has six panes for displaying and working with patient information.

Pane

Available Options

Patient

« Adding relationships to the patient.

» Creating a report for the patient.

» Adding comments for the patient.

» Settings permissions for the patient.

» Specifying the ownership for the patient.

See “Patient tab, Patient sub-tab, Patient pane” on page 146.
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Pane

Available Options

Phenotypes

Adding and removing phenotypes for the patient. See “Patient tab, Patient sub-tab, Phenotype
pane” on page 148.

Related Patients | * Adding relationships to a related patient.

» Removing relationships for a related patient.

» Adding comments for the related patient.

» Settings permissions for the related patient.

» Specifying the ownership for the related patient.

See “Patient tab, Patient sub-tab, Related Patients pane” on page 150.

Comments » Adding comments for a patient.
» Deleting comments for a patient.
See “Patient tab, Patient sub-tab, Comments pane” on page 152.
Reports » Viewing a Patient report that was saved to the Geneticist Assistant database.
» Deleting a Patient report that was saved to the Geneticist Assistant database.
See “Patient tab, Patient sub-tab, Reports pane” on page 154.
Barcodes Viewing all the barcodes that are associated with the patient in the Geneticist Assistant
customer portal.
See “Patient tab, Patient sub-tab, Barcodes pane” on page 155.
Patient tab, Patient sub-tab, Patient pane
The Patient pane on the Patient sub-tab shows the identifying information for the patient (ID,
name, and so on). You can edit any of the identifying information for the patient. (Begin at
Step 2 of “To edit the identifying information and/or comment for a patient” on page 138.)
You can also right-click any patient record in the pane to open a context menu with the
following options:
Table 5-1: Patient tab, Patient sub-tab, Patient pane context menu
Option Description
Add New Opens the Add New Patient dialog box so that you can add a relationship to the selected

Relationships patient. By default, the Is Related to Existing Patient option is selected and unavailable.

Repeat Step 3 of “To add one patient at a time” on page 127 as many times as needed to
add all the necessary patient relationships to the patient.

Add All to Custom Selects all the data that is displayed for the patient for inclusion in a custom report. See

Report

Chapter 10, “Geneticist Assistant Reports,” on page 265.
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Table 5-1: Patient tab, Patient sub-tab, Patient pane context menu (Continued)

Option Description

Add Comment Opens the Add Comment dialog box. You add a comment for the selected patient in the
Add Comment field. The comment is displayed in the Last Comment field in the pane and
in the Comments pane. See “Patient tab, Patient sub-tab, Comments pane” on page 152.

Figure 5-26: Add Comment dialog box

Patient RDT1939

Add comment:  Testing for retinal degeneration 1st ttime.

Note: If multiple comments have been added for a patient, then the comments are
displayed in reverse chronological order in the Comments pane. Only the last
comment added is displayed in the Last Comment field.

Permissions Opens the Permissions dialog box.You use the options on this dialog box to set or edit the
permissions (Can Read or Can Read and Can Write) that the specified users or groups are
to have for the patient record.. See “Setting Read and Write Permissions” on page 326.

Change Ownership Opens the Change Patient Ownership dialog box, which displays the name of the current
owner for the patient, and an option (New Owner) for selecting a new owner for the patient
from a list of all the currently available and active users for your Geneticist Assistant
instance. You can change the ownership for any patient if you are an Administrator user,
the current owner of the patient, or if you have been granted Can Read and Can Write
permissions for the patient.

Figure 5-27: Change Patient Ownership dialog box

. Change Patient E I

Name: TVB17

| Current Owner: Administrator

New Owner: TVAdmin v

OK . Cancel ]

Copy Copies all the information that is displayed in the Patient pane for the patient to your
client’s clipboard. You can then use standard Paste commands to paste this copied
information into a third-party application such as Notepad.
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Table 5-1:

Patient tab, Patient sub-tab, Patient pane context menu (Continued)

Option

Description

Load Columns

Manually

Opens the Select Columns dialog box in which you can select columns that are to be
shown and clear the columns that are to be hidden dynamically, or select a configuration
from the list of available column configurations. This option is also available on the column
header context menu for the sub-tab.

Note: For information about showing and hiding columns dynamically, see “To show/hide
columns in a tab pane” on page 39.

Note: If you set column display preferences here, then you can display preferences for
variants in all the variant sub-tabs and panes (with the exception of the Sample
Group columns on the Sample Variant Data sub-tab on the Sample tab and the
Variant pane on the Variant tab) in a single step. See “To apply shared preferences
or to clear all tab preferences” on page 69.

Compact

Displays the data columns on the sub-tab in a more condensed view. To toggle the display,
click Compact as needed.

<Saved Pane
Configuration Name>
- Saved by <User
Name>

Publicly available pane configurations. The name of the user who created a pane
configuration is displayed next to the configuration name.

Load Filters

Manually

Opens the Filters table for the Patient pane. See “To filter the data that is displayed in a tab
pane” on page 32.

<Filter Template
Name> - Saved by
<User Name>

Opens the saved Filter template for the Patient pane. Limits the display in the pane to only
the data (fields) that are defined by the template. See “To filter the data that is displayed in
a tab pane” on page 32.

Patient tab, Patient sub-tab, Phenotype pane

The Phenotype pane on the Patient sub-tab shows all the phenotypes that have been added
for the patient, and if applicable, the associated comments that have been added for each
phenotype. You can right-click in the pane to open a context menu with the following

options:

Table 5-2: Patient tab, Patient sub-tab, Phenotypes pane context menu

Option

Description

Add All to Custom
Report

Selects all the data that is displayed in the Phenotype pane for inclusion in a custom
report. See Chapter 10, “Geneticist Assistant Reports,” on page 265.
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Table 5-2: Patient tab, Patient sub-tab, Phenotypes pane context menu (Continued)

Option

Description

Add Phenotype

Opens the Add Phenotype dialog box. The Phenotypes dropdown list contains all the
phenotypes that are currently available in the Geneticist Assistant database that you can
add for the patient. You can add multiple phenotypes for the patient. You can also add a
comment for each phenotype that you add for the patient.

Figure 5-28: Add Phenotype dialog box
.

Patient: 800456.igv-sorted ()

Phenotype: [Sea-bbe histiocytosis (HP:0001982) ¥

Comment:

Note: If the appropriate phenotype is not available, then you can click New to add it to the
Geneticist Assistant database. You can also use the Manage Objects function to
add a phenotype to the Geneticist Assistant database. See “Managing Objects in
the Geneticist Assistant Database” on page 55.

Delete Phenotype

Deletes the selected phenotype from the patient record. The phenotype is not deleted from
the Geneticist Assistant database.

Load Columns

Manually

Opens the Select Columns dialog box in which you can select columns that are to be
shown and clear the columns that are to be hidden dynamically, or select a configuration
from the list of available column configurations. This option is also available on the column
header context menu for the sub-tab.

Note: For information about showing and hiding columns dynamically, see “To show/hide
columns in a tab pane” on page 39.

Note: If you set column display preferences here, then you can display preferences for
variants in all the variant sub-tabs and panes (with the exception of the Sample
Group columns on the Sample Variant Data sub-tab on the Sample tab and the
Variant pane on the Variant tab) in a single step. See “To apply shared preferences
or to clear all tab preferences” on page 69.

Compact

Displays the data columns on the sub-tab in a more condensed view. To toggle the display,
click Compact as needed.

<Saved Pane
Configuration Name>
- Saved by <User
Name>

Publicly available pane configurations. The name of the user who created a pane
configuration is displayed next to the configuration name.

Load Filters

Manually

Opens the Filters table for the Phenotypes pan. See “To filter the data that is displayed in a
tab pane” on page 32.

<Filter Template
Name> - Saved by
<User Name>

Opens the saved Filter template for the Phenotypes pane. Limits the display in the pane to
only the data (fields) that are defined by the template. See “To filter the data that is
displayed in a tab pane” on page 32.
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Patient tab, Patient sub-tab, Related Patients pane

The Related Patients pane on the Patient sub-tab shows all the current relationships for the
patient, and the last comment that was added for each related patient. You can

double-click a patient on the Related Patients pane to display the information for the related
patient in a new Patient tab. The currently opened Patient tab remains open, but the focus is
changed to the new Patient tab. You can also right-click in the Related Patients pane to open
a context menu with the following options:

Table 5-3: Patient tab, Patient sub-tab, Related Patients pane context menu

Option

Description

Reload in Current
Tab

Displays the information for the selected related patient in the currently opened Patient
tab.

Open in New Tab

Displays the information for the selected related patient in a new Patient tab. The currently
opened Patient tab remains open, but the focus is changed to a new Patient tab that
displays the information for the related patient.

Add New
Relationships

Opens the Add New Patient dialog box so that you can add a relationship to the selected
related patient. By default, the Is Related to Existing Patient option is selected and
unavailable. Repeat Step 3 of “To add one patient at a time” on page 127 as many times as
needed to add all the necessary patient relationships to the related patient.

Remove Selected
Relationship

Removes the selected relationship for the patient.

Add All to Custom
Report

Selects all the data that is displayed for all the related patients for inclusion in a custom
report. See Chapter 10, “Geneticist Assistant Reports,” on page 265.

Add Comment

Opens the Add Comment dialog box. You add a comment for the selected related patient
in the Add Comment field. The comment is displayed in the Last Comment field in the
pane.

Figure 5-29: Add Comment dialog box

[i@ ~dd patient Comme e

Patient RDT1939

Add comment:  Testing for retinal degeneration 1st ttime.

Note: If multiple comments have been added for a related patient, then only the last
comment added is displayed in the Last Comment field. To see all the comments
that have been added for a related patient, you must open the related patient in a
new Patient tab.
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Table 5-3: Patient tab, Patient sub-tab, Related Patients pane context menu (Continued)

Option

Description

Permissions

Opens the Permissions dialog box.You use the options on this dialog box to set or edit the
permissions (Can Read or Can Read and Can Write) that the specified users or groups are
to have for the patient record. See “Setting Read and Write Permissions” on page 326.

Change Ownership

Opens the Change Patient Ownership dialog box, which displays the name of the current
owner for the related patient, and an option (New Owner) for selecting a new owner for the
related patient from a list of all the currently available and active users for your Geneticist
Assistant instance. You can change the ownership for any patient if you are an
Administrator user, the current owner of the patient, or if you have been granted Can Read
and Can Write permissions for the patient.

Figure 5-30: Change Patient Ownership dialog box

188 Crange Patient Qunrsi el et

Name: TVB17

Current Owner:  Administrator

TVAdmin

Lo JI

New Owner:

Cancel ]

Copy

Copies all the information that is displayed for the related patient to your client’s clipboard.
You can then use standard Paste commands to paste this copied information into a
third-party application such as Notepad.

Load Columns

Manually

Opens the Select Columns dialog box in which you can select columns that are to be
shown and clear the columns that are to be hidden dynamically, or select a configuration
from the list of available column configurations. This option is also available on the column
header context menu for the sub-tab.

Note: For information about showing and hiding columns dynamically, see “To show/hide
columns in a tab pane” on page 39.

Note: If you set column display preferences here, then you can display preferences for
variants in all the variant sub-tabs and panes (with the exception of the Sample
Group columns on the Sample Variant Data sub-tab on the Sample tab and the
Variant pane on the Variant tab) in a single step. See “To apply shared preferences

or to clear all tab preferences” on page 69.

Compact

Displays the data columns on the sub-tab in a more condensed view. To toggle the display,
click Compact as needed.

<Saved Pane
Configuration Name>
- Saved by <User
Name>

Publicly available pane configurations. The name of the user who created a pane
configuration is displayed next to the configuration name.

Load Filters

Manually

Opens the Filters table for the Related Patients pane. See “To filter the data that is
displayed in a tab pane” on page 32.

<Filter Template
Name> - Saved by
<User Name>

Opens the saved Filter template for the Related Patients pane. Limits the display in the
pane to only the data (fields) that are defined by the template. See “To filter the data that is
displayed in a tab pane” on page 32.
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Patient tab, Patient sub-tab, Comments pane

The Comments pane on the Patient sub-tab shows all the comments that have been added for
the patient in reverse chronological order. If one or more comments are displayed in the
pane, then you can right-click in the pane to open a context menu with the following options:

The context menu for the Comments pane is not enabled if the pane is blank. To a
% comment for the patient and enable this context menu, see “10 use the context
menu for a patient (Patients tab)” on page 141.

Table 5-4: Patient tab, Patient sub-tab, Comments pane context menu

Option Description
Add Comment Opens the Add Comment dialog box. You add a comment for the selected patient in the
Add Comment field. The Comments are displayed in reverse chronological order in the
pane.

Figure 5-31: Add Comment dialog box

Patient RDT1939

Add comment:  Testing for retinal degeneration 1st ttime.
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Table 5-4: Patient tab, Patient sub-tab, Comments pane context menu (Continued)

Option

Description

Delete Comment

Opens the Delete Comment dialog box. Click OK to delete the comment for the patient and
close the dialog box.

Figure 5-32: Delete Comment dialog box
. o

Patient TVB17

Comment to delete:  testing for functionaltiy

(o J[ conl ]

Copy

Copies all the information that is displayed for the selected comment to your client’s
clipboard. You can then use the standard Paste commands to paste this copied
information into a third-party application such as Notepad.

Load Columns

Manually

Opens the Select Columns dialog box in which you can select columns that are to be
shown and clear the columns that are to be hidden dynamically, or select a configuration
from the list of available column configurations. This option is also available on the column
header context menu for the sub-tab.

Note: For information about showing and hiding columns dynamically, see “To show/hide
columns in a tab pane” on page 39.

Note: If you set column display preferences here, then you can display preferences for
variants in all the variant sub-tabs and panes (with the exception of the Sample
Group columns on the Sample Variant Data sub-tab on the Sample tab and the
Variant pane on the Variant tab) in a single step. See “To apply shared preferences
or to clear all tab preferences” on page 69.

Compact

Displays the data columns on the sub-tab in a more condensed view. To toggle the display,
click Compact as needed.

<Saved Pane
Configuration Name>
- Saved by <User
Name>

Publicly available pane configurations. The name of the user who created a pane
configuration is displayed next to the configuration name.

Load Filters

Manually

Opens the Filters table for the Comments pan. See “To filter the data that is displayed in a
tab pane” on page 32.

<Filter Template
Name> - Saved by
<User Name>

Opens the saved Filter template for the Comments pane. Limits the display in the pane to
only the data (fields) that are defined by the template. See “To filter the data that is
displayed in a tab pane” on page 32.
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Patient tab, Patient sub-tab, Reports pane

The Reports pane on the Patient sub-tab lists all the reports that have been generated for the
selected patient and saved to the Geneticist Assistant database.

You can also select Reports > Saved Reports on the Geneticist Assistant main
% menu to open a (Patient) Reports tab that includes these same reports.

You can right-click a report entry to open a context menu with the following options:

Table 5-5: Patient tab, Patient sub-tab, Reports pane context menu

Option Description

View Report Opens the Report Browser dialog box, which displays the report in plain text.
Note: You can also double-click the report entry to open the Report Browser dialog box.

Figure 5-33: Report Browser dialog box

#2GEH_17_Report
##User ID: Administrator

#ZReport Time: 2014-10-28T10:31:29

#=Patient

#ID ExternallD FirstName LastName DateofBirth Gender Race Num
5 GEH_17 George Hindopie 1974-01-01 Male 2

CAET

#Associated Samples
1D

#! Name RunDateTime  AddDateTime Run Panel PanelGroup Refe
7 800466.variants. filter 2014-06-11T10:57:16 2014-06-11T10:59:15 Test
3 800456. variants, filter 2014-06-03T10:21:35 2014-06-03T10:23:12 Test

##Patient Variants
#ID

Chromosome  ChromosomePosition ChrAndChrPos Rs Ref Ref?
30 19 1222012 19:1222012 rs2075607 G Unkr
15 17 7579472 17:7579472 rs1042522 Cc Pro Unkr
39 3 30686414 3:30686414 rs1155705 A Likel
24 3 30713126 3:30713126  rs11466512 T Unkr
6 3 37053568 3:37053568 rs1799977 A Tle Unkr
60 3 37067099 3:37067099 rs6771325 A Unkr
61 3 37067100 3:37067100 Unkr

View XML [ SaveAs... || Print... ] Close

The following options are available for the report:
+ View XML - Toggles the onscreen display of the report between XML and plain text.

+ Save As - Saves the report as a .csv file. By default, the report is named as <External
ID>.csv but you can always change the name and you can also select the location in
which to save the report.

* Print—Prints the onscreen report to a printer of your choice.

Delete Report Deletes the selected report from the Geneticist Assistant database.

Load Columns

Manually Opens the Select Columns dialog box in which you can select columns that are to be
shown and clear the columns that are to be hidden dynamically, or select a configuration
from the list of available column configurations. This option is also available on the column
header context menu for the sub-tab.

Note: For information about showing and hiding columns dynamically, see “To show/hide
columns in a tab pane” on page 39.

Note: If you set column display preferences here, then you can display preferences for
variants in all the variant sub-tabs and panes (with the exception of the Sample
Group columns on the Sample Variant Data sub-tab on the Sample tab and the
Variant pane on the Variant tab) in a single step. See “To apply shared preferences
or to clear all tab preferences” on page 69.
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Table 5-5: Patient tab, Patient sub-tab, Reports pane context menu (Continued)

Option Description

Compact Displays the data columns on the sub-tab in a more condensed view. To toggle the display,
click Compact as needed.

<Saved Pane Publicly available pane configurations. The name of the user who created a pane
ConfigurationName> | configuration is displayed next to the configuration name.
- Saved by <User

Name>

Load Filters

Manually Opens the Filters table for the Reports pane. See “To filter the data that is displayed in a
tab pane” on page 32.

<Filter Template Opens the saved Filter template for the Reports pane. Limits the display in the pane to only

Name> - Saved by the data (fields) that are defined by the template. See “To filter the data that is displayed in
<User Name> a tab pane” on page 32.

For detailed information about generating and saving both standard and custom
Patient reports, see Chapter 10, “Geneticist Assistant Reports,” on page 265.

Patient tab, Patient sub-tab, Barcodes pane

The Barcodes pane on the Patient sub-tab lists all the barcodes that are associated with the
patient in the Geneticist Assistant customer portal. You can use these barcodes to validate
that the correct patient/sample combination was submitted to the customer portal and to
confirm sample identity when you are reviewing a sample in Geneticist Assistant. See
Chapter 12, “The Geneticist Assistant Customer Portal and Submissions,” on page 305.

Patient tab, Samples sub-tab

The Samples sub-tab on the Patient tab has a single pane, the Samples pane, that displays all
the samples that are associated with the patient as well as information about the samples.

Figure 5-34: Patient tab, Samples sub-tab

File Tabs Panels Reports Filters Tools Backup Help
Refresh Search Ref
Runs [ Patents | [ Patient TVB17 ] Reports ' Patient ‘80040, ] Samples ] Sample '80045. ] Current Jobs Patient '80045.
Patient | Samples | Variants
[Sa
EEIDYY Name Run Date Time Add Date Time Run Panel Panel Group Reference Sample Gr
12 800456.igv-sorted_..  9/10/2018 1223 P 91012018 12:39 P Demo Run I Demo Default Human 37
7 800456.igv-sorted_..  9/4/2018 1:34 P4 /42018 1:35 Pl Demo no bam Demo Default Human 37
< | o]
Patient 1; Phenotype 2; Assocated Samples 2; Related Patients 0; : o
Comecial: Gt 31; Reports 0 o Loading data... Registered | Version 1.8.0 Beta, Bud 266, Revision 26eab418, Buid Date: Aug 30 2018 E
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You can do the following on the Samples sub-tab:

*  View the details for an individual patient sample.

*  View the sample variants filtered by a selected panel.

*  View the coverage information for all regions in a sample panel.

* Calculate the panel statistics for a patient sample.

*  Set sample permissions.

*  View the patient samples in a third-party viewer (NextGENe or IGV).
*  Export the patient samples to a VCF file.

* Generate Sample reports for one or more selected samples.

*  Generate a Batch Variants report for a selected sample or samples.
* Generate a Batch Coverage report for a selected sample or samples.

You can right-click a sample in the Samples pane to open a context menu with the following
options for working with the sample:

Table 5-6: Patient tab, Samples sub-tab, Samples pane context menu

Option Description
Sample Details Opens the Sample tab, which contains detailed information about the associated sample,
including the variant list. See Chapter 8, “Geneticist Assistant Data Review - Sample Tab,”
on page 209.

Note: You can also double-click the sample to open the Sample tab.

Show Sample Opens the Select Panel to Filter Variants dialog box. Select a panel in the dialog box to
Variants Filtered by show the variants in the patient’s sample filtered by the selected panel or panels.

Panel Figure 5-35: Select Panel to Filter Variants dialog box

F«t Pane to Fiter Variants SR =)
Panels

] 4475346_CHP2_designed_20120806 |

| Cardiac
_| oLmp

Panel Groups

==

Coverage Regions Opens the Coverage Regions tab, which lists the coverage information for every region in
the panel for the associated sample. See “Coverage Regions tab” on page 200.

Panel Statistics Opens the Panel Statistics tab. The tab has options for displaying specific information
based on the panel that was used for the sample. See “Reviewing Panel Statistics” on
page 319.
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Table 5-6: Patient tab, Samples sub-tab, Samples pane context menu (Continued)

Option Description
Copy Copies all the information that is displayed for the selected associated sample to your
client’s clipboard. You can then use standard Paste commands to paste this copied
information into a third-party application such as Notepad.
Permissions Opens the Permissions dialog box. You use the options on this dialog box to set or edit the

permissions (Can Read or Can Read and Can Write) that the specified users or groups are
to have for the patient sample. See “Setting Read and Write Permissions” on page 326.

External - Contains all the sub-menu options for viewing the sample variants in a tool that is outside Geneticist

Assistant.

View in NextGENe

Requires you to have your NextGENe installation specified in your Geneticist Assistant
settings. (See “To configure Geneticist Assistant directories” on page 59.) If selected, then
Geneticist Assistant browses for the folder where the VCF file for the sample is located. If
the NextGENe project file is found in the same directory as the VCF file, then the
NextGENe project is opened in the NextGENe Viewer.

View in IGV

Applicable if there is a corresponding BAM file (and not a NextGENe project file) in the
same folder as the VCF file for the sample. Opens the BAM file in the third-party
Integrative Genomics Viewer (IGV).

Export - Contains all the sub-menu options for exporting a variant.

Export to VCF

Exports all the variants in the selected sample or samples (CTRL-click to select multiple
samples) to a VCF file. You must specify both the file name and the location in which to
save the file.

Save Sample
Reports

Applicable for one or more samples. CTRL-click to select multiple samples. Generates an
individual sample report for each selected sample. If a single sample is selected, then a
default location, report name, and report type (.csv) are provided, but you can change any
or all of these values. If multiple samples are selected, then you can select only the
location in which to save the report. Each report is named the same as the sample and the
report format is .csv, and you cannot change either of these values.

Note: For more information about standard reports, see Chapter 10, “Geneticist Assistant
Reports,” on page 265.

Create Batch
Variants Report

Generates the Batch Variants report for the selected sample or samples. (CTRL-click to
select multiple samples.) See “Managing a Batch Variants Report” on page 329.

Create Batch
Coverage Report

Generates the Batch Coverage report for the selected sample or samples. (CTRL-click to
select multiple samples.) See “Generating a Batch Coverage Report” on page 335.

Load Columns

Manually

Opens the Select Columns dialog box in which you can select columns that are to be
shown and clear the columns that are to be hidden dynamically, or select a configuration
from the list of available column configurations. This option is also available on the column
header context menu for the sub-tab.

Note: For information about showing and hiding columns dynamically, see “To show/hide
columns in a tab pane” on page 39.

Note: If you set column display preferences here, then you can display preferences for
variants in all the variant sub-tabs and panes (with the exception of the Sample
Group columns on the Sample Variant Data sub-tab on the Sample tab and the
Variant pane on the Variant tab) in a single step. See “To apply shared preferences
or to clear all tab preferences” on page 69.
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Table 5-6: Patient tab, Samples sub-tab, Samples pane context menu (Continued)

Option Description

Compact

Displays the data columns on the sub-tab in a more condensed view. To toggle the display,
click Compact as needed.

<Saved Pane
ConfigurationName> | configuration is displayed next to the configuration name.
- Saved by <User
Name>

Publicly available pane configurations. The name of the user who created a pane

Load Filters

Manually

Opens the Filters table for the Samples pane. See “To filter the data that is displayed in a
tab pane” on page 32.

<Filter Template Opens the saved Filter template for the Samples pane. Limits the display in the pane to
Name> - Saved by only the data (fields) that are defined by the template. See “To filter the data that is
<User Name> displayed in a tab pane” on page 32.
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Patient tab, Variants sub-tab

The Variants sub-tab on the Patient tab has a single pane, the Variants pane, that displays all
the variants in all the samples that are associated with the patient. With the exception of a
few omitted columns, the information that is available in the Variants pane is identical to the
information that is available for a variant on the Sample Variant Data sub-tab on the Sample
tab. (See “Sample Variant Data Sub-Tab” on page 212.)

Figure 5-36: Patient tab, Variants sub-tab

file Tabs Panels Reports Filters Tools Backup Help

Refresh Search | Ref

Patient '800466.igv-sorted' Runs | Patients Current Jobs Patient '800458.igv-sorted' ‘
Patent | Samples | Variants

hr : ChrPcs Rs Gene -GVS CodingHGVS Protein  Type gPathogenici ifact Type { =xon NumbeiCDS number  Transcript Protein  Gent«
2:47630550 196 [LikelyBenign |  None 4G

247637465 852 |LikelyDelete..  None AT

247641560 33 _ None AAL

248023115 1027 | o e

2:48025764 612 Unknown None cr

248032875 64 Unknown None ATCTI-
2:48033891 447 MMII None T
3:30686414 s78 None AG
3:37067094 97 Unassigned None ATATAT.
3:37083740 448 Unassigned None AG
5112162854 743 Unassigned None -«

A e e s T | =

Patient 1; Phenotype 1; Assodated Samples 1; Related Patients 0; Comments 0; Variants 20; Reports 0 Registered | Version 1.8.0 Beta, Buid 266, Revision 26eab418, Build Date: Aug 30 2018 @

You can specify how the information about the variants is to displayed on the Variants sub-
tab. See “To specify variant preferences” on page 70. You can also do the following for an
individual variant that is displayed on the Variants sub-tab:

* Select a different gene for a variant: If the variant is located where there are overlapping
genes, then you can select a different gene for the variant on the Gene dropdown list. If
you select a different gene, then the gene that is used on the current tab for the current
Geneticist Assistant session is temporarily changed. After you close and then re-open
Geneticist Assistant, the selected gene is reset to the preferred gene. To permanently
change the gene that is used for variant, you can add a preferred gene for the panel. See
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“To set or delete a preferred gene for a panel” on page 112.

*  Select a different transcript for a variant: You can select a different transcript for the
variant on the Transcript dropdown list. If you select a different transcript, then the
transcript that is used on the current tab for the current Geneticist Assistant session is
temporarily changed. After you close and then re-open Geneticist Assistant, the selected
transcript is reset to the preferred transcript.

To permanently change the transcript that is used for a gene or genes, you can do

% one of two things: You can right-click the variant, and on the context menu that
opens, click Edit Variant > Update Preferred Transcript (see “Patient tab,
Variants sub-tab context menu” on page 160), or you can add a preferred
transcript list for the panel. See “To set or delete a preferred transcript list for a
panel” on page 110.

* Add or edit a comment for a variant: You can single click twice in the Variant Comment
field to select the current comment in the field and edit it, or if the field is blank, enter a
new comment. After you add or edit a comment, and then click out of the field, the Add
Variant Comment dialog box opens.

Figure 5-37: Add Variant Comment dialog box

¥ Add Variant Comment @g

Variant Chr2:47630550, rs0, C>G

Add comment:  Confirm pathogenidty after new protocol.

(o< J[ comee ]

The dialog box displays the variant for which you are adding or editing the comment,
and if applicable, any current comment. You can add a new comment or make edits to
the current comment, and then click OK to close the dialog box and save the new or
modified comment for the variant.

You can also use the Add Variant Comment option that is available on the context
% menu for the variant to add a new variant comment.
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Edit the type and/or the HGVS information (Genomic, Coding, and/or Protein) for a
variant: You can click once in the Type field, the HGVS Genomic field, the HGVS
Coding field, or the HGVS Protein field to select the current value in the field and edit it.

If you make a change to any of these values for the variant, then these changes are
recorded for the variant on the Variant Changes pane on the Variant tab. See
“Variant Changes pane” on page 251. These changes are also reflected in the
appropriate fields on all the variant tabs, sub-tabs, and panes in Geneticist
Assistant.

You can single click twice in the Interpretation field to select the current interpretation in
the field and edit it, or if the field is blank, enter a new interpretation. After you add or
edit an interpretation and then click out of the field, the Add Variant Interpretation dialog
box opens.

Figure 5-38: Add Variant Comment dialog box

er Variant lntezmﬁ_w

Variant Chr2:47693959, rs0, G>A

Add comment: Heterozygous variant. GT TBD.

[ ox J[ cone

The dialog box displays the variant for which you are adding or editing the interpretation
and the current interpretation. You can edit the current interpretation, or leave it as-is,
and then click OK to close the dialog box and save the variant interpretation.

Patient tab, Variants sub-tab context menu

You can right-click a variant on the Variants sub-tab to open a context menu with the
following options:

Table 5-7: Patient tab, Variants sub-tab context menu

Option

Description

Variant Details

Opens the Variant tab for the selected variant. See “Overview of the Variant Tab” on
page 245.
Note: You can also double-click the variant to open the Variant tab.
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Table 5-7: Patient tab, Variants sub-tab context menu (Continued)

Option

Description

by Panel

Show Variants Filtered

Displays all the variants in all the associated samples for the selected patient filtered by
a selected panel or panels. If you select this option, then the Select Panel to Filter
Variants dialog box opens. You must select a panel or panels in this dialog box by
which to filter the variants for the selected patient.

Figure 5-39: Select Panel to Filter Variants dialog box
(@ select Panel to Filter Vanian [ =

Panels

0] 4475346_CHP2_designed_20120806
] Cardiac
_ | DLmP

Panel Groups

Show Samples with Sele

cted Variants

All Variants

Select a variant, or CTRL-click to select multiple variants and then select this option to
open the Samples with all variants pane, which displays a list of all the samples in your
Geneticist Assistant database that contain all the selected variants. You can right-click
a sample in the list to open a context menu with sample-specific options. See “The
Samples Pane (Run tab) Context Menu” on page 191.

Any Variants

Select a variant, or CTRL-click to select multiple variants and then select this option to
open the Samples with all variants pane, which displays a list of all the samples in your
Geneticist Assistant database that contain one or more of the selected variants. You

can right-click a sample in the list to open a context menu with sample-specific options.

See “The Samples Pane (Run tab) Context Menu” on page 191.
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Table 5-7: Patient tab, Variants sub-tab context menu (Continued)

Option

Description

Edit Variant - Contains all the sub-menu options for editing and deleting a variant.

Add Variant Comment

Opens the Add Variant Comment dialog box. You can add a comment for a selected
variant in the Add Comment field, and then click OK. You can also CTRL-click to select
multiple variants and add the same comment to all the selected variants in a single
step. The comment is displayed in the Variant Comment field in the Variants pane on
the Search Results tab, the Variant Comment field on the Variants sub-tab on the
Patient tab, the Sample Variant Data sub-tab on the Sample tab, the Variant Comment
field in the Variant pane on the Variant tab, and the Variant Comments pane on the
Variant tab.

Figure 5-40: Add Variant Comment dialog box

% Add Variant Comment CA ]

Variant Chr2:47630550, rs0, C>G

Add comment:  Confirm pathogenidity after new protocol.

Note: If multiple comments have been added for a variant, then with the exception of
the Variant Comments pane on the Variant tab, only the last added comment is
displayed in all the locations that are detailed above. All the comments that have
been added for a variant, including the last added, are displayed in reverse
chronological order in the Variant Comments pane on the Variant tab.

<Add Variant
Interpretation>

Select a variant, or CTRL-click to select multiple variants.

+ If a single variant is selected, then the option is Add Single Variant Interpretation,
and the Add Single Variant Interpretation dialog box opens.

+ If two or more variants are selected, then the option is Add Compound Variant
Interpretation and the Add Compound Variant Interpretation dialog box opens.

See “Adding a Variant Interpretation” on page 342.
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Table 5-7: Patient tab, Variants sub-tab context menu (Continued)

Option

Description

Update Pathogenicity

The pathogenicity of the variant, which is the potential for the variant to cause disease.
By default, the pathogenicity is always set to an initial value of Unassigned. You must
review the information for the variant and then decide what the pathogenicity should be;
for example, Deleterious. (If you cannot determine the pathogenicity of the variant, then
you can set the status to Unknown.) When you update the pathogenicity and/or status,
you can apply the changes to:

+ the panel group - Applies the changes to the variant for the indicated panel
group.The next time that the variant is detected in another sample that has been
assigned to this panel group, then this is the pathogenicity that is displayed for the
variant.

+ the sample only - Applies the changes to the variant only for the currently selected
sample.

You can also update the pathogenicity status and/or add comments for the changes. By
default, the status is always set to an initial value of Pending.

Figure 5-41: Submit Pathogenicity dialog box
Submit Pz icit EE

Variants to Be Updated:

Chr2:47637464, rs0, G>GTA
Chr2:47641559, rs0, TAA>T
Chr2:48023115, rs0, T>C

Apply Pathogenicity / Status Change to
©) the panel group
) the sample only

Update to: (unknown - New |
Pathogenicity Change Comment:

Update Statuses to: [Pending - New |

Status Change Comment:

E‘ Cancel ]

Note: You can also double-click in the Pathogenicity column to open the Submit
Pathogenicity dialog box.

The following information is relevant to updating the pathogenicity and/or pathogenicity
status for a variant:

« By default, only five pathogenicities—Deleterious, Likely Deleterious, Unknown,
Likely Benign, and Benign—are available. You have the option of adding custom
pathogenicities, either by clicking New to open the Add New Pathogenicity dialog
box and entering a new value, or from the Manage Objects function. See “Managing
Objects in the Geneticist Assistant Database” on page 55.

» By default, only two statuses—Pending and Confirmed—are available. You have the
option of adding custom statuses, either by clicking New to open the Add New
Pathogenicity Status dialog box and entering a new value, or from the Manage
Objects function. See “Managing Objects in the Geneticist Assistant Database” on
page 55.

» Optionally, you can add supporting information for this pathogenicity change. See
“To add supporting information for a variant” on page 256.

* You always have the option of updating just the pathogenicity status for a variant.
See “Update Pathogenicity Status” on page 164.

* You can also update the pathogenicity on the Sample tab, Sample Variant Data sub-
tab. See “Sample Variant Data Sub-Tab” on page 212.
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Table 5-7: Patient tab, Variants sub-tab context menu (Continued)

Option

Description

Update Pathogenicity
Status

Select a variant, or CTRL-click to select multiple variants and then select this option to
open the Submit Pathogenicity Status dialog box. You can update the pathogenicity
status for the selected variants in this dialog box. When you update the pathogenicity
status, you can apply the changes to:

« the panel group - Applies the changes to the variant for the indicated panel group.
The next time that the variant is detected in another sample that has been assigned
to this panel group, then this is the pathogenicity status that is displayed for the
variant.

» the sample only - Applies the changes to the variant only for the currently selected
sample.

* You can also add a comment for the status change. By default, the pathogenicity
status is always set to an initial value of Pending. You must review the information
for the variant and then decide what the pathogenicity status should be. By default,
only two statuses—Pending and Confirmed—are available. You have the option of
adding custom statuses, either by clicking New to open the Add New Pathogenicity
Status dialog box and entering a new value, or from the Manage Objects function.
See “Managing Objects in the Geneticist Assistant Database” on page 55.

Figure 5-42: Submit Pathogenicity Status dialog box

Variants to Be Updated:

.

Chr3:30686414, rs0, A>G

Apply Pathogenicity / Status Change to
© the panel group
the sample only

[ New

Update Statuses to: [endng v [ new ]

Status Change Comment:

o) Cow )

The following information is relevant to updating the pathogenicity status for a variant:

* You can also double-click in the Pathogenicity Status column to open the Update
Variant Pathogenicity Status dialog box.

* You can also update the Pathogenicity Status for a variant on the Sample tab,
Variant Data sub-tab. See “Sample Variant Data Sub-Tab” on page 212.
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Table 5-7: Patient tab, Variants sub-tab context menu (Continued)

Option Description

Update Artifact Type Select a variant, or CTRL-click to select multiple variants and then select this option to
open the Update Artifact Type dialog box. You specify the artifact type (for example,
Sequencing) for the variant in this dialog box. When you specify the artifact type, you

can set the artifact type as the following:

the variant is detected.

preferences” on page 70.

Figure 5-43: Update Variant Artifact Type dialog box

(I8 Upaate Variant Araract Type

» Set globally—Set this artifact type for the variant, regardless of the sample in which

» Set for Sample—Set this artifact type for this variant only for the indicated sample.
You also have the option of adding comments for the variant artifact type.

Note: The default value for Variant Classification is determined by the setting on the
Variant Preferences tab on the Settings dialog box. See “To specify variant

You have the option of adding custom artifact types, either by clicking New to open the
Add New Artifact dialog box and entering a new value, or from the Manage Objects
function. See “Managing Objects in the Geneticist Assistant Database” on page 55.

| |

Chr2:47630550, rs0, C>G

Variant:

Artifact Type : | ] [ nNew...

Variant Classification
@ Set globally

Comment:

() Set for Sample '800458.igv-sorted_Output_Mutation_Report1_fitered’ only

Note: You can also define artifact types and set the artifact type for a variant in the
Variants pane, on the Variants sub-tab on the Panel Statistics tab from the Runs
tab or the Run tab, or on the Sample Variant Data sub-tab on the Sample tab.

Geneticist Assistant User’s Manual

165



Chapter 5
Managing Patients and Runs

Table 5-7: Patient tab, Variants sub-tab context menu (Continued)

Option

Description

Update Preferred
Transcript

Opens the Set Preferred Gene/Transcript dialog box. You can select a different
preferred gene and/or transcript for the variant. When you select a different gene/
preferred transcript, you can set the preferences for one of the following:

+ globally - for all panels and panel groups.
» of panel - for only the indicated panel.

» of Variant - only for this particular variant and not for any other positions within this
panel or panel group.

Figure 5-44: Set Preferred Gene/Transcript dialog box
el

Update Preferred Gene / Transcript
") Globally

@ ofPanel: 'Demo’
) of Variant: '2:47630550:C:G'

Preferred Current New

Gene: *No overlaping gene v

Transcript: *No transaipt :]
o) (o

Note: When you select a different transcript here for a panel, then the preferred
transcript that is used for a gene or genes is permanently changed for the panel.
You can also permanently change the preferred transcript by adding a preferred
transcript list for the panel. See “To set or delete a preferred transcript list for a
panel” on page 110. To temporarily change the preferred transcript for a gene or
genes, you simply select the transcript on the Transcript dropdown list on a tab
or sub-tab.

Delete Variant from This
Patient

Deletes the selected variant from all samples for the selected patient in which it was
found.

Figure 5-45: Delete Selected Variant dialog box

‘e‘ Are you sure you want to delete variant 'Chr2:47630550, rs0, C>G'

\ from the following 4 samples?
800450.igv-sorted_Output_Mutation_Reportl filtered
800458.igv-sorted_Output_Mutation_Reportl filtered
800466.igv-sorted_Output_Mutation_Reportl filtered
800455.igv-sorted_Output_Mutation_Reportl filtered.vcf
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Table 5-7: Patient tab, Variants sub-tab context menu (Continued)

Option

Description

Samples

Delete Variant from All

Deletes the selected variant from all samples in which it was found.

Figure 5-46: Delete Selected Variant dialog box

‘/"O‘ Are you sure you want to delete variant 'Chr2:47630550, rs0, C>G'
from the following 4 samples?
800450.igv-sorted_Output_Mutation_Reportl filtered
800458.igv-sorted_Output_Mutation_Reportl filtered
800466.igv-sorted_Output_Mutation_Reportl filtered
800455.igv-sorted_Output_Mutation_Reportl filtered.vcf

Note: To view a variantin IGV, your IGV settings must be specified. See “To specify the

e )|
\
External - Contains all the sub-menu options for viewing the sample variants in a tool that is outside Geneticist
Assistant.
View in IGV Opens the variant for viewing in the Integrated Genomics Viewer.

IGV settings” on page 75.

View in Alamut

Opens the variant for viewing in Alamut.

Note: To view a variant in Alamut, your Alamut settings must be specified. See “To

specify third-party (Alamut, IGV, OMIM) settings” on page 74.

View in UCSC

Opens the variant for viewing in the UCSC Genome Browser.

View PubMed Abstract

Searches PubMed for the variant and displays the appropriate abstract in the PubMed

Abstract window.
Figure 5-47: PubMed Abstract window

(@) (@ Juinksbmed_cited tation=abstractaldsFromResult=0

1. PLoS One. 2011 Jan 21;6(1):e16449. doi: 10.1371/journal.pone.0016449.
Gallbladder cancer predisposition: a multigenic approach to DNA-repair, apoptotic
and inflammatory pathway genes.

Srivastava K, Srivastava A, Kumar A, Mittal B.

Department of Genetics, Sanjay Gandhi Post Graduate Institute of Medical
Sciences, Lucknow, India.

Gallbladder cancer (GBC) is a multifactorial disease with complex interplay
between multiple genetic variants. We performed Classification and Regression
Analysis (CART) and Grade of Membership (GecM) analysis to identify

ions of alleles among the DNA repair, inflammatory and apoptotic pathway
Cc variants in modi the risk for GBC. We analyzed 16 polymorphisms in 8
genes involved in DNA repai: apoptotic and inflammatory pathways to find out

You can do the following for the abstract:

In the Link field, enter a different PubMed URL, and then click the Go To icon & to

navigate to abstract.

Click Save As to save the abstract as a PDF with a name and in a location of your

choosing.

Click Print to print the abstract.
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Table 5-7: Patient tab, Variants sub-tab context menu (Continued)

Option

Description

Export - Contains all the sub-menu options for exporting a variant.

Export Selected Variants
to VCF

Exports the selected variants to a VCF file. CTRL-click to select multiple variants. You
must specify both the file name and the location in which to save the file.

Export All Variants to
VCF

Exports all the variants to a VCF file. You must specify both the file name and the
location in which to save the file.

Reports - Contains all the sub-menu options for generating a report that includes the variant.

Add Selected Variants to
Custom Report

Selects all the data that is displayed for the selected variant for inclusion in a custom
report. CTRL-click to select multiple variants. See Chapter 10, “Geneticist Assistant
Reports,” on page 265.

Add All Variants to
Custom Report

Selects all data that is displayed for all the variants for inclusion in a custom report. See
Chapter 10, “Geneticist Assistant Reports,” on page 265.

Copy

Copies the information for the selected variant to your client’s clipboard. You can use
standard Paste commands to paste the copied information in to a third-party application
such as Notepad.

Create Variant Filter from
Selected Variants

Create a filter based on the selected variants. You can select a single variant, or CTRL-
click to select multiple variants to open the Create Variant Filter dialog box. Name the
filter and indicate if the filter is to be available to all users. You, and if applicable, other
users can use the Load Filter Template function to apply this variant filter to a selected
sample or samples. (See “To load a saved filter template” on page 38.)

Figure 5-48: Create Variant Filter dialog box

Filter name

Available to all users

m[ Cancel }

When the Sample tab opens for a sample to which the filter has been applied, then the
Sample Variant Data sub-tab displays only those variants that meet the filter criteria.

Load Columns

Manually

Opens the Select Columns dialog box in which you can select columns that are to be
shown and clear the columns that are to be hidden dynamically, or select a
configuration from the list of available column configurations. This option is also
available on the column header context menu for the sub-tab.

Note: For information about showing and hiding columns dynamically, see “To show/
hide columns in a tab pane” on page 39.

Note: If you set column display preferences here, then you can display preferences for
variants in all the variant sub-tabs and panes (with the exception of the Sample
Group columns on the Sample Variant Data sub-tab on the Sample tab and the
Variant pane on the Variant tab) in a single step. See “To apply shared
preferences or to clear all tab preferences” on page 69.
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Table 5-7: Patient tab, Variants sub-tab context menu (Continued)

Option

Description

Compact

Displays the data columns on the sub-tab in a more condensed view. To toggle the
display, click Compact as needed.

<Saved Pane
Configuration Name> -
Saved by <User Name>

Publicly available pane configurations. The name of the user who created a pane
configuration is displayed next to the configuration name.

Load Filters

Manually

Opens the Filters table for the Variants pane. See “To filter the data that is displayed in
a tab pane” on page 32.

<Filter Template Name>
- Saved by <User
Name>

Opens the saved Filter template for the Variants pane. Limits the display in the pane to
only the data (fields) that are defined by the template. See “To filter the data that is
displayed in a tab pane” on page 32.
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Adding a Run

A run refers to loading a BAM file and a VCF file or just a VCF file into Geneticist

Assistant. for the purposes of importing a list of variants into the Geneticist Assistant
database and/or reviewing a list of variants. When you add a run, you must specify the run
and sample settings, which include the chemistry, the instrument, the reference, the panel,

and the panel group. You must also select the files that are to be loaded. Optionally, you can

choose to edit the run date/time and/or assign the run to a sample group. You specify these
settings on a per run basis, or you specify these settings on a per sample basis. At a
minimum, you must always load a VCF file. Optionally, you can also load a BAM file to

include coverage information for the panel regions.

% Geneticist Assistant supports only sorted VCF files.

To add a run

1. On the Geneticist Assistant main menu, click File > New Run.

The New Run dialog box opens.
Figure 5-49: New Run dialog box

% New Run R
Run Name:
Required Settings: Optional Settings:
Fr (pefaut B[ Run Date/Time: 10/3/2018 9:27 AM
User Group: ( ]
[Defaut ) (bienzm) || sample aop: [ ==
Reference: [Human 37 ] (V] Submit Coverage: Subpanel: [ N2 ]
Panel: [DW = ] Newns ] [¥] Import from VCF [¥] Pathogenicity and Status [¥] Comment [ Artifact Type
[] Submit Hotspots
Panel Group: Default
i < Accepted VCF filters: ~ PASS Edit
Quality Metric Profile: ( v [ vew... ] Identify Patient ID
o ( S AddNew Patent... J
! 9 from Sample Name
Multiple Samples in VCF (i
from File (=)
[ selectDrectory ( Select Variant and/or Coverage Fes.., J 7] spiit Sample Name by Separator _ (underscore) e
oK Cancel

2. Enter the name for the new run.

% The name can have a maximum of 255 characters. Spaces are allowed.
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3. Specify the run settings.

Setting ‘ Description

Required Settings

Chemistry If the correct chemistry is not available, then you can add it. Click New to
open the Add New Chemistry dialog box and add the new chemistry.

Instrument If the correct instrument is not available, then you can add it. Click New to
open the Add New Instrument dialog box and add the new instrument.

Reference If the correct references are not available, then you might need to specify
the reference directory and/or add the necessary references to the
directory. For information about specifying the reference directory, see
“Specifying your Geneticist Assistant Settings” on page 59. For information
about downloading the most recent references, see “Updating References”
on page 48.

Note: This is a run-specific option. You also have the option of setting this
option on a per sample basis later in the process.

Panel After you select a panel, the panel group is automatically selected and the
name is displayed in the Panel Group field.

Note: If the correct panel is not available, then you can add it. Click New to
open the Manage Panels dialog box and import the needed panel.
See “Importing a Panel” on page 105.

Note: This is a run-specific option. You also have the option of setting this
option on a per sample basis later in the process.

Panel Group Read-only field that displays the name of the group to which the selected
panel belongs.

Quality Metric Profile | If the correct quality metric profile is not available, then you can add it.
Click New to open the Manage Quality Metrics dialog box and add the
profile. See “Managing Quality Metrics” on page 77.

Owner By default, Owner is set to your user name. Optionally, you can select a
different owner for the run. If the appropriate user is not available, and you
are an Administrator user or a user with the correct permissions, then you
can add the new user. Click New to open the Add New User dialog box and
add the new user. See “Managing Users” on page 87.

Multiple Samples in Select this option if you are loading a VCF file that contains variants from
VCF multiple samples.

Optional Settings

Run Date/Time The default value for the Run Date and Time is the current day’s date and
time, but you can change one or both values as needed. To change a
value, select the value, for example, the month, and then you can manually
enter the new value, or you can use the Up/Down field arrows to change
the value.

Note: You must select each value that you are changing one at a time. If
you set the Run Date/Time here, then this is a run-specific option.
You also have the option of setting this option on a per sample basis
later in the process.

User Group By default, non-administrative users have read/write access to only those
runs that they submitted. If other non-administrator users are to have read/
write access to this run, then select the appropriate user group.
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Setting

Description

Sample Group

Optional. Used for a group of samples that are to be processed repeatedly
over a period of time, for example, a group of control samples for which the
coverage or variant frequency is to be tracked. If the correct Sample Group
is not available, then you can add it. Click New to open the Add New
Sample Group dialog box and add the new sample group.

Note: This is a run-specific option. You also have the option of setting this
option on a per sample basis later in the process.

Subpanel

To verify coverage for a smaller number of regions that are within the panel
that has been selected for the run, select the appropriate subpanel.

Note: If no subpanels have been created for the selected panel, then no
options are available on the Subpanel dropdown list. For information
about creating subpanels, see “Adding a Subpanel” on page 119.

Submit Coverage

Selected by default. If BAM files are included in the run, then select this
option to import coverage information for the panel regions from the BAM
files. Clear this option to skip the coverage import.

Import from VCF

Selected by default.If you are loading a VCF file that contains pathogenicity
information (pathogenicity and status) and variant comments, then by
default, this information is imported into the Geneticist Assistant database.

» Pathogenicity and status - Selected by default.

Note: This is a run-specific option. You also have the option of setting this
option on a per sample basis later in the process.

+ Comment - Selected by default.

 Artifact type - Select to submit any artifact any information that the
loaded VCF file contains.

Submit Hotspots

If any variants in the loaded VCF file have an allele frequency value = 0,
then select this option to submit these variants to the Geneticist Assistant
database.

Accepted VCF filters

Applicable after you load sample files. See Step 5.

Identify Patient ID

Add New Patient

If the correct patient is not available to associate with a sample for a run,
then you can click this option to open the Add New Patient dialog box and
add the patient. See Step 6.

« from Sample
Name

+ Automatically match a patient ID based on the sample file name and the
selected separator. For example, if the separator is a period, then all text
up to the first period in the sample file name is used as the patient ID.

* from File

» Match the sample with the patient ID as defined in the provided tab-
separated values file, with 1 patient/sample per line in the file containing
two fields: sample name followed by a tab, and then patient ID.

Split Sample Name
by Separator

Selected by default. If you clear this option, then the entire VCF sample file
name is used as the patient ID. Select the separator that you are using to
define the patient ID from the sample file name.
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Do one of the following:

To automatically load all the applicable sample files (VCF only or VCF and BAM
files) that are in the same folder in a single step, do the following:

*  Click Select Directory to open the Select Directory dialog box,

* In the Select Directory dialog box, browse to and select the appropriate
directory, and then click Select Folder.

To manually select sample files, do the following:
*  Click Select Variant and/or Coverage Files to open the Select Files dialog box.

* In the Select Files dialog box, browse to and select the BAM coverage file and/
or variant (VCF) files that are to be loaded, and then click Open.

When selecting the files that are to be loaded, note the following:

You can load a VCF or BAM file for a new run that has been submitted previously
for another run. You can keep the sample name the same, or you can edit the sample
name as needed.

You can use the same run name to load additional sample files (BAM and/or VCF)
for a previously submitted run. The additional sample files are processed and
appended to the run.

At a minimum, you must always load a VCF file. Optionally, you can also load a
BAM file to include coverage information for the panel regions.

If you have a single sample to load, and the VCF and BAM file names do not contain
corresponding fields in the file names, then select the VCF or BAM file, and then
after you click Open, the file is placed in the appropriate field for the sample entry.
You can then click the Browse button [... | next to the appropriate file type to load
the corresponding file for the sample. For example, if you loaded a BAM file, then

you can click the Browse button [... | next to the Variant File (*.vcf) field for the
sample entry to load the needed VCF file for the sample.

If you have multiple samples to load and the VCF and BAM files do not contain
corresponding fields in the file names, then CTRL-click as you select only the VCF
files or the BAM files, and then after you click Open, each file is placed in its own
sample entry. For each sample entry, you can then click the Browse button [... | next
to the appropriate file type to load the corresponding file. For example, if you loaded

a BAM file, then you can click the Browse button [... | next to the Variant File
(*.vcf) field for the sample entry to load the needed VCF file for the sample.

If you are loading both a VCF file and a BAM file, and the files do contain
corresponding fields in the file names, then CTRL-click as you select both the VCF
and BAM files, and then after you click Open, both files are loaded into the
appropriate fields for the same sample entry in a single step. You can load a single

Geneticist Assistant User’s Manual 173



Chapter 5

Managing Patients and Runs

174

VCF/BAM file combination this way, or you can load multiple VCF/BAM file

combinations. Each correspondingly named VCF/BAM file combination is placed in

its own sample entry.

* Ifyou have multiple BAM files for a sample, you do not need to submit each file as
an individual sample, and then assign each file to the same patient. Instead, you can

use the Merge BAM Files tool to merge all the BAM files into one file and then
submit the file as a single sample. See “Merging BAM Files with the Merge BAM

Files Tool” on page 303.

* By default, the sample name is set to the VCF file name. The name is displayed at
the top of the sample entry. You can edit the sample name.

* Ifyou load a sample file in error, then you can right-click anywhere in the sample
entry area, and then click Remove this sample.

After the files are loaded for a sample, the full directory paths (directory and file name)

for the loaded files are displayed in the appropriate fields for each sample entry at the

bottom of the New Run dialog box.

After you load sample files from a specific directory, if BAM files are included,
then the BAM files must remain in this directory. You cannot move these BAM files
to a different directory after you have successfully submitted the files for a run.

Figure 5-50: New Run dialog box with loaded sample files

RunName:  Sample_s2_749888_Output_MutationReport.sorted
Required Settings: Optional Settings:
et = 7 [New) | RenDate/mme: 10/3/2018 9:27 AM E
User Group: [ -
Instrument: [Defauit ) [iNewe)] | sample Group: [ 2) o)
Reference: (Fuman 37, ) (@) submitCoverage: Subpanel: [ -]
Panel: [oLw = ] R ] V] Import from VCF V] Pathogenicity and Status (7] Comment [ Artifact Type
[ Submit Hotspots
Panel Group: Defauit
=2 & Accepted VCF fiters: ~ PASS Edit
Quality Metric Profile: ( ) [ new... | Identify Patient ID
Onner: ( <) [Cewr) ( Add New Patent... ]
@ from Sample Name
| Multile Samples in VCF
] ) fromFie G
Select Directory ] ’ Select Variant andfor Coverage Files... ] 7] Spit Sample Name by Separator _ (underscore) =
Sample_s2_749888_Output_MutationReport.sorted: L
Run Date/Time 10/3/2018 9:28 AM 5
Sample Name: Sample_s2_749888_Output_MutationReport.sorted Default /m &
Sample Group ( v
Variant File(=.vc): :/Data/Sample_s2_749888_Output_MutationReport.sorted.vef [wxe) | (] supmt e e [—
Coverage/Pie Up File(=.bam) (cee) | Patients: (sample -]
7] Import from VCF -
o J[ coel ]
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5. After you load your sample VCEF files, do one of the following:

» To import only those sample variants that have been flagged as passing (Pass) the
filter values in the loaded VCF files into your Geneticist Assistant database, leave
Accepted VCF filters set to the default value of Pass.

* To set additional filter types to be imported from the VCF, click Edit to open the
Select Accepted Filters dialog box, and then select the values from the list of
available filters. The options that are available depend on the filter values that are
included in the loaded VCF files.

Figure 5-51: Selected Accepted Filters dialog box

0% Select Accepted Filters

Select Accepted Filters:

This is a run-specific option. You also have the option of setting this option on a
% per sample basis later in the process.

After you select the filters, and then click OK, the Select Accepted Filters dialog box
closes. The selected filters replace the default value of Al

Figure 5-52: Selected filters specified for a VCF file on the New Run dialog box
Accepted VCF filters:

6. Optionally, for each sample, do any or all of the following:

» Edit the sample name.

% You can click Default at any time to return the sample name to its default value.

* By default, the Reference, Panel, Run Date/Time, Sample Group, and Import
Pathogenicity from VCF values that are indicated for a sample are the run-specific

values that you specified in Step 3. You can edit any or all these values on a per
sample basis.

If you edit the panel on per sample basis, then the panel group might also be
% modified, but you cannot edit the panel group directly.
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* To associate a patient with a sample, select a patient on the Patients dropdown list.

If the correct patient is not available, then you can click Add New Patient to add
% the patient. See “Adding Patients” on page 127.

* By default, if you have specified variant filters, then these filters are applied at the
run level. To edit the accepted variant filters for a sample, click Edit, and then in the
Select Accepted Filters dialog box, edit the filter selection.

7. Click OK.

The Current Jobs tab opens and a progress bar that shows the progress of loading the
files is displayed on the Current Jobs tab. After the files are successfully loaded, the
progress bar is removed from the Current Jobs tab. You return to the Runs tab. The new
run is displayed on the Runs tab. You can now review the data for the run. See Chapter 6,
“Geneticist Assistant Data Review - Runs Tab,” on page 177.
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Many options are available from the Runs tab for reviewing your data in Geneticist
Assistant.

This chapter covers the following topics:
“Overview of the Runs Tab” on page 179.
“The Runs Tab Context Menu” on page 181.
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Overview of the Runs Tab

When the Geneticist Assistant main window first opens, the Runs tab is displayed in the
Geneticist Assistant main window. The Runs tab has a single pane, the Runs pane, that
displays information about the runs that have been carried out in your Geneticist Assistant
installation.

If you are an Administrator user, then the Runs pane can display all the runs submitted by
all users to your Geneticist Assistant database. By default, when the tab first opens, only
the 30 most recently submitted runs are displayed and the runs are sorted based on the Run
ID.

If you are a standard user, then the Runs pane can display all the runs that you have
submitted to your Geneticist Assistant database as well as all the runs that have been
submitted by other users and for which you have been granted at least the Can Read
permission. By default, when the tab first opens, only the 30 most recently added runs that
fit one of these two criteria are displayed and the runs are sorted based on the Run ID.

main menu: Tabs > Runs.

% You can also open the Runs tab from the Tabs option on the Geneticist Assistant

Figure 6-1:  Runs tab

File Tabs Panels Reports Filters Tools Backup Help
Refresh | search V] LimitRuns by Number: 30 [+ ] LimitRuns by RunDateTime:  8/13/20189:13AM |5 9/12/20189:13AM  [%
| patient 800466.ig... Runs | patents [ | patent'soosssig.. [[) | Variant'2:4763055.. [[) | SampleswithAlva.. () | SampleswithAny.. [) |  Curentlobs
D - Name Run Date Time Add Date Time Chemistry Instrument # Regions # Passed Regions Status
R <o no bam 91472018 1:34 PI 91472018 1:35 PU Defaut  v](_ Defaur ] 1540 0 New v
2 Demo Run I 911072018 12:28 PM 911072018 12:39 P Defaut ¥ 0 0 New  ~
< | o
Runs 2 | | Registered | version 1.8.0 Beta, Buid 266, Revision 26eab418, Buid Date: Aug 30 2018 [0

You can do the following on the Runs tab:

Change the number of runs that are displayed on the tab. See “To change the number of
runs displayed on the Runs tab” on page 180.

Edit certain values that are displayed for a run. See “To edit values for a selected run” on
page 180.

Open a context menu with a variety of options for working wit h and displaying
run-specific data. See “The Runs Tab Context Menu” on page 181.
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To change the number of runs displayed on the Runs tab

You can do the following for the display on the Runs tab:

Limit the runs that are displayed by number. The default value is 30.

Limit the runs that are displayed by a range for the run date and time. The default value
is the last 30 days, with the ending date/timestamp set to the current day’s date and time.

To edit values for a selected run

For any run that is displayed on the Runs tab, you can:

Click in any of the following fields—Name or Run Date/Time—to select the current
value, and edit it as necessary, and then click out of the field.

Select a different Chemistry and/or Instrument for the run.

After you edit the value for Name or Run Date/Time and click out of the field, or select a
different chemistry or instrument for the run, an Edit Run dialog box opens. The dialog

box displays the name of the run for which you are editing a value, the current (old) run
value, and the new run value. You can make any further changes to the new run value as
needed, and then click OK to close the dialog box, and save the new value for the run.

Figure 6-2:  Edit Run dialog box

Run Name: Demo no bam

Current Run Date Time: 9/4/2018 1:34PM
Change Run Date Time To:  9/6/2018 1:34PM

[ OK ] [ Cancel

Set the status for the run. When a run is first submitted, the status is set to New. You can
change the status from New to one of three default values (QC Passed, Reviewed, or
Complete) for the run, or if custom values have been added for the run, then you can also
select one of these values.

180

For information about adding a custom value, see “Managing Objects in the
Geneticist Assistant Database” on page 55.
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The Runs Tab Context Menu

You can right-click any run entry on the Runs tab to open a context menu with the following

options:

Table 6-1: Runs tab, Runs pane context menu

Option

Description

Run

* Open — Opens the Run tab for the selected run. See Chapter 7, “Geneticist Assistant
Data Review - Run Tab,” on page 187.

Note: You can also double-click a run entry to open the Run tab.

* Open all Samples with <Filter>: Select a filter for the samples. One or more Sample
tabs open. The Sample Variant Data sub-tab is the open tab and the selected filter is
applied to each tab. For each sample, only those sample variants that meet the filter
criteria are displayed on the tab. The selected filter is persistent within this Geneticist
Assistant instance and across instances. To clear the filter only for the current instance
of Geneticist Assistant, click Clear at the bottom of the Table Filters pane. To select a
different filter for the samples, or to permanently clear the filter for the samples, see
“Apply Variant Filter” under “Edit Sample” on page 193.

Note: For information about creating a filter template, see “To filter the data that is
displayed in a tab pane” on page 32. For information about the Sample Variant Data
sub-tab, see “Sample Variant Data Sub-Tab” on page 212.

Show Run Variants

< All
* Distinct

« All Filtered by
Panel

 Distinct Filtered by
Panel

Displayed for one or more runs. CTRL-click to select multiple runs. You can select only
one of the four options. All options open the Sample Variant Data sub-tab for the Sample
tab, which displays variants for one or more samples.

» Displays all the variants for all the samples in all the selected runs.
+ Displays all the variants that are different among all the samples in all the selected runs.

+ Displays all the variants among all the samples in all the selected runs filtered by the
selected panel.

» Displays all the variants that are different among the selected samples filtered by the
selected panel.

Add All to Custom
Report

Selects all the data that is displayed for the run for inclusion in a custom report. See
Chapter 10, “Geneticist Assistant Reports,” on page 265.

Compare Samples

Applicable only for runs with two or more samples. Opens the Sample Comparison dialog
box. You use the options on this dialog box to compare the coverage, frequency, and read
balance information for each sample that is being compared. See “Comparing Samples in
a Run” on page 340.

Panel Statistics

Opens the Panel Statistics tab. The tab has options for displaying specific information
based on the panel that was used for the run. See “Reviewing Panel Statistics” on page
319.

Copy Copies all the information that is displayed for the selected run to your client’s clipboard.
You can then use standard Paste commands to paste this copied information into a
third-party application such as Notepad.

Permissions Opens the Permissions dialog box.You use the options on this dialog box to set or edit the

permissions (Can Read or Can Read and Can Write) that the specified users or groups are
to have for the run. See “Setting Read and Write Permissions” on page 326.
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Table 6-1: Runs tab, Runs pane context menu (Continued)

Option Description
Change Ownership Opens the Change Run Ownership dialog box, which displays the name of the current
owner for the run, and an option (New Owner) for selecting a new owner for the run from a
list of all the currently available and active users for your Geneticist Assistant instance.You
can change the ownership for any run if you are an Administrator user, the current owner
of the run, or if you have been granted Can Read and Can Write permissions for the run.
Figure 6-3:  Change Run Ownership dialog box
P Change Run Onwership l-
Name: wt_MutationReport.sorted
Current Owner:  Administrator
New Owner: Administrator v
o ) [ o |
Note: If the run was added to your Geneticist Assistant prior to V1.4, then the first time the
dialog box opens, the Current Owner field is blank.
Edit Run

Apply Variant Filter

<Filter>: Applies the selected variant filter to all the samples in the run. When you open
the Sample tab for any sample in the run, the variant filter is automatically applied. Only
those sample variants that meet the filter criteria are displayed on the Sample Variant
Data sub-tab of the Sample tab. The selected filter is persistent within this Geneticist
Assistant instance and across instances. To clear the filter only for the current instance
of Geneticist Assistant, click Clear at the bottom of the Table Filters pane.

Deactivate Filters: Permanently clears all filters that been applied for all the samples in
the run for all instances of Geneticist Assistant. All variants for a selected sample are
again displayed on the Sample Variant Data sub-tab.
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Table 6-1: Runs tab, Runs pane context menu (Continued)

Option Description

Add Comment Opens the Add Run Comment dialog box. You add a comment for the selected run in the
Add comment field. The comment is displayed in the Comment field on the Runs tab and
the Comment field in the Comments pane on the Run tab.

Figure 6-4:  Add Run Comment dialog box

®% Add Run Comment @

Run DemoRunII

Add comment:

OK

Note: If multiple comments have been added for a run, then only the last added comment
is displayed in the Comment field on the Runs tab. All the comments that have been
added for a run, including the last added, are displayed in reverse chronological
order in the Comments pane on the Run tab.

Add Samples to Run Opens the New Run dialog box so that you can add more samples to the selected run.
See “Adding a Run” on page 170.
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Table 6-1: Runs tab, Runs pane context menu (Continued)

Option

Description

Set Subpanels of
Selected Runs

Applicable only if you select a run for which a subpanel was not selected during the setup

of the run. CTRL-click to select multiple runs. If you select multiple runs, then all the runs

must use the same panel. Opens the Select a Subpanel dialog box. The dialog box

displays the samples and the panel for the selected runs and a Subpanel dropdown list

with all the available subpanels.

Figure 6-5:  Set Sample Subpanel dialog box
B s Sorpie Sl

Set Subpanel for Sample(s):

800456.igv-sorted_Output_Mutation_Report1_filtered.vcf (12)
800455.igv-sorted_Output_Mutation_Report1_filtered.vef (11)

Panel: Demo

Subpanel: No Subpanels. Please add by File -> Manage Panels -> Manage Subpanels

Lo |

Cancel ]

Select a different subpanel on the Subpanel dropdown list, and then click OK. The
subpanel is applied to all the samples in all the selected runs.

Delete Run

Delete the selected run from the Geneticist Assistant database.

Export - Contains all the sub-menu options for exporting a variant.

Export to VCF

Exports all the variants in the selected run to a VCF file. You must specify both the file
name and the location in which to save the file.

Save Sample
Reports

Applicable for one or more runs. CTRL-click to select multiple runs. Generates an
individual sample report for each sample in all the selected runs. If a single sample is
selected, then a default location, report name, and report type (.csv) are provided, but you
can change any or all of these values. If multiple samples are selected, then you can
select only the location in which to save the report. Each report is named the same as the
sample and the report format is .csv, and you cannot change either of these values.

Note: For more information about standard reports, see Chapter 10, “Geneticist Assistant
Reports,” on page 265.

Create Batch
Variants Report

Opens the Batch Variants Report dialog box for generating the Batch Variants report for all
the samples in a selected run. See “Managing a Batch Variants Report” on page 329.

Create Batch
Coverage Report

Opens the Batch Coverage Report dialog box for generating the Batch Coverage report for
all the samples in the selected run or runs. See “Generating a Batch Coverage Report” on
page 335.

Sample PDF Report

Applicable for one or more runs. CTRL-click to select multiple runs. Opens a list of Sample PDF report templates
that you created and saved, or that other users created and made available to all users. Select a report template to
generate an individual sample report for each sample in all selected runs. Each sample report is saved in a PDF
format and is named the same as the sample for which it was generated. See “Designing a Sample PDF Report
Template” on page 274 and “Generating a Sample PDF Report” on page 286.
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Table 6-1: Runs tab, Runs pane context menu (Continued)

Option

Description

Load Columns

Manually

Opens the Select Columns dialog box in which you can select columns that are to be
shown and clear the columns that are to be hidden dynamically, or select a configuration
from the list of available column configurations. This option is also available on the column
header context menu for the sub-tab.

Note: For information about showing and hiding columns dynamically, see “To show/hide
columns in a tab pane” on page 39.

Note: If you set column display preferences here, then you can display preferences for
variants in all the variant sub-tabs and panes (with the exception of the Sample
Group columns on the Sample Variant Data sub-tab on the Sample tab and the
Variant pane on the Variant tab) in a single step. See “To apply shared preferences
or to clear all tab preferences” on page 69.

Compact

Displays the data columns on the sub-tab in a more condensed view. To toggle the display,
click Compact as needed.

<Saved Pane
Configuration Name>
- Saved by <User
Name>

Publicly available pane configurations. The name of the user who created a pane
configuration is displayed next to the configuration name.

Load Filters

Manually

Opens the Filters table for the Runs pane. See “To filter the data that is displayed in a tab
pane” on page 32.

<Filter Template
Name> - Saved by
<User Name>

Opens the saved Filter template for the Run pane. Limits the display in the pane to only the
data (fields) that are defined by the template. See “To filter the data that is displayed in a
tab pane” on page 32.
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Geneticist Assistant Data Review -
Run Tab

Many options are available from the Run tab for reviewing your data in Geneticist Assistant.
This chapter covers the following topics:

*  “Overview of the Run Tab” on page 189.

e “Samples pane (Run tab)” on page 190.

*  “Coverage Regions tab” on page 200.

e “The Samples Pane (Run tab) Context Menu” on page 191.

»  “Status Changes pane (Run tab)” on page 204.

*  “Reports pane (Run tab)” on page 207.
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Overview of the Run Tab

The Run tab displays information for a selected run. To open the Run tab, do one of the
following:

* Right-click a run on the Runs tab, and on the context menu that opens, select Run > Open.
*  Double-click a run on the Runs tab.

Figure 7-1:  Run tab

File Tabs Panels Reports Filters Tools Backup Help
Refesh
Patient '800466.igv-sorted’ [ Runs =] | sample Comparison of 10 Sam... Panel Statistics. x| Run ‘Demo no bam" B8 Current Jobs
Sampls of 'Demo no bam':
= Name Run Date Time Add Date Time Run Panel Panel Group Reference Sample Groups
10 800466.igv-sorted_..  9/4/2018 1:34 P 9/412018 1:35 P Demo no bam Demo Default Human 37
9 800463 igv-sorted_...  9/472018 1:34 P /472018 1:35 P Demo no bam Demo Default Human 37
8 800458.igv-sorted_..  9/4/2018 1:34 PM 9/4/2018 1:35 P Demo no bam Demo Default Human 37
77 800456.igv-sorted_...  9/472018 1:34 Pt /472018 1:35 P Demo no bam Demo Default Human 37
6 800455.igv-sorted_...  9/4/2018 1:34 P /412018 1:35 P Demo no bam Demo Default Human 37
5 800451.igv-sorted_..  S/472018 1:34 Pt /472018 1:35 P Demo no bam Demo Default Human 37
4 800450.igv-sorted_..  9/4/2018 1:34 Pl 9/4/2018 1:35 P Demo no bam Demo Default Human 37
3 800426.igv-sorted_...  9/472018 1:34 P /412018 1:34 P Demo no bam Demo Default Human 37
2 800402.igv-sorted_..  9/4/2018 1:34 P 91412018 1:34 P Demo no bam Demo Defaut Human 37
1 800418.igv-sorted_...  9/4/2018 1:34 PM /472018 1:34 P Demo no bam Demo Default Human 37
Run's Status Changes:
Type - Value User Date Comment Sample Sample ID
Run Status Change New  Administrator 9/472018 1:34 PMt 1936015856
omments of 'Demo no bam':
No Data
Reports of 'Demo no bam':
No Data

The Run tab has four panes. From top to bottom, these panes are the following:

*  The Samples pane. See “Samples pane (Run tab)” on page 190.

* The Run’s Status Changes pane. See “Status Changes pane (Run tab)” on page 204.
* The Comments pane. See “Comments pane (Run tab)” on page 205.

The Reports pane. See “Reports pane (Run tab)” on page 207.
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Samples pane (Run tab)

The Samples pane on the Run tab displays an entry for each sample (VCF/BAM file
combination or single VCF file) that was loaded for the run. The following options are
available for a sample in the Samples pane on the Run tab:

»  Setting the sample status. See “To set the sample status” on page 190.

*  Using the context menu. See “The Samples Pane (Run tab) Context Menu” on page 191.

To set the sample status

By default, after a sample is initially submitted, the status of the sample is set to New on the
Run tab.

1. Ifyou have not done so already, open the Run tab. (See “Overview of the Run Tab” on
page 189.)

2. On the Samples pane, on the Status dropdown list, select a different sample status.

You can select a different value from one of the available default values (New, QC

@ Passed, Reviewed, or Complete), or if needed, you can create custom statuses, and
then select one of these custom statuses instead. See “Managing Objects in the
Geneticist Assistant Database” on page 55.

The Update Sample Status dialog box opens. The dialog box displays the Current status
and the New status, which is the status that you are changing the sample to.

Figure 7-2:  Update Sample Status dialog box
& Update Sample Status I

R mmio|

Update:

Sample: 800466.igv-sorted_Output_Mutation_Report1_filtered

Current Status:  New

New Status: ‘Qc Passed

Comment:

%
rmr | P

3. Optionally, in the Comment field, enter an explanation/reason for changing the sample
status.

The status change and the comment for the status change are displayed in the Status
Changes pane on the Sample tab. See “Status Changes pane (Sample tab, Sample Data
sub-tab)” on page 232.

4. Click OK.

The Update Sample Status dialog box closes. The Run tab remains open. The newly
selected sample status is displayed in the Status field on the tab.
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The Samples Pane (Run tab) Context Menu

You can right-click a sample (CTRL-click to select multiple samples) in the Samples pane on
the Run tab to open a context menu with the following options:

Table 7-1: Run tab, Samples pane context menu

Option

Description

Open with <variant filter >

Select a filter for the sample. The Sample tab opens for the selected sample.
The Sample Variant Data sub-tab is the open tab and the selected filter is
applied to the tab. Only those sample variants that meet the filter criteria are
displayed on the tab. The selected filter is persistent within this Geneticist
Assistant instance and across instances. To clear the filter only for the current
instance of Geneticist Assistant, click Clear at the bottom of the Table Filters
pane. To select a different filter for the sample, or to permanently clear the for
the sample, see “Apply Variant Filter” under “Edit Sample” on page 193.

Note: For information about creating a filter template, see “To filter the data that
is displayed in a tab pane” on page 32. For information about the Sample
Variant Data sub-tab, see “Sample Variant Data Sub-Tab” on page 212.

Sample Details

Displayed only if a single sample is selected. Opens the Sample tab, which
contains detailed information about the sample, including the variant list. See
Chapter 8, “Geneticist Assistant Data Review - Sample Tab,” on page 209.

Show Sample Variants Filtered
by Panel

Displayed only if a single sample is selected. Displays all the variants in the
selected sample filtered by a selected panel or panels. If you select this option,
then the Select Panel to Filter Variants dialog box opens. You must select a
panel or panels in this dialog box by which to filter the variants for the selected
run.

Figure 7-3:  Select Panel to Filter Variants dialog box
Select Panel to Filter Varian [ =]

Panels

O 4475346_CHP2_designed_20120806
] Cardiac
.| DLmP

Panel Groups

Coverage Regions

Displayed only if a single sample is selected. Opens the Coverage Regions tab,
which lists the coverage information for every region in your panel. The Status
indicates whether the region passed or failed the Quality Control (coverage)
settings that were set for the run. See “Coverage Regions tab” on page 200.
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Table 7-1: Run tab, Samples pane context menu (Continued)

Option

Description

Show Sample Variants

o All
+ Distinct
» All Filtered by Panel

+ Distinct Filtered by Panel

Displayed only if two or more samples are selected. You can select only one of
the four options. All options open the Sample Variant Data sub-tab for the
Sample tab.

» Displays all the variants for all selected samples.
» Displays all the variants that are different among the selected samples.

» Displays all the variants for all selected samples filtered by the selected
panel.

+ Displays all the variants that are different among the selected samples
filtered by the selected panel.

Compare Samples

Displayed only if two or more samples are selected. Opens the Sample
Comparison dialog box. You use the options on this dialog box to compare the
coverage, frequency, and read balance information for each sample that is
being compared. See “Comparing Samples in a Run” on page 340.

Family Comparison

Displayed only if three or more samples are selected. At a minimum, you must
select two parent samples and one child sample. You can always select more
than one child sample. Opens the Family Comparison dialog box, in which you
can specify the options to compare the variant calls in family (relation and
phenotype) data. See “To compare family data” on page 197.

Panel Statistics

Opens the Panel Statistics tab. The tab has options for displaying specific
information for the panel that was used for the run. See “Reviewing Panel
Statistics” on page 319.

Add All to Custom Report

Selects all the data that is displayed for all the samples in the run for inclusion
in a custom report. See Chapter 10, “Geneticist Assistant Reports,” on page
265.

Copy

Copies all the information that is displayed for the selected sample to your
client’s clipboard. You can then use standard Paste commands to paste this
copied information into a third-party application such as Notepad.

Permissions

Opens the Permissions dialog box.You use the options on this dialog box to set
or edit the permissions (Can Read or Can Read and Can Write) that the
specified users or groups are to have for the sample. See “Setting Read and
Write Permissions” on page 326.

Change Ownership

Opens the Change Sample Ownership dialog box, which displays the name of
the current owner for the selected sample, and an option (New Owner) for
selecting a new owner for the sample. You can change the ownership for any
sample if you are an Administrator user, the current owner of the sample, or if
you have been granted Can Read and Can Write permissions for the sample.

Figure 7-4:  Change Sample Ownership dialog box

Mutation_Report1_filtered

Current Owner:  Administrator

New Owner: *System™ v

[ OK Cancel
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Table 7-1: Run tab, Samples pane context menu (Continued)

Tab

Option

Description

Edit Sample

Apply Variant Filter

» <Filter>: Select a variant filter for the sample. The Sample tab opens for the
selected sample. The Sample Variant Data sub-tab is the open tab and the
selected variant filter is applied to the tab. Only those sample variants that

meet the filter criteria are displayed on the tab. The selected filter is

persistent within this Geneticist Assistant instance and across instances. To
clear the filter only for the current instance of Geneticist Assistant, click Clear

at the bottom of the Table Filters pane.
» Deactivate Filters: Permanently clears all applied variant filters for the

selected sample for all instances of Geneticist Assistant. All variants for the

selected sample are again displayed on the Sample Variant Data sub-tab.

Add Comment

Opens the Add Sample Comment dialog box. You add a comment for the

associated sample in the Add Comment field. The comment is displayed in the
Comments field on the Samples sub-tab on the Patient tab, the Comments field
in the Samples pane on the Run tab, and in the Comments pane on the Sample

Data sub-tab on the Sample tab.

Figure 7-5:  Add Sample Comment dialog box
B Add Semple Commen [

Sample 800466.igv-sorted_Output_Mutation_Report1_filtered

Add comment:

OF

Note: If multiple comments have been added for a sample, then with the
exception of the Comments pane on the Sample Data sub-tab on the

Sample tab, only the last added comment is displayed in all the locations

detailed above. All the comments that have been added for a sample,
including the last added, are displayed in reverse chronological order i
the Comments pane on the Sample Data sub-tab for the Sample tab.

n

Geneticist Assistant User’s Manual

193



Chapter 7

Geneticist Assistant Data Review - Run Tab

Table 7-1: Run tab, Samples pane context menu (Continued)

Option

Description

Set Subpanel/Set Subpanel of
Selected Samples

Applicable for one or more samples for which a subpanel was not selected
during the setup of the run. CTRL-click to select multiple samples. Opens the
Select a Subpanel dialog box. The dialog box displays the selected sample or
samples, the panel for the currently selected sample, and a Subpanel
dropdown list with all the available subpanels.

Figure 7-6:  Set Sample Subpanel dialog box

Set Subpanel for Sample(s):

800456.igv-sorted_Output_Mutation_Report1_fitered.vcf (12)
800455.igv-sorted_Output_Mutation_Report1_fitered.vef (11)

Panel: Demo

Subpanel: No Subpanels, Please add by File -> Manage Panels -> Manage Subpanels

o a= )

Select a subpanel on the Subpanel dropdown list, and then click OK. The
subpanel is applied to sample or samples.

Set Patient

Opens the Set Patient dialog box. Select the patient that you are associating
with the sample, and then click OK.

Figure 7-7:  Set Patient dialog box

Sample Name:  800466.igv-sorted_Output_Mutation_Report1_filtered
Patient: 800466.igv-sorted
Select Patient:

IDr External ID FirstName LastName Date of Birth * |
15 TvB17 Tori Victor 8/22/1962 |-
12 RDT1939 Robert Terhune  8/28/1939
10  800466.igv-sorted
9  800463.igv-sorted
8  800458.igv-sorted

Note: You also have the option of associating a patient with a sample from the
Sample tab. See “Patient pane (Sample Data sub-tab for the Sample
tab)” on page 236.
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Table 7-1: Run tab, Samples pane context menu (Continued)

Option

Description

Edit Sample Groups

Opens the Edit Sample Group dialog box. You use the options on this dialog
box to add a sample to a selected sample group, or to remove a sample from a
selected sample group.

Note: If the appropriate sample group is not available, you can add it. See
“Managing Objects in the Geneticist Assistant Database” on page 55.

Figure 7-8:  Edit Sample Group dialog box

Samples to be edited:

1d Name |Associated Sample

10  800466.igv-sorted_Output_Mutation_Reportl filtered

< | m | »

Add to ¥ | Sample Group :}

[ OK ] Cancel ]

Move Samples to Run

Applicable for one or more samples. CTRL-click to select multiple samples.
Opens the Move Selected Samples to Run dialog box. Enter a search string to
search for the existing run in your Geneticist Assistant database that you are
moving the samples to. As you enter the search string, a dynamically updated
list of runs that meet your search criteria opens. You can select the appropriate
run from this list.

Figure 7-9:  Move Selected Samples to Run dialog box

Run name: |

Note: The search string is not case-sensitive, but the string must begin with the
run name. For example, a search string of “May” or “ma” returns a run
named Mayo Clinic Run Il, but a search string of “clinic” does not.

Delete Sample/Delete Selected
Samples

Applicable for one or more samples. CTRL-click to select multiple samples.
Deletes the selected samples from the run. The samples are NOT deleted from
the Geneticist Assistant database.

External - Contains all the sub-menu options for viewing the sample variants in a tool that is outside Geneticist

Assistant.

View in NextGENe

Requires you to have your NextGENe installation specified in your Geneticist
Assistant settings. (See “To configure Geneticist Assistant directories” on page
59.) If selected, then Geneticist Assistant browses for the folder where the VCF
file for the sample is located. If the NextGENe project file is found in the same
directory as the VCF file, then the NextGENe project is opened in the
NextGENe Viewer.
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Table 7-1: Run tab, Samples pane context menu (Continued)

Option

Description

View in IGV

Applicable if there is a corresponding BAM file (and not a NextGENe project
file) in the same folder as the VCF file for the sample. Opens the BAM file in the
third-party Integrative Genomics Viewer (IGV).

Export - Contains all the sub-menu options for exporting a variant.

Export to VCF

Exports all the variants in the selected sample to a VCF file. You must specify
both the file name and the location in which to save the file.

Save Sample Reports

Applicable for one or more samples. CTRL-click to select multiple samples.
Generates an individual sample report for each selected sample. If a single
sample is selected, then a default location, report name, and report type (.csv)
are provided, but you can change any or all of these values. If multiple samples
are selected, then you can select only the location in which to save the report.
Each report is named the same as the sample and the report format is .csv, and
you cannot change either of these values.

Note: For more information about standard reports, see Chapter 10, “Geneticist
Assistant Reports,” on page 265.

Create Batch Variants Report

Opens the Batch Variants Report dialog box for generating the Batch Variants
report for the selected sample or samples. (CTRL-click to select multiple
samples.) See “Managing a Batch Variants Report” on page 329.

Create Batch Coverage Report

Opens the Batch Coverage Report dialog for generating the Batch Coverage
report the selected sample or samples. (CTRL-click to select multiple
samples.). See “Generating a Batch Coverage Report” on page 335.

Reports

Add All to Custom Report

Adds only the data that you select to the custom report. You must CTRL-click to
select multiple items for inclusion in the report. See “Generating a Custom
Report” on page 271.

Add Selected Samples to
Custom Report

Adds all the data that is currently displayed in the pane to the custom report.
See “Generating a Custom Report” on page 271.

Sample PDF Report

Applicable for one or more samples. CTRL-click to select multiple samples. Opens a list of custom report templates
that you created and saved, or that other users created and made available to all users. Select a report template to
generate an individual sample report for each selected sample. Each sample report is saved in a PDF format and is
named the same as the sample for which it was generated. See “Designing a Sample PDF Report Template” on
page 274 and “Generating a Sample PDF Report” on page 286.

Load Filter

Manually

Opens the Filters table for the Samples pane. See “To filter the data that is
displayed in a tab pane” on page 32.

<Filter Template Name> - Saved
by <User Name>

Opens the saved Filter template for the Samples pane. Limits the display in the
pane to only the data (fields) that are defined by the template. See “To filter the
data that is displayed in a tab pane” on page 32.
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Table 7-1: Run tab, Samples pane context menu (Continued)

Option

Description

Load Columns

Manually

Opens the Select Columns dialog box in which you can select columns that are
to be shown and clear the columns that are to be hidden dynamically, or select
a configuration from the list of available column configurations. This option is
also available on the column header context menu for the sub-tab.

Note: For information about showing and hiding columns dynamically, see “To
show/hide columns in a tab pane” on page 39.

Note: If you set column display preferences here, then you can display
preferences for variants in all the variant sub-tabs and panes (with the
exception of the Sample Group columns on the Sample Variant Data
sub-tab on the Sample tab and the Variant pane on the Variant tab) in a
single step. See “To apply shared preferences or to clear all tab
preferences” on page 69.

Compact

Displays the data columns on the sub-tab in a more condensed view. To toggle
the display, click Compact as needed.

<Saved Pane Configuration
Name> - Saved by <User
Name>

Publicly available pane configurations. The name of the user who created a
pane configuration is displayed next to the configuration name.

To compare family data

If the samples for a run are from a family, then you can use the Family Comparison option to
compare the samples based on the relationships and phenotypes for each sample. At a
minimum, you must select two parent samples and one child sample. You can always select
more than one child sample.

1. If you have not done so already, open the Run tab for the appropriate run.

2. In the Samples pane, CTRL-click to select the family data that you are comparing.

At a minimum, you must select two parent samples and one child sample. You can
@ always select more than one child sample.

3. Right-click any selected sample, and on the context menu that opens, click Family

Comparison.

The Family Comparison dialog box opens. If a patient is associated with a selected
sample, then patient Relationship (Father, Mother, or so on) is displayed on the
Relationship dropdown list; otherwise, you must select the appropriate relationship for
the patient. Likewise, if the phenotype was included with the patient information, then
the phenotype is automatically displayed on the Phenotype dropdown list for the sample,
where Affected indicates that the patient has the phenotype and Unaffected indicates that
the patient does not have the phenotype. If the phenotype is not automatically displayed
for a sample, then you must select the appropriate value. See Figure 7-10 on page 198.
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Figure 7-10: Family Comparison dialog box

Phenotype: Phe1l
Inheritance pattern: AL | Recessive
Compound heterozygous
Show columns: A v
["] Filter variants by panel: P None selected

[7] Filter variants by pathogenicity: ) None selected

Sample Sample Patient
D Name D

800466.igv-sorted_Output_Mutation_Report1_fitered 10
9 800463.igv-sorted_Output_Mutation_Report1_fitered 9
8 800458.igv-sorted_Output_Mutation_Report1_fitered &

Cov | RB

Patient - z :
Ext:r::lID Relationship  Phenotype  Zygosity

800466.igv-sorted Unaffected v | Heteroz...
800463.igv-sorted | Mother v || Unaffected v | Heteroz...

800458.igv-sorted [Daugnler v][ Affected v: Homoz

J [ conee

Do any or all of the following:

phenotype.

On the Inheritance pattern dropdown list,

On the Phenotype dropdown list at the top of the dialog box, select a different

select the appropriate value for the family,

and if applicable, based on the selected Inheritance pattern, select Compound

heterozygous.

Select Compound heterozygous to carry out compound heterozygous filtering. The
filtering results are displayed in the Family Data Comparison Results pane. the
results show all possible combinations of two heterozygous variants in a gene if
the variants meet the relationship and phenotype settings for the parent samples.
For example, if both the Mother and Father are Unaffected but a Son is Affected,
then one heterozygous variant in the affected son must come from each parent.

After you select an Inheritance pattern, the zygosity for each sample is
automatically adjusted based on the selected inheritance pattern and the
relationship and phenotype for the sample. If you select an incorrect Inheritance

pattern based on the relationships and phenotypes, then “Error” is displayed

instead of a valid zygosity value.

Indicate which columns to show or hide in addition to the default columns that are

displayed for the family data comparison results: AF (Allele Frequency), Cov

(Coverage), and/or RB (Read Balance).

the appropriate pathogenicity.

198 Geneticist Assistant User’s

To display all the variants in each sample filtered by a selected panel, select Filter
variants by panel, and then on the Panels dropdown list, select the appropriate panel.

To display all the variants in each sample filtered by a selected pathogenicity, select
Filter variants by pathogenicity, and then on the Pathogenicities dropdown list, select

Manual



5. Click OK.
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The family data comparison is carried out. The Family Comparison tab opens. The left
side of the Family Comparison Results pane shows sample-specific information. The
results are shown using standard pedigree symbols. If the patient that is associated with a
sample is affected, then the pedigree symbol is shaded; otherwise, the symbol is not
shaded. You can hover your cursor over a column header to view specific details for the
selected sample. The right side of the tab shows variant detail information. See Figure 7-
11 and Figure 7-12 below.

Comparison of family data can take 30 minutes or more depending on a variety of
factors, including the number of the samples that are being compared and the
number of variants for each sample.

Figure 7-11:

Viewing information for a family comparison result

amily Comparison of 4 Samples:
[m] O a

Cov
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Figure 7-12: Family Comparison Results pane
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Coverage Regions tab

The Coverage Regions tab has a single pane, the Coverage Regions pane, that displays the
coverage information for every region in your panel. The Status column indicates whether
the panel region passed or failed the Quality Control (coverage) settings that were set for the
run’s panel.

Figure 7-13: Coverage Regions tab

- Geneticist Assistant

Gle Tabs Panels Reports Filters Tools Backup Help

Refresh | || search | [Q
Runs Run Demo’ Current Jobs Coverage Regions of '800455.
slculate statistics for panel Demo’ with:@ Allpanel samples [ added between [9/23/2018 2] [10/23/2018 [3] O Selected runs [.. | O Selected samples [... oK
ge Regions of '800455.igv-sorted_Output_Mutation_Report1_filtered':

D v Region Name Chrom:Start - End % Covered Average Coverage Minimum Coverage Status Average % Covered  Average Aver
154 CHEK2:NM_007194 22: 29130361 - 29130739 100% 159.21 83 Passed ¥ | 100% 158.06
153 CHEK2:NM_007194 22:29121201- 29121385 100% 174.29 116 Passed ~ | 100% 18165
152 CHEK2:NM_007194 22: 29120935 - 29121142 100% 205.95 86 Passed v 100% 221.92
151 CHEK2:NM_007194 22:29115353- 29115503 100% 368.49 288 Passed ~| 100% 367.89
150 CHEK2:NM_007194 22:29107867- 29108035 100% 517.3 357 Passed | 100% 526.26
149 CHEK2:NM_007194 22: 29105964 - 29106077 100% 82.01 63 Faled ~| 100% 85.93
148 CHEK2:NM_007194 22: 29099463 - 29099584 100% 330.45 257 Passed | 100% 3%60.43
147 CHEK2:NM_007194 22: 29095796 - 29095955 100% 306.47 299 Passed ~ | 100% 348.88
146 CHEK2:NM_007194 22: 29092859 - 29093005 100% 40191 277 Passed | 100% 43152
145 CHEK2:NM_007194 22: 29091668 - 29091891 100% 324.45 180 Passed v | 100% 340.63
144 CHEK2:NM_007194 22: 29091085 - 29091260 100% 623.27 518 Passed | 100% 63171
143 CHEK2:NM_007194 22: 29089990 - 29090135 100% 539.14 402 Passed | 100% 546.01
142 CHEK2:NM_007194 22: 29085093 - 29085233 100% 200.14 152 Passed ~| 100% 187.87
141 CHEK2:NM_007194 22: 20083855 - 29084004 100% 398.54 164 Passed | 100% 413.32
140 STK11:NM_000455 19: 1226423 - 1226676 100% 53268 250 Passed ~| 100% 5733
139 STKLL:NM_000455 16: 1222954 - 1223201 100% 520.27 252 Passed ~ | 100% 557.492
138 STK11:NM_000455 19: 1221918 - 1222035 100% 231.76 164 Passed v 100% 228.68
137 STK1L:NM_000455 18: 1221182 - 1221369 100% 59.6 368 Passed ~| 100% 667.82
136 STK11:NM_000455 19: 1220550 - 1220746 100% 609.09 362 Passed v 100% 639.29
135 STK11:NM_000455 19: 1220342 - 1220534 100% 643.23 422 Passed ~| 100% 698.39
134 STKLL:NM_000455 16: 1219293 - 1219442 100% 07.62 117 Passed | 100% 313.26
REL] STK11:NM NNN4ESS 1Q: 121R31A - 121R57Q 10N% 479 /R 2NA Pacsad v | 10N% 437 3%

Table 7-2: Coverage Regions tab

Column Description
ID System-generated ID for the region.
Region Name The region description from Column 4 of the BED file that was used to create the panel.
Chrom The chromosome on which the region is located.
ChromRegionStart The starting chromosome position for the region.
ChromRegionEnd The ending chromosome position for the region.

Note: Together, the ChromRegionStart and ChromregionEnd make up the chromosome position range.

Chrom:Start-End The chromosome position range appended to the chromosome number.
% Covered The percentage of the region that has reads aligned to it.
Average Coverage The average coverage (average number of aligned reads) for the region.

Minimum Coverage The minimum coverage (number of reads aligned) for any position within the region.

% Covered The percentage of the region that must have reads aligned to it, or the region does not

Threshold pass the Quality Control settings that have been set for the run’s panel. See “To specify the
global Quality Control settings” on page 64.

Average Coverage The average coverage (average number of aligned reads) required for the region, or the

Threshold region does not pass the Quality Control settings that have been set for the run’s panel.

See “To specify the global Quality Control settings” on page 64..
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Table 7-2: Coverage Regions tab (Continued)

Column Description

Minimum Coverage The minimum coverage (number of reads aligned) that is required for any position within
Threshold the region, or the region does not pass the Quality Control settings that have been set for
the run’s panel. See “To specify the global Quality Control settings” on page 64.

Status Indicates if the region passed or failed the Quality Control (coverage) settings that were
specified for the run’s panel. You can manually change the status for a region. If you
manually change the status for a region, then the Update Panel Region dialog box opens.
The dialog box lists the new status for the region, and you have the option of adding
comments for the status change. The comments are displayed in the Status Comment
field.

Figure 7-14: Update Panel Region Status dialog box
Update Panel Region Stat _

Update:

Region Name: MSH2:NM_000251
Region Position:  2: 47630301 - 47630571

Current Status:  Passed

New Status: Failed ¥

Comment:

Note: By default, only two statuses, Passed or Failed, are available, and one of these two
statuses is always automatically selected for the region. You have the option of
adding custom Panel Region statuses and manually selecting a status for a region.
See “Managing Objects in the Geneticist Assistant Database” on page 55.

Average % Covered Average of the percent covered for the region across all samples for the panel.

Average Average The average of the average coverage values for the region across all samples for the
Coverage panel.

Average Minimum The average minimum coverage for the region across all samples for the panel.
Coverage

Passed The total number of samples for the panel for which the status of the region is Passed.
Passed Percent The percent of the samples for the panel for which the status of the region is Passed.
Failed The total number of samples for the panel for which the status of the region is Failed.
Total The total number of samples that were submitted for the panel.

Gene The gene on which the region is located.

Transcript The accession number for the mRNA transcript.

Protein The accession number for the protein transcript.

Exon Number The coding exon number for the region.

SD % Covered The standard deviation for the “% Covered” value across all samples for the panel.

SD Average The standard deviation for the “Average Coverage” value across all samples for the panel.
Coverage
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Table 7-2: Coverage Regions tab (Continued)

Column Description
SD Minimum The standard deviation for the “Minimum Coverage” value across all samples for the
Coverage panel.

The context menu for the Coverage Regions tab title bar has the Manage Sample Group
Statistics option which you can select if you used sample groups for a run and you want to
calculate statistics for the run. (This option is also available on the tab title bar context menu
for the Sample Variant Data sub-tab on the Sample tab. See “Sample Variant Data Sub-Tab”
on page 212.) You can also right-click anywhere on the Coverage Regions tab to open a
context menu with the following options:

Table 7-3: Coverage Regions tab context menu

Option

Description

Add Selected
Regions to Action
List

Adds the selected panel region to an Action List. CTRL-click to select multiple regions.
See “Creating an Action List” on page 338.

Add Selected
Regions to Custom
Report

Selects all the data that is displayed for the selected panel region for inclusion in a custom
report. CTRL-click to select multiple regions. See Chapter 10, “Geneticist Assistant
Reports,” on page 265.

Copy

Copies all the coverage information that is displayed for the selected run to your client’s
clipboard. You can then use standard Paste commands to paste this copied information
into a third-party application such as Notepad.

Add All to Custom
Report

Selects all the data that is displayed for all the panel regions for inclusion in a custom
report. See Chapter 10, “Geneticist Assistant Reports,” on page 265.

Load Columns

Manually

Opens the Select Columns dialog box in which you can select columns that are to be
shown and clear the columns that are to be hidden dynamically, or select a configuration
from the list of available column configurations. This option is also available on the column
header context menu for the sub-tab.

Note: For information about showing and hiding columns dynamically, see “To show/hide
columns in a tab pane” on page 39.

Note: If you set column display preferences here, then you can display preferences for
variants in all the variant sub-tabs and panes (with the exception of the Sample
Group columns on the Sample Variant Data sub-tab on the Sample tab and the
Variant pane on the Variant tab) in a single step. See “To apply shared preferences
or to clear all tab preferences” on page 69.

Compact

Displays the data columns on the sub-tab in a more condensed view. To toggle the display,
click Compact as needed.

<Saved Pane
Configuration Name>
- Saved by <User
Name>

Publicly available pane configurations. The name of the user who created a pane
configuration is displayed next to the configuration name.

Load Filters
Manually Opens the Filters table for the Coverage Regions pane. See “To filter the data that is
displayed in a tab pane” on page 32.
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Table 7-3: Coverage Regions tab context menu (Continued)

Option

Description

<Filter Template
Name> - Saved by
<User Name>

Opens the saved Filter template for the Coverage Regions pane. Limits the display in the
pane to only the data (fields) that are defined by the template. See “To filter the data that is

displayed in a tab pane” on page 32.
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Status Changes pane (Run tab)

The Run’s Status Changes pane shows the history of all the status changes that have been
made for the run in chronological order. A New status entry is always displayed for a first
run. You can right-click anywhere on this pane to open a context menu with the following

options:

Option

Description

Add All to Custom
Report

Selects all the information that is displayed for all the statuses for inclusion in a custom
report. See Chapter 10, “Geneticist Assistant Reports,” on page 265.

Load Columns

Manually

Opens the Select Columns dialog box in which you can select columns that are to be
shown and clear the columns that are to be hidden dynamically, or select a configuration
from the list of available column configurations. This option is also available on the column
header context menu for the sub-tab.

Note: For information about showing and hiding columns dynamically, see “To show/hide
columns in a tab pane” on page 39.

Note: If you set column display preferences here, then you can display preferences for
variants in all the variant sub-tabs and panes (with the exception of the Sample
Group columns on the Sample Variant Data sub-tab on the Sample tab and the
Variant pane on the Variant tab) in a single step. See “To apply shared preferences
or to clear all tab preferences” on page 69.

Compact

Displays the data columns on the sub-tab in a more condensed view. To toggle the display,
click Compact as needed.

<Saved Pane
Configuration Name>
- Saved by <User
Name>

Publicly available pane configurations. The name of the user who created a pane
configuration is displayed next to the configuration name.

Load Filters

Manually

Opens the Filters table for the Run Status Changes pane. See “To filter the data that is
displayed in a tab pane” on page 32.

<Filter Template
Name> - Saved by
<User Name>

Opens the saved Filter template for the Run Status Changes pane. Limits the display in the
pane to only the data (fields) that are defined by the template. See “To filter the data that is
displayed in a tab pane” on page 32.
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Comments pane (Run tab)

The Comments pane on the Run tab shows all the comments that have been added for the run
in reverse chronological order. If one or more comments are displayed in the Comments
pane, then you can right-click anywhere on this pane to open a context menu with the
following options:

&

The context menu for the Comments pane is not enabled if the pane is blank. To
add a comment for the run and enable this context menu, see “The Runs Tab
Context Menu” on page 181.

Option

Description

Add Run Comment

Opens the Add Comment dialog box. You add a comment for the selected run in the Add
comment field. The comment is displayed in the Comment field on the Runs tab and the
Comment field in the Comments pane on the Run tab.

Figure 7-15: Add Run Comment dialog box

Run DemoRunII

Add comment:

Note: If multiple comments have been added for a run, then only the last added comment
is displayed in the Comment field on the Runs tab. All the comments that have been
added for a run, including the last added, are displayed in reverse chronological
order in the Comments pane on the Run tab.
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Option Description
Delete Run Opens the Delete Comment dialog box. The dialog box displays the name of the selected
Comment run and the comment that is being deleted. Click OK to delete the selected comment.

Figure 7-16: Delete Comment dialog box

& Dclctc Comment e

Run DemoRunII

Comment to delete:  First comment.

ok || cancel

Add All to Custom
Report

Selects all the information that is displayed for all the statuses for inclusion in a custom
report. See Chapter 10, “Geneticist Assistant Reports,” on page 265.

Load Columns

Manually

Opens the Select Columns dialog box in which you can select columns that are to be
shown and clear the columns that are to be hidden dynamically, or select a configuration
from the list of available column configurations. This option is also available on the column
header context menu for the sub-tab.

Note: For information about showing and hiding columns dynamically, see “To show/hide
columns in a tab pane” on page 39.

Note: If you set column display preferences here, then you can display preferences for
variants in all the variant sub-tabs and panes (with the exception of the Sample
Group columns on the Sample Variant Data sub-tab on the Sample tab and the
Variant pane on the Variant tab) in a single step. See “To apply shared preferences
or to clear all tab preferences” on page 69.

Compact

Displays the data columns on the sub-tab in a more condensed view. To toggle the display,
click Compact as needed.

<Saved Pane
Configuration Name>
- Saved by <User
Name>

Publicly available pane configurations. The name of the user who created a pane
configuration is displayed next to the configuration name.

Load Filters

Manually

Opens the Filters table for the Run Status Changes pane. See “To filter the data that is
displayed in a tab pane” on page 32.

<Filter Template
Name> - Saved by
<User Name>

Opens the saved Filter template for the Run Status Changes pane. Limits the display in the
pane to only the data (fields) that are defined by the template. See “To filter the data that is
displayed in a tab pane” on page 32.
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Reports pane (Run tab)

The Reports pane displays all the reports that were generated for the selected run and saved
to the Geneticist Assistant database.

You can also select Reports > Saved Reports on the Geneticist Assistant main
% menu to open a Reports tab that includes these same reports.

You can right-click anywhere on this pane to open a context menu with options that are
identical to the options that are on context menu for the Reports pane on the Patient sub-tab
on the Patient tab. See “Patient tab, Patient sub-tab, Reports pane” on page 154.

For detailed information about generating and saving both standard and custom
Run reports, see Chapter 10, “Geneticist Assistant Reports,” on page 265.
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Many options are available from the Sample tab for reviewing your data in Geneticist
Assistant.

This chapter covers the following topics:

*  “Overview of the Sample Tab” on page 211.

*  “Sample Variant Data Sub-Tab” on page 212.

*  “Sample Data Sub-Tab” on page 232.

*  “Compound Variant Interpretation Sub-Tab” on page 240.
*  “Submission Sub-Tab” on page 241.

e “Quality Metric Report Sub-Tab” on page 242.
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Overview of the Sample Tab

The Sample tab displays information for a selected sample. To open the Sample tab, do one
of the following:

Right-click a run on the Runs tab, and on the context menu that opens, click Run > Open
all Samples with, and then select a filter template. After the Sample tab is populated based
on the selected filter template, you can clear the template to display all sample variant data
for the run.

Right-click a sample in the Samples pane on the Run tab, and on the context menu that
opens, select Sample Details.

Double-click a sample in the Samples pane on the Run tab.

Right-click a sample on the Samples sub-tab on the Patient tab, and on the context menu
that opens, select Sample Details.

Double-click a sample on the Samples sub-tab on the Patient tab.

Right-click a sample in the Associated Samples pane on the Variant tab, and on the
context menu that opens, select Sample Details.

Double-click a sample in the Associated Samples pane on the Variant tab.

Figure 8-1:  Sample tab, Sample Variant Data sub-tab

File Tabs Panels Reports Filters Tools Backup Help
Refresh Sample/Run/Panel /PanelGroup/SampleGroup Patient/Gene /chrom:start-e Search Ref
‘ Runs .. I Run'sS... L. I Sample... . I Search... Patients | Patient... . | Sample... .| I Sample... .. Variant... . [ Sample... l Curren.... |
Sample Variant Data [ Sample Data ] Quality Metric Report
7 3 /CH: *08.13.2018-09.13.2( BWCH: BWCH: BWCH: B4
1D |Chromosome | Chromosome Position Interpretation Number of Samples  er of Samples having the \ Coverage Min Coverage Max Covera
15 17 63533789 Doc Demo vV 0 0 NA WA
7 3 37083740 0 0 NA NA
18 14 75513883 0 0 WA WA
8 14 75505016 0 0 NA NA
6 17 7579472 0 0 WA WA T
9 2 47693959 Heterozygous variant. GT 0 0 NA NA
12 17 63533768 0 0 NA WA
13 2 48010558 0 0 NA NA
14 14 75513828 0 0 NA WA
16 S 112162854 0 0 NA NA l‘
‘| I il
Variants 20; Status Changes 1; Comments 0; Related Patients 0; Reports 0 Registered | Version 1.8.0 Beta, Build 317, Revision 965f53ec, Build Date: Oct 10 2018 _OJ

The Sample tab has four sub-tabs:

The Sample Variant Data sub-tab. See “Sample Variant Data Sub-Tab” on page 212.
The Sample Data sub-tab. See “Sample Data Sub-Tab” on page 232.

The Compound Variant Interpretation sub-tab. See “Compound Variant Interpretation
Sub-Tab” on page 240.

The Submission sub-tab. See “Submission Sub-Tab” on page 241.
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Sample Variant Data Sub-Tab

212

The Sample Variant Data sub-tab is the sub-tab that opens after you open the Sample tab
Figure 8-2:  Sample tab, Sample Variant Data sub-tab

File Tabs Panels Reports Filters Tools Backup Help
Refresh Sample/Run/Panel/PanelGroup/SampleGroup /Patient/Gene/chrom:start-e Ref
‘ Runs .| | Run'S... L. | Sample... | Search... . Patients . | Patient... . | Sample... . | Sample... . Variant... . Sample... 8 Curren... ||
Sample Variant Data | Sample Data | Quality Metric Report
I ariants of "'Sample_s7_776355_Output_MutationReport.sorted':
1D [Chromosome, Chromosome Position JEpEE ICI-:\‘IJ"(')‘%;? 6%()31::;:33.2(“ of SameIvZ: ;i;ving they CovBe‘r,:gcr i\ﬂin CWE:;Hriﬂax Covsg;
15 17 63533789 Doc Demo V 0 0 NA NA
7 3 37083740 0 0 NA NA
18 14 75513883 0 0 NA WA
8 14 75505016 0 0 NA NA
6 17 7579472 0 0 NA WA b
9 2 47693959 Heterozygous variant. GT 0 0 NA NA
12 17 63533768 0 0 NA NA
13 2 48010558 0 0 NA NA
14 14 75513828 0 0 NA WA
16 S 112162854 0 0 NA NA L]
< | o
Variants 20; Status Changes 1; Comments 0; Related Patients 0; Reports 0 Registered | Version 1.8.0 Beta, Build 317, Revision 965f53ec, Build Date: Oct 10 2018 M

The Sample Variant Data sub-tab has a single pane, the Variants pane, that displays

information about all the variants that were identified in the selected sample. By default, two
types of information are always displayed on the sub-tab: variant annotation information and

global variant count and frequency information. The pane also displays statistical
information if a sample group was used for the run and statistics were calculated for the

sample group. A variety of options are available for working with a variant that is displayed

on this sub-tab, and a context menu is also available. See:

e “Variant annotation information” on page 213.

*  “Global variant count and frequency information” on page 218.

*  “Sample group statistical information” on page 219.

e “Variant options on the Sample Variant Data sub-tab” on page 220.

e “Sample Variant Data sub-tab context menu” on page 222.

The information that is displayed on the Sample Variant Data sub-tab was divided

% into three separate tables simply for ease of reading in this manual and locating
and identifying the information on the sub-tab. There is no visible division of this
information on the sub-tab itself.
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* Remember, you can select which columns to show and which columns to hide in
a pane. See “To show/hide columns in a tab pane” on page 39.

* Remember, you can specify how the information about the variants is displayed
on the sub-tab. See “To specify variant preferences” on page 70.

o Selected columns from the various reference information panes on the Variant
tab can also be displayed here. See Chapter 9, “Geneticist Assistant Data
Review - Variant Tab,” on page 243.

Variant annotation information

The following table lists the variant annotation information that is displayed on the Sample
Variant Data sub-tab.

Many of the options that are listed in the variant annotation information columns
are also available on the Sample Variant Data sub-tab context menu.

Table 8-1: Sample Variant Data sub-tab: Variant Annotation information

Column Description

ID System-generated value that identifies the variant.

Chromosome The chromosome on which the variant is located.

Chromosome The chromosome position where the variant is located.

Position

Chr:ChrPos The chromsome:chromosome position for the variant location.

Rs The dbSNP database identification for the variant.
Note: If a value other than N/A is displayed, then it is a hyperlink to the NCBI dbSNP web

page for the variant.

Ref The reference nucleotide at the variant position.

Ref AA The reference amino acid coded for by the codon that includes the variant position.

Alt The variant nucleotide at the variant position.

Alt AA The variant amino acid coded for by the codon that includes the variant position.

Type The type of variant based on the amino acid change that the variant caused. Values are
Missense, Synonymous, Frameshift, or Nonsense.

Coverage The coverage (number of reads) aligned to the variant location in the sample.
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Table 8-1: Sample Variant Data sub-tab: Variant Annotation information (Continued)

Column

Description

Pathogenicity

The pathogenicity of the variant, which is the potential for the variant to cause disease. By
default, the pathogenicity is always set to an initial value of Unassigned. You must review
the information for the variant and then decide what the pathogenicity should be; for
example, Deleterious. (If you cannot determine the pathogenicity of the variant, then you
can set the status to Unknown.) When you update the pathogenicity and/or status, you can
apply the changes to:

+ the panel group - Applies the changes to the variant for the indicated panel group.The
next time that the variant is detected in another sample that has been assigned to this
panel group, then this is the pathogenicity that is displayed for the variant.

» the sample only - Applies the changes to the variant only for the currently selected
sample.

You can also update the pathogenicity status and/or add comments for the changes. By

default, the status is always set to an initial value of Pending.

Figure 8-3:  Submit Pathogenicity dialog box

Variants to Be Updated:

Chr2:47637464, rs0, G>GTA
Chr2:47641559, rs0, TAA>T
Chr2:48023115, rs0, T>C

Apply Pathogenicity / Status Change to
©) the panel group
) the sample only

Update Patt to: [Unknown v||  New ]
Pathogenidty Change Comment:

Update Statuses to: [Pending ) New |

Status Change Comment:

[I\ Cancel ]

Note: You can also double-click in the Pathogenicity column to open the Submit
Pathogenicity dialog box, or use the context menu option. See “Sample Variant Data
sub-tab context menu” on page 222.

The following information is relevant to updating the pathogenicity and/or pathogenicity
status for a variant:

» By default, only five pathogenicities—Deleterious, Likely Deleterious, Unknown, Likely
Benign, and Benign—are available. You have the option of adding custom
pathogenicities, either by clicking New to open the Add New Pathogenicity dialog box
and entering a new value, or from the Manage Objects function. See “Managing Objects
in the Geneticist Assistant Database” on page 55.

» By default, only two statuses—Pending and Confirmed—are available. You have the
option of adding custom statuses, either by clicking New to open the Add New
Pathogenicity Status dialog box and entering a new value, or from the Manage Objects
function. See “Managing Objects in the Geneticist Assistant Database” on page 55.

» Optionally, you can add supporting information for this pathogenicity change. See “To
add supporting information for a variant” on page 256.

* You always have the option of updating just the pathogenicity status for a variant. See
“Pathogenicity Status” on page 215.

* You can also update the pathogenicity on the Patient tab, Variants sub-tab. See “Patient
tab, Variants sub-tab” on page 158.
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Sample Variant Data sub-tab: Variant Annotation information (Continued)

Column

Description

Pathogenicity Date
Time

The date and time that the currently displayed pathogenicity value was assigned to the
variant.

Pathogenicity Status

The status of the selected pathogenicity. You must manually set this value. By default, only
two statuses—Pending and Confirmed—are available, and the pathogenicity status is
always set to an initial value of Pending. You must review the information for the variant
and then decide what the pathogenicity status should be. To open the Submit Pathogenicity
dialog box, double-click in this column for a selected variant.You can update the
pathogenicity status for the selected variant in this dialog box. When you update the
pathogenicity status, you can apply the changes to:

+ the panel group - Applies the changes to the variant for the indicated panel group.The
next time that the variant is detected in another sample that has been assigned to this
panel group, then this is the pathogenicity status that is displayed for the variant.

» the sample only - Applies the changes to the variant only for the currently selected
sample.

You can also add a comment for the status change.

You have the option of adding custom statuses, either by clicking New to open the Add
New Pathogenicity Status dialog box and entering a new value, or from the Manage
Objects function. See “Managing Objects in the Geneticist Assistant Database” on page 55.

Figure 8-4:  Update Variant Pathogenicity Status dialog box

Variants to Be Updated:

.

Chr3:30686414, rs0, A>G

Apply Pathogericity / Status Change to
© the panel group
the sample only

o)

Update Statuses to: [endng v) [ new |

Status Change Comment:

The following information is relevant to updating the pathogenicity status for a variant:

* You can also double-click in the Status column to open the Update Variant Pathogenicity
Status dialog box or use the option that is available on the context menu for the sub-tab.
See “Sample Variant Data sub-tab context menu” on page 222.

* You can also update the Pathogenicity Status for a variant on the Patient tab, Variants
sub-tab. See “Patient tab, Variants sub-tab” on page 158.

Pathogenicity Status
Date Time

The date and time that the currently displayed pathogenicity status was assigned to the
variant.

Zygosity

Indicates whether the variant is heterozygous or homozygous.

Note: The selected zygosity is based on the Zygosity settings that you have specified on
the Variant Preferences tab of the Settings dialog box. See “To specify variant
preferences” on page 70.
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Table 8-1: Sample Variant Data sub-tab: Variant Annotation information (Continued)

Column

Description

Artifact Type

The artifact type for the selected variant. You must manually set this value. Double-click in
this column for the selected variant to open the Update Artifact Type dialog box. You
specify the artifact type (for example, Sequencing) for the variant in this dialog box. If the
appropriate artifact type is not available, then an option is provided to create a new type.

Figure 8-5:  Update Variant Artifact Type dialog box

1‘2’ Update Variant Artifact Type

| Chr2:47630550, 1s0, C>G

| |

Variant:

Artifact Type ) [ new.. |

Variant Classification

@) Set globally
Set for Sample '800458.igv-sorted_Output_Mutation_Report1_fitered' only

Comment:

When you specify the artifact type, you can set the artifact type as the following:

» Set globally—Selected by default. Set this artifact type for the variant, regardless of the
sample in which the variant is detected.

» Set for Sample—Set this artifact type for this variant only for the indicated sample.
You also have the option of adding comments for the variant artifact type.

Note: The default value for Variant Classification is determined by the setting on the
Variant Preferences tab on the Settings dialog box. See “To specify variant
preferences” on page 70.

The following information is relevant to updating the artifact type for a variant:

* You can also define artifact types and set the artifact type for a variant on the Variants
sub-tab on the Patient tab, on the Variants sub-tab on the Panel Statistics tab from the
Runs tab or the Run tab, or on the Sample Variant Data sub-tab on the Sample tab.

* You can also double-click in the Artifact Type column to open the Update Variant Artifact
Type dialog box, or use the context menu option. See “Sample Variant Data sub-tab
context menu” on page 222.

* You have the option of adding custom artifact types, either by clicking New to open the
Add New Artifact dialog box and entering a new value, or from the Manage Objects
function. See “Managing Objects in the Geneticist Assistant Database” on page 55.

Patient Variant
Frequency

The frequency at which the variant was detected in the sample. Any value < 1 is allowed,
with 1 = 100%, 0.5 = 50%, and so on.

Gene

The gene on which the variant is located.

Gene Strand

The strand (+ or -) for the gene in which the variant is located.

Read Balance

The balance in forward and reverse oriented reads with the variant as reported in the VCF
file.
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Table 8-1: Sample Variant Data sub-tab: Variant Annotation information (Continued)

Column

Description

Exon Number

The exon within the gene in which the variant is located. Includes non-coding exons.
“Intron” is displayed for intronic variants.

Transcript The accession number for the preferred mRNA transcript that is used for the HGVS
nomenclature columns.

Protein The accession number for the protein transcript that is associated with the preferred mRNA
transcript and is used for the HGVS nomenclature columns.

Coding Base The position in the coding regions for the gene where the variant is located.

Codon Position

The position within the codon where the variant is located (1, 2, or 3).

AA Position

The amino acid number within the gene for the amino acid coded for by the codon that
includes the variant position.

HGVS Genomic

The HGVS genomic nomenclature for the variant. (www.hgvs.org/mutnomen).

HGVS Coding

The HGVS coding DNA nomenclature for the variant relative to the reference accession
that is shown in the Transcript column. (www.hgvs.org/mutnomen).

HGVS Protein

The HGVS protein nomenclature for the variant relative to the reference accession that is
shown in the Protein column. (www.hgvs.org/mutnomen).

Variant Comment

The last added comment for the variant. You can also single-click twice in this field, and
then add or edit a comment as needed. After you click out of the field, the Add Variant
Comment dialog box opens. The comment is displayed in the Variant Comment field in the
Variants pane on the Search Results tab, the Variant Comment field on the Sample Variant
Data sub-tab on the Sample tab, the Variant Comment field in the Variant pane on the
Variant tab, and the Variant Comments pane on the Variant tab.

Figure 8-6:  Add Variant Comment dialog box

Add Variant Comme (i S
Variant Chr2:47630550, rs0, C>G

Add comment:  Confirm pathogenicity after new protocol.

Coc J[ come

Note: If multiple comments have been added for a variant, then with the exception of the
Variant Comments pane on the Variant tab, only the last added comment is
displayed here and on the Variants sub-tab on the Patient tab, the Sample Variant
Data sub-tab in the Sample tab, the Variant pane on the Variant tab, and the Variant
Comments pane on the Variant tab. All the comments that have been added for a
variant, including the last added, are displayed in reverse chronological order in the
Variant Comments pane on the Variant tab. You can also add comments for a variant
with an option on the context menu for this sub-tab. See “Add Variant Comment” on
page 224.

Comment Date Time

The date and time that the currently displayed comment (The last added comment for the
variant) was added for the variant.
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Table 8-1: Sample Variant Data sub-tab: Variant Annotation information (Continued)
Column Description

Panel The panel that was used for the run.

Panel Group The panel group to which the panel is assigned.

Trans Indicates whether the variant is Transition (Ti) or Transversion (Tv).

Sample The sample name.

CDS number The coding exon number.

Genotype The variant genotype.

Report Displays a checkbox. For each variant that is to be included in a report, click in the
checkbox to select the variant.

Tip: You can define variant filtering options to filter for variants only where Report = true or
Report = false.

Interpretation If an interpretation has been defined for this single variant, then the full interpretation is
displayed in this column. If more than one interpretation has been defined for the variant,
then the last defined interpretation is displayed.

Coverage Region Indicates whether the region passed or failed the Quality Control (coverage) settings that

Status were specified for the run’s panel.

Global variant count and frequency information

The following table lists the global variant count and frequency information that is displayed
on the Sample Variant Data sub-tab.

Table 8-2: Sample Variant Data sub-tab: Global Variant Count and Frequency information

Column

Description

Samples Per Panel

The total number of samples submitted per panel.

Note: Any of the following values that can also be reported as real or related to the artifact type for the variant are
marked with an asterisk. For example, for Times Observed Per Panel, two additional columns are also
displayed—Times Observed As Real Per Panel and Times Observed As Artifact Per Panel, where the
number of samples for which the Artifact Type is set to None is reported for any Observed as Real value and
the number of samples for which the Artifact Type is set to any other value, such as Sequencing, is reported
for any Observed as Artifact value.

Times Observed Per
Run

The number of times that the variant was detected across all samples in the run.

Times Observed Per
Panel*

The number of times that the variant was detected across all samples per panel.

Frequency Observed
Per Panel*

The frequency at which the variant was detected across all samples per panel.

Samples Per Panel
Group

The number of samples that are included in the panel group that include the panel that is
assigned to the selected sample.

Times Observed Per
Panel Group*

The number of samples that include the variant and that are assigned to any panel that is
included in the same panel group as the panel for the selected sample.

Frequency Observed
Per Panel Group*

The frequency at which the variant was detected in all samples that are assigned to any
panel that is included in the same panel group as the panel for the selected sample.
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Table 8-2: Sample Variant Data sub-tab: Global Variant Count and Frequency information (Continued)

Column

Description

Patient Variant
Frequency

The frequency of the variant found in the patient sample. If multiple samples for a patient
have been loaded, then all samples are considered.

Samples With
Passed Regions Per
Panel

The number of samples that are assigned to the panel for the selected sample where the
panel region in which the variant is located has a status of Passed for the sample.

Times Observed In
Passed Regions Per
Panel

The number of samples that are assigned to the panel for the selected sample where the
variant is reported and the panel region in which the variant is located has a status of
Passed for the sample.

Frequency Observed
In Passed Regions

The frequency at which the variant was detected considering only those samples that are
assigned to the same panel as the selected sample and where the panel region in which

Per Panel the variant is located has a status of Passed.

Samples With The number of samples that are assigned to any panel that is included in the same panel
Passed Regions Per | group as the panel for the selected sample where the panel region in which the variant is
Panel Group located has a status of Passed.

Times Observed In
Passed Regions Per
Panel Group

The number of samples that are assigned to any panel that is included in the same panel
group as the panel for the selected sample where the variant is found and the panel region
in which the variant is located has a status of Passed.

Frequency Observed
In Passed Regions
Per Panel Group

The frequency at which the variant was detected in all samples that are assigned to any
panel that is included in the same panel group as the panel for the selected sample where
the panel region in which the variant is located has a status of Passed.

Sample group statistical information

The following table lists the sample group statistical information that is displayed on the
Sample Variant Data sub-tab.

To calculate the statistics for the sample group, use the Manage Sample Group
Statistics option on the column header context menu for the sub-tab. See “Sample
Variant Data sub-tab context menu” on page 222.

Table 8-3: Sample Group Statistics Columns on the Sample Variant Data sub-tab

Column

Description

Number of Samples

Number of samples that.have been submitted for the sample group to which this sample is
assigned.

Number of Samples
Having the Variant

Number of samples in the group that contained the variant.

Coverage Min

The minimum coverage (number of reads) for the variant in the sample group.

Coverage Max

The maximum coverage (number of reads) for the variant in the sample group.

Coverage Median

The median coverage (number of reads) for the variant in the sample group.

Coverage Mean

The mean coverage (number of reads) for the variant in the sample group.

Coverage Standard
Deviation

The variation from the Coverage mean for the variant in the sample group.
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Table 8-3: Sample Group Statistics Columns on the Sample Variant Data sub-tab (Continued)

Column

Description

Variant Frequency
Min

The minimum frequency at which the variant was detected in the sample group. Any value
<1 is allowed, with 1 = 100%, 0.5 = 50%, and so on.

Variant Frequency
Max

The maximum frequency at which the variant was detected in the sample group. Any value
<1 is allowed, with 1 = 100%, 0.5 = 50%, and so on.

Variant Frequency
Median

The median frequency at which the variant was detected in the sample group. Any value <
1 is allowed, with 1 = 100%, 0.5 = 50%, and so on.

Variant Frequency
Mean

The mean frequency at which the variant was detected in the sample group. Any value < 1
is allowed, with 1 = 100%, 0.5 = 50%, and so on.

Variant Frequency
Standard Deviation

The variation from the Frequency mean for the variant in the sample group.

Read Balance Min

The minimum value for the balance in forward and reverse oriented reads with the variant
in the sample group as reported in the VCF file.

Read Balance Max

The maximum value for the balance in forward and reverse oriented reads with the variant
in the sample group as reported in the VCF file.

Read Balance
Median

The median value for the balance in forward and reverse oriented reads with the variant in
the sample group as reported in the VCF file.

Read Balance Mean

The mean value for the balance in forward and reverse oriented reads with the variant in

the sample group as reported in the VCF file.

Read Balance
Standard Deviation

The variation from the Read Balance mean for the variant in the sample group.

Variant options on the Sample Variant Data sub-tab

You can do the following for a variant that is displayed on the Sample Variant Data sub-tab
on the Sample tab:

*  You can specify how the information about the variants is to be displayed on this sub-tab.
See “To specify variant preferences” on page 70.

» Ifthe variant is located where there are overlapping genes, then you can select a different
gene for the variant on the Gene dropdown list. If you select a different gene, then the
gene that is displayed on the tab for the current Geneticist Assistant session is temporarily
changed. After you close and then re-open Geneticist Assistant, the selected gene is reset
to the preferred gene. To permanently change the gene that is used for variant, you can
add a preferred gene for the panel. See “To set or delete a preferred gene for a panel” on
page 112.

*  Youcan select a different transcript for the variant on the Transcript dropdown list. If you
select a different transcript, then the transcript that is displayed on the tab for the current
Geneticist Assistant session is temporarily changed. After you close and then re-open
Geneticist Assistant, the selected transcript is reset to the preferred transcript.
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To permanently change the transcript that is used for a gene or genes, you can do

% one of two things: You can right-click the variant, and on the context menu that
opens, click Edit Variant > Update Preferred Transcript (see “Sample Variant
Data sub-tab context menu” on page 222), or you can add a preferred transcript
list for the panel. See “To set or delete a preferred transcript list for a panel” on

page 110.

*  You can single click twice in the Variant Comment field to select the current comment in
the field and edit it, or if the field is blank, enter a new comment. After you add or edit a
comment, and then click out of the field, the Add Variant Comment dialog box opens.

Figure 8-7:  Add Variant Comment dialog box

#% Add Variant Comment M

Variant Chr2:47630550, rs0, C>G

Add comment:  Confirm pathogenicty after new protocol.

The dialog box displays the variant for which you are adding or editing the comment and
the current comment. You can edit the current comment, or leave it as-is, and then click

OK to close the dialog box and save the variant comment.

You can also use the Add Variant Comment option that is available on the context
% menu for the variant to add a new variant comment. See “Add Variant Comment”

on page 224.

*  Youcansingle click twice in the Type field, the Zygosity field, the HGVS Genomic field,
the HGVS Coding field, and/or the HGVS Protein field to select the current value in the
field and edit it. If the Type field is blank, then you can enter a value.

If you make a change to any of these values for the variant, then these changes are

% recorded for the variant on the Variant Changes pane on the Variant tab. See
“Variant Changes pane” on page 251. These changes are also reflected in the

appropriate fields on all the variant tabs, sub-tabs, and panes in Geneticist
Assistant.
* You can single click twice in the Interpretation field to select the current interpretation in

the field and edit it, or if the field is blank, enter a new interpretation. After you add or
edit an interpretation and then click out of the field, the Add Variant Interpretation dialog
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box opens.

Figure 8-8:  Add Variant Comment dialog box
Add Variant Inte!

Variant Chr2:47693959, rs0, G>A

Add comment: Heterozygous variant. GT TED.

(o J[ concel ]

The dialog box displays the variant for which you are adding or editing the interpretation
and the current interpretation. You can edit the current interpretation, or leave it as-is,
and then click OK to close the dialog box and save the variant interpretation.

Sample Variant Data sub-tab context menu

You can right-click any column header on the Sample Variant Data sub-tab to open a context
menu that, in addition to the standard column header context menu options, contains a

Manage Sample Group Statistics Columns option. This option opens the Select Sample
Groups dialog box.

Figure 8-9:  Select Sample Groups dialog box

Add statistics for selected sample groups
[ Mayo Clinic

[ Johns Hopkins

[ walthamu

[¥] BwcH

V| Calculate statistics based on samples added between
8/13/2018 |+| and 9/13/2018 |%|

ok J[ concel ]

* If youused sample groups for a run, then you can indicate the date range for which to
calculate statistics based on the added samples.

* Ifyoudid not use specific sample groups for a run, then do not select these sample groups,
or if applicable, clear the selections for these groups, which hides the corresponding
Sample Group Statistics columns from the sub-tab display.
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You can also right-click a variant in the Variants pane on the sub-tab to open a context menu
with the following options:

Table 8-4: Sample tab, Sample Variant Data sub-tab context menu

Option

Description

Variant Details

Opens the Variant tab, which displays detailed information about the variant. See
Chapter 9, “Geneticist Assistant Data Review - Variant Tab,” on page 243.

Show Variants Filtered
by Panel

Displays all the variants in the selected sample filtered by a selected panel or panels. If
you select this option, then the Select Panel to Filter Variants dialog box opens. You
must select a panel or panels in this dialog box by which to filter the variants for the
selected run.

Figure 8-10: Select Panel to Filter Variants dialog box
Select Panel to Filter Varian [ =)
Panels ‘
] 4475346_CHP2_designed_20120806
] Cardiac
_| oLmp

Panel Groups

=

Show Samples with
Selected Variants

Applicable for one or more variants. CTRL-click to select multiple variants. Two options
available:

» All variants - Opens the Samples with all variants pane, which displays a list of all the
samples in your Geneticist Assistant database that contain all the selected variants.
You can right-click a sample in the list to open a context menu with sample-specific
options. See “The Samples Pane (Run tab) Context Menu” on page 191.

* Any variant - Opens the Samples with any variants pane, which displays a list of all
the samples in your Geneticist Assistant database that contain any of the selected
variants. You can right-click a sample in the list to open a context menu with sample-
specific options. See “The Samples Pane (Run tab) Context Menu” on page 191.
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Table 8-4: Sample tab, Sample Variant Data sub-tab context menu (Continued)

Option

Description

Edit Variant - Contains all the sub-menu options for editing and deleting a variant.

Add Variant Comment

Opens the Add Variant Comment dialog box. You can add a comment for the variant in
the Add Comment field, and then click OK. You can also CTRL-click to select multiple
variants and add the same comment to all the selected variants in a single step. The
comment is displayed in the Variant Comment field in the Variants pane on the Search
Results tab, the Variant Comment field on the Sample Variant Data sub-tab on the
Sample tab, the Variant Comment field in the Variant pane on the Variant tab, and the
Variant Comments pane on the Variant tab.

Figure 8-11: Add Variant Comment dialog box

®% Add Variant Comment .

Variant Chr2:47630550, rs0, C>G

Add comment:  Confirm pathogenidty after new protocol.

ok J[ conl ]

Note: If multiple comments have been added for a variant, then with the exception of
the Variant Comments pane on the Variant tab, only the last added comment is
displayed in all the locations that are detailed above. All the comments that have
been added for a variant, including the last added, are displayed in reverse
chronological order in the Variant Comments pane on the Variant tab.

<Add Variant
Interpretation>

Select a variant, or CTRL-click to select multiple variants.

+ If a single variant is selected, then the option is Add Single Variant Interpretation,
and the Add Single Variant Interpretation dialog box opens.

 If two or more variables are selected, then the option is Add Compound Variant
Interpretation and the Add Compound Variant Interpretation dialog box opens.

See “Adding a Variant Interpretation” on page 342.
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Table 8-4: Sample tab, Sample Variant Data sub-tab context menu (Continued)

Option

Description

Update Pathogenicity

The pathogenicity of the variant, which is the potential for the variant to cause disease.
By default, the pathogenicity is always set to an initial value of Unassigned. You must
review the information for the variant and then decide what the pathogenicity should be;
for example, Deleterious. (If you cannot determine the pathogenicity of the variant, then
you can set the status to Unknown.) When you update the pathogenicity and/or status,
you can apply the changes to:

+ the panel group - Applies the changes to the variant for the indicated panel
group.The next time that the variant is detected in another sample that has been
assigned to this panel group, then this is the pathogenicity that is displayed for the
variant.

+ the sample only - Applies the changes to the variant only for the currently selected
sample.

You can also update the pathogenicity status and/or add comments for the changes. By
default, the status is always set to an initial value of Pending.

Figure 8-12: Submit Pathogenicity dialog box
Submit Pz icit EE

Variants to Be Updated:

Chr2:47637464, rs0, G>GTA
Chr2:47641559, rs0, TAA>T
Chr2:48023115, rs0, T>C

Apply Pathogenicity / Status Change to
©) the panel group
) the sample only

Update to: (unknown - New |
Pathogenicity Change Comment:

Update Statuses to: [Pending - New |

Status Change Comment:

E‘ Cancel ]

Note: You can also double-click in the Pathogenicity column to open the Submit
Pathogenicity dialog box.

The following information is relevant to updating the pathogenicity and/or pathogenicity
status for a variant:

« By default, only five pathogenicities—Deleterious, Likely Deleterious, Unknown,
Likely Benign, and Benign—are available. You have the option of adding custom
pathogenicities, either by clicking New to open the Add New Pathogenicity dialog
box and entering a new value, or from the Manage Objects function. See “Managing
Objects in the Geneticist Assistant Database” on page 55.

» By default, only two statuses—Pending and Confirmed—are available. You have the
option of adding custom statuses, either by clicking New to open the Add New
Pathogenicity Status dialog box and entering a new value, or from the Manage
Objects function. See “Managing Objects in the Geneticist Assistant Database” on
page 55.

» Optionally, you can add supporting information for this pathogenicity change. See
“To add supporting information for a variant” on page 256.

* You always have the option of updating just the pathogenicity status for a variant.
See “Pathogenicity Status” on page 215.

* You can also update the pathogenicity on the Patient tab, Variants sub-tab. See
“Patient tab, Variants sub-tab” on page 158.
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Table 8-4: Sample tab, Sample Variant Data sub-tab context menu (Continued)

Option

Description

Update Pathogenicity
Status

Select a variant, or CTRL-click to select multiple variants and then select this option to
open the Submit Variant Pathogenicity Status dialog box. You can update the
pathogenicity status for the selected variants in this dialog box. When you update the
pathogenicity status, you can apply the changes to:

« the panel group - Applies the changes to the variant for the indicated panel group.
The next time that the variant is detected in another sample that has been assigned
to this panel group, then this is the pathogenicity status that is displayed for the
variant.

» the sample only - Applies the changes to the variant only for the currently selected
sample.

You can also add a comment for the status change.

You have the option of adding custom statuses, either by clicking New to open the Add
New Pathogenicity Status dialog box and entering a new value, or from the Manage
Objects function. See “Managing Objects in the Geneticist Assistant Database” on
page 55.

Figure 8-13: Submit Variant Pathogenicity Status dialog box
(8 svomi Patrogericy

Variants to Be Updated:

Chr3:30686414, r<0, A>G

Apply Pathogenicity / Status Change to
© the panel group
the sample only

=

Update Statuses to: [endng v [ new ]

Status Change Comment:

The following information is relevant to updating the pathogenicity status for a variant:

* You can also double-click in the Pathogenicity Status column to open the Update
Variant Pathogenicity Status dialog box.

» You can also update the Pathogenicity Status for a variant on the Patient tab,
Variants sub-tab. See “Patient tab, Variants sub-tab” on page 158.
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Table 8-4: Sample tab, Sample Variant Data sub-tab context menu (Continued)

Option

Description

Update Artifact Type

The artifact type for the selected variant. You must manually set this value. Double-click
in this column for the selected variant to open the Update Artifact Type dialog box. You
specify the artifact type (for example, Sequencing) for the variant in this dialog box. If
the appropriate artifact type is not available, then an option is provided to create a new
type.

Figure 8-14: Update Variant Artifact Type dialog box

& Update Variant Artifact Type

Chr2:47630550, rs0, C>G

| |

Variant:

Artifact Type : \ v New...

Variant Classification

@ Set globally
() Set for Sample '800458.igv-sorted_Output_Mutation_Report1_fitered’ only

Comment:

When you specify the artifact type, you can set the artifact type as the following:

» Set globally—Selected by default. Set this artifact type for the variant, regardless of
the sample in which the variant is detected.

» Set for Sample—Set this artifact type for this variant only for the indicated sample.
You also have the option of adding comments for the variant artifact type.

Note: The default value for Variant Classification is determined by the setting on the
Variant Preferences tab on the Settings dialog box. See “To specify variant
preferences” on page 70.

The following information is relevant to updating the artifact type for a variant:

* You can also define artifact types and set the artifact type for a variant on the
Variants sub-tab on the Patient tab, on the Variants sub-tab on the Panel Statistics
tab from the Runs tab or the Run tab, or on the Sample Variant Data sub-tab on the
Sample tab.

* You have the option of adding custom artifact types, either by clicking New to open
the Add New Artifact dialog box and entering a new value, or from the Manage
Objects function. See “Managing Objects in the Geneticist Assistant Database” on
page 55.
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Table 8-4: Sample tab, Sample Variant Data sub-tab context menu (Continued)

Option Description
Update Preferred Opens the Set Preferred Gene/Transcript dialog box. You can select a different
Transcript preferred gene and/or transcript for the variant. When you select a different gene/

preferred transcript, you can set the preferences for one of the following:
 globally - for the variant in all panels and panel groups.
+ of panel - for the variant only when in the indicated panel.

» of Variant - only for this particular variant and not for any other positions within this
panel or panel group.

Figure 8-15: Set Preferred Gene/Transcript dialog box
el

Update Preferred Gene / Transcript
") Globally

@ ofPanel: 'Demo’
) of Variant: '2:47630550:C:G'

Preferred Current New
Gene: *No overlaping gene v

T T e —

Note: When you select a different transcript here for a panel, then the preferred
transcript that is used for a gene or genes is permanently changed for the panel.
You can also permanently change the preferred transcript by adding a preferred
transcript list for the panel. See “To set or delete a preferred transcript list for a
panel” on page 110. To temporarily change the preferred transcript for a gene or
genes, you simply select the transcript on the Transcript dropdown list on a tab
or sub-tab.

Delete Variant from This | Deletes the selected variant from this sample only.

Sample Figure 8-16: Delete Selected Variant dialog box

“0‘ Are you sure you want to delete variant 'Chr17:63533599, rs0, T>C'

& from the following 1 samples?

800456.igv-sorted_Output_Mutation_Reportl filtered.vcf
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Table 8-4: Sample tab, Sample Variant Data sub-tab context menu (Continued)

Option

Description

Delete Variant from All

Samples

Deletes the selected variant from all samples in which it was found.
Figure 8-17: Delete Selected Variant dialog box
B e I ==

| “0‘ Are you sure you want to delete variant 'Chr2:47630550, rs0, C>G' ||
\ from the following 4 samples?
800450.igv-sorted_Output_Mutation_Reportl filtered
800458.igv-sorted_Output_Mutation_Reportl filtered
800466.igv-sorted_Output_Mutation_Reportl filtered
800455.igv-sorted_Output_Mutation_Reportl filtered.vcf

(e J[w ]

External - Contains all the sub-menu options for viewing the sample variants in a tool that is outside Geneticist

Assistant.

View in NextGENe

Requires you to have your NextGENe installation specified in your Geneticist Assistant
settings. (See “To configure Geneticist Assistant directories” on page 59.) If selected,
then Geneticist Assistant browses for the folder where the VCF file for the sample is
located. If the NextGENe project file is found in the same directory as the VCF file, then
the NextGENe project is opened in the NextGENe Viewer, with the focus set to the
position for the selected variant.

View in IGV

Applicable if there is a corresponding BAM file (and not a NextGENe project file) in the
same folder as the VCF file for the sample. Opens the BAM file in the third-party
Integrative Genomics Viewer (IGV) with the focus set to the selected variant.

View in Alamut

Opens the variant for viewing in Alamut.

Note: To view a variant in Alamut, your Alamut settings must be specified. See “To
specify third-party (Alamut, IGV, OMIM) settings” on page 74.

View in UCSC

Opens the variant for viewing in the UCSC Genome Browser.
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Table 8-4: Sample tab, Sample Variant Data sub-tab context menu (Continued)

Option

Description

View PubMed Abstract

Searches PubMed for the variant and displays the appropriate abstract in the PubMed
window.

Figure 8-18: PubMed window

T Abstract
‘ € Link: ubmed_cited&format=textipresentation=abstractaldsFromResult=0 | ) || Saveas... Print...

1. PLoS One. 2011 Jan 21;6(1):e16449. doi: 10.1371/journal.pone.0016449.

Gallbladder cancer predisposition: a multigenic approach to DNA-repair, apoptotic

and inflammato: pathway genes.

Srivastava K, Srivastava A, Kumar A, Mittal B.
Department of Genetics, Sanjay Gandhi Post Graduate Institute of Medical
Sciences, Lucknow, I a.

Gallbladder cancer (GBC) is a multifactorial disease with complex interplay
between multiple gen 1ts.
T s (CART) and Grade of Membe

, apoptotic

You can do the following for the abstract:

* Inthe Link field, enter a different PubMed URL, and then click the Go To icon & to
navigate to abstract.

» Click Save As to save the abstract as a PDF with a name and in a location of your
choosing.

 Click Print to print the abstract.

Export - Contains all the sub-menu options for exporting a variant.

Export Selected Variants
to VCF

Exports the selected variants to a VCF file. CTRL-click to select multiple variants. You
must specify both the file name and the location in which to save the file.

Export All Variants to
VCF

Exports all the variants to a VCF file. You must specify both the file name and the
location in which to save the file.

Reports - Contains all the sub-menu options for generating a report that includes the variant.

Add Selected Variants to
Action List

Adds the selected variant to an Action List. CTRL-click to select multiple variants. See
“Creating an Action List” on page 338.

Add Selected Variants to
Custom Report

Selects all the data that is displayed for the selected variants for inclusion in a custom
report. CTRL-click to select multiple variants. See Chapter 10, “Geneticist Assistant
Reports,” on page 265.

Add All Variants to
Custom Report

Selects all the data that is displayed for all the variants for inclusion in a custom report.
See Chapter 10, “Geneticist Assistant Reports,” on page 265.

Copy

Copies all the information that is displayed for the selected variant to your client’s
clipboard. You can use standard Paste commands to paste this copied information into
a third-party application such as Notepad.
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Table 8-4: Sample tab, Sample Variant Data sub-tab context menu (Continued)

Option

Description

Create Variant Filters
from Selected Variants

Create a filter based on the selected variants. You can select a single variant, or CTRL-
click to select multiple variants to open the Create Variant Filter dialog box. Name the
filter and indicate if the filter is to be available to all users. You, and if applicable, other
users can use the Load Filter Template function to apply this variant filter to a selected
sample or samples. (See “To load a saved filter template” on page 38.)

Figure 8-19: Create Variant Filter dialog box

W% Create Variant Filter

e

Filter name

Available to all users

[TH Cancel J

When the Sample tab opens for a sample to which the filter has been applied, then the
Sample Variant Data sub-tab displays only those variants that meet the filter criteria.

Load Filters

Manually

Opens the Filters table for the Variants pane. See “To filter the data that is displayed in
a tab pane” on page 32.

<Filter Template Name>
- Saved by <User
Name>

Opens the saved Filter template for the Variants pane. Limits the display in the pane to
only the data (fields) that are defined by the template. See “To filter the data that is
displayed in a tab pane” on page 32.

Load Columns

Manually

Opens the Select Columns dialog box in which you can select columns that are to be
shown and clear the columns that are to be hidden dynamically, or select a
configuration from the list of available column configurations. This option is also
available on the column header context menu for the sub-tab.

Note: For information about showing and hiding columns dynamically, see “To show/
hide columns in a tab pane” on page 39.

Note: If you set column display preferences here, then you can display preferences for
variants in all the variant sub-tabs and panes (with the exception of the Sample
Group columns on the Sample Variant Data sub-tab on the Sample tab and the
Variant pane on the Variant tab) in a single step. See “To apply shared
preferences or to clear all tab preferences” on page 69.

Compact

Displays the data columns on the sub-tab in a more condensed view. To toggle the
display, click Compact as needed.

<Saved Pane
Configuration Name> -
Saved by <User Name>

Publicly available pane configurations. The name of the user who created a pane
configuration is displayed next to the configuration name.
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Sample Data Sub-Tab

The Sample Data sub-tab contains six panes—Status Changes, Comments, Patient, Related
Patients, Variant Interpretations, and Reports—that provide different information about the
selected sample.

Figure 8-20: Sample tab, Sample Data sub-tab

File Tabs Panels Reports Filters Tools Backup Help

Refresh Search Ref
Rurs [ | Run'samp.. () [ sample's.. ) | Actontist. [ | Patents ) | patints. () | Patient's.. ) | sampeco.. ) | patent's. () | sampe's. B | curent). £
Sample VariantData | Sample Data | Compound Variant Interpretation |
[Status Changes of 'Sample_s5_843974_Output_MutationReport.sorted': a
Type ~ Value User Date Comment Sample Sample Il
Sample Status Change New  Administrator 10/2/2018 12:46 P 200960848

omments of ‘Sample_s5_843974_Output_MutationReport.sorted":
No Data
Patient of 'Sample_s5_843974_Output_MutationReport.sorted':

External ID 1315487

FirstName il

LastName  Doe

Gender Female

Race Causcasian

Birthday Mon Jun 10 1946

# Relatives 2

#Samples 1

Last Comment

| [Related Patients of '1315487":
ID- Extemal ID First Name Last Name Date of Bith Gender Ethnicity =~ Owner Creator  # Relatives # Samples Last Comment Relationship Phone Street City State Zip F
2 1320683 Jane Doe 372/1920 Female Causcasian Administrator Administrator 2 [ Mother

1 1320476 John Doe 581913 Male Causcasian Administrator Administrator 2 0 Father

'ompound Variant Interpretations:
| Reload |Last Updated: 1003118 02:25:44 PM

I Name I User l Date I Interpretation
|
|

Mayo Recheck Variants 10/03/2018 02:25:02 PM

Reports of 'Sample_s5_843974_Output_MutationReport.sorted':

No Data R
«

Variants 26; Status Changes 1; Comments 0; Related Patients 2; Reports 0 Registered | Version 1.8.0 Beta, Build 305, Revision fcbe2e69, Build Date: Sep 27 2018 E]

With the exception of the Compound Variant Interpretations pane, a context menu is
available for each pane. See:

“Status Changes pane (Sample tab, Sample Data sub-tab)” below.

*  “Comments pane (Sample Data sub-tab on the Sample tab)” on page 234.

»  “Patient pane (Sample Data sub-tab for the Sample tab)” on page 236.

e “Related Patients pane (Sample Data sub-tab for the Sample tab)” on page 237.
*  “Compound Variant Interpretations pane” on page 238.

*  “Reports pane (Sample data sub-tab on the Sample tab)” on page 238.

Status Changes pane (Sample tab, Sample Data sub-tab)

The Status Changes pane lists an entry for each time the status was changed for the sample.
Each entry details the value for the sample status, the name of the user who changed the
sample status, the date and time of the status change, and any comments that the user entered
in support of the change. The pane always contains an entry for the initial submission of the
sample with the sample status set to New.
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&

Remember, you can change the status for a sample on the Run tab. See “10 set the
sample status” on page 190.

You can-right click a status change in the pane to open a context menu with the following

options:

Table 8-5: Sample tab, Sample Data sub-tab, Status Changes pane context menu

Option

Description

Add All To Custom
Report

Selects all the information that is displayed for the selected patient for inclusion in a
custom report. See Chapter 10, “Geneticist Assistant Reports,” on page 265.

Copy

Copies all the information that is displayed for the selected sample to your client’s
clipboard. You can use standard Paste commands to paste this copied information into a
third-party application such as Notepad.

Load Columns

Manually

Opens the Select Columns dialog box in which you can select columns that are to be
shown and clear the columns that are to be hidden dynamically, or select a configuration
from the list of available column configurations. This option is also available on the column
header context menu for the sub-tab.

Note: For information about showing and hiding columns dynamically, see “To show/hide
columns in a tab pane” on page 39.

Note: If you set column display preferences here, then you can display preferences for
variants in all the variant sub-tabs and panes (with the exception of the Sample
Group columns on the Sample Variant Data sub-tab on the Sample tab and the
Variant pane on the Variant tab) in a single step. See “To apply shared preferences

or to clear all tab preferences” on page 69.

Compact

Displays the data columns on the sub-tab in a more condensed view. To toggle the display,
click Compact as needed.

<Saved Pane
Configuration Name>
- Saved by <User
Name>

Publicly available pane configurations. The name of the user who created a pane
configuration is displayed next to the configuration name.

Load Filters

Manually

Opens the Filters table for the Status Changes pane. See “To filter the data that is
displayed in a tab pane” on page 32.

<Filter Template
Name> - Saved by
<User Name>

Opens the saved Filter template for the Status Changes pane. Limits the display in the
pane to only the data (fields) that are defined by the template. See “To filter the data that is
displayed in a tab pane” on page 32.
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Comments pane (Sample Data sub-tab on the Sample tab)

The Comments pane displays all the comments that have been added for the sample in
reverse chronological order. If one or more comments are displayed in the Comments pane,
then you can-right click a comment in the pane to open a context menu with the following
options:

The context menu for the Comments pane is not enabled if the pane is blank. To
add a comment for the sample and enable this context menu, see “The Samples
Pane (Run tab) Context Menu” on page 191.

Table 8-6: Sample tab, Sample Data sub-tab, Comments pane context menu

Option Description
Add Sample Opens the Add Sample Comment dialog box. You add a comment for the sample in the
Comment Add Comment field.

Figure 8-21: Add Sample Comment dialog box

Sample 800466.igv-sorted_Output_Mutation_Report1_filtered

Add comment:

OK

Note: If multiple comments have been added for a sample, then these comments are
displayed in reverse chronological order in the Comments pane on this tab. Only the
last added comment is displayed in the Comments field in the Samples pane on the
Samples data sub-tab on the Patient tab and in the Samples pane on the Run tab.
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Table 8-6: Sample tab, Sample Data sub-tab, Comments pane context menu (Continued)

Option Description
Delete Sample Opens the Add Delete Comment dialog box. Click OK to delete the comment for the
Comment sample and close the dialog box.

Figure 8-22: Delete Comment dialog box

Sample 800463.igv-sorted_Output_Mutation_Report1_filtered

Comment to delete:  Double-check patient assignment and sample ID.

OK t Cancel ]
Add All To Custom Selects all the information that is displayed for the selected patient for inclusion in a
Report custom report. See Chapter 10, “Geneticist Assistant Reports,” on page 265.
Copy Copies all the information that is displayed for the selected sample to your client’s

clipboard. You can use standard Paste commands to paste this copied information into a
third-party application such as Notepad.

Load Columns

Manually Opens the Select Columns dialog box in which you can select columns that are to be
shown and clear the columns that are to be hidden dynamically, or select a configuration
from the list of available column configurations. This option is also available on the column
header context menu for the sub-tab.

Note: For information about showing and hiding columns dynamically, see “To show/hide
columns in a tab pane” on page 39.

Note: If you set column display preferences here, then you can display preferences for
variants in all the variant sub-tabs and panes (with the exception of the Sample
Group columns on the Sample Variant Data sub-tab on the Sample tab and the
Variant pane on the Variant tab) in a single step. See “To apply shared preferences
or to clear all tab preferences” on page 69.

Compact Displays the data columns on the sub-tab in a more condensed view. To toggle the display,
click Compact as needed.

<Saved Pane Publicly available pane configurations. The name of the user who created a pane
ConfigurationName> | configuration is displayed next to the configuration name.

- Saved by <User
Name>

Load Filters

Manually Opens the Filters table for the Comments pane. See “To filter the data that is displayed in a
tab pane” on page 32.
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Table 8-6: Sample tab, Sample Data sub-tab, Comments pane context menu (Continued)

Option

Description

<Filter Template
Name> - Saved by
<User Name>

Opens the saved Filter template for the Comments pane. Limits the display in the pane to
only the data (fields) that are defined by the template. See “To filter the data that is
displayed in a tab pane” on page 32.

Patient pane (Sample Data sub-tab for the Sample tab)

The Patient pane displays information about the patient who is associated with the sample.
You can right-click anywhere on the information for the associated patient to open a context
menu with the following options:

Table 8-7: Sample tab, Sample Data sub-tab, Patient pane context menu

Option

Description

Set Patient

Opens the Set Patient dialog box. Select the patient that you are associating with the
sample, and then click OK.

Figure 8-23: Set Patient dialog box

e e

Sample Name: 800466.igv-sorted_Output_Mutation_Report1_filtered
Patient: 800466.igv-sorted
Select Patient:

IDr External ID FirstName LastName Date of Birth *

15 TvB17 Tori Victor 8/22/1962 |-

12 RDT1939 Robert Terhune  8/28/1939

10  800466.igv-sorted

9 800463.igv-sorted

8  800458.igv-sorted e

< »

[ concel ]

Note: You also have the option of associating a patient with a sample from the Run tab.
See “The Samples Pane (Run tab) Context Menu” on page 191.

Add All To Custom
Report

Selects all the information that is displayed for the selected patient for inclusion in a
custom report. See Chapter 10, “Geneticist Assistant Reports,” on page 265.

Add Patient External
ID to Custom Report

Selects only the External ID for the patient for inclusion in a custom report. See Chapter
10, “Geneticist Assistant Reports,” on page 265.

View Details Opens the Variants sub-tab on the Patient tab for the selected patient. See “Patient tab,
Variants sub-tab” on page 158.
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Related Patients pane (Sample Data sub-tab for the Sample tab)

The Related Patients pane displays all the relatives of the patient who is associated with the
sample. You can right-click anywhere on a related patient record to open a context menu
with the following options for working with the patient record:

The context menu for the Related Patients pane is not enabled if the pane is blank.
To add a patient relationship and enable this context menu, see “To use the context
menu for a patient (Patients tab)” on page 141.

Table 8-8: Sample tab, Sample Data sub-tab, Related Patients pane context menu

Option Description

Patient Details Opens the Patient tab for the selected related patient. All the options on the Patient tab are
now available for the related patient. See “Accessing and Reviewing Patient Records” on
page 137.
Note: You can also double-click a patient entry to open the Patient tab.

Add New The Add New Patient dialog box opens. By default, the Is Related to Existing Patient

Relationships option is selected and unavailable. Add the needed relationships for the patient. See Step
3 of “To add one patient at a time” on page 127.

Remove Selected Deletes the selected relationship for the patient. To remove multiple relationships,

Relationship CTRL-click as you select the relationships.

Add All To Custom Selects all the information that is displayed for the selected patient for inclusion in a

Report custom report. See Chapter 10, “Geneticist Assistant Reports,” on page 265.

Permissions Opens the Permissions dialog box.You use the options on this dialog box to set or edit the

permissions (Can Read or Can Read and Can Write) that the specified users or groups are
to have for the patient record. See “Setting Read and Write Permissions” on page 326.

Change Ownership Opens the Change Patient Ownership dialog box, which displays the name of the current
owner for the patient, and an option (New Owner) for selecting a new owner for the patient
from a list of all the currently available and active users for your Geneticist Assistant
instance. You can change the ownership for any patient if you are an Administrator user,
the current owner of the patient, or if you have been granted Can Read and Can Write
permissions for the patient.

Figure 8-24: Change Patient Ownership dialog box

I, Change Patient Ownership ELL

Name: TVB17

Current Owner:  Administrator

New Owner: TVAdmin v

OK . Cancel ] |

Copy Copies all the information that is displayed for the selected patient to your client’s
clipboard. You can then use standard Paste commands to paste this copied information
into a third-party application such as Notepad.
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Table 8-8: Sample tab, Sample Data sub-tab, Related Patients pane context menu (Continued)

Option

Description

Load Columns

Manually

Opens the Select Columns dialog box in which you can select columns that are to be
shown and clear the columns that are to be hidden dynamically, or select a configuration
from the list of available column configurations. This option is also available on the column
header context menu for the sub-tab.

Note: For information about showing and hiding columns dynamically, see “To show/hide
columns in a tab pane” on page 39.

Note: If you set column display preferences here, then you can display preferences for
variants in all the variant sub-tabs and panes (with the exception of the Sample
Group columns on the Sample Variant Data sub-tab on the Sample tab and the
Variant pane on the Variant tab) in a single step. See “To apply shared preferences
or to clear all tab preferences” on page 69.

Compact

Displays the data columns on the sub-tab in a more condensed view. To toggle the display,
click Compact as needed.

<Saved Pane
Configuration Name>
- Saved by <User
Name>

Publicly available pane configurations. The name of the user who created a pane
configuration is displayed next to the configuration name.

Load Filters

Manually

Opens the Filters table for the Related Patients pane. See “To filter the data that is
displayed in a tab pane” on page 32.

<Filter Template
Name> - Saved by
<User Name>

Opens the saved Filter template for the Related Patients pane. Limits the display in the
pane to only the data (fields) that are defined by the template. See “To filter the data that is
displayed in a tab pane” on page 32.

Compound Variant Interpretations pane

If all the variants that are included in a compound variant interpretation that has been defined
in your Geneticist Assistant database are present in the sample, then this variant
interpretation is displayed by name in the Compound Variant Interpretations pane. Multiple
variant interpretations can be applicable for a given sample. To refresh the pane with the
most recent matching interpretations at any time, click Reload. To view the details for all the
variants that define a given variant interpretation, double-click the interpretation to open the
Compound Variant Interpretation sub-tab. See “Compound Variant Interpretation Sub-Tab”
on page 240.

Reports pane (Sample data sub-tab on the Sample tab)

The Reports pane displays all the reports that were generated for the selected sample and
saved to the Geneticist Assistant database.

&

You can right-click anywhere on this sub-tab to open a context menu with options that are

You can also select Reports > Saved Reports on the Geneticist Assistant main
menu to open a Sample Reports tab that includes these same reports.
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identical to the options that are on context menu for the Reports pane on the Patient sub-tab
on the Patient tab. See “Patient tab, Patient sub-tab, Reports pane” on page 154.

For detailed information about generating and saving both standard and custom
Sample reports, see Chapter 10, “Geneticist Assistant Reports,” on page 2635.
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Compound Variant Interpretation Sub-Tab

If all the variants that are included in a compound variant interpretation that has been defined
in your Geneticist Assistant database are present in the sample, then this variant
interpretation is displayed by name in the Compound Variant Interpretations pane on the
Sample Data sub-tab on the Sample tab. Multiple variant interpretations can be applicable
for a given sample. To view the details for all the variants that were used to define a given
variant interpretation, double-click the interpretation to open the Compound Variant
Interpretation sub-tab.

The Compound Variant Interpretation sub-tab has the exactly the columns as the Sample
Variant Data sub-tab and an identical context menu, but instead of displaying all the variants
in the sample, it displays only those variants that define the given variant interpretation. (See
“Sample Variant Data Sub-Tab” on page 212.)

The Compound Variant Interpretation sub-tab is opened for the Sample tab only
after you double-click a variant interpretation in the Compound Variant
Interpretations pane on the Sample Data sub-tab on the Sample tab.

Figure 8-25: Compound Variant Interpretation sub-tab on the Sample tab

. Geneticist Assistant

File Tabs Panels Reports Filters Tools Backup Help

Refresh l l Search | Q+

Runs Run 'Demo’ Sample '800455.igv-sorted_O... (£ Current Jobs

Sample Variant Data Sample Data Compound Variant Interpretation
ariants of 'Interpret ABC':

IDv Chr : ChrPos Rs Type Coverage Pathogenici Pathogenicity Status HGVS Coding HGVS Protein Variant Frequer
48  2:47657041 rsB863225387 nonsense 881 Confirmed NM_000251.2:c.1237C>T NP_000242.1:p.GIn413Ter 0.4%6
44 10:88635779 rs11528010 missense 9390 Unassigned NM_004329.2:c.4C>A NP_004320.2:p.Pro2Thr 0.42
43  2:47635667 rs35898375 synonymous 613 Unassigned NM_000251.2:c.339G>A NP_000242.1:p.Lys113= 0.445
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Submission Sub-Tab

If the selected sample was part of a submission to the Geneticist Assistant customer portal,
then the details of the submission are displayed on the Submission sub-tab. The information
that is displayed on the Submission sub-tab and the options that are available such as
Download Packing Slip are identical to the information that is displayed for the submission
and the options that are available on the Submission tab that is accessed from the
Submissions tab.

For detailed information about the Geneticist Assistant customer portal and the
Submissions tab, see Chapter 12, “The Geneticist Assistant Customer Portal and
Submissions,” on page 305.

Figure 8-26: Submission sub-tab on the Sample tab

File Tabs Panels Reports Filters Tools Backup Help

Refresh Search Ref

Runs | Run Demo no bam' 2 | sample so0s3.igv-sorted 0. B Current Jobs

i
g
{
H
:
i
§
o]

|

ID  External ID First Name Last Name Date of Birth Gender Ethnicity Owner Creator # Relatives # Samples Last Comment Relationship  Phone Street City State  Zip Parent Name
209 12345 Jane Smith  1/1/1980  Female Causcasian web web 0 1 2887779999 123 Main St State College PA 16801

=

Date Collected Sample Type Units

Tue Jan 31 2017 blood 50 ml

‘ests Requested

D Type Name Price CBT Code  Expedited Reason
Diagnosis Breast Cancer 1000 0

[Reason For Testing
Indication Clinical Diagnosis
Diagnosis Diagnosis

Previously Tested Findings.

Ordering Provider

First Name Last Name Institution Email Fax  Street City  Sate Zip Report Delivery Method
Ordering  Provider mail@order.com 123 Main &t State College PA 16801 Email

First Name Last Name Email Phone Fax  Report Delivery Method

Genetic  Counselor genetic@counselor.com 4445556677 Email

[Referring Hospital Or Laboratol

Organization Email Phone Fax  Street City  Sate Zip Report Delivery Method

Hosital referring@hospital.com 12345678 123 Main &t State College PA 16801 Email

Institutional Billing

Organization First Name Last Name Phone Email Fax Street City State  Zip Department
John Smith  Hosptial hospital@payment.com 8339991234 123 Main St State College PA 16801 123

CD9 Code
Code

H
3
H
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Quality Metric Report Sub-Tab

If a sample was included in a run for which a quality metric profile was selected, then the
Quality Metric Report sub-tab is displayed. The sub-tab details the result metrics for the
sample and how they compared to the specified quality metric thresholds.

» Ifaresult metric met or exceeded a Minimum and/or Maximum quality metric threshold
limit, then the successful value is not highlighted in the Quality Metric report.

* If a metric failed a Minimum and/or Maximum quality metric threshold, then the failed

value is highlighted in red in the Quality Metric report.

e If a metric failed a Warning quality metric threshold limit, then this value is highlighted

in yellow in the Quality Metric report.
Figure 8-27: Sample tab, Quality Metric Report sub-tab

File Tabs Panels Reports Filters Tools Backup Help

Refresh Search »
Runs l Run 'QMR Run II' 3 ‘ Sample 'Sample_s5_843974_0 ‘ Current Jobs |
Sample Variant Data I Sample Data ‘ Quality Metric Report
Sample Sample_s5_843974_Output_MutationReport.sorted
GA Version .8.0 Beta, Build 305, Revision fcbe2e68, Build Date: Sep 27 2018 Software Version NextGENeV2.3
Quality Metric Profile  VCF only Panel DLMP
Pass [ Total 0/8
Quality Metric Value (Pass / Total) Min Threshold Min Warning Threshold Max Warnir.2
Depth of coverage at variant’s position 14/ 14 100 110
Quality score 14/14 20 22
Aliele fraction 13/14 0.05 0.06
Strand bias 14/14 0.1 0.12
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Many options are available from the Variant tab for reviewing your data in Geneticist
Assistant.

This chapter covers the following topics:
“Overview of the Variant Tab” on page 245.

“Working with Reference Information Panes on the Variant Tab” on page 256.
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Overview of the Variant Tab

The Variant tab displays detailed information for a selected variant. To open the Variant tab,
do one of the following:

¢ Double-click a variant on the Variants sub-tab on the Patient tab.
*  Double-click a variant on the Variant sub-tab on the Panel Statistics tab.

* Right-click a variant on the Sample Variant Data sub-tab on the Sample tab, and on the
context menu that opens, select Variant Details.

*  Double-click a variant on the Sample Variant Data sub-tab on the Sample tab.

) Geneticist Assistant =L X
File Tabs Panels Reports Filters Tools Backup Help
Refresh [ search | Ref
I Runs Run ‘Demo no bam’ | | sample 's00463.gv-sorted_O... Variant '2:47641559TAAT () e 0
o 25 Coverage 253 Codon Position Times Observed As Artifact Per Panel Group 0 (DS number
Chromosome 2 Pathogenicity Gl AA Position Frequency Observed Per Panel Group 0.6 Interpretation
Chromosome Position 47641560  Pathogenicity Status Pending HGVS Genomic Frequency Observed As Real Per Panel Group 0.6 Pathogenicity Date Time
Chr: ChrPos 2:47641560 Artifact Type None HGVS Coding Frequency As Artifact Per P 0 Status Date Ti
Rs Gene HGVS Protein Trans Times Observed In Group
Ref AA Gene Strand Variant Comment Samples With Passed Regions Per Panel Group 0 Samples In Group
Ref AA Exon Number Panel Group Defaut Times Observed In Passed Regions Per Panel Group 0
Alt Transcript Samples Per Panel Group 10 Frequency Observed In Passed Regions Per Panel Group 0
Alt AA Protein Times Observed Per Panel Group 6 Comment Date Time
Type Coding Base Times Observed As Real Per Panel Group 6 Genotype AA/-
[No Data

[No Data
[No Data
Pathogenicity Changes:
Type ~ Value User Date
Pathogenicity Status Change Pending Administrator 9/12/2018 10:53 AM

Comment Sample Sample ID

Pathogenicity Change Benign Administrator 9/12/2018 10:53AM

Artifact Changes:

[No Data

[No Data
ommMoata: _______________________________________________________________________________________|
No Data
LOVD Data:
Symbul ID Position mRNA Position Genomic Variant DNA Variant DBID Times Reported Chromosome Allele Affects Function (Reported) Affects Function (Concluded) DNA Change (Gen
NA NA  NA NA NA NIA NA NA NA  NA NA NA

Comments 0; Interpretation 0; Pathogenicity Changes 2; Artifact Changes 0; Variant Changes 0; Supporting Info 0; Gene Phenotype 0; LOVD 1;

World-Wide LOVD 0; Associated Samples 6; Reports 0 ‘ Registered | Version 1.8.0 Beta, Buid 266, Revision 26eab418, Build Date: Aug 30 2018 m

The Variant tab has two types of panes: variant information panes, which display
user-specified information for a variant such as its pathogenicity, any comments, its artifact
type, and so on, and reference information panes, which display information about the
variant that has been culled from a specific reference database such as the dbSNP database.
Every pane has a context menu associated with it. Some of the menu commands that are
available are common to all the pane context menus, and some are pane-specific. See:

e “Variant information panes” on page 246.

» “Reference information panes” on page 254.

&

If any of the reference information panes are not displayed, contact SoftGenetics
to download the latest reference files.
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Variant information panes

Variant information panes display user-specified information for a variant such as its
pathogenicity, any comments, its artifact type, and so on. The following ten variant
information panes are displayed on the Variant tab when it opens:

“Variant pane” on page 247.

“Supporting Information pane” on page 249.
“Variant Comments pane” on page 250.
“Variant Interpretations pane” on page 251.
“Pathogenicity Changes pane” on page 251.
“Artifact Changes pane” on page 251.
“Variant Changes pane” on page 251.
“Associated Samples pane” on page 252.
“Variant’s Reports pane” on page 254.

“Gene Phenotypes pane” on page 254.

With the exception of the Variant Interpretations pane, the following commands are
displayed on the context menu for every variant information pane:

The context menu for a variant information pane is not enabled if the pane is
blank.

Option

Description

Add All To Custom
Report

Selects all the information that is displayed in the pane for inclusion in a custom report.
See Chapter 10, “Geneticist Assistant Reports,” on page 265.

Load Columns

Manually

Opens the Select Columns dialog box in which you can select columns that are to be
shown and clear the columns that are to be hidden dynamically, or select a configuration
from the list of available column configurations. This option is also available on the column
header context menu for the sub-tab.

Note: For information about showing and hiding columns dynamically, see “To show/hide
columns in a tab pane” on page 39.

Note: If you set column display preferences here, then you can display preferences for
variants in all the variant sub-tabs and panes (with the exception of the Sample
Group columns on the Sample Variant Data sub-tab on the Sample tab and the
Variant pane on the Variant tab) in a single step. See “To apply shared preferences
or to clear all tab preferences” on page 69.

Compact

Displays the data columns on the sub-tab in a more condensed view. To toggle the display,
click Compact as needed.
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Option

Description

<Saved Pane
Configuration Name>
- Saved by <User
Name>

Publicly available pane configurations. The name of the user who created a pane
configuration is displayed next to the configuration name.

Load Filters

Manually

Opens the Filters table for the pane. See “To filter the data that is displayed in a tab pane”
on page 32.

<Filter Template
Name> - Saved by
<User Name>

Opens the saved Filter template for the pane. Limits the display in the pane to only the
data (fields) that are defined by the template. See “To filter the data that is displayed in a
tab pane” on page 32.

Variant pane

The Variant pane is a read-only pane that lists all the same information that is displayed by
default for the variant on the Sample Variant Data sub-tab. (See “Sample Variant Data Sub-
Tab” on page 212.) You can right-click in the pane to open a context menu that, in addition to
the common pane commands, has the following pane-specific commands:

Option Description
Submit Supporting Opens the Add Supporting Info dialog box, which, by default, displays the dbSNP web
Hyperlink page for the variant. You can use the browser in this dialog box to select this web page as

supporting information for the variant, or navigate to a different page.

Figure 9-2:  Add Supporting Info dialog box

Variant:  Chr2:47641559, rs0, TAAST

@) [ © ] tws//www.nchinn.nh.goviprojects/SPlonp_tef.comrs=0 @

SupportingInfo Comment:

dbSNP

Short Genetic Variations

=
<3 NCBI

ClinVar

dbVar GaP Nucleotide Protein
Search small variations in dbSNP or large structural variations in dbvar

Search Entrez aosip v | for Go
ANNOUNCEMENT &Y il

PubMed

September 10, 2018

As previously announced, (April 19, 2018), dbSNP Entrez currently
only house human data. In addition, the Entrez and eUtils report
formats RS docsum, XML, ASN.1, FASTA, and FLAT format willno |+

Isearch bv IDs on All Assemblies =l

Supporting Info:

0] pportingInfo Type  Supporting Info User Date Comment

Note: See Step 9 of “To add supporting information for a variant” on page 256.
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Option

Description

Add Comment

Opens the Add Variant Comment dialog box. You can add a comment for the variant in the
Add Comment field, and then click OK. The comment is displayed in the Variant Comment
field in the Variant pane on the Variant tab, the Variant Comments pane on the Variant tab,
the Variant Comment field in the Variants pane on the Search Results tab, the Variant
Comment field on the Variants sub-tab on the Patient tab, and the Variant Comment field
on the Sample Variant Data sub-tab on the Sample tab.

Figure 9-3:  Add Variant Comment dialog box

®% Add Variant Comment M

Variant Chr2:47630550, rs0, C>G

Add comment:  Confirm pathogenicity after new protocol.

Note: If multiple comments have been added for a variant, then with the exception of the
Variant Comments pane on the Variant tab, only the last added comment is
displayed in all the locations that are detailed above. All the comments that have
been added for a variant, including the last added, are displayed in reverse
chronological order in the Variant Comments pane on the Variant tab.
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Supporting Information pane

The Supporting Information pane displays all the reference information and/or links that you
have submitted as supporting information for a variant. (See “To add supporting information
for a variant” on page 256.) You can right-click in the pane to open a context menu that, in
addition to the common pane commands, has the following pane-specific commands:

Option Description

Submit Supporting Opens the Add Supporting Info dialog box, which, by default, displays the dbSNP web

Hyperlink

page for the variant. You can use the browser in this dialog box to select this web page as
supporting information for the variant, or navigate to a different page.

Figure 9-4:  Add Supporting Info dialog box

Variant:  Chr2:47641559, rs0, TAA>T

ce © | https/fwown.nchi.nim.csh. govprojects/SNP/anp_ef.cors=0 <« (@)

Supportinglnfo Comment:
dbSNP g
Short Genetic Variations o

GaP PubMed Nucleotide Protein
Search small variations in dbSNP or large structural variations in dbVar
Search Entrez awswP v | for Go

ANNOUNCEMENT & iI

=
<3 NCBI

dbVvar Clinvar

September 10, 2018

As previously announced, (April 19, 2018), dbSNP Entrez currently
only house human data. In addition, the Entrez and eUtils report
formats RS docsum, XML, ASN.1, FASTA, and FLAT format willno |+

contact us Isearch bv IDs on All Assemblies =
Supporting Info:

0] upportingInfo Type  Supporting Info User Date Comment ‘

o) Cam)

Note: See Step 9 of “To add supporting information for a variant” on page 256.

Delete Supporting Deletes the supporting information. The deleted information is stored in the Geneticist

Info

Assistant database log. See “Reviewing the Database Log” on page 50.
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Variant Comments pane

The Variant Comments pane displays all the comments that have been added for the variant
in reverse chronological order. If one or more comments are displayed in the Comments
pane, then you can right-click in the pane to open a context menu that, in addition to the
common pane commands, has the following pane-specific commands:

The context menu for the Comments pane is not enabled if the pane is blank. To
add a comment for this variant and enable the pane, see “Variant pane” on page
247.

Option Description

Add Comment Opens the Add Variant Comment dialog box. You can add a comment for the variant in the
Add comment field, and then click OK. The comment is displayed in the Variant Comment
field in the Variant pane on the Variant tab, the Variant Comments pane on the Variant tab,
the Variant Comment field in the Variants pane on the Search Results tab, the Variant
Comment field on the Variants sub-tab on the Patient tab, and the Variant Comment field
on the Sample Variant Data sub-tab on the Sample tab.

Figure 9-5:  Add Variant Comment dialog box

®% Add Variant Comment

Variant Chr2:47630550, rs0, C>G

Add comment:  Confirm pathogenidty after new protocol.

Note: If multiple comments have been added for a variant, then with the exception of the
Variant Comments pane on the Variant tab, only the last added comment is
displayed in all the locations that are detailed above. All the comments that have
been added for a variant, including the last added, are displayed in reverse
chronological order in the Variant Comments pane on the Variant tab.
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Option Description

Delete Comment Opens the Delete Comment dialog box. Click OK to delete the comment for the variant
and close the dialog box.

Figure 9-6:  Delete Comment dialog box

Variant rs0:chr2:47641559: TAA>T

Comment to delete:  Third comment

OK Cancel

Variant Interpretations pane

The Variant Interpretations pane is a read-only pane that displays all the single
interpretations that have been added for the variant. The Variant Interpretations pane does
not have a context menu.

Pathogenicity Changes pane

The Pathogenicity Changes pane displays the history of the changes that have been made to
the pathogenicity for the variant in reverse chronological order. When a variant is first added
to the Geneticist Assistant database, the Pathogenicity is set to Unassigned and the
Pathogenicity Status does not have a value. If the Pathogenicity is changed to Deleterious,
and the Status is set to Confirmed, for example, then this change and the name of the user
who made the change, and the date and the time of the change are recorded and displayed in
this pane.

Artifact Changes pane

The Artifact Changes pane displays the history of the changes that have been made to the
artifact type for the variant in reverse chronological order. If the Artifact Type is set to
Sequencing, for example, then this change and the name of the user who made the change,
and the date and the time of the change are recorded and displayed in this pane.

Variant Changes pane

The Variant Changes pane displays the history of the changes that have been made to the
variant in reverse chronological order, for example, a change in the zygosity of the variant
from heterozygous to homozygous. The value that was changed for the variant, the name of
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the user who made the change, and the date and the time of the change are recorded and
displayed in this pane.

Associated Samples pane

The Associated Samples pane lists all the samples in which the variant has been identified.
You can right-click in the pane to open a context menu that, in addition to the common pane
commands, has the following pane-specific commands:

Option

Description

Sample Detail

Opens the Sample tab for the sample. See Chapter 8, “Geneticist Assistant Data Review -
Sample Tab,” on page 209.

Show Samples
Filtered by Panel

Displays all the variants in the selected samples filtered by a selected panel or panels. If
you select this option, then the Select Panel to Filter Variants dialog box opens. You must
select a panel or panels in this dialog box by which to filter the variants for the selected
samples.

Figure 9-7:  Select Panel to Filter Variants dialog box
Select Panel to Filter Varian =)

Panels

] 4475346_CHP2_designed_20120806
| Cardiac
_| oLmp

Panel Groups

==

Coverage Regions

Opens the Coverage Regions tab, which lists the coverage information for every region in
the panel for the associated sample. See “Coverage Regions tab” on page 200.

Panel Statistics

Opens the Panel Statistics tab. The tab has options for displaying specific information
based on the panel that was used for a sample’s run. See “Reviewing Panel Statistics” on
page 319.

Permissions Opens the Permissions dialog box.You use the options on this dialog box to set or edit the
permissions (Can Read or Can Read and Can Write) that the specified users or groups are
to have for selected samples. See “Setting Read and Write Permissions” on page 326.
252 Geneticist Assistant User’s Manual




Chapter 9
Geneticist Assistant Data Review - Variant Tab

Option

Description

Change Ownership

Opens the Change Sample Ownership dialog box, which displays the name of the current
owner for the selected sample, and an option (New Owner) for selecting a new owner for
the sample. You can change the ownership for any sample if you are an Administrator
user, the current owner of the sample, or if you have been granted Can Read and Can
Write permissions for the sample.

Figure 9-8:  Change Sample Ownership dialog box

Change Sample

Name: Mutation_Report1_filtered

Current Owner:  Administrator

New Owner: *System™ v

[ OK ] Cancel

External - Contains all the sub-menu options for viewing the sample variants in a tool that is outside Geneticist

Assistant.

View in NextGENe

Requires you to have your NextGENe installation specified in your Geneticist Assistant
settings. (See “To configure Geneticist Assistant directories” on page 59.) If selected, then
Geneticist Assistant browses for the folder where the VCF file for the sample is located. If
the NextGENe project file is found in the same directory as the VCF file, then the
NextGENe project is opened in the NextGENe Viewer.

View in IGV

Applicable if there is a corresponding BAM file (and not a NextGENe project file) in the
same folder as the VCF file for the sample. Opens the BAM file in the third-party
Integrative Genomics Viewer (IGV).

Export - Contains all the sub-menu options for exporting a variant.

Export to VCF

Exports all the variants in the selected sample or samples (CTRL-click to select multiple
samples) to a VCF file. You must specify both the file name and the location in which to
save the file.

Save Sample
Reports

Applicable for one or more samples. CTRL-click to select multiple samples. Generates an
individual sample report for each selected sample. If a single sample is selected, then a
default location, report name, and report type (.csv) are provided, but you can change any
or all of these values. If multiple samples are selected, then you can select only the
location in which to save the report. Each report is named the same as the sample and the
report format is .csv, and you cannot change either of these values.

Note: For more information about standard reports, see Chapter 10, “Geneticist Assistant
Reports,” on page 265.

Create Batch
Variants Report

Generates the Batch Variants report for the selected associated sample or samples.
(CTRL-click to select multiple samples.) See “Managing a Batch Variants Report” on page
329.

Create Batch
Coverage Report

Generates the Batch Coverage report for the selected associated sample or samples.
(CTRL-click to select multiple samples.) See “Generating a Batch Coverage Report” on
page 335.
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Variant’'s Reports pane

The Reports pane displays all the reports that were generated for the selected variant and
saved to the Geneticist Assistant database.

&

You can right-click anywhere on this sub-tab to open a context menu with options that are
identical to the options that are on context menu for the Reports pane on the Patient sub-tab
on the Patient tab. See “Patient tab, Patient sub-tab, Reports pane” on page 154.

You can also select Reports > Saved Reports on the Geneticist Assistant main
menu to open a Reports tab that includes these same reports.

For detailed information about generating and saving both standard and custom
Run reports, see Chapter 10, “Geneticist Assistant Reports,” on page 2635.

Gene Phenotypes pane

The Gene Phenotypes pane displays all the associated phenotypes for the gene in which the
variant was found as pulled from the Human Phenotype Ontology database (https://
hpo.jax.org/app/).

Reference information panes

Up to the following ten reference information panes can be displayed when the Variant tab
opens:

Database

Description

OMIM Data pane

Displays the information for the variant from the OMIM (Online Mendelian Inheritance in
Man) database.

Note: To view OMIM data, OMIM settings must be configured for your Geneticist Assistant
installation. See “Backing up the Geneticist Assistant Database” on page 51.)

LOVD Data pane

Displays the information for the variant from the LOVD (Leiden Open Variation Database)
database.

World-Wide LOVD
Data pane

Displays information for the variant from the world-wide LOVD (Leiden Open Variation
Database) world-wide database.

CIViC Data pane

Displays information for the variant from the CIViC (Clinical Interpretations of Variants in
Cancer) database.

gnomAD Data pane

Displays information for the variant from the gnomAD (Genome Aggregation Database)
database.

dbSNP (*/00-All.vcf)
pane

Displays the information for the variant from the dbSNP database.

Exome Variant
Server (*/ESP*.vcf)
pane

Displays the information for the variant from the Exome Variant Server database for the
NHLBI GO Exome Sequencing Project (ESP).

254

Geneticist Assistant User’s Manual



https://hpo.jax.org/app/
https://hpo.jax.org/app/

Chapter 9
Geneticist Assistant Data Review - Variant Tab

Database

Description

Exome Aggregation
Consortium
(EXAC.r*.*.sites.vep.
vcf) pane

Displays the information for the variant from the Exome Aggregation Consortium database
for selected global sequencing projects.

ClinVar (*/clinvar_00-
latest.vcf) pane

Displays the information for the variant from the ClinVar database.

dbNSFP pane

Displays the information for the variant from the dbNSFP database.

You can right-click any information in any of these reference information panes to open a
context menu with the following options:

The context menu for a reference information pane is not enabled if the pane is

blank.
Option Description
Submit as Submits the information in the field as supporting information for a variant. See “To add
Supporting Info supporting information for a variant” on page 256.
Add Values to Variant | Adds values from a selected field in the Reference database to the Variant pane and the

Table

Variants pane on the Sample Variant Data sub-tab on the Sample tab. You can also create
a custom formula based on multiple fields and add the resulting value to the these same
variant panes and tables. See “To add fields from a reference database to variant tables
and panes” on page 259 or “To add a custom field to variant tables and panes” on page
261.
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Working with Reference Information Panes on
the Variant Tab

A variety of options are available for working with the information that is displayed in the
various reference information panes on the Variant tab. You can do the following:

*  Add supporting information for a variant. See “To add supporting information for a
variant” below.

* Add fields from a reference database to variant tables and panes. See “To add fields from
a reference database to variant tables and panes” on page 259.

* Add a custom field to variant tables and panes. See “To add a custom field to variant
tables and panes” on page 261.

To add supporting information for a variant

You can add supporting information for a variant. Typically, this is information that you used
to determine the appropriate pathogenicity for the variant. You can reference information
from an external database or from a web page as supporting information. The supporting
information is displayed in the Supporting Information pane on the Variant tab. (See
“Supporting Information pane” on page 249.)

1. Ifyou have not done so already, do one of the following to open the Variant tab:
¢ Double-click a variant on the Variants sub-tab on the Patient tab.
¢ Double-click a variant on the Variant sub-tab on the Panel Statistics tab.

* Right-click a variant on the Sample Variant Data sub-tab on the Sample tab, and on
the context menu that opens, select Variant Details.

e Double-click a variant on the Sample Variant Data sub-tab on the Sample tab.
2. Do one of the following:

» To reference information from any reference track, go to Step 3.

* To reference a specific web page, go to Step 8.

3. In the appropriate reference information pane, review the information that you are using
for supporting information. See “Reference information panes” on page 254.

This information is included in the References folder. Use the scroll bar at the
bottom of the pane to view the available reference information for the variant.
Note that all reference information is not available for all variants.
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4. Right-click any information in a pane, and on the context menu that opens, click Submit
As Supporting Info.

The Supporting Info Submit dialog box opens. The dialog box lists all the reference
information and the corresponding values that can be selected from the pane as
supporting information.

Figure 9-9:  Supporting Info Submit dialog box

E Submit siEniE hfolﬁgﬁ

Sedect Info to Send:

Chromosome : 2
Chromosome Position : 48026756
ID : rs267608076

Ref : AAG

Alt : A

Qual :0

Filter :.

GENEINFO : MSH6:2956
LSD : LSD

NSF : NSF

OTHERKG : OTHERKG
PM : PM

REF : REF

RS : 267608076

RSPOS : 48026759

E] | cancel

5. Select the information that you are using as supporting information, and then click OK.

The Add Supporting Info dialog box closes. The information is displayed in the
Supporting Information pane. See “Supporting Information pane” on page 249.

6. Repeat Step 3 through Step 5 for each piece of reference information that you are adding
as supporting information.

7. Optionally, continue to Step 8 to also add supporting information for the variant from a
web page.

8. Right-click anywhere on the Variant pane or the Supporting Information pane, and on
the context menu that opens, click Submit Supporting Hyperlink.

The Add Supporting Info (for a web page) dialog box opens. By default, the dialog box
displays the dbSNP page for the variant. See Figure 9-10 on page 258.
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Figure 9-10: Add Supporting Info dialog box

Variant:  Chr2:47641559, rs0, TAA>T

[ © | nttorfwwm.ncbinm.nh.gov/projects/SNP/snp_ref.coirs=0 (@) (@]

SupportingInfo Comment:
dbSNP -
Short Genetic Variations e .

Clinvar GaP PubMed Nucleotide

Protein

Search small variations in dbSNP or large structural variations in dbVar
Search Entrez dbsNP Ll for Go

ANNOUNCEMENT £) -
September 10, 2018

G As previously announced, (April 19, 2018), dbSNP Entrez currently
only house human data. In addition, the Entrez and eUtils report
formats RS docsum, XML, ASN.1, FASTA, and FLAT format willno |~
GENERAL
Rss Feedt
Contact us Isearch bv IDs on All Assemblies =
Supporting Info:

o wpportingInfo Type  Supporting Info User Date Comment ‘

o) (e )

9. Do one of the following:

Click the Use This Link icon () to accept the NCBI dbSNP page. The URL is
added under Supporting Info on the dialog box.
Enter a new URL, click the Go To icon & to navigate to the web page, and then

click the Use This Link icon -6 to accept the web page. The URL is added under
Supporting Info on the dialog box.

You can also use the Add Supporting Info dialog box like a standard web browser
% and search for the necessary URL.

10. Click OK.

The Add Supporting Info dialog box closes. The URL is displayed in the Supporting
Information pane on the Variant tab. See “Supporting Information pane” on page 249.
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To add fields from a reference database to variant tables and

panes

You can add fields from a reference database to the Variant pane and the Variants pane on the
Sample Variant Data sub-tab on the Sample tab. Fields in the reference database can contain
single values, or they can contain multiple values. For example, the Allele Frequency (AF)
field in the EXAC Reference database contains a frequency value for the variant nucleotide
and a frequency value for the reference nucleotide. Depending on the options that you
specify, the field can be added with a just a single value (for example, the value for just the
variant nucleotide), or the field can be added with multiple values (the values for both the

variant nucleotide and the reference nucleotide).

1. Ifyou have not done so already, do one of the following to open the Variant tab:

¢ Double-click a variant on the Variants sub-tab on the Patient tab.

¢ Double-click a variant on the Variant sub-tab on the Panel Statistics tab.

* Right-click a variant on the Sample Variant Data sub-tab on the Sample tab, and on

the context menu that opens, select Variant Details.

*  Double-click a variant on the Sample Variant Data sub-tab on the Sample tab.

2. Right-click in the appropriate reference information pane, for example, the ExAC Data

pane, and on the context menu that opens, click Add Values to Variant Table.

The Add Values to Variant Table dialog box opens. The dialog box lists all the fields in
the selected Reference database. It also provides a description of the value that is

contained in each field.

Figure 9-11: Add Values to Variant Table dialog box

% Add Values to Variant Tab

Select Field(s) below to add:

ca clinicalassociation
CDS_SIZES Coding DNA Sizes
cG consScoreGERP

cP scorePhastCons

Column 1 +

n Name

)

tring v | eg'o

s

Field Value Description Number  DataType <
AA chimpAliele 1 String
AA_AC African American Alliele Count in the order of ARAlleles RefAllele. ... . int j
AA_AGE Esitmated Variant Age in kilo years for the African American Popul... . String
AA_GTC African American Genotype Counts in the order of listed GTS int

int
String

1 double

1 double LI

O Formul
Add Text A oo

Preview:

Column 1

empty

[ clearal

OK ] Cancel
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Do one of the following to select a field:
Double-click the field.
Right-click the field, and on the context menu that opens, click Add Value(s).

The Field Configuration dialog box opens. You use the options on the dialog box to
specify which values in the selected field are to be added to the various variant panes and

tables.

Figure 9-12: Field Configuration dialog box

f% Field Configuration lélgw
R (one value for each possible allele including the reference)

All alleles

g Alt allele

) A (one value per alternate allele)
All Alt zlleles tching Alt allele

") Fixed Value

Fixed

All

@ . (number of possible values varies, is unknown, or is undounded)

Preview:

AA_AGE

m[ Cancel J

Select the values in the field that are to be added to the various panes and tables. The

value that is selected by default is determined by how the field is defined in the VCF file

for the database.

Value

Description and Options

R (one value for each possible
allele including the reference)

The field contains multiple values, with one value for each
possible allele, including the reference allele.

« All alleles - Add all values for all possible alleles (multiple
values)

* Matching Alt allele - Add the value only for the matching
alternate allele (single value)

* Ref allele - Add the value only for the reference allele (single
value)

A (one value per alternate allele

The field can contain multiple values, with one value for each
alternate allele.

« All alt alleles - Add all values for all alternate alleles (multiple
values possible if more than one alternate allele exists)

+ Match Alt allele - Add the value only for the matching
alternate allele (single value)

Fixed Value

» All - Add all values (multiple values)

+ Fixed - Add only the specified number of fixed values,
specified value - 1 for the first value, 2 for the second, and so
on.

. (number of possible values
varies, is unknown, or is
unfounded)

Based on different variants, the number of values in the field can
vary.
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5. Click OK.

The Field Configuration dialog box closes. The Add Values to Variant Table dialog box
remains open.

* A tab that is named the same as the selected field, a Field tab, opens below the
list of available fields.

* A preview of the selected field and its values is displayed in the Work Area of the
dialog box (the blank area below the Field tab).

* A preview of the selected field and its values is also displayed in the Preview
pane (the bottom pane of the dialog box).

@ After you select the values that are to be added, the following happens:

6. Optionally, to change the name of a Field tab, select the tab to make it the active tab, and
then in the Column Name field, enter a new name.

If you add a field in error, then right-click it in the Work Area, and on the context
@ menu that opens, click Remove.

7. Optionally, to add another field, click the (+) tab to open a new blank Field tab, and then
repeat Step 3 through Step 6 to add the field to the various panes and tables for the
selected variant. Repeat these steps as many times as needed to add all the necessary
fields.

8. Click OK on the Add Values to Variant Table dialog box.

The selected field is added to the various variant tables and panes. The dialog box closes.
The Variant tab remains open.

To add a custom field to variant tables and panes

You can combine multiple fields in a reference database to create a custom field, and then
add the custom field and its value to the Variant pane and the Variants pane on the Sample
Variant Data sub-tab on the Sample tab. When you select a reference database field to use for
creating a custom field, if the field contains multiple values, then you can select only a single
value from the field. For example, the Allele Frequency (AF) field in the ExXAC Reference
database contains a frequency value for the variant nucleotide and a frequency value for the
reference nucleotide. If you select the AF field, then you must select either the frequency
value for the variant nucleotide or the frequency value for the reference nucleotide. You
cannot select both values.

1. Ifyou have not done so already, do one of the following to open the Variant tab:
¢ Double-click a variant on the Variants sub-tab on the Patient tab.
¢  Double-click a variant on the Variant sub-tab on the Panel Statistics tab.

* Right-click a variant on the Sample Variant Data sub-tab on the Sample tab, and on
the context menu that opens, select Variant Details.
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e Double-click a variant on the Sample Variant Data sub-tab on the Sample tab.

2. Right-click in a Reference pane, and on the context menu that opens, click Add Values to
Variant Table.

The Add Values to Variant Table dialog box opens. The dialog box lists all the fields in
the selected Reference database. It also provides a description of the value that is
contained in each field.

Figure 9-13: Add Values to Variant Table dialog box

% Add Values to Variant T:
Select Field(s) below to add: EVS v
Field Value Description Number DataType <
AA chimpAliele 1 String
AA_AC African American Allele Count in the order of ARAlleles RefAllele. ... . int
AA_AGE Esitmated Variant Age in kilo years for the African American Popul... . String
AA_GTC African American Genotype Counts in the order of listed GTS int
ca clinicalAssociation int
CDS_SIZES Coding DNA Sizes String
cG consScoreGERP 1 double
cP scorePhastCons 1 double L[
Column 1 B +53
o i PR [aafalte]
Column Name e.q"t'or L EE 00
Preview:
Column 1
| emety
Coma) o)

3. Do one of the following to select a field:
*  Double-click the field.
* Right-click the field, and on the context menu that opens, click Add Value(s).

The Field Configuration dialog box opens. You use the options on the dialog box to
specify the field value that you are using for the custom formula.

Figure 9-14: Field Configuration dialog box

R (one value for each possible allele including the reference)

All alleles ing Alt allele Ref allele
) A (one value per alternate allele)

All Alt alleles Matching Alt allele
") Fixed Value

All 0 % Fixed

© . (number of possible values varies, is unknown, or is undounded)

o) Cama)

’ AA_AGE
Preview:
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4. Select the value in the field that you are using in the formula for the custom field. The
value that is selected by default is determined by how the field is defined in the VCF file

for the database.

Value

Description and Options

R (one value for each
possible allele
including the
reference)

The field contains multiple values, with one value for each possible allele,
including the reference allele. Therefore, the values that you can select
are the following:

* Matching Alt allele - Add the value only for the matching alternate allele
(single value)

» Ref allele - Add the value only for the reference allele (single value)

A (one value per
alternate allele

The field can contain multiple values, with one value for each alternate
allele. Therefore, the values that you can select are the following:

» All alt alleles - Add all values for all alternate alleles (A single value if
only one alternate allele exists; however, multiple values possible if
more than one alternate allele exists)

* Match Alt allele - Add the value only for the matching alternate allele
(single value)

Fixed Value

« Fixed - Add only the specified number of fixed values specified value - 1
for the first value, 2 for the second, and so on.

. (number of possible
values varies, is
unknown, or is
unfounded)

Based on different variants, the number of values in the field can vary.

5. Click OK.

@ After you select the value that you are adding, the following happens:

* A tab that is named the same as the selected field, a Field tab, opens below the
list of available fields.

* A preview of the selected field and its value is displayed in the Work area of the
dialog box (the blank area below the Field tab).

* A preview of the selected field and its value is also displayed in the Preview
pane (the bottom pane of the dialog box).

6. Do one of the following:

e Click in the Add Text field, enter the needed text (for example, if you are creating a
field to show a ratio, you might select a forward slash), and then click Add Text.

The text is displayed on the Field tab and in the Work Area and the Preview pane.

e To create a formula, select Formula, and then select the operator for the formula.
Parentheses are also available for setting the order of operations in the formula.

As you create the formula, the following happens:
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* A preview of the formula, including the selected fields, their values, and the
operators, is displayed on the Field tab and in the Work area of the dialog box
(the blank area below the tabs).

e The Preview pane displays the current value for the formula.

Ifyou add a field, a text separator, or an operator in error, then right-click it in the
Work Area, and on the context menu that opens, click Remove.

7. Repeat Step 3 through Step 6 as needed to produce the final custom field.

As you select multiple fields for the custom field, the display on the Field tab and in the
Work Area and the Preview pane are dynamically updated.

8. Optionally, to add another custom field, click the (+) tab to open a new blank tab, and
then repeat Step 3 through Step 7. Repeat these steps as many times as needed to add all
the necessary custom fields.

9. Optionally, to change the name of the Field tab, select the tab to make it the active tab,
and then in the Column Name field, enter a new name for the tab.

10. Click OK.

The Field Configuration dialog box closes. The Add Values to Variant Table dialog box
remains open.

11. Click OK on the Add Values to Variant Table dialog box.

The custom fields are added to the various variant tables and panes. The dialog box
closes. The Variant tab remains open.
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As discussed in the various data review chapters in this manual, after a run is successfully
completed, many options are available for reviewing the data on the various tabs and panes
on the Geneticist Assistant main window. Two options are available for generating an output
file of the data: you can generate a standard report, or you can select some or all of the data
for inclusion in a custom report. You can also use the Report Designer to create a Sample
PDF Report template. A Sample PDF Report template not only specifies the data that a
Sample PDF report is to contain, but also the layout of the report.

This chapter covers the following topics:

e “Generating a Standard Report” on page 267.

*  “Generating a Custom Report” on page 271.

*  “Designing a Sample PDF Report Template” on page 274.
*  “Generating a Sample PDF Report” on page 286.
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Generating a Standard Report

To generate an output file of the data after a run is successfully completed, you generate a
standard report. A standard report includes all the data that is displayed in a selected pane or
panes on a data tab, for example, the Samples pane on the Run tab. Six different standard
reports are available in Geneticist Assistant:

L]

Run report—You generate the standard Run report from the Run tab. The report includes
all the information that is displayed in the Samples pane and/or the Run's Status Changes
pane on the tab.

Coverage Regions report—Y ou generate the Coverage Regions report from the Coverage
Regions tab. The report includes all the information that is displayed on the tab.

Panel Statistics reports—Y ou generate a standard Panel Statistics report from the Panel
Statistics tab. The report includes all the information that is displayed in any of the
following four sub-tabs that you specify—Coverage Regions, Samples, Variants, and/or
Patients.

Sample report—You generate a standard Sample report from the Sample tab. The report
includes all the information that is displayed in the panes that you specify— the Variants
pane on the Sample Variant Data sub-tab and/or any of the four panes (Status Changes,
Patient, Related Patients, or Comments) on the Sample Data sub-tab.

Variant report—Y ou generate a standard Variant report from the Variant tab. The report
includes all the information that is displayed in any of the following five panes that you
specify—Variant, Pathogenicity Changes, Artifact Changes, Variant Changes, Variant
Comments, Supporting Information, and/or Associated Samples.

Action List report—You generate the Action List report from the Action List tab. The
report includes all the information that is displayed in the panes that you specify—the
Variants pane and/or the Coverage Regions pane.

To generate a standard report

1.

Open the appropriate tab. See:

*  Chapter 7, “Geneticist Assistant Data Review - Run Tab,” on page 187.

*  “Coverage Regions tab” on page 200.

* The Panel Statistics tab. See “Reviewing Panel Statistics” on page 319.

*  Chapter 8, “Geneticist Assistant Data Review - Sample Tab,” on page 209.
e Chapter 9, “Geneticist Assistant Data Review - Variant Tab,” on page 243.

To generate an Action List report, you must first create the Action List to open the
Action List tab. See ““Creating an Action List” on page 338.
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2. Do one of the following:

Table 10-1: Available standard reports

Report to be Generated Action

Run On the Geneticist Assistant main menu, click Reports > Run
Report.

Coverage Regions On the Geneticist Assistant main menu, click Reports >
Coverage Regions Report.

Panel Statistics On the Geneticist Assistant main menu, click Reports > Panel
Statistics Report.

Sample On the Geneticist Assistant main menu, click Reports > Sample
Report.

Variant On the Geneticist Assistant main menu, click Reports > Variant
Report.

Action List On the Geneticist Assistant main menu, click Reports > Action
List report.

The appropriate report dialog box, for example, the Run Report or Sample dialog box,
opens. All the data that can be selected for inclusion in the report is displayed in the
Sections and Tables pane of the dialog box.

Figure 10-1:  Run Report dialog box
B Reports of Demonoban

Report Type: |.csv v |
Export Hyperlinks
] HGVS Coding/Translation: separate rows, separate columns
Report Supporting Info for Variants
Sections and Tables:

Samples of 'Run ‘Demo no bam"
Historical Status Changes of Run 'Run 'Demo no bam"

[ saveas... | [ print.. | [saveToDatabase...| [ clear al [ close

3. Optionally, to remove a sub-tab or pane from the report, right-click the row for the
sub-tab or pane, and then click “Remove Selected Row” to remove the data from the
indicated pane or sub-tab from inclusion in the report.
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Only the data columns that are shown in the selected sub-tabs or panes at the time
that the report is generated are included in the report. Hidden data columns are
not included. See “To show/hide columns in a tab pane’ on page 39.

4. Leave the report type set to the default value of ..csv, or select .xml.
5. Optionally, to include active hyperlinks in the saved reports, select Export Hyperlinks.

6. Optionally, for reports that contain variants, such as the Sample report, the Variant
report, or the Action List report, select one or both of the following:

*  HGVS Coding/Translation: separate row, separate columns: If multiple transcripts
are shown for the HGVS Coding or HGVS Protein for a variant, then select this
option to create a separate row for each transcript and two separate columns—one
for the transcript ID and one for the actual call—within each row.

»  Report Supporting Info For Variants: If supporting information has been added for
any of the variants for which you are generating the report, then select this option to
include this supporting information in a separate Supporting Information section in
the report.

7. Do any or all of the following:

Table 10-2: Standard report options

Option Description

Click Preview To preview the report in the Preview pane on the Report dialog box before you
print it and/or save it. After you click Preview, two new options become available:

» Close Preview—Close the Preview and leave a blank Report dialog box
open.

» Refresh—Refresh the preview in real time.

Click Save As To save the report. You must specify the name of the report and the location for
the saved report.

Click Print To print the report.
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Table 10-2: Standard report options (Continued)

Option Description
Save to To save the report to the Geneticist Assistant database. When you select this
Database option, a Report Name dialog box opens. Regardless of the options that were

selected for the report, the same default name is displayed for the report. For
example, if you generate a standard Sample report, then the default report name
is always the sample name.

Figure 10-2: Report Name dialog box

Please enter report name:

[I] [ Cancel

Note: If you have previously saved a report with the default name, then you can

enter a new name to distinguish the new report from the previously saved
report.

Note: If filters were applied to the data for which you are generating the report, then these filters
are explicitly displayed in a separate Filters Applied section in the report.

8. Click Close to close the Report dialog box.
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Generating a Custom Report

To generate a custom output file of the data after a run is successfully completed, you can
generate a custom report. A custom report contains only selected data that you specify from a

data tab or tabs.

When you generate custom report, you specify the data that you are including in
the report, but the report is generated according to a standard layout and format.
You also have the option of using the Report Designer to generate a custom PDF
report for which you not only select the data, but also specify the layout and
format. See “Designing a Sample PDF Report Template” on page 274.

To generate a custom report
1. Open the appropriate tab. See:
e Chapter 7, “Geneticist Assistant Data Review - Run Tab,” on page 187.
*  “Coverage Regions tab” on page 200.
» The Panel Statistics tab: See “Reviewing Panel Statistics” on page 319.
* Chapter 8, “Geneticist Assistant Data Review - Sample Tab,” on page 209.

*  Chapter 9, “Geneticist Assistant Data Review - Variant Tab,” on page 243.

1o generate an Action List report, you must first create the Action List to open the
Action List tab. See “Creating an Action List” on page 338.

2. Right-click the data that are you including in a custom report, and then select an
appropriate option:
* Add Selected <> to Custom Report—Adds only the data that you select to the
custom report. You must CTRL-click to select multiple items for inclusion in the
report.

* Add All to Custom Report—Adds all the data that is currently displayed in the pane
to the custom report.

For both options, only the columns that are shown in the pane can be selected for
inclusion in the report. Hidden data columns cannot be selected. See “To show/
hide columns in a tab pane” on page 39.
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3. On the Geneticist Assistant main menu, click Reports > Custom Report.

The Custom Report dialog box opens. All the data that you are including in the report is
displayed in the Sections and Tables pane of the dialog box.

Figure 10-3: Custom Report dialog box

ReportType: |.csv ¥ |
Export Hyperlinks
HGVS Coding/Translation: separate rows, separate columns
Report Supporting Info for Variants

Sections and Tables:

Run
Preview

[ saveas... | [ print.. | ([saveToDatabase...| [ clearal | Close

4. Optionally, if data has been selected in error for the custom report, or you want to
remove some selected data before you generate the report, right-click the entry in the
Sections and Tables pane, and on the context menu that opens, click Remove Selected
Row.

If you previously generated a custom report, and you did not click Clear All before

% you clicked Cancel, or closed the report dialog box, then any new information that
you select on any tab for inclusion in a custom report is simply appended to this
existing report.

5. Leave the report type set to the default value of ..csv, or select .xml.
6. Optionally, to include active hyperlinks in the saved reports, select Export Hyperlinks.

7. Optionally, for reports that contain variants, such as the Sample report, the Variant
report, or the Action List report, select one or both of the following:

*  HGVS Coding/Translation: separate row, separate columns: If multiple transcripts
are shown for the HGVS Coding or HGVS Protein for a variant, then select this
option to create a separate row for each transcript and two separate columns—one
for the transcript ID and one for the actual call—within each row.

»  Report Supporting Info For Variants: If supporting information has been added for
any of the variants for which you are generating the report, then select this option to
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include this supporting information in a separate Supporting Information section in
the report.

8. Do any or all of the following:

Table 10-3: Custom report options

Option Description

Click Preview To preview the report in the Preview pane on the Report dialog box before you
print it and/or save it. After you click Preview, two new options become available:

* Close Preview—Close the Preview and leave a blank Report dialog box
open.

* Refresh—Refresh the preview in real time.

Click Save As To save the report. You must specify the name of the report and the location for
the saved report.

Click Print To print the report.
Save to To save the report to the Geneticist Assistant database. When you select this
Database option, a Report Name dialog box opens. Regardless of the options that were

selected, the report name is always given the same default name,
Custom_Report.

Figure 10-4: Report Name dialog box

/EE Report Namem-‘

Please enter report name:

E} [ Cancel

1. Rename the report.
2. Click OK.

Note: You should rename the report, even though you are not required to do so.
Each custom report is saved at its own entry with a unique date and
timestamp in the Geneticist Assistant database; however, if you do not
change the report name, then each entry is also displayed with the same
name in the appropriate Reports pane and therefore, one entry is not
distinguishable from another.

9. Click Clear All.

This ensures that information that is selected for a new custom report is not simply
% appended to an existing report.

10. Click Close to close the Report dialog box.
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Designing a Sample PDF Report Template

A Sample PDF report template specifies not only the data that a Sample PDF report is to
contain, but also the layout of the report. The PDF Report Designer provides a user-friendly
interface for building and saving a robust custom report template. You can then select this
template to generate the corresponding Sample PDF report for specific data in your
Geneticist Assistant database. The PDF Report Designer option is available from the Reports
menu only from an open Sample tab: Open a Sample tab, and then on the Geneticist
Assistant main menu, select Reports > PDF Report Designer.

The PDF Report Designer user interface

This section is designed to provide an introduction to the basics of using the PDF

@ Report Designer to design a Sample PDF Report template. For assistance with
advanced functions and/or designing a report template, contact
tech_support@softgenetics.com.

When you are designing a Sample PDF report template, you have two parts to the design.
You must specify the filters and sort order for the table of variants that is contained in a
Sample PDF report that is based on the template, and then you must design the report
template. You specify the filters and sort order in the PDF Report Designer Data Sources
dialog box, and you design the report template in the PDF Report Designer dialog box. The
PDF Report Designer Data Sources dialog box opens first after you select the PDF Report
Designer option on the Reports menu. It displays a placeholder for the table of variants with
the following default values:

* Filter - None. The table of variants is not filtered in the Sample PDF report.

»  First sort and Sort Order - The table of variants is sorted first by Chromosome and
Chromosome Position (Chr:ChrPos) in ascending order (Asc).

*  Second Sort and Sort Order - The table of variants is sorted second by Pathogenicity in
ascending order.

Figure 10-5: PDF Report Designer Data Sources dialog box

B POF Report Designer Data Sources
Data Sources:
Description LR Name Filter First Sort Sort Order Second Sort Sort Order
4 Sample scl
variants scl_variants None Chr: ChrPos Asc Pathogenicity Asc v

Show Designer
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You can leave the default values as-is, or you can change any or all of the values. To change
the Filter option, a Sort option, or a Sort Order option, double-click in the appropriate field to
open a dropdown list, and then select a new value.

* Filter - Select from a list of Variant Filters (displayed by name) that you have added to
the Geneticist Assistant or that other users have added to the database and made available
to all users.

*  Sort - The available sort options are pulled from the variant annotation columns of the
Sample Variant Data sub-tab columns.

*  Sort Order - Two values are available, ascending (Asc) and descending (Desc).

After you have set the values for the table of variants, then at the bottom of the PDF Report
Designer Data Sources dialog box, click Show Designer to open the PDF Report Designer.
When the PDF Report Designer opens, all panes other than the Data Browser pane and Script
pane are blank. The Report Structure pane displays a placeholder for adding a new object to
the first page of the report template.

Figure 10-6: PDF Report Designer
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Table 10-1: PDF Report Designer user interface
Option Description
1 Object Inspector toolbar. Contains options for adding objects, such as a text field, to a

report page. Hold your mouse pointer over an icon on the toolbar to open a tooltip
that explains the icons’ function. See “Object Inspector toolbar” on page 276.

2 Object toolbar. Contains options for working with objects on a report page, such as
aligning objects or snapping objects to the grid. Hold your mouse pointer over an icon
on the toolbar to open a tooltip that explains the icons’ function. See “To add and
arrange Data band items” on page 278.
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Table 10-1: PDF Report Designer user interface

Option Description
3 Report Structure pane. Lists all the bands and objects that are displayed on a
currently opened page of a Sample PDF Report template.
4 Work Area. You build a Sample PDF Report template in the Work Area. See “Sample

PDF Report template layout” on page 277.

Object Inspector toolbar

The Object Inspector toolbar contains options for adding objects such as a text field to a
report template page. Hold your mouse pointer over an icon on the toolbar to open a tooltip
that explains the icon’s function. Table 10-2 below provides an overview of the some of the

relevant icons on the toolbar.

Table 10-2: Object Inspector toolbar

Icon

Description

Report bands icon - Opens a Bands dropdown list which displays all the different
types of bands that you can add to a Sample PDF Report template.

Text Item icon - Use this icon to add a text field to a Data band.

Chart Item icon - Use this icon to add a chart to a Data band.

Image Item icon - Use this icon to add an image to a Data band. Allowed image
formats are .png, .bmp, and .jpegd/.jpg.

Delete Item icon - Use this icon to delete a selected item or image placeholder from a
Data band.

Note: To delete an image from a Data band, but leave the image placeholder, you
must use the Delete Image icon in the Object Inspector. See “To add an image

to a Data band” on page 281.
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Sample PDF Report template layout

A Sample PDF Report template is built around a single data table or multiple data tables
referred to as Data bands. Any Data band can have an associated Data header band and/or a
Data footer band. Other optional components of a custom report template include the
following: Report Header, Report Footer, Page Header, Page Footer, SubDetail,
SubDetailHeader, SubDetail Footer, GroupHeader, and GroupFooter.

Figure 10-7: Sample PDF Report template in the Work Area of the Report Designer
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After you add the Data bands for a custom report template, you then specify the database and
or/ text fields that are to be included in each band. You can also add one or more images to a
band. You can also arrange the items in a Data band as you are adding them to the band or
after you have added them to the band. For example, you can align all text fields vertically.
After you have designed the template, you can then save the report template to the Geneticist
Assistant database. See any of the following for a high-level description of building a
Sample PDF Report template:

“To add Data bands to a Sample PDF Report template” below.

“To add and arrange Data band items” on page 278.

“To save a new Sample PDF Report template” on page 283.

To add Data bands to a Sample PDF Report template

You can add all the required Data bands for a report template, and then add the required
fields and/or images to each Data band, or you can add one Data band at a time and then the
fields and/or images for the band. Before you can add a Data band header or Data band
footer, you must have the Data band added to the template and you must select it.
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1. If you have not done so already, open the Sample tab.
2. On the Geneticist Assistant main menu, select Reports > Report Designer.
The PDF Report Designer Data Sources dialog box opens.

3. Leave the default data source values as-is, or edit or all of the values as appropriate, and
then at the bottom of the dialog box, click Show Designer.

For information about the PDF Report Designer Data Sources dialog box, and the
values that you can set in this dialog box, see “The PDF Report Designer user
interface” on page 274.

The PDF Report Designer opens. When the Report Designer opens, it is blank. The
Work Area displays the first page (Page 1) for the report.

4. For each Data band that you are adding to the report template, do the following:

a. Ifyou are adding a Data header or Data footer to a Data band, then click the Data
band to select it.

The band is highlighted in red, with “grab” handles (red circles) displayed on its
outline.

b. On the Object Inspector toolbar, click the Report bands icon.
A Bands menu opens.
c. On the Band menu that opens, click the appropriate band type, for example, Data.

The band is added to Page 1 of the report in the Work Area, and it is automatically
selected. The band is labeled as <band type(n)>, for example, ReportHeaderl.

Figure 10-8: Data band added for a Sample PDF Report template

bbject Inspector B m
Property Name  Property value ReportHeadert Objects
autoHeight  [¥] 4 page
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background... SolidPattern
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ackground..| (] DataHeaderBand1 connected to DataBand1

background... OpaqueMode
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borderColor [l DataBand1

5. Continue to “To add and arrange Data band items” below.

To add and arrange Data band items

After you add a Data band to a Sample PDF Report template, you can add a variety of
different items to the band, such as a database field, a text field, and/or an image. Options are
also available for arranging the items as you add them to the Data band and/or after you add
them to the Data band, for example, aligning items to the grid, or horizontally aligning all
objects in the Data band. The following sections provide a high-level overview of adding and
arranging these various Data band items.
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To add a database field to a Data band

The Data Browser pane displays all the data sources (fields) that are stored in the Geneticist
Assistant database that you can include in a Sample PDF Report template. The data sources
are organized by data type (tabs), with each data source further organized based on the
information that is available for the data type. Five data types are available: Panel, Patient,
Run, Sample, and Variants. To add a database field to a report template, do the following:

In the Data Browser pane, expand the data type to see its available fields, and then drag and
drop a selected field on to a Data band.

Figure 10-9: Adding a database field to a Data band
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endlessHeig... [
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You can add multiple database fields to the Data band, as well as text fields and/or images.
You can also arrange the fields as you add them or after you add them. If you are done
designing the report template, then you can save the template. See:

*  “To add a text field to a Data band” below.

e “To add an image to a Data band” on page 281.

*  “To arrange items in a Data band” on page 282.

*  “To save a new Sample PDF Report template” on page 283.
To add a text field to a Data band

A Text item is a text field in which you can enter free text. To add a text field to a report
template, to the following:

1. On the Object toolbar, click the Text Item icon, and then move your mouse pointer to the
appropriate location in the Data band.

A blank Text item placeholder is displayed.
Figure 10-10: Blank text item placeholder

ReportHeader1

DataHeaderBand1 connected to DataBand1 F
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2. Click to place the text field in the selected location.
The text field is automatically selected, and resizing handles are displayed on its outline.

Figure 10-11: Placed text field

ReportHeader1

3. Double-click the selected text field.
The Text Item Editor dialog box opens.
Figure 10-12: Text Item Editor dialog box

b £ Datasources
> [ Variables
. External variables

4. In the blank Content pane, enter the text for the field, and then click OK.

The Text Item Editor dialog box closes. The content that you entered for the text field is
displayed in the field on the report template.

Figure 10-13: Text in text field

ReportHeader1

You can add multiple text fields to the Data band, as well as database fields and/or images.
You can also arrange the fields as you add them or after you add them. If you are done
designing the report template, then you can save the template. See:

* “To add a database field to a Data band” on page 279.
*  “To add an image to a Data band” on page 281.
e “To arrange items in a Data band” on page 282.

*  “To save a new Sample PDF Report template” on page 283.
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To add an image to a Data band

In addition to database fields and free text fields, you can add images in a PNG (.png)
format, BMP (.bmp) format or JPEG/JPG (.jpeg/.jpg), to a report band.

1. On the Objects toolbar. click the Image Item icon, and then move your mouse pointer to
the appropriate location in the Data band.

An Image item placeholder is displayed.
2. Click to place the image placeholder in the selected location.

The image placeholder is automatically selected, and resizing handles are displayed on
its outline.

Figure 10-14: Image placeholder in a Data band
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Property Name  Property value
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3. In the Object Inspector pane, scroll to the image field, and then click in the field.

format Binary
geometry  [65.80,2.20] 20.00:5....

image

Two icons are displayed in the image field: The left icon is the Open Image icon and the
right icon is the Delete Image icon.

Figure 10-15: image field icons in the Object Inspector
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4. Click the Open Image icon, and then in the Open dialog box, browse to and select the
image that you are adding.

The Open Image dialog box closes, and the selected image replaces the “Image”
placeholder text.

Ifyou add an incorrect image, or want to remove an image from a Data band, then

@ click the image to select it, and in the image field in the Object Inspector pane,
click the Delete Image icon. To delete the image placeholder, select it, and then on
the Object toolbar, click the Delete Item icon.
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You can add multiple images to the Data band, as well as add database fields and/or text
fields. You can also arrange the fields as you add them or after you add them. If you are done
designing the report template, then you can save the template. See:

*  “To add a database field to a Data band” on page 279.
*  “To add a text field to a Data band” on page 279.
*  “To arrange items in a Data band” below.

*  “To save a new Sample PDF Report template” on page 283.

To arrange items in a Data band

The Object toolbar contains options for working with objects on a report template page, such
as aligning objects or snapping objects to the grid. You can hold your mouse pointer over an
icon on the toolbar to open a tooltip that explains the icons’ function. Table 10-3 below
describes the icons on this toolbar.

Table 10-3: Object toolbar icons

Icon Description

Use Grid icon - Displays a grid in each Data band with dimensions that are based on
the size of the Data band. Limits the size and position of items in the Data band to the
grid’s dimensions.

Use Magnet icon - Aligns objects in the Data band to each other based on the height,
e width, and vertical and horizontal position of a selected object. The first item that you
select in a Data band with this icon selected is the object to which all other objects are
aligned.

‘ Bring to top icon - If two or more items overlap in a Data band, then select the item
?-—JJ that you are bringing to the top, and then click this icon.

Send to back icon - If two or more items overlap in a Data band, then select the item
[—t& that you are sending to the back, and then click this icon.

Align to left icon - CTRL-click to select multiple items, and then click this icon to align

|§: the left edges of all selected items to the left edge of the first selected item.

Align to right icon - CTRL-click to select multiple items, and then click this icon to align
% the right edges of all selected items to the right edge of the first selected item.

Align to vertical center - CTRL-click to select multiple items, and then click this icon to
% align the vertical centers of all selected items to the vertical center of the first selected

item.
. Align to top icon - CTRL-click to select multiple items, and then click this icon to align
o the top edges of all selected items to the top edge of the first selected item.

Align to bottom icon - CTRL-click to select multiple items, and then click this icon to
11} align the bottom edges of all selected items to the bottom edge of the first selected

item.
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Table 10-3: Object toolbar icons (Continued)

Icon Description

Align to horizontal center - CTRL-click to select multiple items, and then click this icon
1 to align the horizontal centers of all selected items to the horizontal center of the first
selected item.

_ Set same height icon - CTRL-click to select multiple items, and then click this icon to
0 set the heights of all selected items to the height of the first selected item.

Set same width icon - CTRL-click to select multiple items, and then click this icon to
|§| set the widths of all selected items to the width of the first selected item.

After you have arranged the items in a report template, you can continue adding other items
as needed, or if you are done designing the report template, then you can save the template.
See:

*  “To add a database field to a Data band” on page 279.
*  “To add a text field to a Data band” on page 279.
*  “To add an image to a Data band” on page 281.

*  “To save a new Sample PDF Report template” below.

To save a new Sample PDF Report template

After you have designed the Sample PDF Report template, you can then save the report
template to the Geneticist Assistant database as new template.

For other options for working with a report template, such as editing an existing
@ report template, see “Other PDF Sample Report Template options” on page 284.

1. On the PDF Report Designer dialog box main menu, click File > Save Report.

The Save Report Template dialog box opens. The dialog box displays all the saved
Sample PDF Report templates by name.

Figure 10-16: Save Report Template dialog box
B Sove Report Templte =]

Saved Report Templates:

DocDemoTemplate

Template name:

[sove J[ concs |
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2.
3.

In the Template Name field, enter a name for the report template.
Click Save.

The Save Report Template dialog box closes. The report template is saved to the
Geneticist Assistant database. The PDF Report Designer dialog box remains open.

In the upper right corner of the PDF Report Designer dialog box, click the Close (x)
button to close the dialog box.

The PDF Report Designer Data Source dialog box remains open.

In the upper right corner of the PDF Report Designer Data Sources dialog box, click the
Close (x) button to close the dialog box, and return to the Geneticist Assistant main
window.

Other PDF Sample Report Template options

284

In addition to saving a PDF Sample Report template as a new template, the following options
are available from the File menu on the PDF Report Designer dialog box:

New Report - Clears all items from the Work Area and leaves the Work Area blank in
preparation for designing a new Sample PDF Report template.

Load Report - Opens the Load Report Template dialog box. The dialog box displays all
the saved Sample PDF Report templates by name. You can select a report template from
this list of saved templates, and then click Load to close the dialog box and load the report
in the PDF Report Designer Report dialog box.

Figure 10-17: Load Report Template dialog box

B Load Report Remplate (EAX
Saved Report Templates:
DocDemoTemplate
Test
Template name: DocDemoTemplate e
Load Cancel

Save Report - Saves the currently loaded Sample PDF Report template without changing
its name. Any changes that you make and save overwrite the existing report template.

Save as - Opens the Save Report Template dialog box. The current name for the report
template is displayed in the Template name field. You can enter a new template name to
save the report template as a new template.
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Mz, Save As is a useful option for creating a new report template by editing an existing
template, and then saving the template with a new name. You do not have to create

an entirely new report template.

Render report - Generates an onscreen preview of the Sample PDF report. The report

demonstrates the format and the contents of any Sample PDF report that will be generated
based on this report template. A toolbar is displayed at the top of the Preview dialog box
with icons for working with the preview, such as zooming in or zooming out the preview.

Hold your mouse pointer over an icon on the toolbar to open a tooltip that explains the

icons’ function.

Figure 10-18: Sample PDF Report Template preview
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Generating a Sample PDF Report

A Sample PDF Report details specific information about the variants that are found in the
sample based on a Sample PDF Report template. You can generate a Sample PDF report
from the following locations:

*  Sample tab. (From the Reports menu with the Sample tab open.)
*  Runs tab context menu.
* Run tab context menu.

When you generate the report, the report is saved in as a PDF, and you cannot change this
format. You must specify a name and location in which to save the report.

To generate a Sample PDF report

1. Open the Sample tab for the appropriate sample. See “Overview of the Sample Tab” on
page 211.

2. On the Geneticist Assistant main menu, click Reports > Sample PDF Report.

A sub-menu opens that displays all the Sample PDF Report templates that have been
saved to the Geneticist Assistant database. See “Designing a Sample PDF Report
Template” on page 274.

3. Select the Sample PDF Report template.
The Save Sample PDF Report dialog box opens.
4. Select a location in which to save the report, enter a file name, and then click Save.

The Save Sample PDF Report dialog box closes and the report is generated and saved in
the selected location.
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Geneticist Assistant contains several tools for working with and analyzing your sample data,
including a tool for building a BED file, a tool for converting a VCF file to a BED file, a tool
for managing pathogenicity changes, a tool for specifying pathogenicities for specific
variants in a panel, a tool for finding samples in your Geneticist Assistant that contain
specific variants, and a tool for combining BAM files into a single sample.

This chapter covers the following topics:
* “Building a BED File with the BED File Builder Tool” on page 289.
e “Convert VCF File to a BED File Tool” on page 293.

*  “Deleting Pathogenicity Changes with the Delete Pathogenicity Changes Tool” on page
295.

e “Importing Variants with the Import Variants Tool” on page 297.
*  “Find Samples with Variants Tool” on page 301.
¢ “Merging BAM Files with the Merge BAM Files Tool” on page 303.
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Building a BED File with the BED File Builder
Tool

You use BED files to create panels for Geneticist Assistant. A BED file defines the genomic
regions that are targeted for your particular study or test, which are referred to as panel

regions. If do not have a BED file for a panel, you can use the BED File Builder tool to build
one based on the information that you specify.

To build a BED file with the BED File Builder tool

1. On the Geneticist Assistant main menu, click Tools > Build BED file.

The BED File Builder dialog box opens.
Figure 11-1:  BED File Builder dialog box

Reference: [GA_Samples v | Gene Name: Load Genes from Fie: (i-e) [Load Genes |

Phenotype:

0Genes [ Add Genes |
Mode: (] Adjust Region Positions:
© Exon Mode Region Start: 0
_ [[Jsur @lcos [[]3UR [ ncExon

Al Exon Mode RegionEnd: 0

Transcript Mode

Clear Al | |Apply Settings to All|

Region Name Chrom Start End Length Adjusted Start  Adjusted End Adjusted Length

Ready.

save toFie...] [mportas panel...| [ cancel

2. Do one of the following:

To manually specify the gene name, in the Gene Name field, enter the name for the

gene that is in the panel, and then click Add Gene. Repeat this step for each gene that
is in the panel.

As you enter the gene name, a list of all genes in the database that meet the search
% criteria is dynamically updated. You can select the gene from this list. The search
is not case-sensitive, but the search string must begin with the gene name. For

example, a search string of “‘as” returns ASHI1L-AS1 but a search string of “asl”
does not.
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+  To load the gene names from a file, click the Browse button [... | to open the Select a
gene file dialog box, browse to and select the correct file, and then click Load Genes.

The file must be a text file with one line per gene. Optionally, you can specify a
% transcript for each gene, with a tab between the gene name and the transcript.

The following information is displayed for all the different transcripts that are available
for the gene in the top pane of the dialog box—Region Name, Chromosome, Region
Start position, Region End position, and Region Length.

3. Ifyou are building a BED file for genes that are associated with a specific phenotype,
then do the following; otherwise, go to Step 4.

In the Phenotype field, enter a search string for the phenotype. As you enter the search
string, a dropdown list opens. The list is dynamically updated with the phenotypes that
are found in the Human Phenotype Ontology database that match the search string.

The search string is not case-sensitive, and the string can be found anywhere in
the search results. For example, a search string of “thyroid’ returns phenotypes of
thyroid adenoma and secondary hyperthyroidoism.

4. Select the mode, which determines the information that is available for creating the BED
file.

Mode Description

Exon The default mode. You can include only the coding regions in the BED file,
only the untranslated regions, or both. Introns are not included in Exon mode.

Transcript mode Adds the full transcript, including introns, to the BED file.

All Exon Mode Includes all the specified exons from all the selected transcripts in the BED
file. You can include only the coding regions in the BED file, only the
untranslated regions, or both. Introns are not included in Exon mode.

5. Do one of the following:

*  For Exon mode and All Exon mode—Select a transcript, or click the Expand icon

next to the transcript, and then select the coding region and/or untranslated regions
for building the BED file.

Figure 11-2: BED File Builder tool, Exon mode

Select an entire Region Name Chrom
transcript, or click the 4 BRCAL 17
Expand icon. —P 4| [ M 0072043 7

[C] 5UTR 17
Specify the coding — | » [ Coding Regions 17
region and/or [[] 3UTR 17
untranslated regions. T NNI00T297 3

1 NMA nn720% 2 17

*  For Transcript mode—Select a transcript.
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If you are building a BED file for genes that are associated with a specify phenotype,
then click Add Gene; otherwise, go to Step 7.

The appropriate regions are added for the BED file based on the selected Mode. See Step

4.

Optionally, do any or all of the following:

Option

Steps

To open the Preview pane and view
a preview of the BED file

Click Preview. The information for each region
(Chromosome, Region Start, Region End, Region Name,
Score, and Strand) is displayed in the preview.

Note: For detailed information about the fields that are
displayed in the preview, see https://
genome.ucsc.edu/FAQ/FAQformat.html#format1.

You can leave the Preview pane open, or you can close it
after viewing the BED file. If you leave the pane open, and
then make any changes to any of the BED file settings, you
must click Refresh to update the preview.

To adjust the region start and end
positions

Enter a different Region Start and/or Region End value (the
default value is zero). For example, to include 20 bases at
the end of each exon, enter 20 for both the Region Start
value and the Region End value

To apply the current settings (the
selected mode and the Start/End
Region values) to all genes,
including any previously added
genes

1. Click Apply Settings to All.

An Overwrite warning message opens, indicating that all
your gene-specific settings will be lost and asking you if
you want to continue.

Figure 11-3:  Overwrite warning message

e All your gene-specific edits will be lost. Would you like to continue?

[ 1|

2. Click Yes to close the message and overwrite all the
current gene-specific settings with the current gene
settings.
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Option Steps

To immediately use the BED fileasa | 1. Click Import as Panel.
panel The Panel Name dialog box opens.

Figure 11-4: Panel Name dialog box

Please spedfy the panel name:

2. Enter the name for the panel, and then click OK.
The Panel Name dialog box closes, and the Manage
Panels dialog box opens. The full directory path to the
imported panel, including the panel name, is displayed in
the Import from Panel File field.

3. Continue to “Importing a Panel” on page 105.

8. Click OK.
The Save As dialog box opens. By default, the BED file is named default.bed.

9. Edit the name of the BED file as needed, and save it in a location of your choosing.
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Convert VCF File to a BED File Tool

If you do not have a needed BED file for a panel, you can use the Convert VCF to BED tool
to convert a sample VCEF file to the required BED file. The BED file contains the appropriate
regions for the variants that are found in the VCF file.

To convert a VCF file to a BED file

1. On the Geneticist Assistant main menu, click Tools > Convert VCF File to BED File.
The Convert VCF to BED dialog box opens.
Figure 11-5: Convert VCF to BED dialog box

’i Convert VCF to B_@.ﬂ_ﬁJi
Source:

Group by

Q@ Gene Exons Coding () Exons Al Region

Group by bases: 10000 . OK / Cancel ]

2. Next to the Source field, click the Browse button [... | to open the Open dialog box, and
then browse to and select the appropriate VCF file.

3. Indicate how the regions are to created in the BED file.

Option Description

Gene Adds the entire region for the gene in which each variant is found to the
BED file. For example, if the variant is found in the BRCA1 gene, then
the entire BRCA1 region is added to the BED file.

Exons Coding Adds the coding exon for each variant in the VCF file as a region in the
BED file.
Exons All Adds both the coding exons and the non-coding exons for each variant

in the VCF file as a region in the BED file.

Region Creates a region for each variant found in the VCF file, based on the
variant’s position. If you select Region, then you must also specify the
total number of bps that are to be found in each region (the Group by
Bases value) with one half of the total number of bps found on each side
of the variant position. For example, if you specify 10,000 for Group by
Bases, then 5000 bps are found on either side of the variant position for
the BED file region.

4. Click OK.

The Save as dialog box opens.
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5. Inthe Save as dialog box, enter a name and select a location in which to save the BED

file, and then click Save.

The default name for the BED file is default. BED and the default location in which

% to save the BED file is the same directory as the source VCF file, but you can
change one or both of these values. The file type is .bed and you cannot change

this.

A Convert VCF to BED file message opens, indicating that the conversion is completed.

Figure 11-6: Convert VCF to BED file message

@ Convert VCF to BeD | e
'Io.' Conversion Complete

6. Click OK.

The message closes. The Convert VCF to BED dialog box remains open.

7. Click “x” to close the Convert VCF to BED tool.
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Deleting Pathogenicity Changes with the Delete
Pathogenicity Changes Tool

Sometimes, you might determine that a pathogenicity change or changes might not be valid.
You use the Delete Pathogenicity Changes tool to delete all the historical pathogenicity
changes for all variants that were made during a certain time period. After you delete a
historical pathogenicity change for a variant, the pathogenicity of the variant might be reset.
For example, if the pathogenicity of a variant was changed from Unknown to Likely
Deleterious on January 13, 2013, and you delete all the historical pathogenicity changes that
were made from January 1, 2013 to January 31, 2013, then the pathogenicity of the variant is
reset to Unassigned. If you changed the pathogenicity of the same variant from Likely
Deleterious to Deleterious on February 1, 2013, and you delete all the historical
pathogenicity changes that were made from January 1, 2013 to January 31, 2013, then the
pathogenicity change from Unassigned to Likely Deleterious is deleted for the variant, but
the pathogenicity of the variant remains Deleterious.

To delete historical pathogenicity changes with the Delete
Pathogenicity Changes tool
1. On the Geneticist Assistant main menu, click Tools > Delete Pathogenicity Changes.

The Delete Pathogenicity Changes dialog box opens.

Figure 11-7: Delete Pathogenicity Changes dialog box

Delete P;thogen' i &Iﬂ

From:  [l/1/2000 12:00 AM

To: 1/1/2000 12:00 AM

2. Change the From value, the To value, or both values as needed. To change the value,
select the value that you are changing, for example, the month, and then you can
manually enter the new value, or you can use the Up/Down field arrows to change the
value.

You must select each value that are you changing one at a time. If you need to
confirm the time period, remember that the Pathogenicity Changes pane on the
Variant tab displays the date and time that a pathogenicity change was made. See
“Pathogenicity Changes pane” on page 251.
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3. Click OK.

A Confirm Deleting Pathogenicity Changes message opens, asking you if you are sure
that you want to delete “x” number of pathogenicity changes within the date range.

Figure 11-8: Confirm Deleting Pathogenicity Changes message

4. Click Yes.

All the historical pathogenicity changes that were made during the specified time period
are deleted from the Geneticist Assistant database. If applicable, the pathogenicities for
some variants are reset.
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Importing Variants with the Import Variants Tool

You can use the Import Variant tool to import all the variants that are contained in a VCF file
into your Geneticist Assistant database. If the VCF file contains the pathogenicity and
pathogenicity status for the variants, variants comments and/or variant artifact types, then
you can also import this information. If the VCF file’s INFO fields do not contain this
information, then you can still use the tool to import the variants that are contained in the
file, but then you can manually set the pathogenicity and/or pathogenicity status for the
variants, as well as add a comment for the variants and/or set the artifact types. For either
situation, this means that if multiple variants have the same pathogenicity and/or artifact type
for a panel group, you do not have to set the pathogenicity of each variant individually.
Instead, you can use this tool to set the same pathogenicity and/or artifact type for all the

variants at once.

To import variants with the Import Variants tool

1. On the Geneticist Assistant main menu, click Tools > Import Variants.

The Import Variants dialog box opens.
Figure 11-9: Import Variants dialog box
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() Select manually

V| Pathogenicity and Pathogenicity Status

z Variant Comment

Artifact Type

Cox J[ conel ]

2. Next to the Sample File field, click the Browse button [... | to open the Select a Variant
File dialog box, and then browse to and select the appropriate VCF file.

3. On the Reference dropdown list, select the appropriate reference.

4. On the Panel dropdown list, select the panel for which you are settings the variants’
pathogenicities, comments, and/or artifact types.

The Panel group name is displayed for Panel Group.
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S.

a.

Optionally, to create a filter based on the variants in the VCF file, do the following:

Select Submit as Variant Filter, and then in the Filter name field, enter a name for the
filter.

To make the filter available only to you, then leave Available to all users cleared;
otherwise, to make the filter available to any and all users, select this option.

&

Remember, you apply this variant filter through the Load Filters option. See “To
filter the data that is displayed in a tab pane” on page 32.

6. Continue to one of the following:

L]

“To import the variants’ pathogenicities, pathogenicity statuses, comments, and/or
artifact types” below.

“To manually define the variants’ pathogenicities, pathogenicity statuses, comments,
and/or artifact types” on page 299.

To import the variants’ pathogenicities, pathogenicity statuses,
comments, and/or artifact types

1.
2.

Leave Import from VCF’s INFO fields selected.
Do either or both of the following:

If the VCF file contains the pathogenicity and pathogenicity status for each variant,
then to import this information, leave the Pathogenicity and Pathogenicity Status
option selected; otherwise, if the VCF file does not contain this information, or you
do not want to import this information, then clear this option.

If the VCF file contains comments for the variants, then to import this information,
leave the Variant Comment option selected; otherwise, if the VCF file does not
contain this information, or you do not want to import this information, then clear
this option.

If the VCF file contains the artifact types for the variants, then to import this
information, select this option; otherwise, if the VCF file does not contain this
information, or you do not want import this information, then leave this option
cleared.

Click OK.

The Import Variants dialog box closes. A Current Jobs tab opens that shows the progress
of importing the VCF file. The tab remains open after the import is complete. The
variants with the selected information are now imported into the Geneticist Assistant
database. These variants will now be displayed with the imported information (such as
the pathogenicity) in any samples that contain these variants.
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To manually define the variants’ pathogenicities, pathogenicity
statuses, comments, and/or artifact types

When you manually define the pathogenicities, statuses, and/or artifact types for the variants,
these properties are set to the same values for all the variants in the file. If you add a
comment, then the same comment is added for all the variants.

1. Select the Select Manually option.

The Import Variants dialog box is updated with options for setting the pathogenicity and
the pathogenicity status for the variants as well entering a common comment and/or
setting the artifact type for the variants.

Figure 11-10: Import Variants dialog box, Select manually option

Sample File(*.vcf): :]
Reference: |GA_Samples v ]
Panel: Demo N/ ]
Panel Group: Panel group name

|| Submit as Variant Filter Fiter name

] Available to all users
Set Variant Pathogenicity / Artifact by
Import from VCF's INFO fields

© Select manually

Value Deleterious N
© Pathogenicity Status  |Pending N
Comment
Artifact Type |None )
OK Cancel

2. Do any or all of the following:
e On the Pathogenicity dropdown list, select the pathogenicity for the variants.

*  On the Pathogenicity Status dropdown list, select the pathogenicity status for the
variants.

Remember, you have the option of specifying custom pathogenicity types. Also, by

% default, only two statuses are available—Pending or Confirmed. You have the
option of adding custom pathogenicity statuses. See “Managing Objects in the
Geneticist Assistant Database” on page 55.

* In the Pathogenicity Comment field, enter a common comment for all the variants.

*  Select Artifact Type, and then on the Artifact Type dropdown list, select a common
artifact type for all the variants.
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3. Click OK.

The Import Variants dialog box closes. A Current Jobs tab opens that shows the progress
of importing the VCF file. The tab remains open after the import is complete. The
variants with the selected information are now imported into the Geneticist Assistant
database. These variants are now displayed with the specified information (such as the
pathogenicity) in any samples that contain these variants.
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Find Samples with Variants Tool

You can use the Find Samples with Variants tool to find all the samples in your Geneticist
Assistant database that contain specific variants. You can search for the variants based on the
Variant database ID, the variant rs identification from dbSNP, or the variant description.

To find samples with specific variants with the Find Samples with
Variants tool

1. On the Geneticist Assistant main menu, click Tools > Find Samples with Variants.
The Find Samples with Variants dialog box opens.
Figure 11-11: Import Variants dialog box

Spedify variants by:

@ Variant database ID
) Variantrs

) Variant description (chrom:pos:ref:alt)

Separated by comma, semicolon, or newline:

Cx ] o)

2. Indicate which samples that the database search is to return:

» All variants - Selected by default. Return only those samples in which all the
indicated variants were found.

* Any variants - Return any sample in which at least one of the indicated variants was
found.

3. Indicate how to search for the variants based on one of the following:

*  The Variant database ID, which is displayed in the ID column in the various Variant
tables in Geneticist Assistant.

e The variant rs identification from dbSNP, which is displayed in the rs column of the
various Variant tables in Geneticist Assistant.

*  The variant description, which includes the following four fields separated by
colons: chromosome, chromosome position, reference allele, and alt allele.
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4. Enter the variant search criteria.

When searching for multiple variants, you must separate the variant search
criteria by a comma or a semi-colon, or place each search criterion on its own
line.

5. Click OK.

A list of all the samples that contain the specified variants is displayed on a Samples with
Variants tab.

Figure 11-12: Samples with Variants tab

File Tabs Panels Reports Filters Tools Backup Help
Refresh Search | Ref
Runs Samples with Al Variants of 2:... £ l Current Jobs 3
D - Name Run Date Time Add Date Time Run Panel Panel Group Reference
" 80045S.igv-sorted_...  9/10/2018 12:29 PM 9/10/2018 12:34 PM Demo Run Il Demo Default Human 37
10 800466.igv-sorted_...  9/4/2018 1:34 PM 9/4/2018 1:35 PM Demo no bam Demo Default Human 37
6 80045S.igv-sorted_...  9/4/2018 1:34 PM 9/4/2018 1:35 PM Demo no bam Demo Default Human 37
800426.igv-sorted_...  9/4/2018 1:34 PM 9/4/2018 1:34 PM Demo no bam Demo Default Human 37
2 800402.igv-sorted_. 9/4/2018 1:34 PM 9/472018 1:34 PM Demo no bam Demo Default Human 37
<« LI
Samples 5 | Registered | Version 1.8.0 Beta, Build 266, Revision 26eab418, Build Date: Aug 30 2018 @

The context menu for this tab is identical to the context menu for the Samples pane
% on the Run tab. See “The Samples Pane (Run tab) Context Menu” on page 191.
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Merging BAM Files with the Merge BAM Files
Tool

If you have multiple BAM files for a sample, you do not need to submit each file as an
individual sample, and then assign each file to the same patient. Instead, you can use the
Merge BAM Files tool to merge all the BAM files into one file and then submit the file as a
single sample.

To merge BAM files

1. On the Geneticist Assistant main menu, click Tools > Merge BAM Files.
The Merge BAM Files dialog box opens.
Figure 11-13: Merge BAM Files dialog box

Select file to add: | ... Note: Merge may take several minutes to complete

Save As: @

[ Merge ] Cancel ]

2. Atthe top of the dialog box, click the Browse button [... | to open the Select a file to add
dialog box, and browse to and select the BAM files that are to be merged.

@ CTRL-click to select the multiple BAM files.

3. Next to the Save As field, click the Browse button [... | to open the Select file to save
dialog box, and do the following:

* In the File name, enter the name for the merged BAM file. (The extension is .bam
and you cannot change this.

* Browse to and select the directory in which to save the merged BAM files.
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4. Click Save.

The Select file to save dialog box closes, and you return to the Merge BAM files dialog
box.

5. Click Merge.

The message “Merging files now” is displayed at the top of the Merge BAM files dialog
box. After the BAM files are successfully merged, the message “Merge complete” is
displayed at the top of the Merge BAM files dialog box.

Be patient during the merging of the BAM files. Depending on the number of files
% selected and the sizes of the files, merging might take several minutes.

6. Click Close (x) to close the Merge BAM Files dialog box and return to the Geneticist
Assistant main window.
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The Geneticist Assistant customer portal is a web-based platform that serves as a dedicated
hub for tracking and managing your organization’s patient and sample information and the
tests that have been carried out for each patient/sample combination (referred to as a
submission). You designate specific users, known as web users, to have login and read/write
permissions to this platform. These web users can enter your organization’s patient and
sample information without ever having to log in to an instance of Geneticist Assistant. The
patient and sample information is directly linked between the Geneticist Assistant database
and the customer portal. Any patient that is in the Geneticist Assistant database is
automatically available for selection in the portal, and if a new patient must be created to
submit information, then this patient is automatically added to the Geneticist Assistant
database. A barcode is generated for each submitted patient/sample combination, and you
can use this barcode to validate that the correct patient and sample combination was
submitted to the customer portal and to confirm sample identity when you are reviewing a
sample in Geneticist Assistant. A full record of every submission that any user has ever made
through your organization’s secure access point to the Geneticist Assistant customer portal is
displayed on the Submissions tab.

This chapter covers the following topics:
*  “Logging in to the Geneticist Assistant Customer Portal” on page 307.
*  “The Geneticist Assistant Customer Portal Layout” on page 310.

e “Submitting Patient/Sample Tracking Information through the Geneticist Assistant
Customer Portal” on page 312.

e “The Submissions Tab” on page 315.
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Logging in to the Geneticist Assistant Customer
Portal

To log in and use the customer portal, two files are required:

*  Cert.pem file, which you must save in C:\Program Files\SoftGenetics\SoftGenetics
Server\ga on the Geneticist Assistant server.

*  Cert.pfx, which you can save anywhere on the Geneticist Assistant client. You must
double-click this file to launch the Certificate Import Wizard and import the encryption
key for your Geneticist Assistant installation.

should already be configured and available for use; otherwise, work with your
organization s System Administrator to create and configure these files, or you can
contact.tech_support@sofigenetics.com for assistance.

% If your organization already uses encryption for patient data, then these files

By default, your Geneticist Assistant Administrator account (the Administrator role that you
were prompted to create for the installation of Geneticist Assistant) is designated as a user of
the customer portal. The username and password for logging in to the customer portal are
identical to the username and password that were specified for the Administrator role. All
other users of the customer portal must be specified as web users. (See “Managing Web
Users” on page 98.)

Figure 12-1: Geneticist Assistant Login dialog box with credentials for the Geneticist
Assistant customer portal

Server name Server: https://localhost

Administrator role user name Username: Administrator

Administrator role password L passiord:

Proxy Settings Cancel

Proxy off Version 1.8.0 Beta, Build 265, Revision 26eab413

The login URL for the Geneticist Assistant customer portal is set to the following:
https://<server name>/samplesub

where <server name> is the name of your Geneticist Assistant server, for example,
localhost.
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To log in to the Geneticist Assistant customer portal

1. Open a browser of your choice.

2. Inthe URL field, enter the login URL for your Geneticist Assistant customer portal.

The login URL for the Geneticist Assistant customer portal is set to the following:
https://<server name>/samplesub, where <server name> is the name of your
Geneticist Assistant server, for example, localhost.

The Customer Portal Login page opens.
Figure 12-2: Customer Portal Login page

Sample Submissions x '+

(- D #  https://localhost/samplesub/#

SOFTGENETICS® Login Register

Software PowerTools for Genetic Analysis
Login

Username

Password

Submit

3. Enter your username and password, and then click Submit.

role that you were prompted to create for the installation of Geneticist Assistant) is
designated as a user of the customer portal. The username and password for
logging in to the customer portal are identical to the username and password that
were specified for the Administrator role. If you are not the Administrator, then
you must be specified as a web user. (See “Managing Web Users” on page 98.)

% By default, your Geneticist Assistant Administrator account (the Administrator

The Customer Portal opens. The Patients and Samples page is the open page. All the
patients that are currently saved in your Geneticist Assistant database are listed in the
Patients pane on the left side of the page. Any patient/sample combination that has been
submitted to the customer portal is displayed in the Samples pane on the right side of the
page. See Figure 12-3 on page 309.
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Figure 12-3: Geneticist Assistant Customer portal, Patients and Samples page

e —
/ Sample Submissions x \ £

€) @ ntps/ocahost/samplesub/s & |[Q searcn “E & A 9

SOFTGENETICS® Patients Submit Review User  Admin  Logout

Patients and Samples New Patient/Sample

Patients Samples

[} I Added Barcode ID sample Type Tests
18 No data available in table
AUDP_1717

GEH_17

ID_17

Mayo_17

TO_17

TOF_17

UDP2753

UDP2755

UDP3165

UDP3168

4. Continue to “The Geneticist Assistant Customer Portal Layout” on page 310.
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The Geneticist Assistant Customer Portal
Layout

310

Figure 12-4: Geneticist Assistant customer portal, Patients and Samples page

Sample Submissions x

€ ) ®&:  httpsi//localhost/samplesub/

SOFTGENETICS®

Patients

D
18
AUDP_1717
GEH_17
ID_17
Mayo_17
TD_17
TDF_17
UDP2753
UDP2755
UDP3165

UDP3168

Patients and Samples New Patient/Sample

)|

we ¥ a9

Patiens  Submit  Reviel User  Admin  Logou

samples

Added Barcode ID sample Type Tests

No data available in table

The customer portal main

menu is displayed at the top of every customer portal page. The

main menu has the following options:

Main Menu Option

Description

Patients

Opens the Patients and Samples page. This is the page that opens after
you log in to the Geneticist Assistant customer portal. All the patients
that are currently saved in your Geneticist Assistant database are listed
in the Patients pane on the left side of the page. Any patient/sample
combination that has been submitted to the customer portal for tracking
purposes is displayed in the Samples pane on the right side of the page.

Submit

Opens the Submit Sample page. This is the page on which you enter
the information for the patient and sample combination that you are
submitting to the Geneticist Assistant customer portal. This page has
seven distinct sections for entering the information for the patient and
sample combination that you are submitting to the Geneticist Assistant
customer portal. Your organization’s Administrator is responsible for
customizing the fields that are displayed in these sections, including
whether a field is enabled or disabled, and whether a field is required or
optional. See “Admin” on page 311.

Review

Opens the Review page, where you can review a patient and sample
combination and verity that the information that has been entered for it
is correct before you submit the information to the customer portal.
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Main Menu Option

Description

User

Opens the User page. You use this page to enter the contact details for
the providers and institutions that are to be available for inclusion with
any submission including the ordering provider, the genetic counselor,
the referring hospital or laboratory, and the institutional billing. Your
organization’s Administrator is responsible for customizing the fields
that are displayed in these sections, including whether a field is enabled
or disabled, and whether a field is required or optional. See “Admin”
below.

Admin

Available only to the default Administrator user for your Geneticist
Assistant installation. Opens the Admin page where the Administrator of
your organization's customer portal specifies the fields that are to be
enabled/disabled on the Submit and User pages, and whether an
enabled field is to be required or optional. In addition to specifying the
field rules for the Submit and User pages, an Admin can also customize
the barcode that is automatically generated for a submission. This
barcode can be used to validate that the correct patient and sample
information combination was submitted to the customer portal and to
confirm sample identity when you are reviewing a sample in Geneticist
Assistant. “Submitting Patient/Sample Tracking Information through the
Geneticist Assistant Customer Portal” on page 312.

Note: If you need assistance with customizing your Geneticist Assistant
customer portal interface, contact tech_support@softgenetics.
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Submitting Patient/Sample Tracking Information
through the Geneticist Assistant Customer
Portal

You must be the Administrator of Geneticist Assistant, or designated as a web user to log in
and submit information through Geneticist Assistant customer portal. A full record of every
submission that any user has ever made through organization’s secure access point to the
Geneticist Assistant customer portal is displayed on the Submissions tab.

To submit patient/sample tracking information through the
customer portal

1. Login to the customer portal.

role that you were prompted to create for the installation of Geneticist Assistant) is
designated as a user of the customer portal. The username and password for
logging in to the customer portal are identical to the username and password that
were specified for the Administrator role. If you are not the Administrator, then
you must be specified as a web user. (See “Managing Web Users” on page 98.)

@ By default, your Geneticist Assistant Administrator account (the Administrator

2. On the Patients and Samples page, click New Patient/Sample, or on the main menu, click
Submit.

The Submit Sample page opens. The Patient and Specimen section is displayed. The
Sections pane on the left side of the page lists the seven sections for the page by name in
which you can enter the patient/sample tracking information.

Figure 12-5: Geneticist Assistant customer portal, Submit Sample page, Patient and
Specimen section

SOFTGENETICS® Patients ~ Submit  Revie:

Submit Sample

Sections Patient and Specimen

i Sty saved Patients
Patient and Specimen

Phone Patient IDIMed Rec # Feo [+ 3 [o] 1ess 1]
303-555-1212 KAA_2017_JH_107 - o o
Address city statelPr zip
123 ANYWHERE STREET AUSTIN ™ 75287

sample Type Number of units
5
9 BLOOD

Date Collected
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Your organization s Administrator is responsible for customizing the fields that are
displayed in all the sections on the Submit Sample page, including whether a field
is enabled or disabled, and whether a field is required or optional.

3. In the Patient and Specimen section, on the Saved Patients dropdown list, do one of the

following:

Leave the list set to Add New, and then enter the new patient information.

Select a patient from your organization’s Geneticist Assistant database.

&

The patient and sample information is directly linked between the Geneticist
Assistant database and the customer portal. Any patient that is in the Geneticist
Assistant database is automatically available for selection on the Saved Patients
dropdown list. If you add a new patient, then this new patient is automatically
added to your organization’s Geneticist Assistant database and going forward, is
available for selection in the portal.

4. Continue opening each section on the page, and then enter the appropriate information
for the patient/sample combination.

5. Optionally, after you have entered all the patient/sample tracking information, in the
Sections pane on the Submit Samples page, click Review to open the Review
Submission page and review the information and make any necessary changes before

submitting it.

6. On the Submit Samples page, in the Sections pane, click Submit.

The patient/sample information is submitted to the customer portal. The submission is
automatically recorded on the Submissions tab in Geneticist Assistant. The Submit
Sample page remains open. A Submission Successful message is displayed on the page
along with two options: Download Packing Slip and Download Submission Details.

Figure 12-6: Submission Successful message with options

SOFTGENETICS® Patient: Submit  Revie:

Submit Sample
Sections Submission Successful! Reload page

Click below to download a packing slip for submission 7

Please include this in the mail with your sample!

Download Packing Slip

Family Histar
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7. Optionally, click either one or both options to download the needed information for the

submission:

The prompt that opens and the location in which the file is automatically saved is
dependent on the browser that you are using to access the customer portal.

Download a packing slip: Generates a packing slip in PDF format that includes a
barcode.

If your organization uses barcodes, then you can scan this barcode and validate that
the correct patient and sample combination was submitted to the customer portal and
to confirm sample identity when you are reviewing a sample in Geneticist Assistant.

Figure 12-7: Packing slip with barcode for patient/sample information submitted to the

Geneticist Assistant customer portal

Packing Slip-8.pdf - Adobe Acrobat Standard DC (== Ecn]
le Edit View Window Help

fome

Tools Document B E Q 1 /1 3 @ O® Bbs - ﬁ ] s 6 7 @ SignIn

, , 1| 1
Packing Slip 25 Jan 2017 03:50:35 PM

Patient Ordering Provider
External Id 12345 First Name ab
Gender Male Last Name cd
Race Caucasian Organization sdksjahd
Phone 123456789
Specimen Email a@abc.com
Date Collected 2016-12-09 Fax 123456789
Units 10 ml Street 1kst
Sample Type Blood City city
State pa
Tests Requested Zip 16803
Tests
Reason For Testing Genetic Counselor
Indication unknown First Name qwe
Clinical Diaanosis  luna cancer Last Name asdf

3 1

|7

You can always choose to generate a packing slip with a barcode for this or any
other submission at a later date. To do so, on the customer portal main menu, click
Review to open the Review Sample page, select the appropriate patient/sample
combination, and then click Download Submission Packing Slip.

Download Submission Details: Generates a full record of the submission in PDF
format. The information that is displayed on the Submissions Detail form is identical
to the information that is displayed on the Packing Slip form, but without the
barcode.

AL

|7

314

You can always view the full record of any submission on the Submissions tab in
Geneticist Assistant. See “The Submissions Tab” on page 315.
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The Submissions Tab

A full record of every submission that any user has ever made through your organization’s
secure access point to the Geneticist Assistant customer portal is displayed on the
Submissions tab in Geneticist Assistant. To open the Submissions tab, on the Geneticist
Assistant main menu, click Tabs > Submissions.

Figure 12-8: Submissions tab

@ Geneticist Assistant

File Tabs Panels Reports Filters Tools Backup Help

fample/Run Panel PanelG

8

Refresh

Submissions

5 1/23/2017 10:40 AM Administrator Blood 1/16/2017
4 1/23/2017 10:37 AM Administrator Blood 1/16/2017
3 1/23/201710:37 AM Administrator Blood 1/16/2017
2 1/16/201711:03 AM Administrator Blood 171172017
<1001  12/15/2016 3:26 PM Test Blood 12/9/2016

eGroupjPatient/Gene/chrom:s

Barcode Submission Date  Submitted By Sample Type Date Collected Tests Requested Test Typ Previous Case Number Mutations Sample Number Mutation Expedited Testing Reason Clinic: Inosis
o Ju3017 104 e Bhch P NG Semnciol | ] .

Ref

BRCAPanel  NGS Sequencing Breast Tumor
BRCAPanel  NGS Sequencing Breast Tumor ‘
BRCAPanel  NGS Sequencing Breast Tumor
BRCAPanel  NGS Sequencing tumor

lung cancer

To open and view all the details for an individual submission, double-click the submission on
the Submissions tab. Each pane on the Submission tab corresponds to specific information
that was entered for the submission, for example, Patient, Specimen, and so on. The
information always includes the barcode for the submission, which you can use to comfirm

sample identity.

Figure 12-9: Submission tab

Genetiit Asstant.
File Tabs Pandls Repots Fiters Tooks Sackup Help
Refresh | Sample Run panelPaneiGroup/SampieGroupP?
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'800450.igv-sorted_Outpust M. Current obs B (<]

6
Date Submatted 01/23/2017 10:43:20 AM [Download Padkng Sip|

SbmitedBy  Admiistrator Openpacng i [Open Barcoe Lo
patient

D ExtemalID Fist Name Lo Name Date of ifh Gender Ethniciy  Owner
53806 NI Doe 12071984 Femsle

ISpecimen

Date Collected Sample Type Units

Mon Jan 232017 Blood 15

[Tests Requested

D Type Neme. Price

CBT Code  Bxpedited Resson.
1500 ]

1 NGSSequencing BRCAPanel

[Reason For Testing
ton Cinical Diagnosis
unknown Breast tumor
[Famiy History
Previously Tested

[Ordering Provider
st Name Last Name Insttution  Email

suehospitslorg 2 MainSt City PA 16303 Email

Email Phone  Fax. Report Delivery Method
s JohnDcounselor.org 245678012

g Hospital Or Laborato

‘Organization Emeil Phone  Fax

Oncologylab 676012345

institutional Biling

(Organization First Name Last Name Phone Email Fax Street City State Zip. Department

Email

Street  City State Z3p  Report Delivery Method
5MainSt City PA 12345 Email

DO Code:
(Code
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To use the barcode to confirm sample identity

316

If a packing slip has been generated for a submission, then two options are available for
using the barcode to validate that the correct patient/sample combination was submitted to
the customer portal and to confirm sample identity when you are reviewing a sample in
Geneticist Assistant:

*  On the Submission tab, click Verify Barcode, and then use a barcode scanner to scan the
barcode on the physical packing slip.

*  On the Submission tab, click Verify Barcode, and then enter the barcode number that is
displayed on the packing slip in the field. If the barcode number that you enter matches
the barcode number for the submission, then “Match” is displayed in green above the
Verify Barcode number field.

Figure 12-10: Verifying submissions using a manually entered barcode number

o [ TesAm I = \ ez [ = I T P e

—
Submitted 01/23/2017 10:43:20 AM [Downioad Packng Sip] [ Open Sample Tab 7]
itted By ( abel!
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Regardless of the entity with which you are working in Geneticist Assistant (a run, a patient,
a sample, or a variant), there are several procedures common to all these entities. This
appendix describes these common procedures and where appropriate, details the slight
differences that can exist based on the entity for which you are carrying out the procedure.

This appendix covers the following topics:

* “Reviewing Panel Statistics” on page 319.

*  “Setting Read and Write Permissions” on page 326.
e “Managing a Batch Variants Report” on page 329.

*  “Generating a Batch Coverage Report” on page 335.
e “Creating an Action List” on page 338.

e “Comparing Samples in a Run” on page 340.

*  “Adding a Variant Interpretation” on page 342.
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Reviewing Panel Statistics

Panel statistics are displayed on the Panel Statistics tab. The information that is displayed on
the Panel Statistics tab is the same (using all samples by default) except if you have selected
multiple samples from the Run tab or multiple associated samples on the Variant tab. You
can open and review the information on the Panel Statistics tab from the following locations
in Geneticist Assistant:

*  The Panel Statistics tab from the Panels menu.

* A patient sample when viewed from the Samples sub-tab on the Patient tab.

* A panel that was used for a run when viewed from the Runs tab.

* A panel that was used for a run when viewed from Samples pane on the Run tab.

* A sample’s run when viewed from the Associated Panels pane on the Variant tab.

To review panel statistics

When reviewing the information on the Panel Statistics tab, you can filter the information by
the following criteria:

*  All panel samples, or selected panel samples.

*  Samples that have been added to the panel within the last 30 days of the current day’s date,
or a custom date range.

*  Selected runs for the panel.

When the Panel Statistics tab first opens, the Coverage Regions sub-tab is the open tab. You
can select a different panel from the Panel dropdown list to view statistics for a different
panel. You can also select a different panel to change the panel group, but you cannot change
the panel group directly.

Figure A-1:  Coverage Regions sub-tab (Panel Statistics tab)

File Tabs Panels Reports Filters Tools Backup Help
Refresh search Ref
Run 'Demo no bam' I Sample Comparis... { Runs I Family Comparis. { Coverage Regio. I Action List of '80. Panel Statistics [ Current Jobs |
Panel: [Demo v Panelgroup:  Defauit
All panel samples [7] added between 8/12/2018 =/ 9/12/2018 4] © Selectedruns [1..] © Selected samples [..) oK
Coverage Regions | Samples | Variants | Patients | Reports |
overage Regions of Panel 'Demo':
IDEE Region Name Chrom ChromRegion Start ChromRegion End Chrom:Start - End % Covered Threshold werage Coverage Thresholir «
154 CHEK2:NM_007194 2 29130361 29130739 22:20130361-29130738  100% 100 H
153 CHEK2:NM_007194 22 29121201 29121385 22: 29121201 - 29121385 100% 100
152 CHEK2:NM_007194 2 29120935 29121142 22:20120935-29121142  100% 100
151 CHEK2:NM_007194 2 29115353 29115503 22:29115353- 29115503 100% 100 €
150 CHEK2:NM_007194 2 29107867 29108035 22:29107867 -29108035  100% 100
149 CHEK2:NM_007194 2 29105964 29106077 22:29105964 - 29106077 100% 100 £
148 CHEK2:NM_007194 2 29099463 29099584 22:29099463 29099584 100% 100 €
147 CHEK2:NM_007194 2 29095796 29095955 22:29095796 - 29095955 100% 100
146 CHEK2:NM_007194 2 29092859 29093005 22:20092859- 29093005 100% 100
145 CHEK2:NM_007194 2 29091668 29091891 22: 29091668 - 29091891 100% 100
144 CHEK2:NM_007194 2 29091085 29091260 22:29091085-29091260  100% 100
143 CHEK2:NM_007194 2 29089990 29090135 2229089990 - 29090135 100% 100 B
142 CHEK2:NM_007194 2 29085093 29085233 22:29085093 - 29085233 100% 100 ev|
. | B
Coverage Regions 154; Samples 2; Variants 37; Patients 2; Reports 0 Registered | Version 1.8.0 Beta, Build 266, Revision 26eab418, Buid Date: Aug 30 2018 (0]
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1. To display data on the Panel Statistics tab, do one of the following:

To display Panel Statistics
information from:

Steps

The Panel Statistic tab from the Panels
menu

1. On the Geneticist Assistant main menu, click Panels > Panel
Statistics.

The Panel Statistics tab opens.

2. On the Panels dropdown list, select the panel for which the statistics
are to be viewed.

The Samples sub-tab on the Patient tab

In the Samples pane, select a sample or CTRL-click to select multiple
samples, and then right-click on any selected sample and on the context
menu that opens, click Panel Statistics.

The Runs tab

1. Select a run, or CTRL-click to select multiple runs.

2. Right-click any selected run, and on the context menu that opens,
click Panel Statistics.

The Run tab

In the Samples pane, select a sample or CTRL-click to select multiple
samples, and then right-click on any selected sample and on the context
menu that opens, click Panel Statistics.

Note: If you select a small number of samples, such as two to four, then,
by default, the panel statistics are calculated based only on the
selected samples and before the statistics are calculated, a Very
few samples message dialog box opens, warning you of this and
asking you if you want to continue. You can click Yes, or you can
click Cancel to return to the Run tab and select more samples.

The Associated Samples pane on the
Variant tab

1. Select a sample, or CTRL-click to select multiple samples.

2. Right-click any selected sample, and on the context menu that
opens, click Panel Statistics.

Note: If you select multiple samples from multiple runs for different
panels, then a Select Panel dialog box opens. You must first
select the appropriate panel before the statistics can be
calculated.

Note: If you select a small number of samples, such as two to four, then,
by default, the panel statistics are calculated based only on the
selected samples and before the statistics are calculated, a Very
few samples message dialog box opens, warning you of this and
asking you if you want to continue. You can click Yes, or you can
click Cancel to return to the Variant tab and select more samples.
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2. Optionally, edit any or all of the calculation criteria as needed, and then click OK to
recalculate the panel statistics and update the display accordingly.

Option Description

All panel samples | If you select this option, then all samples that have been added to the panel
are displayed. To specify a custom date range, select added between, and
then change one or both dates as needed. To change the dates, you can do
either of the following:

* You can select any part of the date that you want to change, or the entire
date, and then manually enter the new value. (The default date range is
the last 30 days).

* You can select any part of the date that you want to change, and then use
the Up/Down arrows to change the date accordingly.

Selected runs To select specific runs for the panel, choose Selected runs, and then next to

Selected runs, click the Browse button E] that to open the Select Runs

dialog box. All the runs for the selected panel are displayed in the dialog box.
Select a run, or CTRL-click to select multiple runs, and then click OK.

Figure A-2:  Select Runs dialog box

D Name Run Date Time Add Date Time
1 Demo no bam 9/4/2018 1:34 P 9/4/2018 1:35 PN
9/10/2018 12:28 9/10/2018 12:39
2 Demo Run Il oM o1
«| >
Ready. [ OK ] Cancel
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Option Description

Selected samples | To select only specific samples for the panel, choose Selected samples, and

then next to Selected samples, click the Browse button [Z] that to open the

Select Samples dialog box. All the samples for the selected panel are
displayed in the dialog box. Select a sample, or CTRL-click to select multiple
samples, and then click OK.

Figure A-3:  Select Samples dialog box

jio] Name Run Date Time Add Date 12|
12 800456.igv- $/10/2018 12:29 9102018 12
sorted_Output_... PM PM
1 B800455.igv- 9/10/2018 12:29 9/10/2018 12
sorted_Output_... PM PM
800466.igv- : =
10 sorted_Output._.. 9/4/2018 1:34 P /472018 1.3._
800463.igv- ) e
9 sorted_Output_ 9/4/2018 1:34 PM  9/4/2018 1:3¢
800458.igv- . .
8 sorted_Output_ 9/4/2018 1:34 P 9/472018 1:3¢
800456.igv- g =
7 sorted_Output_.. 9/4/2018 1:34 PM  9/472018 1:3¢
B800455.igv- A 2 2
6 e ik 9/4/2018 1:34 P 9/472018 1.35L|
( joi
Ready. [ ok ][ concel |

3. Optionally, after calculating the panel statistics, continue to any of the following needed
to view information on any of the five sub-tabs that are available for the Panel Statistics
tab:

» Coverage Regions sub-tab. See “Coverage Regions sub-tab (Panel Statistics tab)” on
page 323.

e Samples sub-tab. See “Samples sub-tab (Panel Statistics tab)” on page 323.
*  Variants sub-tab. See “Variants sub-tab (Panel Statistics tab)” on page 324.
» Patients sub-tab. See “Patients sub-tab (Panel Statistics tab)”” on page 324.
e Reports sub-tab. See “Reports sub-tab (Panel Statistics tab)” on page 325.
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Coverage Regions sub-tab (Panel Statistics tab)

The Coverage Regions sub-tab has a single pane, the Coverage Regions pane, that lists the
coverage information across all the samples, for the selected run or runs, or for the selected
sample or samples for every region in the selected panel and panel group. See “Coverage
Regions tab” on page 200 for a detailed discussion of the information that is displayed on
this sub-tab.

Figure A-4:  Coverage Regions sub-tab (Panel Statistics tab)

File Tabs Panels Reports Filters Tools Backup Help
Refresh Search Ref
Run ‘Demo nobam' () | sample comparis.. £ | Runs ) | Fomiy comparis... ) | coverageRegio.. ) | Actonlistofs0.. [} | Panelstatsics ) CurrentJobs [
Panel: [Demo v Panelgroup:  Defait
All panel samples [7] added between 8/12/2018 = 9/12/2018 |+ Selected runs (.. ] © Selected samples (.. ) ok
| Coverage Regions | Samples | Variants | Patents | Reports |
overage Regions of Panel 'Demo':
D - Region Name Chrom ChromRegion Start ChromRegion End Chrom:Start - End % Covered Threshold werage Coverage Thresholir &
154 CHEK2:NM_007194 2 29130361 29130739 22:29130361- 29130738 100% 100 €
153 CHEK2:NM_007194 2 29121201 29121385 22:29121201-29121385  100% 100
152 CHEK2:NM_007194 2 29120935 29121142 22:20120935-29121142  100% 100
151 CHEK2:NI_007194 2 29115353 29115503 22:29115353- 29115503 100% 100 £
150 CHEK2:NM_007194 2 29107867 29108035 22:29107867 29108035 100% 100
149 CHEK2:NM_007194 2 29105964 29106077 2229105964 - 29106077 100% 100 g
148 CHEK2:NM_007194 2 29099463 29099584 22129099463 - 29099584 100% 100
147 CHEK2:NM_007194 2 29095796 29095955 22: 29095796 - 29095955 100% 100
146 CHEK2:NM_007194 2 29092859 29093005 22: 29092859 - 29093005 100% 100
145 CHEK2:NM_007194 2 29091668 29091891 22: 29091668 - 29091891 100% 100
144 CHEK2:NM_007194 2 29091085 29091260 22: 29091085 - 29091260 100% 100
143 CHEK2:NM_007194 2 29089990 29090135 2229089990 - 29090135 100% 100 €
142 CHEK2:NM_007194 2 29085093 29085233 22: 29085093 - 29085233 100% 100 £v
«| | »
Coverage Regions 154; Samples 2; Variants 37; Patients 2; Reports 0 Registered | Version 1.8.0 Beta, Build 266, Revision 26eab418, Buid Date: Aug 30 2018 (0]

Samples sub-tab (Panel Statistics tab)

The Samples sub-tab has a single pane, the Samples pane, that lists all the samples that were
imported for the panel or in the selected run or runs or for the selected sample or samples for
the selected panel and panel group. You can double-click a sample on this sub-tab to open the
Sample tab. (See Chapter 8, “Geneticist Assistant Data Review - Sample Tab,” on page 209.)
You can also right-click a sample on the sub-tab to open a context menu that has options that
are identical to options that are on the context menu for the Samples pane on the Run tab. See
“The Samples Pane (Run tab) Context Menu” on page 191.

Figure A-5:  Panel Statistics tab, Samples sub-tab

File Tabs Panels Reports Filters Tools Backup Help

Refresh Search Ref
Run Demo no bam' Sample Comparis... [ | Runs () | Famiycomparis.. [} | CoverageRego... () | ActonListof's0... | Panel Statistics | curentiobs [ |
Panel: (Demo v Panelgroup:  Defauit

Al panel samples [7] added between 8/12/2018 & 9/12/2018 | Selectedruns (.. ] © Selected samples (1. ) oK

Variants | Patents | Reports |

éovevageﬁ:mir Samples
| [samples of Panel 'Demo":

D - Name Run Date Time Add Date Time Run Panel Panel Group Reference
10 800466.igv-sorted_...  9/4/2018 1:34 P 9/4/2018 1:35 P Demo no bam Demo Defaut Human 37
9 800463.igv-sorted_...  9/4/2018 1:34 P 91412018 1:35 P Demo no bam Demo Defaut Human 37
< Bl
Coverage Regions 154; Samples 2; Variants 37; Patients 2; Reports 0 Registered | Version 1.8.0 Beta, Build 266, Revision 26eab418, Buid Date: Aug 30 2018 (0]
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Variants sub-tab (Panel Statistics tab)

The Variants sub-tab has a single pane, the Variants pane, that lists all the variants that were
detected for the panel in all the samples that were imported in the selected run or runs or for
the selected sample or samples for the selected panel and panel group. The information that
is displayed on this sub-tab is identical to the information that is displayed on the Variants
sub-tab on the Patient tab. You can double-click a variant on this sub-tab to open the Variant
tab. (See Chapter 9, “Geneticist Assistant Data Review - Variant Tab,” on page 243.) You
can also right-click a variant on this sub-tab to open a context menu that has options that are
identical to options that are on the context menu for the variant on the Sample Variant Data
sub-tab. (See “Sample Variant Data Sub-Tab” on page 212.)

Figure A-6:  Panel Statistics tab, Variants sub-tab

File Tobs Penels Reports Fiters Tools Backup Help

Refiesh search | [Q+ Ref
Runs. Run Demo’ ‘Sample '800455.igv-sorte. Run Famiy Data’ Variant 1512998837 2:47. Patents Panel Statitics. e Current Jobs.
Panel: |Demo ~| panelgroup: [Defoutt
|© Al panel samples [] added between [9/23/2018 [3] [10/23/2018 3] O selectedruns O selected samples oK

Rs Type  Coverage _Pat Pathogenicity Status. 'HGVS Genomic HGVS Coding

© ZASON RSHT rovsense 881 Confimed freis 7| ooz v| tesenzl GamsAICT N4_000251,2: 1237657 e
PR — N 2w | fesensia v fe oo gamsirsasT 4 000251, 2c 1511857

75 2474l GUMIGD fameshh 434 Unassred w2 P gmsssaasec N_000251,2:c 165608 e o0
[ — ET— 2w | fesensia v fe oo . 4000251, 2 1661412654

2 zemews gezmes smomos 2 (IS reins w2 n [ wowsia v| el gumssiosT>c N4_000251.2:.1666T>C oo
27 247703500 (52303428 o1 Unassigned MSH2 intron NM_000251.2 ¥ | NP_000242.1 9.477035007>C INM_000251.2:. 2006-6T>C

St TP SN mesese 634 Unessgned w2 s [ wowsia v| el g N_000251,2:0.25584C e
© Ze00es O  meese 25 Unsioned v L [ wiowima v| o g 010%85654 NL000179.2:. 116654 o
4 Zeowss ORAR smowmos 154 Unassoned v L[ wowima v o g 01085854 0001722, 186CA e
[ — PR—— Ve e | eseoima v feoooim.s 24801065456 4000179, 2.26042656

@ Zeomsl R smowms %2 Unassoned v 2 [ wowoim2 v e o 018081456 NL0017.2:0 276856 e
R R —— v s [ wowoima v e goiisT>c 00017220 407> oo
5 e o0y sroomoss 42 [ covmed v o w2 v e - 000172642057 o
3 240757 LUK fameshh 8T Unassned o o [ o2 v e 048026755 _so026 604G N0 2 1637_i63RdAG 18 0001
9 240013 SISY ronsense 813 Unassned v o [ w2 v e g 028135 L0017, 2:.1691C5A e
R 2073 2700068 romsense 67 Unassned v 4 [ o2 v e g4027185154 N4_000179.2: 206175 e
5 e ronserse 1177 Unassped v o [z v e s NL000179.2:0 2095657 o
B zeowem  saen 55 Unsioned Ve won | sooima v fe oo gss0083845T 0001792 3438 41405
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Patients sub-tab (Panel Statistics tab)

The Patients sub-tab has a single pane, the Patients pane, that lists all the patients who were
associated with all the samples the panel or the selected sample or samples or for the selected
run or runs that were imported for the selected panel and panel group. You can double-click a
patient in the pane to open the corresponding Patient tab. You can also right-click a patient
on this sub-tab to open a context menu with options that are identical to options that are on
the context menu for the Patients tab. See “Accessing and Reviewing Patient Records” on
page 137.

Figure A-7:  Panel Statistics tab, Patients sub-tab

File Tabs Panels Reports Filters Tools ' Backup | Help

Refresh Search Ref

Run Demo no bam' [ | Sample Comparis.. £ | Runs [ | FamiyComparis.. [} | CoverageRegio.. [) | Actonlistof's0.. [[) | Panelstatistcs B | curentobs [
panel: [Demo v Panelgroup:  Defauit
All panel samples [] added between 8/12/2018 = 9/12/2018 [+] © Selectedruns [i..] @ Selected samples [1.) oK

Coverage Regions [ Samples ] Variants 1 Patients Reports. \
| [Patients of Panel 'Demo':
ID-  Extemal ID First Name Last Name Date of Bith Gender Ethnicity ~ Owner Creator  # Relatives # Samples Last Comment Phone Street City State Zip 4|

10 800466.igv-sorted Male Administrator Administrator 0 1
9 800463.igv-sorted Female Administrator Administrator 0 1
8 800458.igv-sorted Administrator Administrator 0 1
i 800456.igv-sorted Administrator Administrator 0 2
6 800455.igv-sorted Administrator Administrator 0 2 -
5 800451.igv-sorted Administrator Administrator 0 1
4 800450.igv-sorted Administrator Administrator 0 1
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Reports sub-tab (Panel Statistics tab)

The Reports sub-tab contains a single pane, the Reports pane, that lists all the reports that
were generated for the panel or for the selected run or runs or selected sample or samples for
the selected panel/panel group and saved to the Geneticist Assistant database.

You can also select Reports > Saved Reports on the Geneticist Assistant main
% menu to open a Reports tab that includes these same reports.

Figure A-8:  Panel Statistics tab, Reports sub-tab
a8

Refresh Search

Runs Panel Statistics Current Jobs

v | Panel group: |Default

Panel: | Demo
@ Al panel samples [] added between |9/11/2018 %1 |10/11/2018 |3 O Selected runs | ... | O Selected samples | ... oK

Coverage Regions Samples Variants Patients Reports

Reports:
D> Report Name User  Create Date Time

] Demo_Report_102018 test  10/11/2018 10:47 AM
8 Demo_Report_092018 test  9/11/2018 10:18 AM
7 Demo_Report_082018 test  8/11/2018 10:26 AM

You can right-click anywhere on this sub-tab to open a context menu with options that are
identical to the options that are on context menu for the Reports pane on the Patient sub-tab
on the Patient tab. See “Patient tab, Patient sub-tab, Reports pane” on page 154.

For detailed information about generating and saving Panel Statistics reports, see
Chapter 10, “Geneticist Assistant Reports,” on page 265.
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Setting Read and Write Permissions

Permissions determine the Read and/or Write functions that are available to selected users or
groups for a patient, sample, or run. You can set Read/Write permissions for these Geneticist
Assistant entities from the following locations:

Patient: The Patients tab and the Patient sub-tab on the Patient tab.
Patient Sample - The Sample sub-tab on the Patient tab.

Run - The Runs tab.

Run Sample - The Samples pane on the Run tab (per sample basis).

Sample in which a selected variant was found - Associated Samples pane on the Variant
tab.

You can set permissions for any entity if you are an Administrator user. If you are a standard
user, then set the permissions for an entity that you added to the Geneticist Assistant database
or to which you have been granted read/write permissions.

To set Read and Write permissions for a patient, sample, or run

326

1.

Open the location from which you are setting the permissions:
*  The Patients tab.

*  The Samples sub-tab on the Patient tab.

e The Runs tab.

e The Samples pane on the Run tab.

*  The Associated Samples pane on the Variant tab.

Do one of the following:

* Select the patient or CTRL-click to select the multiple patients for which you are
setting the permissions, and then right-click any selected patient, and on the context
menu that opens, click Permissions.

*  Select the sample or CTRL-click to select the multiple samples for which you are
setting the permissions, and then right-click any selected sample, and on the context
menu that opens, click Permissions.

e Select the run or CTRL-click to select the multiple runs for which you are setting the
permissions, and then right-click any selected run, and on the context menu that
opens, click Permissions.

The Permissions dialog box opens. The first field on the dialog box indicates the entity
(Patient, Sample, or Run) for which you are setting the permissions. The dialog box also
displays the names of all the users and/or groups and their assigned permissions for the
patient, sample, or run. If you opened the Permissions dialog box from the Runs tab, then
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an additional option, Apply permission settings to samples, is displayed.

Figure A-9:  Permissions dialog box (Patient or Sample)

’ Patient

| 1 TVB17 Tori Victor l

Enter User/Group Name: l Add I

Name CanRead CanWrite Type
Administrator [V] ] User

Run |1

Demo no bam I

Enter User/Group Name: | Add

[T] Apply the permission settings to Samples
Name CanRead CanWrite Type
Administrator (V| (&) User

3. Edit the permissions for any user or group as needed and then click OK; otherwise, to
add permissions for a new user or group, go to Step 4.

You can add or remove the Can Write permission for a user or group, or you can
remove both the Can Read and Can Write permissions. Removing the Can Read
permission but leaving the Can Write permission selected for a user or group has

no effect.
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4.

Enter a user name (the login name for the user), or to assign the same permissions to
multiple users in a single step, enter a group name. Note the following about the search
string:

* The search string is not case-sensitive, but the string must begin with the user or
group name. For example, a search string of “Ja” or “ja” returns a user with the name
of Jane Doe, but a search string of “Doe” does not.

* Asyou enter a user name or a group name, a dropdown list opens. The list is
dynamically updated with user names or group names that are in your Geneticist
Assistant database and that match the search string that you are entering.

Select a user name or group name from the list, and then click Add.

The user name or group name is displayed in the lower pane of the dialog box. The Can
Read permission is already assigned for the selected user or group. If just this permission
is selected, then the user or group can simply view the patient records, samples, or runs.
They cannot edit them.

Optionally, if the user or group must be able to edit the patient records, samples, or runs
as well, then select the Can Write permission.

If you are setting the permissions for one or more runs, then optionally, if all users and
groups are to have their same run permissions applied to all the samples in all the
selected runs, then select Apply the permission settings to Samples; otherwise, leave this
option cleared, or clear it if necessary.

Click OK.
A Permission Updated message opens.
Click OK.

Both the message and the Permissions dialog box close. The specified permissions are
set for the patient records, samples, or runs.
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Managing a Batch Variants Report

A Batch Variants report is a report that includes information for variants in a selected sample
or samples. You can create multiple reports for multiple samples in a single step. A Batch
Variants report configuration determines the data that you are including in the report. You
choose if the configuration is to be available only to the user who created it, or to all users.
The configuration does not include the report format or the location in which the report is to
be saved. Instead, you must specify the format and location in which to save the report every
time you generate a Batch Variants report.

Figure A-11: Batch Variants Report dialog box

W% Batch Variants Report

ReportType:  |.csv -]
Save To: C:JUsers/User/Desktop &=
[ Enable Fiter (None ~)
Delimiter: ®' O\ © other

Input Format:

Set display preferences as usual. This wil be applied as the format of your report.

D - Chromosome Chromosome Posiion  Chr : ChrPos Rs Ref RefAA
<[m »
Format Preview:
o)

You can generate a Batch Variants report for a selected sample or samples from the following
locations in Geneticist Assistant:

e The Samples sub-tab on the Patient tab.

* The Runs tab. A separate report is saved for each sample of the selected run.
*  The Samples pane on the Run tab.

e The Associated Samples pane on the Variant tab.

Managing a Batch Variants report includes generating the report according to a new or saved
configuration, editing a report configuration, or deleting a report configuration. See:

*  “To generate a Batch Variants report based on a new configuration” on page 330.
*  “To generate a Batch Variants report based on a saved configuration” on page 331.

*  “To delete a Batch Variants Report configuration” on page 333.
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To generate a Batch Variants report based on a new configuration

The name for a Batch Variants report is automatically assigned based on the sample ID
number and sample name for each sample for which you are generating the report (for
example, 76_800458.variants.filter) and you cannot change this. You must select a location
in which to save the report. A separate report is saved for each sample selected.

1.

Open the location from which you are generating the report:
*  The Samples sub-tab on the Patient tab.

*  The Runs tab.

e The Samples pane on the Run tab.

*  The Associated Samples pane on the Variant tab.

Do one of the following:

e Select the sample or CTRL-click to select the multiple samples for which the Batch
Variants report is to be generated, and then right-click any selected sample, and on
the context menu that opens, click Export > Create Batch Variants report.

e Select the run or CTRL-click to select the multiple runs for which the Batch Variants
report is to be generated, and then right-click any selected run, and on the context
menu that opens, click Export > Create Batch Variants report.

The Batch Variants report dialog box opens. See Figure A-11 on page 329.
On the Report Type dropdown list, select the report type. (The default value is .csv)

If a Batch Variants report has previously been generated and saved, then the location in
which the report was saved is displayed in the Save To field when the Batch Variants
Report dialog box opens; otherwise, the default value of C:/Users/<User>/Desktop is
displayed. Do one of the following:

* Leave this location as-is, and then go to Step 5.

» To change this location, then next to the Save To field, click the Browse button E],
and then browse to and select the location in which the report is to be saved.

Optionally, to filter the data that is to be displayed in the report, select Enable Filter, and
then from the Filter dropdown list, select the appropriate pre-configured filter.

“To filter the data that is displayed in a tab pane” on page 32.

@ For detailed information about filtering the data that is displayed in a report, see

6. By default, “comma” is selected for the report delimiter. You can leave this value as-is,
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or you can select “tab,” or “other.” If you select “other,” then a blank field is enabled and
you must specify the delimiter, for example, an underscore (_) in this field.
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7. Optionally, to set the display preferences for the report, do any of the following:
* Rearrange the data columns.
* Rename a column header.

e Show/hide columns (manually or by loading a configuration).

renaming columns, or showing/hiding columns, see “Setting Display Preferences

% For detailed information about working with data columns, including moving and
in the Geneticist Assistant Main Window” on page 31.

8. Optionally, to view an onscreen preview of the report before it is generated and saved,
click Preview.

9. Click OK.

The Batch Variants report is generated for all selected samples. After the report is
successfully generated, a Batch Report Finished message opens, indicating that the
report was generated and where the report was saved.

Figure A-12: Batch Report Finished message
Batch Report Finisl E

Reports of Samples:
12_800456.igv-sorted_Output_Mutation_Reportl filtered.vcf
are saved to folder 'C:/Users/User/Desktop’

(o ]

10. Click OK.

The dialog box closes. You return to a blank Current Jobs tab on the Geneticist Assistant
main window.

To generate a Batch Variants report based on a saved
configuration

1. Open the location from which you are generating the report:
*  The Samples sub-tab on the Patient tab
e The Runs tab.
*  The Samples pane on the Run tab.
* The Associated Samples pane on the Variant tab.
2. Do one of the following:

*  Select the sample or CTRL-click to select the multiple samples for which the Batch
Variants report is to be generated, and then right-click any selected sample, and on
the context menu that opens, click Export > Create Batch Variants report.
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* Select the run or CTRL-click to select the multiple runs for which the Batch Variants
report is to be generated, and then right-click any selected run, and on the context
menu that opens, click Export > Create Batch Variants report.

The Batch Variants report dialog box opens. See Figure A-11 on page 329.
3. On the Batch Variants Report dialog box, select the output format for the report.

4. If a Batch Variants report has previously been generated and saved, then the location in
which the report was saved is displayed in the Save To field when the Batch Variants
Report dialog box opens; otherwise, the default value of C:/Users/<User>/Desktop is
displayed. Do one of the following:

* Leave this location as-is, and then go to Step 5.

»  To change this location, then next to the Save To field, click the Browse button E],
and then browse to and select the location in which the report is to be saved.

5. Right-click on any heading in the Input Format pane, and then choose Select Columns.
The Select Columns dialog box opens.
6. Click Load Configuration.

The Load Configuration dialog box opens. The dialog box displays all your private and
public configurations as well as all the configurations that other users have made public.

Figure A-13: Load Configuration dialog box

Select configuration:

Configuration Name Owner

NoRegioninfo Administrator

7. Select a configuration, and then click Load.
The Load Configuration dialog box and the Select Columns dialog box close.

8. Optionally, to preview an onscreen preview of the report before it is generated and
saved, click Preview.

9. Click OK.

The Batch Variants report is generated for all selected samples. After the report is
successfully generated, a Batch Report Finished message opens, indicating that the
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report was generated and where the report was saved.

Figure A-14: Batch Report Finished message
Batch Report Finisl E

Reports of Samples:
12_800456.igv-sorted_Output_Mutation_Reportl filtered.vcf
are saved to folder 'C:/Users/User/Desktop’

(o ]

10. Click OK.

The dialog box closes. You return to a blank Current Jobs tab on the Geneticist Assistant
main window.

To delete a Batch Variants Report configuration

You can delete a Batch Variants report configuration only if you created the report
configuration. When you delete a Batch Variants report configuration, any reports that were
generated according to the “old” (previous) configuration are not affected. Going forward,
the “old” configuration is simply not available for selection.

You are not prompted about confirming the deletion of a Batch Variants report
@ configuration, so be very sure that the deletion must be deleted before doing so.

1. Open the location from which you are deleting the report:
*  The Samples sub-tab on the Patient tab.
e The Runs tab.
e The Samples pane on the Run tab.
*  The Associated Samples pane on the Variant tab.
2. Do one of the following:

e Select the sample or CTRL-click to select the multiple samples for which the Batch
Variants report is to be generated, and then right-click any selected sample, and on
the context menu that opens, click Export > Create Batch Variants report.

e Select the run or CTRL-click to select the multiple runs for which the Batch Variants
report is to be generated, and then right-click any selected run, and on the context
menu that opens, click Export > Create Batch Variants report.

The Batch Variants report dialog box opens. See Figure A-11 on page 329.
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3. Right-click on any heading in the Input Format pane, and then choose Select Columns.
The Select Columns dialog box opens.
Figure A-15: Select Columns dialog box

. Select Columns

Please uncheck the columns to hide:
[

[m] »

1

2 [] Chromosome

3 [] Chromosome Position
4 Chr: ChrPos

5 Rs

6 Gene

7 [¥] HGVS Coding

8 [V] HGVS Protein

9 (V] Type

10 [ Cavaranae

(@ Select / deselect / restore all

[ Save Configuration ][ Load Configuration ]

Lok [ concd |[ mpoy |

4. Click Load Configuration.

The Load Configuration dialog box opens. The dialog box displays all your private and
public configurations as well as all the configurations that other users have made public.

Figure A-16: Load Configuration dialog box

Select configuration:

Configuration Name Owner

NoRegioninfo Administrator

5. Select the configuration that you are deleting, and then click Delete.

The configuration is deleted immediately. The Load Configuration dialog box remains
open.

6. Click Close (x) to close the Load Configuration dialog box, and then click lose (x) to
close Batch Variants Report dialog box.
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Generating a Batch Coverage Report

The Batch Coverage report details the coverage information for one or more selected
samples or for all the samples in a selected run or run. A separate report is saved for each
sample. You can generate a Batch Coverage report from the following locations in Geneticist
Assistant:

*  The Samples sub-tab on the Patient tab.

*  The Runs tab.

*  The Samples pane on the Run tab.

*  The Associated Samples pane on the Variant tab.

The report also includes coverage statistics for the panel that are calculated based on one of
the following options:

*  All panel samples or selected panel samples.

e Samples that have been added to the panel within the last 30 days of the current day’s date,
or a custom date range.

*  Selected runs for the panel.

Figure A-17: Batch Coverage Report dialog box

Report Type:

Save To: C:/Users/User [Desktop [7]

Demo
Calculate statistics for panel Demo with:
@ Al panel samples [] added between 8/12/2018 || 9/12/2018 & () Selectedruns |...| ) Selected samples (o))

Id Name
8 800453.igv-sorted_Output_Mutation_Report1_fittered

Ready. [ Cancel
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To generate a Batch Coverage report

1.

Open the location from which you are generating the report:
*  The Samples sub-tab on the Patient tab.

*  The Runs tab.

*  The Samples pane on the Run tab.

*  The Associated Samples pane on the Variant tab.

Do one of the following:

»  Select the sample or CTRL-click to select the multiple samples for which the Batch
Coverage report is to be generated, and then right-click any selected sample, and on
the context menu that opens, click Export > Create Batch Coverage report.

*  Select the run or CTRL-click to select the multiple runs for which the Batch
Coverage report is to be generated, and then right-click any selected run, and on the
context menu that opens, click Export > Create Batch Coverage report.

The Batch Coverage report dialog box opens. See Figure A-17 on page 335.

Leave the report type set to the default value of .csv, or select a different report type.
Next to the Save To field, click the Browse button [... | to open the Save To dialog box,
and then browse to and select the location in which to save the report.

To calculate the panel coverage statistics for the report based on all panel samples, click
OK; otherwise, specify the different options (listed in the table below) by which to
calculate the panel coverage statistics, and then click OK.

After you click OK to generate the report, the Current Jobs tab opens. The tab displays
the progress of calculating the coverage information for every sample that was selected
for the report. A report file is saved in the specified format and the specified location.

Option Description

All panel samples To specify a custom date range for calculating the panel coverage statistics,
added between select added between, and then change one or both dates as needed. To

change the dates, you can do either of the following:

* You can select any part of the date that you want to change, or the entire
date, and then manually enter the new value. (The default date range is
the last 30 days).

* You can select any part of the date that you want to change, and then use
the Up/Down arrows to change the date accordingly.

336
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Option

Description

Selected runs

To select specific runs for calculating the panel coverage statistics, choose

Selected runs, and then next to Selected runs, click the Browse button [... |

to open the Select Runs dialog box. By default, all the runs for the panel are
displayed in the dialog box. Select a run, or CTRL-click to select multiple
runs, and then click OK.

Figure A-18: Select Runs dialog box

D Name Run Date Time Add Date Time
1 Demo no bam 9/4/2018 1:34 PM  9/472018 1:35 PN
9/10/2018 12:28 9/10/2018 12:39
2 Demo Run Il - -
« I »
Ready. [ OK ] [ Cancel ]

Selected samples

To select only specific samples for calculating the panel coverage statistics,
choose Selected samples, and then next to Selected samples, click the

Browse button [E to open the Select Samples dialog box. By default, all the

samples for the panel are displayed in the dialog box. Select a sample, or
CTRL-click to select multiple samples, and then click OK.

Figure A-19: Select Samples dialog box

D Name Run Date Time Add Date 12|
12 800456.igv- 9/10/2018 12:29 9/10/2018 12
sorted_Output_... PM PM
1 800455.igv- 9/10/2018 12:29 9/10/2018 12
sorted_Output_... PM PM
800465.igv- : vl
10 sorted_Output_.. 9/4/2018 1:34 PM  9/472018 1.3._
800463.igv- ) o
9 sorted_Output_ 9/4/2018 1:34 PM  9/4/2018 1:3¢
800458.igv- . .
8 sorted_Output_ 9/4/2018 1:34 P 9/472018 1:3¢
800456.igv- , A
7 sorted_Output_.. 9/4/2018 1:34 PM  9/4/2018 1:3¢
800455.igv- : ;
6 e sk 9/4/2018 1:34 PM  9/472018 1:3f v
4 »
Ready. [ ok ][ conce |

Note: If the report is to be generated based on only a small number of
samples, such as two to four, then, before the statistics are calculated,
a Very few samples message dialog box opens, warning you of this
and asking you if you want to continue. You can click Yes, or you can
click Cancel to return to the Patient tab.
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Creating an Action List

An Action list is a list of items that require some type of follow up. You can create multiple

action lists relative to the type of follow up that is required. You can create an Action list for
the following:

» Panel regions on the Coverage Regions tab.

e  Variants on the Sample Variant Data sub-tab on the Sample tab.

To create an Action list

1. Do one of the following:
*  On the Coverage Regions tab:
i Select a single panel, or CTRL-click to select multiple panels.

ii. Right-click any selected panel, and on the context menu that opens, click Add
Selected Regions to Action List.

*  On the Sample Variant Data sub-tab on the Sample tab:
i Select a variant, or CTRL-click to select multiple variants.

ii. Right-click any selected variant, and on the context menu that opens, click Add
Reports > Add Selected Variants to Action List.

The Add to Action List dialog box opens.
Figure A-20: Add to Action List dialog box
R

Choose Action Type: ‘

Action type:

Comment:

[

2. Do one of the following:

* Ifthe Action Type that you are using is already available on the Action Type
dropdown list, then go to Step 6.

o If'this is the first time that you are creating an Action list for the pane, or if the
Action Type that you want to use is not available on the Action Type dropdown list,
then you must first add at least one type to the list. Go to Step 3.
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Click New Type.
The Add To Action List dialog box is refreshed with an option for adding an action type.

In the New Type field, enter an action type, (for example, Review Coverage), and then
click Add

The action type is added to the Action Type list. The Add to Action List dialog box is
refreshed to show the full Action Type dropdown list and Comment field.

Repeat Step 3 and Step 4 as needed to add more action types.

On the Action Type dropdown list, select the appropriate action type.

were created specifically for panel regions are available. Likewise, if you are
creating an Action list for variants, then only the action types that were created
specifically for variants are available.

% If you are creating an Action list for panel regions, then only the action types that

Optionally, in the comment field, enter a comment that explains/supports your decision
for adding the selected panel regions or variants to an Action list.

Click OK.

The Add to Action List dialog box closes. The Action List tab for the sample opens.
Different panes, grouped by Action Type, list any panel regions for the sample that have
been selected for an Action list and any variants for the sample that have been added for
an Action list.

Figure A-21: Action List tab

File Tabs Panels Reports Filters Tools Backup Help

Refresh search | [Q* Ref

Runs Run ‘Demo’ Sample '800455.igv-sorted_O. Current Jobs ‘Action List of '800455.igv-sort... B3
Variants of Variant Review'

[ ChiChPos ks Type Coverage Pathogeniaty  Pathogenicity Status HGVS Coding HGVS Protein VariantFrequency  Zygosity  ReadBalance Gene GeneStrand ExonNumber  Transaipt Proen  C
54 247707934 rs63750797 missense 684 Unassgned NM_000251.2:c.2558A>C  NP_000242.1p.GusS3Ala 0.474 erozygous 0. MsH2  + 15 NM_000251.2  NP_OOO242.1 2
44 10:88635779 1511528010 miss

Unassigned NM_004329.2:c.4C>A NP_004320.2:p.ProZThr 0.42 BMPRIA + 3 NM_004329.2  NP_OO432 4

14 1475513883 rs175081  missense 414 Unassigned NM_001040108. 1:c.2476A>G NP_001035197. L:p.ASn2645p 1 MH3 - 2 NM_001040108.1 NP_001035197.1 2

< o]

Variants of Variant Review' 3 Registered | Version 1.8.0 Beta, Buid 1, Revision e8219bbs, Buid Date: Oct 18 2018 [0
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Comparing Samples in a Run

You can compare all the samples in a run from the Runs tab, or you can compare selected
samples for a run from the Run tab.

To compare samples in a run

1. Do one of the following:

*  From the Runs tab: Right-click the appropriate run on the runs tab, and on the
context menu that opens, click Compare Samples.

The Sample Comparison dialog box opens. All the samples for the selected run are
displayed in the dialog box.

*  From the Run tab:
i Open the Run tab for the appropriate run.
ii. CTRL-click to select the samples in the Samples pane that you are comparing,

iii. Right-click any selected sample and on the context menu that opens, click
Compare Samples.

The Sample Comparison dialog box opens. All the selected samples for the run are
displayed in the dialog box.

Figure A-22: Sample Comparison dialog box

Show columns: A [¥] Cov V] rRB
[ Fiter variants by panel: D None selected

[] Fiter variants by pathogenicty: P None selected

[7] shared by = v| 1|5 samples
[ AF difference = v | 1.00 % [V] Exdude missing variants
[T] AF between 0.00 3] and 1,00 |%

id Name

3 Sample_s5_870905_Output_MutationReport.sorted
2 Sample_sS_843974_Output_MutationReport.sorted

1 Sample_s4_510781_Output_MutationReport.sorted

(o J[ comel ]
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2. Set the comparison parameters.

Option Description

Show columns The data columns that are displayed for each sample on the Sample
Comparison tab. Allele Frequency (AF) is always displayed and you
cannot change this option. By default, Coverage (Cov) is selected.

Filter variants by panel Limits the variants that are displayed don the Sample Comparison tab to
only those variants that are contained within the selected panel.

Filter variants by Limits the variants that are displayed on the Sample Comparison tab to

pathogenicity only those variants with the selected pathogenicity.

Shared by Limits the variants are displayed on the Sample Comparison tabl to only

those variants that meet the required number of samples as specified by
the operator that is selected on the dropdown list (>, <, or =) and the
number of samples. If a variant is found a number of samples that does
meet this criteria, then the variant is not displayed in the results.

AF difference Limits the variants are displayed on the Sample Comparison tabl to only
those variants that meet the required number of samples as specified by
the operator that is selected on the dropdown list (>, <, or =) and the AF
difference value. If a variant is found a number of samples that does
meet this criteria, then the variant is not displayed in the results.

+ Exclude missing Selected by default. Regardless of the allele frequency difference,
variants always display variants that are not found in one or more samples.
AF between Limits the variants that are displayed on the Sample Comparison tab to

only those variants with an allele frequency (AF) that falls within the
indicated range in at least one of the compared samples.

98]

Click OK.

The Sample Comparison dialog box closes. The Sample Comparison results are
displayed on the Sample Comparison tab. The far right side of the tab shows the
sample-specific information for each variant, with each sample identified as 1, 2, and so
on. If you hover your cursor over the column heading, then the full sample name is
displayed. The left side of the tab shows the variant information.

Figure A-23: Sample Comparison tab

. Geneticist Assistant = a X

File Tabs Panels Reports Filters Tools Backup Help

Refresh | || Search | [+ Ref
Runs Run Demc’ Current Jobs Sample Comparison of 3 Sampl
{[Sample Comparison of 3 Samples:
D Chr:ChiPos  Rs Type  Coverage _Pathogenicity - Pathogenicity Status  Gene HGVS Coding HGVS Protein LAF L:Cov LRB 2AF 2Cov 2RB 3:AF 3Cov 3RB |
7 247630550 152303426 218 Pending MsH2 NM_000251.2:c.21149C>G 0.413 218 0.585
43 247635667 [s35898375 synonymous 613 Unassigned MSH2 NM_D00251.2:c. 338654 NP_000242. 1ip.Lys113= 0.445 613 0.8%8
12 247641560 (1057519254 345 Unassigned MsH2 NM_D00251.2:c.942+28_942+29delAA 0.226 345 0.042
32 247641560 (780636364 322 Unassigned MSH2  NM_000251.2:c.942+27_842+25elAAA 0.27% 322 0.000
45 247641560 51057519253 %4 Unassined MsH2 NM_000251.2:c.942+29delA 0220 264 0.029
B 2475741 (863225387 ronsense oot (NN = Confmed MSH2 NM_000251.2:c.1237C>T NP_000242. 1:p.GIn413Ter 0.4% 881 0.85%
S0 247693788 1512998837 a0 [ i Pending MsH2 NM_000251.2:c. 1511-9A5T 0.441 410 0.902
16 2147693959 [s3732183 379 Unassigned MSH2 NM_000251.2:c. 1661+126>A 0.404 379 0.880
S4 247707934 (63750797 missense 684 Unassigned MsH2 NM_D00251.2:¢.2558A5C NP_000242. 1:p.GhugS34la 0.474 684 0.959
49 248010988 rsI042821 missense 721 Unassigned MSHe NM_000179.2:c. 116G>A NP_000170. 1:p.Gly 396l 0.466 721 0.383
28 248023115 51800935 synonymous 1194 Unassigned MsHe NM_000179.2:c.540T>C NP_000170. 1ip.ASp180= 0.385 816 0.992 0.463 1194 0.929
31 240025764 51800937 synomymous 545 [NCIGMIIN = Confmed MSHe NM_D00178.2:c.642C>T NP_000170. 1:p.Tyr214= 0,476 412 0.951 0.519 545 0.789
35 248026757 51233675046 frameshift 870 Unassigned MsHe NM_000179.2:c. 1637_1638delAG NP_000170. 1:p.GluS46GlyfsTer 16 0.485 870 0.992
53 2148027217 nonsense 1177 Unassigned MSHe NM_000179.2:c.2095G>T NP_000170. 1:p.Glu99Ter 0428 1177 093
38 248030838 152020011 s Unassgned MsHe NM_000179.2:c. 3438+14A5T 0.532 538 0.887
S6 2148032741 [s267608104 466 Unassigned MSHe NM_000173.2:c. 3557-4dupT 0.406 466 0.000
30 248032875 152234731 455 Unassigned MSH6  NM_D00179.2:c.364+35_3646+38delATCT 0.855 386 0.618 0.842 455 0.5
33 2:48033891 (51491083972 38 |LkelyDeleterious Pending MSHe NM_000175.2:c.4002-11_4002- 10deTT 0719 3% 0.692
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Adding a Variant Interpretation

A variant interpretation is a comment amount or a description of a variant. You can add
interpretations to the variants in a patient sample from the Variants sub-tab on the Patient tab
or from the Sample Variant Data sub-tab on the Sample tab.

To add a variant interpretation

1. Open the Variant sub-tab on the Patient tab or the Sample Variant Data sub-tab on the
Sample tab.

2. Select a single variant, or CTRL-click to select multiple variants and then right-click to
open the sub-tab context menu.

3. On the context menu, select Edit Variant and then if:

* A single variant is selected, select Add Single Variant Interpretation to open the Add
Single Variant Interpretation dialog box. See Figure A-24 below.

*  Two or more variants are selected, select Add Compound Variant Interpretation to
open the Add Compound Variant Interpretation dialog box. All the selected variants
are displayed in the Included Variants (left) pane when the dialog box opens. See
Figure A-25 on page 343.

Interpretation:
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Figure A-25: Add Compound Variant Interpretation dialog box

st e

% Compound Variant Interpretation

Interpretation Name
Included Variants Excluded Variants
Chr2:47693959, rs0, G>A
Chr2:47703500, rs0, T>C
Interpretation
(o [ coel

4. Do one of the following:

For a single variant, in the blank Interpretation pane, enter the appropriate comment
or description, and then click OK.

The Add Single Variant Interpretation dialog box closes. The interpretation is
displayed in the Interpretation column on the Variants sub-tab for the Patient tab.

For two or more variants, in the Interpretation Name field:

i

ii.

iii.

1v.

Enter an identifying name for the interpretation.

Leave all the variants as-is in the Included Variants pane, or optionally, select
one or more included variants (CTRL-click to select multiple variants), and then
click the Move arrow to move these selected variants to the Excluded Variants
(right) pane.

Optionally, in the Interpretation field, enter a description of the interpretation.
Click OK.

The Add Compound Variant Interpretation dialog box closes. If you open the
Sample tab from the Patient tab, then you can see the interpretation displayed in
the Compound Variant Interpretations pane on the Sample Data sub-tab. You can
double-click an interpretation that is displayed in the Compound Variant
Interpretations pane to open a Compound Variant Interpretation sub-tab that
displays the variants that are included for the interpretation. See “Compound
Variant Interpretation Sub-Tab” on page 240.

Geneticist Assistant User’s Manual 343



Appendix A
Common Procedures

344 Geneticist Assistant User’s Manual



Glossary

A

Action List

A list of items that require some type of follow up. In Geneticist Assistant, an Action List
can be created for coverage regions on the Coverage Regions tab or for variants on the
Sample tab.

Administrator user

A user of Geneticist Assistant to whom all available privileges are automatically assigned.
Both Administrator privileges and Staff status can be assigned to the same Administrator
user.

All Exon Mode

One of the allowed modes for the BED File Builder tool. Includes all the exons from all the
selected transcripts in the BED file.

Artifact Type

Indicates that the variant at is not naturally present in the sample, but instead, it is formed by
artificial means, such as during preparation of the sample; for example, a Sequencing
artifact. A single default value, None, is supplied for artifact type. Additional values can be
specified through the Add/Edit Object function in Geneticist Assistant.

Average Coverage

The average number of aligned reads for a region. This value is reported for all panel regions
on the Coverage Regions tab and the Coverage Regions sub-tab on the Panel Statistics tab. A
minimum value for the status of a region to be classified as “Passed” can be set on the
Quality Control tab of the Settings dialog box.

B

BED file

A BED file is a tab-delimited text file. A panel can be created from a BED file for use in
Geneticist Assistant. Each row in the file contains a region of the reference that is to be used
in Geneticist Assistant. At a minimum, the file contains the following information:

* Field #1 - Chromosome number for the region
*  Field #2 - Chromosome start position
e Field #3 - Chromosome end position

*  Field #4 - Optional comment column
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C

Chemistry

Refers to the chemistry that was used to prepare the samples for sequencing. Values can be
specified through the Add/Edit Object function in Geneticist Assistant.

ClVic Data pane

Found on the Variants tab. Displays information for the variant from the CIViC (Clinical
Interpretations of Variants in Cancer) database.. See https://civicdb.org/home.

Client Reference Directory

Contains the information for the reference that was used for aligning data and/or detecting
variants. If the Geneticist Assistant client and server reside on the same computer, then you
can set the Client Reference directory and the Server Reference directory to the same
directory.

ClinVar pane

Found on the Variant tab. Displays the information for a variant from the ClinVar database.
See http://www.ncbi.nlm.nih.gov/clinvar/intro/.

Coverage Downstream

The number of base pairs after the end of a panel region to which the quality control settings
must apply. The quality control settings are specified on the Quality Control tab of the
Settings dialog box.

Coverage Region Status

Indicates whether a panel region passed or failed the coverage settings that were set for the
run. The status for every region in a panel is displayed on the Coverage Regions tab. Default
values are Passed or Failed. Additional values can be specified through the Add/Edit Object
function in Geneticist Assistant.

Coverage Threshold

The minimum required coverage values that a panel region must meet, or it is flagged as
failed region for a run. Thresholds can be set globally (applies to all panel regions in all runs)
on the Quality Control tab on the Settings dialog box, or it can set on a per panel basis.

Coverage Upstream

The number of base pairs before the start of a panel region to which the quality control
settings must apply. The quality control settings are specified on the Quality Control tab of
the Settings dialog box.

Custom report

Contains only user-specified data.
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Custom report template

Specifies not only the data that a Sample PDF report is to contain, but also the layout of the
report. You build a custom report template in the Report Designer.

D

dbNSFP pane

Found on the Variant tab. Displays the information from the dbNSFP database for a variant.
See https://sites.google.com/site/jpopgen/dbNSFP.

dbSNP pane

Found on the Variant tab. Displays the information from the dbSNP database for a variant.
See http://www.ncbi.nlm.nih.gov/SNP/get html.cgi?whichHtml=overview.

E

Ethnicity

The ethnicity (for example, Caucasian/Non-Hispanic) for a patient in your Geneticist
Assistant database. Values can be specified through the Add/Edit Object function in
Geneticist Assistant.

Exome Aggregation Consortium pane

Found on the Variant tab. Displays the information for the variant from the Exome
Aggregation Consortium database for selected global sequencing projects. See
http://exac.broadinstitute.org/.

Exome Variant Server pane

Found on the Variant tab. Displays the information from the Exome Variant Server database
for the NHLBI GO Exome Sequencing project for a variant. See
http://evs.gs.washington.edu/EVS/.

Exon Mode

The default mode for the BED File Builder tool. Allows for the inclusion of the coding
regions in the BED file, the untranslated regions, or both.

G

Gene Direction

A display setting for sample variants’ reference alleles and observed alleles. Display the
reference alleles and observed alleles based on the gene orientation. Set on the Variant
Preferences tab for the Settings dialog box.
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gnomAD Data pane

Found on the Variant tab. Displays information for the variant from the gnomAD (Genome
Aggregation Database) database. See http://reusabledata.org/gnomad.html.

Group

Two or more users considered a single unit for the purpose of applying the same permissions
in a single step.

Heterozygosity Lower Bound (%)

The minimum variant frequency for a variant to be considered heterozygous. Set on the
Variant Preferences tab of the Settings dialog box. The default value is 20%.

Heterozygosity Upper Bound (%)

The maximum variant frequency for a variant to be considered heterozygous. Set on the
Variant Preferences tab of the Settings dialog box. The default value is 80%.

Instrument

Refers to the instrument that was used to sequence the samples. Values can be specified
through the Add/Edit Object function in Geneticist Assistant.

Interpretation

A description or explaining comment for a variant. A variant can have one or more single
interpretations associated with it, or it can be part of a compound interpretation, which
means that the interpretation describes or explains multiple variants.

L

LOVD Data pane

Found on the Variant tab. Displays the information from the LOVD (Leiden Open Variation
Database) for the variant. See http://www.lovd.nl/3.0/docs/.

Minimum Coverage

The minimum coverage depth for a region. This value is reported for all panel regions on the
Coverage Regions sub-tab on the Panel Statistics tab and the Coverage Regions tab. A
minimum value for the status of a region to be classified as “Passed” can be set on the
Quality Control tab of the Settings dialog box.
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Object
Holds a value or variable that can be applied for carrying out runs in Geneticist Assistant.
OMIM Data pane

Found on the Variants tab. Displays the information for the variant from the OMIM (Online
Mendelian Inheritance in Man) database. See http://www.omim.org/.

P

Panel

A collection of genomic regions that are targeted for a specific genomic test or study. Panels
are added to Geneticist Assistant by providing a BED file that defines the targeted regions,
known as panel regions. Each sample that is submitted in Geneticist Assistant is assigned to
a specific panel.

Panel Group

Separately tracks the pathogenicities of variants that might be found in multiple panels. For
example, the pathogenicity of a selected variant might be set to Deleterious for multiple
cancer panels; however, the pathogenicity can be set to benign for a cardiac panel. You can
create a group for each panel, and then assign the appropriate panels to each group.

Panel Region

The regions that have been targeted for a specific panel/test as defined by the BED file that
was used to create the panel.

Pathogenicity

The pathogenicity for a selected variant, which is the likelihood that the variant will cause a
disease. Default values are Deleterious, Likely Deleterious, Unknown, Likely Benign, and
Benign. Additional values can be specified through the Add/Edit Object function in
Geneticist Assistant.

Pathogenicity Status

Indicates the status for changing the pathogenicity for a selected variant; for example, from
Unknown to Benign. Default values are Pending and Confirmed. Additional values can be
specified through the Add/Edit Object function in Geneticist Assistant.

Patient

Refers to an individual from whom a sample was taken. Any sample that is submitted to
Geneticist Assistant can be associated with a patient.

Percent Covered (%)

The percent of a panel region that has reads aligned to it. This value is reported for all panel
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regions on the Coverage Regions sub-tab on the Panel Statistics tab and the Coverage
Regions tab. A minimum value for the status of a region to be classified as “Passed” can be
set on the Quality Control tab of the Settings dialog box.

Phenotype

The phenotype for a patient. Values can be specified through the Add/Edit Object function in
Geneticist Assistant.

Preferred Transcript List

A tab-delimited text file that defines the specific transcript or isoform that is to be used for a
gene. You can use different transcripts for different panels. The first column in the text file
contains the gene name. The second column in the text file specifies the transcript by its
nm_accession number.

Read Balance

The balance in forward and reverse oriented reads with the variant as reported in the VCF
file.

Run

Refers to loading a BAM file and a sorted VCF file or just a sorted VCF file into Geneticist
Assistant for the purposes of importing a list of variants into the Geneticist Assistant
database and/or reviewing a list of variants.

Run Status

The status for a run. Default values are New, QC Passed, Reviewed, and Complete.
Additional values can be specified through the Add/Edit Object function in Geneticist

Assistant.

Sample Group

Two or more samples considered a single unit for the purpose of repeated processing over a
period of time; for example, a group of control samples for which the coverage or variant
frequency is to be tracked. Values can be specified through the Add/Edit Object function in
Geneticist Assistant.

Sample Group Statistics

Various statistics that can be displayed for a sample group. Displayed on the Sample Variant
Data sub-tab for the Sample tab.

Sample Status

The status for a sample. Default values are New, QC Passed, Reviewed, and Complete.
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Additional values can be specified through the Add/Edit Object function in Geneticist
Assistant.

Server Reference Directory

The directory on the Geneticist Assistant database server that hosts the reference files. If the
Geneticist Assistant client and server reside on the same computer, then you can set the
Client Reference directory and the Server Reference directory to the same directory.

Staff user

A user who can log into the django web administrator site. The actions that the Staff user can
carry out depend upon the permissions assigned to him/her. Both Administrator privileges
and Staff status can be assigned to the same user.

Standard report

A report that includes all the data that is displayed in a selected pane on a data tab, for
example, the Samples pane on the Run tab. Six different standard reports are available in
Geneticist Assistant—Run, Coverage Regions, Panel Statistics, Sample, Variant, and Action
List.

Standard user
A Geneticist Assistant user who has neither Administrator privileges nor Staff status.
Subpanel

Contains a fixed number of regions that are contained within a selected panel. To verify
coverage for a smaller number of regions that are within the panel that has been selected for
a run, you can use a subpanel.

Supporting Information

Reference information and/or links to the appropriate websites that have been submitted to
support the pathogenicity that is specified for a variant. Displayed in the Supporting
Information pane on the Variant tab.

Trans

A column on the Sample Variant Data sub-tab on the Sample tab. Indicates whether the
variant is Transition (Ti) or Transversion (Tv).

Transcript mode

One of the allowed modes for the BED File Builder tool. Adds the full transcript, including
introns, to the BED file.
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User

A person who logs into Geneticist Assistant either to add and review content, or use
Geneticist Assistant in a read-only capacity. Three types of users are available in Geneticist
Assistant—an Administrator user, a Staff user, and a standard user.

\'

Variant Frequency

The frequency at which a variant is detected in a sample. In Geneticist Assistant, any value <
1 is allowed, with 1 = 100%, 0.5 = 50%, and so on.

Variant Preferences

Determines how information about the variants is displayed in all the variant sub-tabs or
panes in Geneticist Assistant. Set on the Variant Preferences tab for the Settings dialog box.

W

Web user

A person who can log in and submit information to the Geneticist Assistant customer portal.

Z

Zygosity

Indicates whether the variant is heterozygous or homozygous. In Geneticist Assistant, the
selected zygosity is based on the Zygosity settings that are specified on the Variant
Preferences tab of the Settings dialog box.

352 Geneticist Assistant User’s Manual



Index

A

Action list
adding a panel region to......... 202
adding a variantto................. 230
Action List report
generating
CUSEOM ..o 271
standard..........c.ccocoveeninennns 267
Add Values to Variant
Table....ooooieeee 259, 261
Alamut
specifying the settings for......... 74

viewing variants in

on the Sample Variant Data sub-

tab on the Sample tab .......... 229

on the Variants sub-tab on the

Patienttab ..........cccceeeenie. 167
Artifact Changes pane on the
Varianttab ........cccooeeieeene 251
artifact type

see also object

assigning the default value for a

variant (sample-specific)........... 70
assigning the default value for

variants globally....................... 70
defined.......cccooovvviiniice 55

setting for multiple variants in a
panel group.......ccccccuveeeeiennnnne 297

setting for multiple variants in a
panel in a single step.............. 297

updating for a variant...... 165, 227

Associated Samples pane on the
Varianttab .......cccceeeviiiieeeins 252

Assumptions for the manual........ 10
average coverage

specifying for panel regions ...... 64

B

BAM files

merging multiples into a single
SAMPIE .o 303

barcode

using to confirm sample
identity........cccoooviiii 316

Barcodes pane

on the Patient sub-tab on the
Patienttab..........ccccvvveeeeeeeee. 155

Batch Coverage report
generating for a sample

in the Associated Samples pane
on the Varianttab ................ 253

in the Samples pane on the Run
L= DR 196

in the Samples pane on the
Samples sub-tab on the Patient
tab.eee 157

onthe Runstab ................... 184
Batch Variants report
generating for a sample

in the Associated Samples pane
on the Varianttab ................ 253

in the Samples pane on the Run
tab. 196

in the Samples pane on the
Samples sub-tab on the Patient

tab..e, 157
onthe Runstab .................... 184
BED file

building for a panel

with the BED File Builder

100l 289
with the Convert VCF to BED File
(0o ] IS 293

building for a panel by adding or
deleting regions............ccc.c.... 113

Geneticist Assistant User’s Manual

building for a subpanel............ 120
BED File Builder tool.................. 289
chemistry

see also object

defined ... 55
CIViC Data pane on the Variant
121 o T 254
Clinvar pane on the Variant
tab .o 255
color

see highlighting color
comment
adding for a patient

in the Comments pane on the
Patient sub-tab on the Patient

in the Patient pane on the Patient
sub-tab on the Patient tab..... 146

on the Patients tab................. 141
adding for a related patient ..... 150
adding for a run

on the Comments pane on the
Runtab ..o 205

onthe Runstab................... 183
adding for a sample

on the Sample Data sub-tab on

the Sample tab..................... 234
adding for a sample status
change ........cocoooieeeiiiieee 190
adding for a variant ................. 247

in the Variant Comments pane on
the Variant tab...................... 250

on the Sample Variant Data sub-
tab on the Sample tab.. 221, 224

353



on the Variants sub-tab on the

Patient tab................... 159, 162
deleting for a patient ............... 162
deleting forarun..................... 205
deleting for a sample............... 234
deleting for a variant ............... 251

in the Variant Comments pane on
the Varianttab ..................... 250

editing for a patient

in the Patient pane on the Patient
sub-tab on the Patient tab..... 146

on the Patients tab................ 138
setting for multiple variants in a
panel group........cccceeeeveiieeennn. 297
updating for a region status .... 200
viewing for a patient................ 152
viewing for a sample................ 234
viewing for a variant................ 250

viewing the last added
forarun .....cccoeeevivenicne 183
forasample.......cccocceeenne. 193
for a variant

in the Variant pane on the
Varianttab .......ccccceeveeeee. 247

on the Sample Variant Data
sub-tab on the Sample

on the Variants sub-tab on the
Patienttab .........ccccoeeeeeee. 162

viewing the last added for

a patient
on the Patients sub-tab on the
Panel Statistics tab.............. 324
on the Patients tab.............. 141
arelated patient.................... 150

354

Comments pane

on the Patient sub-tab on the
Patienttab............coovvvvvvennnnnnn. 152

on the Sample Data sub-tab on the
Sample tab.......ccccoceevninnnn. 234

compound variant interpretation

viewing all the variants used to
define it 240

Compound Variant Interpretation
sub-tab on the Sample tab......... 240

Compound Variant Interpretations
pane

on the Sample Data sub-tab on the
Sampletab......c.ccccoovieeeiennn. 238

console on Geneticist Assistant
main Window ............cccevvvvvueeeeeenn. 29

Conventions used in the manual....9

Convert VCF File to BED File

coverage
displaying for samples in a run

from the Samples pane on the
Runtab .....cccoooooiiiniee. 191

indicating if a panel region passed
or failed the settings for........... 200

coverage region status
see also object
defined .......ccooovevie 55

Coverage Regions report

generating
custom ... 271
standard ..........cccoovvvvvvvvinnnn. 267

Coverage Regions sub-tab
on the Panel Statistics tab....... 323
Coverage Regions tab

detailed........cccovvvvveeeeeeeie, 200

Geneticist Assistant User’s Manual

coverage thresholds

manually setting for panel
[(=Te (o] o - T 107

setting for all panel regions in all
runs (global values).................. 64

setting for panel regions with a QC
Threshold file...........ccccuvvennnes 110

custom fields
adding or editing for a patient
on the Patients tab ............... 141

custom report

generating .......ccccoecveeevcneennnn. 271
Action List report ................... 271
Coverage Regions report....... 271
Panel Statistics report............ 271
Runreport......cccccevveevinennn. 271
Sample report..........cccceeeinen. 271
Variant report...........cccceeeenenns 271

D

Data band

adding database fields to ....... 279

adding images to.........cc.c....... 281
adding text fields to ................ 279
adding to a Sample PDF Report
template..........ooooeeeevees 277
arranging items in................... 282
data column
contents
specifying the font for............. 67
headers
specifying the font for............. 67
Data Source template file
defined........ccoevviiniiieee, 77
format for.........ccoeevircienenn 77



database field

adding to a Data band ............ 279
database log
reVIEWING...coovvvrvireeeeeeeeeeeeeee 50
dbNSFP pane on the Variant
tab..e 255
dbSNP pane on the Variant
taD.c 254

display preferences

setting in the Geneticist Assistant
main window ................cceeeennn. 31

specifying for variants............... 70

E

encryption key
specifying for patient data......... 63
ethnicity

see also object

adding for a patient................. 127
defined.......ccooveviiiiie 55
editing for a patient.................. 138

Exome Aggregation Consortium
pane on the Varianttab ............. 255

Exome Variant Server pane on the
Varianttab ........ccccoovieeene 254

F

family data

COmMPAaring .......cccoeeeeeeeenes 192, 197
filter template

creating for a tab pane.............. 32

[o =111 1o Vo 38

[07= Lo [ o T 38

Finding Samples with Variants

specifying for data column

headers and/or content............. 67
gender

editing for a patient ................. 138
gene

deleting the preferred one for a
panel ......cccovviiiriiiii 112

searching for in the Geneticist
Assistant database.................... 46

selecting a different one for a
variant

on the Sample Variant Data sub-
tab on the Sample tab........... 220

on the Variants sub-tab on the
Patienttab............ccoovvvvennnn. 158

setting the preferred one for a
panel.......cooceveeeviiiieeeeieeee 112

specifying the transcript or isoform
that is to be used for it in a

Gene Phenotypes pane
on the Variant tab.................... 254

Geneticist Assistant

installing on a Linux OS ............ 19
installing on a Windows OS....... 17
loggingout of ........coovvvveviiiens 25
starting and logging in to........... 20
upgrading ........coccceeeeeeeenciieeeenn. 26
Geneticist Assistant customer portal
customizing.........ccccveeveeeenneen.. 310
layout .......ooevviiiieii 310
logging into.....cccccvvevieeinnenne 307

Geneticist Assistant User’s Manual

PUIPOSE ... 305
required files for ...................... 307

using to submit patient/sample
information .........c.ccccceevieene 312

Geneticist Assistant database

backing up........cccceviieriieee 51
searching..........cocceveviiiiieeeis 46
Geneticist Assistant main
WINAOW ... 27
CONSOIE....coeiiiiiieice e 29
Main MENU ........eeevvererieaenienns 27

setting display preferences in....31

status bar.......cccceeevviencnce 29
tabs ..o 28
title bar .......ccoveve 27
toolbar........coceoviiii 28

Geneticist Assistant passwords

setting the requirements for ...... 73
group

F= Lo o [ o E 93

deleting......cooovvieeieeeee 95

editing......ccccvvvrriieieieieeee e 95

modifying the permissions for ...95

H

HGVS information
editing for a variant

on the Sample Variant Data sub-
tab on the Sample tab........... 221

on the Variants sub-tab on the
Patienttab.........ccccceeeeeeeee. 159

highlighting color

specifying for variants of a
pathogenicity..............cccoeenene 65

355



history
deleting for a pathogenicity
change ........cccoevveviiiieeeees 295
IGV
specifying the settings for ......... 74

viewing variants in

in the Associated Samples pane

on the Varianttab ................. 253
in the Samples pane on the Run
tab.eoeeece e 196
on the Sample Variant Data sub-
tab on the Sample tab........... 229
on the Samples sub-tab on the
Patienttab........ccccoocoveree 167
on the Variants sub-tab on the
Patienttab.............cccoceneeiis 167
image
adding to a Data band............. 281
Import Variants Tool................... 297
information

editing for a patient

in the Patient pane on the Patient
sub-tab on the Patient tab..... 746

on the Patients tab................ 138
instrument

see also object

defined........cccovvvieiii 55
interpretation
adding for a variant.................. 222

on the Variants sub-tab on the
Patient tab...........cccoevvvvennnnn.. 160

adding for one or more variants

on the Sample Variant Data sub-
tab on the Sample tab........... 224

356

on the Variants sub-tab on the
Patienttab.........ccccceeeeeeeeenn. 162

isoform

specifying the one that is to be
used for a gene in a panel....... 110

L

Linux OS

installing Geneticist Assistant

logging out of Geneticist
Assistant .........cccoocveiiiiiiie 25

LOVD pane on the Variant tab...254

main menu on Geneticist Assistant
main Window ...........ccoevvvveeeneeeennn. 27

main window for Geneticist

Assistant ...........ccccceveeeeeeeeeeeeee, 27
CONSOlE......ceeeeeeeeeeeeeeeeee, 29
mMain MENU .........coevvvvveeieeeeeanns 27

status bar ........cccoceevieeiie 29
tabs ..o 28
tittlebar ... 27
toolbar......ccccoveveveeee 28
Merge BAM Files tool................. 303

metric profile

adding by copying and editing an

existing profile ..........ccccoeeeen. 81
adding NeW..........cccceeveeiiiiieeeee 79
defined ......cocoveviiiiie 77
deleting.......ccoovvviieeeiee 82

minimum coverage

specifying for panel regions ...... 64

Geneticist Assistant User’s Manual

N

NextGENe installation directory
specifying the location of.......... 59
NextGENe viewer
viewing variants in

in the Associated Samples pane

on the Varianttab................. 253
in the Samples pane on the Run
tab e 195
on the Sample Variant Data sub-
tab on the Sample tab.......... 229
on the Samples sub-tab on the
Patienttab........c.ccoccoeennes 157
O
object
adding a value for..................... 56
deleting a value from................ 58
editing a value for.................... 57
OMIM
specify the settings for.............. 74

OMIM pane on the Variant tab.. 254

on the Sample Variant Data sub-tab

on the Sample tab..................... 227
on the Variants sub-tab on the
Patienttab..........c.oocoiei 165
Organization of the manual.......... 10
ownership

changing for a patient

in the Patient pane on the Patient
sub-tab on the Patient tab.... 146

on the Patients tab ............... 141
changing for a related patient

in the Related Patients pane on
the Patient sub-tab on the Patient
tab o 150



in the Related Patients pane on
the Sample Data sub-tab on the
Sampletab .......cccovveeveennns 237

changing for a run
onthe Runstab................... 182
changing for a sample

in the Associated Samples pane

on the Varianttab ................. 253

in the Samples pane on the Run

tab.e e 192
panel

building a BED file for
with the BED File Builder

100l 289

with the Convert VCF File to BED

File tool ......cvvviiieieee 293
building a BED file for by adding or
deleting regions ...................... 113
defined.......cccocvviennenne. 103, 105
deleting .....ccooeeevveeeeeeiieeeee, 117
deleting the preferred gene
Lo ) SR 112
deleting the preferred transcript list
L0 110
editing ..o 115

importing into Geneticist
Assistant ...........ccoccveeiinn. 105

reviewing statistics for
from the Panels menu........... 118

searching for in the Geneticist
Assistant database ................... 46

setting a preferred transcript list
Lo P 110

setting the same artifact type for
multiple variants in.................. 297

setting the same pathogenicity for

multiple variants in .................. 297

specifying the preferred gene

panel group

see also object

adding a comment for multiple
variants in..........ccccooeeeeeiinn. 297

defined .......coooevveeeeeees 55

searching for in the Geneticist
Assistant database.................... 46

setting the artifact type of multiple
variants in..........ccocceeeeeeeecnnnen. 297

setting the pathogenicity of
multiple variants in................... 297

setting the pathogenicity status of
multiple variants in .................. 297

panel regions

adding to an Action list............ 202
creating a QC threshold file

(o] 108
defined ........covvveeees 103, 105

manually setting new coverage
thresholds for...........cceeeeenee. 107

setting new coverage thresholds
for with a QC Threshold file .... 710

setting the statuses for............ 200

specifying quality control
(coverage) settings for.............. 64

panel statistics

viewing for a run

in the Samples pane on the Run
tab.ei 192

onthe Runstab ................... 181
viewing for a sample

in the Associated Samples pane
on the Varianttab ................ 2562

in the Samples pane on the
Samples sub-tab on the Patient
tab.ee 156

Geneticist Assistant User’s Manual

Panel Statistics report

generating
(o1 VL) (o] 1 o IUU 271
standard...........coooeeeeeveeennnnnn. 267

Panel Statistics tab

Coverage Regions sub-tab

ON et 323

from the Panels menu............. 118

Patients sub-tab on.................. 324

Reports sub-tab on.................. 325

Samples sub-tabon................ 323

Variants sub-tabon................. 324
pathogenicity

see also object
defined .......cooovvveeiee 55

setting for multiple variants in a
panel group ........cceceeeevvieeenne 297

setting for multiple variants in a
panel in a single step .............. 297

specifying the highlighting color for
variants of.........cccccevevenivriennn. 65

updating for a variant

on the Sample Variant Data sub-

tab on the Sample tab........... 225

on the Variants sub-tab on the

Patienttab..........cccccooee. 163
pathogenicity change

adding supporting information

pathogenicity change history
deleting.....c.ccoeveveeviieeciee 295

Pathogenicity Changes pane on the

Varianttab........ccccccvveeeeeenennnn, 251

pathogenicity status
see also object

defined .......oooovvvvvieieeeeee 55

357



setting for multiple variants in a
panel group........cccceeeeveiieeennnn. 297

updating for a variant

on the Sample Variant Data sub-

tab on the Sample tab........... 226

on the Variants sub-tab on the

Patient tab..........cccoevvvvvnnnnnn. 164
patient

adding a comment for

in the Comments pane on the
Patient sub-tab on the Patient

in the Patient pane on the Patient
sub-tab on the Patient tab..... 146

on the Patients tab................ 141
adding a phenotype for........... 127
adding a relationship to

in the Patient pane on the Patient
sub-tab on the Patient tab..... 746

on the Patients tab................ 141
adding an ethnicity for............. 127

adding and editing the custom
information for

on the Patients tab................ 141
adding new
oneatatime.......oeeeeeeeeeen. 127

associating with a sample

in the Samples pane on the Run
tab i 194

on the Sample Data sub-tab on
the Sample tab..................... 236

automatically associating a
sample with based on the sample
file names........ccccovveeviieee. 127

changing the ownership for

in the Patient pane on the Patient
sub-tab on the Patient tab..... 746

on the Patients tab................ 141

358

defined ................... 125, 127, 137
deleting a comment for............ 1562
deleting a phenotype from....... 148

deleting from the Geneticist
Assistant database.................. 141

deleting reports for when saved to
the database ..............cccccee. 154

editing the comment for

in the Patient pane on the Patient
sub-tab on the Patient tab..... 146

on the Patients tab................. 138
editing the ethnicity for............ 138
editing the gender for.............. 138

editing the identifying information
for

in the Patient pane on the Patient
sub-tab on the Patient tab..... 146

on the Patients tab................. 138

importing multiples with a Patient
file in to the Custom Portal...... 134

importing multiples with a Patient
file in to the database............... 130

modifying the identifying
information for.........cccceeeeeee. 146

opening the Patient tab for

from the Patients tab............. 141
removing a relationship for...... 146
setting the permissions for

in the Patient pane on the Patient
sub-tab on the Patient tab..... 146

in the Related Patients pane on
the Patient sub-tab on the Patient

on the Patients tab................ 141

specifying the encryption key for
associated data..............ccco....... 63

viewing a list of variants in all the
samples associated with.......... 158

Geneticist Assistant User’s Manual

viewing reports for when saved to
the database..........c.ccccuvenne. 154

viewing the comments for....... 1562

viewing the last added comment
for

on the Patients sub-tab on the

Panel Statistics tab............... 324

on the Patients tab ............... 141
working with

on the Patienttab................. 145

on the Patients tab ............... 137

Patient pane

on the Patient sub-tab on the
Patienttab.........ccccvveeeeeeee. 146

on the Sample Data sub-tab on the
Sampletab........ccoveeveeennne. 236

patient sample
deleting a variant from

on the Variants sub-tab on the
Patienttab..........cccovvveeee. 166

viewing variants in filtered by panel
in the Associated Samples pane
on the Varianttab.................. 252

viewing variants in filtered by panel
in the Samples pane on the
Samples sub-tab on the Patient

1 7= | o N 156
Patient sub-tab on the Patient
tab oo 145
Patient tab

opening for a patient

from the Patients tab............ 141
Patient sub-tab ....................... 145
Barcodes pane..................... 155
Comments pane................... 152
Patient pane.........cccccceiee 146
Phenotypes pane.................. 148
Related Patients pane.......... 150



Reports pane.........cccccceee. 154
Samples sub-tab..................... 155
Variants sub-tab.................... 158

Patients sub-tab on the Panel
Statistics tab .........ccoovvvvvvvvvnnnnn. 324

percent coverage

specifying for panel regions....... 64

permissions
modifying for a group................ 95
modifying for a user.................. 90

setting for a patient

in the Patient pane on the Patient
sub-tab on the Patient tab .... 746

in the Related Patients pane on
the Patient sub-tab on the Patient

on the Patients tab................ 141
setting for a related patient

in the Related Patients pane on
the Sample Data sub-tab on the
Sampletab .......cccovveeeeennns 237

setting for a run

in the Samples pane on the Run
tab..eeeceeee 192

onthe Runstab.................... 181
setting for sample

in the Associated Samples pane
on the Varianttab ................. 252

in the Samples pane on the
Samples sub-tab on the Patient
tab. 157

phenotype
see also object
adding for a patient................. 127

in the Phenotypes pane on the
Patient sub-tab on the Patient

adding to the Geneticist Assistant

database through the batch import

of patients .........c.cccce.. 131, 135
defined ......ccooeieeer 55
deleting from a patient ............ 148

Phenotypes pane

on the Patient sub-tab on the
Patienttab..........cccccvveeeeeeeel 148

preferred transcript
updating for a variant

on the Sample Variant Data sub-
tab on the Sample tab........... 228

on the Variants sub-tab on the
Patienttab...........ccccoevvvvnnnn. 166

preferred transcript list

setting for a panel ................... 110
proxy server settings

configuring ......c.cceveveevcieeeniennn. 61
PubMed abstract

viewing for a variant

on the Sample Variant Data sub-
tab on the Sample tab........... 230

on the Variants sub-tab on the
Patienttab............ccooevvvvnnnn. 167

Q

QC Threshold file
creating ......c.coeveeviiiiieeee 108

using to set new coverage

thresholds for panel regions.... 110
quality control settings

average coverage
SPECIfYING....vveeeeieeeeeeieee 64

minimum coverage
SPECIfYiNG.....ccovvveeeeeeeiiiee 64

percent coverage
SPECIfYING.....oveiiiiiiiieeieee 64

Geneticist Assistant User’s Manual

Quality metric Report sub-tab on the
Sampletab.......cccooeeevveiieeen, 242

quality metrics
defined ........oovvvieiiee 77
viewing the details for

on the Submission sub-tab on the
Sample tab.......ccccovevireene 242

R

Reference database

adding custom fields from to
various panes and tables for all
variants........cccceveveieieeeieeeeee, 261

adding fields from to various panes
and tables for a selected
variant .........cooeeveeeiiiieeeee 259

reference directory
changing the location of ............ 59

configuring if you did not configure
it after the first time that you logged

into Geneticist Assistant............ 59

defined .......ccooeveveiiee 59
Reference information panes on the
Varianttab.........cccoovvveineeennenn, 254
references

updating ....oooeeee e 48
region

updating the status comment

O e 200

updating the status for............. 200

related patient
adding a comment for ............. 150
adding a relationship to

in the Related Patients pane on
the Patient sub-tab on the Patient

359



in the Related Patients pane on
the Sample Data sub-tab on the
Sample tab........ccccoeeeennnnee.. 237

changing the ownership for

in the Related Patients pane on
the Patient sub-tab on the Patient

in the Related Patients pane on
the Sample Data sub-tab on the
Sample tab........cccceeevvvneen. 237

removing a relationship for

in the Related Patients pane on
the Patient sub-tab on the Patient

in the Related Patients pane on
the Sample Data sub-tab on the
Sample tab........ccocoevieeeineen. 237

setting the permissions for

in the Related Patients pane on
the Sample Data sub-tab on the
Sample tab........cccceeeennnnee.. 237

viewing the information for

in the Related Patients pane on
the Patient sub-tab on the Patient

(o] 150
Related Patients pane

on the Patient sub-tab on the

Patienttab..........ccccooeevnn. 150

on the Sample Data sub-tab on the

Sampletab.......ccoceeeeeiinnen. 237
relationship

adding to a patient

in the Patient pane on the Patient
sub-tab on the Patient tab..... 146

on the Patients tab................ 141
adding to a related patient

in the Related Patients pane on
the Patient sub-tab on the Patient

360

in the Related Patients pane on
the Sample Data sub-tab on the
Sample tab......ccccccovvveeeenns 237

removing for a patient ............. 146
removing for a related patient

in the Related Patients pane on
the Patient sub-tab on the Patient

in the Related Patients pane on
the Sample Data sub-tab on the
Sample tab........cocovevinne 237

report directory

configuring in Geneticist
Assistant...........ccoccoeeniieiniieens 59

reports

deleting for a patient when saved
to the database ....................... 154

deleting for a run when saved to
the database ...............cccceee. 207

deleting for a sample when saved
to the database ....................... 238

deleting for a variant when saved
to the database ....................... 254

viewing for a patient when saved to
the database .............c.cccceee. 154

viewing for a run when saved to
the database ............ccccoeveens 207

viewing for a sample when saved
to the database ....................... 238

viewing for a variant when saved to
the database .............cccccceee. 254

Reports pane

on the Patient sub-tab on the

Patienttab............cccccoeeiin 154
onthe Runtab......................... 207
on the Sample Data sub-tab on the
Sampletab.......ccccoceeeniinnnn. 238
on the Varianttab................. 254

Reports sub-tab
on the Panel Statistics tab....... 325

Geneticist Assistant User’s Manual

adding a comment for

on the Comments pane on the
Runtab........ccooovviiiiins 205

on the Runs tab................... 183
adding samples to
on the Runs tab................... 183

applying variant filters to

on the Runs tab............ 182, 193
changing the ownership for

onthe Runstab.................. 182
comparing samples in ............ 181
defined.......ccovvvceerrncne 125, 170
deleting a comment from........ 205
deleting a sample from........... 195
deleting from the Geneticist
Assistant database.................. 184
deleting reports for when saved to
the database..........c.ccccvveenne. 207
editing the values for.............. 180

exporting all variants in to a VCF
file

on the Runs tab................... 184
filtering the sample variants
FOF e 181
moving samples to.................. 195

reviewing information for on the
Runstab.........cccooeveeiiinnn. 179

setting subpanels for
onthe Runstab.................... 184
setting the permissions for

in the Samples pane on the Run

2= o J 192
on the Runs tab.................... 181
setting the status for............... 180



viewing reports for when saved to
the database............cccceeneenne 207

viewing the last comment added
for

onthe Runstab................... 183
viewing the panel statistics for

in the Samples pane on the Run

tab.. e 192
onthe Runstab................... 181
viewing the status for on the Run’s
Status Changes pane.............. 204
Run report
generating
CUSEOM ..o 271
standard..........c.ccocoveeiiinenns 267
run status

see also object

defined.......ccovovieiiiiii 55
Run tab

(o] o1=Y o1 o Vo TR 189

OVerview Of.......cccccvvvveviennicnns 189

Reports pane..........cccccvvevnnnns 207

Samples pane..........cccccceeenee. 189

Run’s Status Changes pane...... 204
runs

searching for in the Geneticist

Assistant database ................... 46
Runs tab
changing the number of runs that
are displayed on ..................... 180
(o] o1=1 o1 o Vo I 179
overview of.........cccoveceevinens 179
S
sample

adding a comment for

in the Samples pane on the Run
tab.ee 193

on the Sample Data sub-tab on
the Sample tab..................... 234

adding to a sample group

in the Samples pane on the Run
L] o R 195

associating a patient with

in the Samples pane on the Run
tab. 194

on the Sample Data sub-tab on
the Sample tab.................... 236

automatically associating with a
patient based on sample file

changing the ownership for

in the Associated Samples pane
on the Varianttab ................ 2563

in the Samples pane on the Run
tab.eee 192

confirming the identify of using a
barcode........ccoovviiniiie 316

creating Batch Variants report for

in the Associated Samples pane
on the Varianttab ................ 253

in the Samples pane on the Run
tab. 196

in the Samples pane on the
Samples sub-tab on the Patient
tab.eee 157

deleting a comment for ........... 234
deleting a variant from

on the Sample Variant Data sub-
tab on the Sample tab........... 228

deleting fromarun................. 195

deleting reports for when saved to
the database ............cc.cccce. 238

displaying the coverage forin arun

fromthe Samples pane on the
Runtab.....cccooooiiiiiie 191

Geneticist Assistant User’s Manual

exporting all the variants in to a
VCF file

in in the Associated Samples
pane on the Variant tab......... 253

in the Samples pane on the Run
tab . 191, 196

in the Samples pane on the
Samples sub-tab on the Patient

exporting all variants in to a VCF
file

on the Sample Variant Data sub-
tab on the Sample tab........... 230

on the Variants sub-tab on the
Patienttab.........ccccceeeeeeeeen. 168

exporting selected variants in to a
VCEF file

on the Sample Variant Data sub-
tab on the Sample tab........... 230

on the Variants sub-tab on the
Patienttab..........cccceeeeeeeee. 168

filtering the variants in with a
template

in the Samples pane on the Run
tab e 191

generating a Batch Coverage
report for

in the Samples pane on the
Associated Samples sub-tab on
the Variant tab...................... 2563

in the Samples pane on the Run
tab e 196

in the Samples pane on the
Samples sub-tab on the Patient
tab .o 157

on the Runs tab..................... 184

generating a Batch Variants report
for

on the Runs tab..................... 184

361



generating a Sample report for

in the Associated Samples pane
on the Varianttab ................. 253

in the Samples pane on the Run
tab i 196

in the Samples pane on the
Samples sub-tab on the Patien
tab. e 157

removing from a sample group

in the Samples pane on the Run
tab. e 195

setting the permissions for

in the Associated Samples pane
on the Varianttab ................. 2562

in the Samples pane on the
Samples sub-tab on the Patient

12=] o F 157
setting the status for................ 190
setting the subpanel for........... 194

viewing all variants in filtered by a
panel

on the Sample Variant Data sub-
tab on the Sample tab........... 223

on the Variants sub-tab on the
Patienttab................coooenn. 161

viewing information for

in the Samples pane on the Run

tab. e 189

on the Samples sub-tab (Panel

Statistics tab) .......c.cccceeenee. 323
viewing reports for when saved to
the database...........c.cccccueeenne. 238
viewing the applicable variant
interpretations for................... 238
viewing the comments for ....... 234

362

viewing the coverage information

in the Associated Samples pane
on the Variant tab................. 252

in the Samples pane on the
Samples sub-tab on the Patient

viewing the details for

in the Samples pane on the Run

in the Samples pane on the
Samples sub-tab on the Patient

viewing the details for all the
variants in that were used to define
a compound variant
interpretation............................ 240

viewing the details for the patient
who is associated with it.......... 236

viewing the last added comment
for

in the Samples pane on the Run

viewing the panel statistics for

in the Associated Samples pane
on the Variant tab.................. 252

in the Samples pane on the
Samples sub-tab on the Patient

sample group

adding a sample to

in the Samples pane on the Run

managing the statistics for ...... 222
removing a sample from

in the Samples pane on the Run

sample groups

searching for in the Geneticist
Assistant database.................... 46

Geneticist Assistant User’s Manual

Sample PDF Report

generating for all samples in one or
more runs

on the Runs tab.................... 184

generating for one or more
samples

in the Samples pane on the Run
tab 196

generating from the Reports menu
with the Sample tab open....... 286

Sample PDF Report template

adding a Data band to............ 277
creating new by editing an existing
template..........oooeeeeeeees 284
defined.......cccevvvenennnnn, 265, 274
designing........ccoeeveeiiinininnns 274
editing......ccovvviieiiie e 284
layout......coeveiiiieii 277
loading in to the Report
Designer.......ccoooceeeeeviiiieee, 284
rendering an onscreen preview

OF e 284
Saving as NeW.........ccceeeuveeenne. 283

Sample report

generating
(o111 (o] 1 DO 271

in the Samples pane on the Run
tab e 196

in the Samples pane on the
Samples sub-tab on the Patient

tab ., 157
onthe Runs tab.................... 184
standard ..........coevveeeeeeeeee. 267

sample status

see also object

defined.......ovveeeeeeiiii 55



sample status change

adding a comment for............. 190
Sample tab
Compound Variant Interpretation
Sub-tab........ccooviiiiis 240
OPENING ...ceeeieieiiie e 211
overview of.........cccovceencnens 211
Quality Metric Report
Sub-tab........ccceveviiees 242
Sample Data sub-tab.............. 232
Comments pane ................... 234
Compound Variant
Interpretations pane.............. 238
Patient pane .......cccccevvveee. 236
Related Patients pane........... 237
Reports pane........cccccevvee.. 238
Status Changes pane........... 232
Sample Variant Data sub-tab.. 272
Submission sub-tab ................ 241
Sample Variant Data sub-tab on the
Sampletab .......cocvveeeeeecinne. 212
samples

adding to a run

onthe Runstab................... 183
COMPANNG ....oveerreeerieeaiiaeas 192
comparinginarun.................. 181

finding those that contain specific
variants ........ccocceeceeniieneennen 301

generating a Sample PDF report
for

from the Reports menu with the

Sample tab open................... 286
in the Samples pane on the Run
tab. e 196
onthe Runstab.................... 184
movingtoarun........cccceeeeeee. 195

searching for in the Geneticist
Assistant database.................... 46

showing all that contain all
selected variants

on the Sample Variant Data sub-
tab on the Sample tab........... 223

on the Variants sub-tab on the
Patienttab............ccoevvvennn. 161

showing all that contain any
selected variants

on the Sample Variant Data sub-
tab on the Sample tab........... 223

on the Variants sub-tab on the
Patienttab............ccoovvvvennnn. 161

Samples pane on the Run tab ... 789
Samples sub-tab
on the Panel Statistics tab ...... 323
on the Patient tab................... 165
SoftGenetics license server
installing ........ccooooieiiiiee 16
modifying the settings for.......... 62

Special information about the
MaNUAl .....coceviiiiiieeeieiee e 9

standard reports

Action List report..........c......... 267
Coverage Regions report........ 267
generating.........ccccoveeverncneenn. 267
Panel Statistics report............. 267
Runreport.........cccovvieeiniiines 267
Sample report ........coccevvviene 267
Variant report...........ccccceeeine 267
starting and loggin to to Geneticist
Assistant ..........ccccoevviiiencie . 20
statistics

managing for a sample

Geneticist Assistant User’s Manual

status
setting for a panel region......... 200
settingforarun.........c..cc........ 180
setting for a sample................. 190
updating for a region............... 200

viewing for a run on the Run’s
Status Changes pane.............. 204

status bar on Geneticist Assistant
main Window ............cceevvvvvvevennnnn.. 29

Status Changes pane on the Sample
Data sub-tab on the Sample

L= o J 232
submission
defined .....ueveeeeeeveeeeeeeeeeieeee, 305

viewing the details for

on the Submission sub-tab on the

Sample tab.......ccccoveriieennne 241
on the Submissions tab......... 315
Submission sub-tab on the Sample
tab e 241
Submissions tab............cccccc..... 315
subpanel
adding ....ocoovieiee e 119
building a BED file for.............. 120
defined ......ccccc....... 103, 105, 119
deleting.....ccooooeieeiee 122

setting for a run
on the Runs tab.................... 184
setting for a single sample ...... 194
supporting information

adding for a variant and/or
pathogenicity change............... 256

Supporting Information pane on the
Varianttab........cccooeoveiieeienis 249

system recommendations for
Geneticist Assistant .................... 15

363



T

tab pane

filtering the data that is displayed in

| USROS 32
tabs on Geneticist Assistant main
WINAOW ... 28
template

designing for a Sample PDF

(=T o o] S 274
text fields

adding to a Data band............. 279

title bar on Geneticist Assistant main

WINAOW ..o 28
tools
BED File Builder...................... 289
Convert VCF File to BED
File oo 293
Delete Pathogenicity Changes
t0OI . 295
Finding Samples with
Variants......cccoveevevviieeiiieee, 301
Import Variants........................ 297
Merge BAM Files .................... 303
transcript

selecting a different one for a
variant

on the Sample Variant Data sub-
tab on the Sample tab........... 220

on the Variants sub-tab on the
Patient tab...........cccoevvvvvennnnn. 159

specifying the one that is to be
used for a gene in a panel ...... 110

364

type
editing for a variant

on the Sample Variant Data sub-

tab on the Sample tab........... 221

on the Variants sub-tab on the

Patienttab.........ccccceevvveeenn. 159
UcCscC

viewing variants in

on the Sample Variant Data sub-
tab on the Sample tab........... 229

on the Variants sub-tab on the
Patienttab.........cccceeeeeeeeeeen. 167

upgrading Geneticist Assistant ....26

user
adding ....ooeeiieeee e 87
addingtoagroup........cccveeennnn. 93
defined ......cocoveviiiiie 87
deleting......cccoevvviieie 89
editing.....eoeeeeee 90
inactivating ..........coooeeeeeeees 90

modifying the permissions for ...90

user interface for the Sample PDF

Report Designer...........ccccce..... 274
Using the manual.............ccc..oc..... 9
\'}
value
adding for an object................... 56
deleting from an object.............. 58
editing for an object.................. 57

Geneticist Assistant User’s Manual

variant
adding a comment for

in the Variant Comments pane on
the Varianttab..................... 250

in the Variant pane on the Variant
tab e 247

on the Sample Variant Data sub-
tab on the Sample tab.. 221, 224

on the Variants sub-tab on the
Patienttab.................. 159, 162

adding an interpretation for .... 222

on the Sample Variant Data sub-

tab on the Sample tab.......... 224
on the Variants sub-tab on the
Patienttab................... 160, 162
adding supporting information
(o) SO 256
adding to an Action list ........... 230
deleting a comment for........... 251

in the Variant Comments pane on
the Varianttab..................... 250

deleting from a specific patient
sample

on the Variants sub-tab on the
Patienttab..........cccovvvvennnen... 166

deleting from a specific sample

on the Sample Variant Data sub-
tab on the Sample tab........... 228

deleting from all samples in which
it was found

on the Sample Variant Data sub-
tab on the Sample tab.......... 229

on the Variants sub-tab on the
Patienttab............................ 167

deleting reports for when saved to
the database..........c.ccccenee. 254

editing the HGVS information for

on the Sample Variant Data sub-
tab on the Sample tab........... 221



on the Variants sub-tab on the

Patienttab ..........ccccceeeie. 159
editing the type for

on the Sample Variant Data sub-

tab on the Sample tab .......... 221

on the Variants sub-tab on the

Patienttab ..........cccccoeee 159
editing the zygosity for

on the Sample Variant Data sub-
tab on the Sample tab .......... 221

selecting a different gene for

on the Sample Variant Data sub-
tab on the Sample tab .......... 220

on the Variants sub-tab on the
Patienttab ..........cccceeeeeeeel 158

selecting a different transcript for

on the Sample Variant Data sub-
tab on the Sample tab .......... 220

on the Variants sub-tab on the
Patienttab ...........oevveeeeeeel 159

setting the same artifact type for
multiple variants in a panel...... 297

setting the same pathogenicity for
multiple variants in a panel ..... 297

specifying the pathogenicity
highlighting color for.................. 65

updating the artifact type for

on the Sample Variant Data sub-
tab on the Sample tab .......... 227

on the Variants sub-tab on the
Patienttab ..........cccccoeeeeeeeel 165

updating the pathogenicity for

on the Sample Variant Data sub-
tab on the Sample tab .......... 225

on the Variants sub-tab on the
Patienttab ...l 163

updating the pathogenicity status
for

on the Sample Variant Data sub-
tab on the Sample tab .......... 226

on the Variants sub-tab on the
Patienttab............ccovvvvennnn. 164

updating the preferred transcript
for

on the Sample Variant Data sub-
tab on the Sample tab........... 228

on the Variants sub-tab on the
Patienttab............cccovvvvennnn. 166

viewing reports for when saved to
the database...............ccccene. 254

viewing the comments for ....... 250
viewing the details for

in the Variant pane on the Variant

on the Sample Data sub-tab on
the Sample tab..................... 223

viewing the last comment added
for

in the Variant pane on the Variant

on the Sample Variant Data sub-
tab on the Sample tab........... 224

on the Variants sub-tab on the
Patienttab............cccoevvvvnnnn. 162

viewing the PubMed abstract for

on the Sample Variant Data sub-
tab on the Sample tab........... 230

on the Variants sub-tab on the
Patienttab............ccccovvvvnnnn. 167

Variant Changes pane on the
Varianttab ...........cccooovviiininnnn, 251

Variant Comments pane

on the Variant tab.................... 250
variant filter

creating from selected variants

on the Sample Variant Data sub-
tab on the Sample tab........... 231

on the Variants sub-tab on the
Patienttab............ccovvvvennnn. 168

Geneticist Assistant User’s Manual

making persistent for a

variant filters
applying to a run
on the Runs tab............ 182, 193

Variant information panes on the
Varianttab.......ccccccvvvenn. 246

variant interpretations

viewing those applicable for a

variant preferences

applying shared display

preferences.........cccccvveeeeeeennnes 69
clearing all shared

preferences........cccccccvevvevennnen. 69
defined ......ooooeiieriee 70

Variant report

generating

CUSEOM ..o 271

standard...........cccccoeerinnnnnnn 267

Variant tab

Artifact Changes pane............. 251
Associated Samples pane....... 252
CIViC Data pane..................... 254
Clinvarpane........ccccccveeeeeunneee. 255
dbNSFP pane..........cccovvveen. 255
dbSNP pane........cccceevvieenne 254
Exome Aggregation Consortium
PANE ..o 255
Exome Variant Server pane....254
Gene Phenotypes pane........... 254
LOVD pane........ccoovveveeeervnnen.. 254
OMIM pane .........ccccvvvvveeeene. 254
OPENING ..o 245

365



overview of.......ccceeecvevncneenne. 245
Pathogenicity Changes pane..251

Reference information panes..254

Reports pane ......cccccevvveveeen.. 254
Supporting Information pane... 249
Variant Changes pane............. 251
Variant Comments pane.......... 250
Variant information panes....... 246
Variant pane.......cccccceeveeeee. 247
World-Wide LOVD pane ......... 254
variants

adding a comment for in a panel

adding an interpretation for

on the Sample Variant Data sub-
tab on the Sample tab........... 224

on the Variants sub-tab on the
Patienttab..........ccccoovvvvvnennnn. 162

all samples that contain all
selected

on the Sample Variant Data sub-
tab on the Sample tab........... 223

on the Variants sub-tab on the
Patienttab..........ccccoovvvvvnnnnnn. 161

all samples that contain any
selected

on the Sample Variant Data sub-
tab on the Sample tab........... 223

on the Variants sub-tab on the
Patienttab..........cccoovvvvvnnnnnn. 161

displaying all for a sample filtered
by a panel

on the Sample Variant Data sub-
tab on the Sample tab........... 223

displaying all in a sample filtered
by a panel

on the Variants sub-tab on the
Patient tab..........cccoovvvvennnnnn. 161

366

exporting all in a run to a VCF file
on the Runs tab.................... 184

exporting all in a sample to a VCF
file

in the Associated Samples pane
on the Variant tab.................. 2563

in the Samples pane on the Run

in the Samples pane on the
Samples sub-tab on the Patient

on the Sample Variant Data sub-
tab on the Sample tab........... 230

on the Variants sub-tab on the
Patienttab.........ccccceeeeeeeeen. 168

exporting all in a selected sample
to a VCF file

in the Samples pane on the Run

exporting selected ones in a
sample to a VCF file

on the Sample Variant Data sub-
tab on the Sample tab........... 230

on the Variants sub-tab on the
Patienttab.........cccceeeeeeeenn. 168

filtering for samples in a run.... 1817
filtering with a panel for a sample

in the Samples pane on the Run

filtering with a template in a sample

in the Samples pane on the Run

finding specific samples with...3017

importing into the Geneticist
Assistant database.................. 297

searching for in the Geneticist
Assistant database.................... 46

selecting to create a variant filter

on the Sample Variant Data sub-
tab on the Sample tab........... 231

Geneticist Assistant User’s Manual

on the Variants sub-tab on the
Patienttab..........ccccovvveeeen. 168

setting the artifact type for in a
panel group ........cccccevevnnnnnnns 297

setting the pathogenicity for in a
panel group .......cccceeveieeeninenn. 297

setting the pathogenicity status for
in a panel group........cc.ccccueeee. 297

specifying display preferences

viewing a list of in all the samples
associated with a patient........ 158

viewing in a sample filtered by
panel

in the Associated Samples pane
on the Variant tab................. 252

in the Samples pane on the
Samples sub-tab on the Patient
tab e 156

viewing in Alamut

on the Sample Variant Data sub-

tab on the Sample tab........... 229
on the Variants sub-tab on the
Patienttab............ccccceeel 167
viewing in IGV

in the Associated Samples pane
on the Variant tab................. 253
in the Samples pane on the Run
tab oo 196
on the Sample Variant Data sub-
tab on the Sample tab.......... 229

on the Samples sub-tab on the
Patienttab..............ccccceeol 157

on the Variants sub-tab on the
Patienttab.........cccccovvvvennnn.... 167

viewing in the NextGENe viewer

in the Associated Samples pane
on the Varianttab................. 253

in the Sample Variant Data sub-
tab on the Sample tab........... 229



in the Samples pane on the Run
tab. 195

on the Samples sub-tab on the
Patienttab .........ccceeeeeenee. 1567

viewing in UCSC

on the Sample Variant Data sub-
tab on the Sample tab .......... 229

on the Variants sub-tab on the
Patienttab ...........veeeeeeel 167

viewing the details for all those
used to define a compound variant
interpretation...............cccco... 240

Variants sub-tab

on the Panel Statistics tab ...... 324

on the Patient tab.................... 158
VCF file
creating from a BED file.......... 293

exporting all variants in a selected
sample to

in the Samples pane on the Run

L] o T 191
w
web user
adding.....ccoveviirieeeee 98
defined.......cccooovvviiniice 98
deleting .....ooooviiiiieees 99
editing ......oevveeeiieee e 100
Windows OS
installing Geneticist Assistant
ON et 17
World-Wide LOVD pane on the
Varianttab ........ccccoecvvevennenn. 254

Z

zygosity
editing for a variant

on the Sample Variant Data sub-
tab on the Sample tab........... 221

Geneticist Assistant User’s Manual

367



368 Geneticist Assistant User’s Manual



	Preface
	Chapter 1: Getting Started with Geneticist Assistant
	Geneticist Assistant System Recommendations
	Installing the SoftGenetics License Server
	Installing Geneticist Assistant on a Windows OS
	Starting and Logging in to Geneticist Assistant
	To start to Geneticist Assistant
	To log in to Geneticist Assistant
	To run a trial version of Geneticist Assistant
	To run a purchased version of Geneticist Assistant
	To log out of Geneticist Assistant

	Upgrading Geneticist Assistant
	The Geneticist Assistant Main Window
	Title bar
	Main menu
	Toolbar
	Main window tabs
	Status bar
	Console

	Setting Display Preferences in the Geneticist Assistant Main Window
	To navigate multiple open tabs/Navigate tabs with a minimized main window
	To close multiple tabs in a single step
	To filter the data that is displayed in a tab pane
	To load a saved filter template
	To delete a saved filter template

	To show/hide columns in a tab pane
	To manage tab pane configurations
	To load a pane configuration
	To create/edit a pane configuration
	To delete a pane configuration

	To change the widths of data columns
	To rearrange the order of data columns
	To change the sort order of data
	To rename column headers
	To select data to be included in a custom report

	Searching the Geneticist Assistant Database
	Updating References
	To update a reference

	Reviewing the Database Log
	Backing up the Geneticist Assistant Database
	To back up the Geneticist Assistant database


	Chapter 2: Geneticist Assistant Setup and Maintenance
	Managing Objects in the Geneticist Assistant Database
	To add a value for an object
	To edit an object
	To delete a value from an object

	Specifying your Geneticist Assistant Settings
	To configure Geneticist Assistant directories
	To configure proxy server settings
	To edit the SoftGenetics license server settings
	To specify an encryption key for patient data
	To specify the global Quality Control settings
	To specify the highlighting colors for variants of a pathogenicity
	To specify a basic highlighting color for a pathogenicity
	To specify a custom highlighting color for a pathogenicity

	To set the font for data column headers and/or content
	To apply shared preferences or to clear all tab preferences
	To specify variant preferences
	To specify the Geneticist Assistant password requirements
	To specify third-party (Alamut, IGV, OMIM) settings
	To specify the Alamut settings
	To specify the IGV settings
	To specify the OMIM settings


	Managing Quality Metrics
	Data Source template file
	To add a new metric profile
	To add a new metric profile by copying an existing profile
	To delete a metric profile


	Chapter 3: Geneticist Assistant User Management
	Managing Users
	To add a new user
	To delete a user
	To edit a user

	Managing Groups
	To add a new group
	To delete a group
	To edit a group

	Managing Web Users
	To add a new web user
	To delete a web user
	To edit a web user


	Chapter 4: Managing Panels and Subpanels
	Importing a Panel
	To import a panel
	To manually set new coverage thresholds for panel regions
	To create a QC Threshold file for panel regions
	To set new coverage thresholds for panel regions with a QC Threshold file
	To set or delete a preferred transcript list for a panel
	To set or delete a preferred gene for a panel
	To create a new BED file for a panel by adding or deleting regions


	Editing a Panel
	To edit a panel

	Deleting a Panel
	To delete a panel

	Reviewing Panel Statistics
	To review panel statistics

	Adding a Subpanel
	To add a subpanel
	To create a new BED file for a subpanel by adding or deleting regions

	Deleting a Subpanel
	To delete a subpanel


	Chapter 5: Managing Patients and Runs
	Adding Patients
	To add one patient at a time
	To import a Patients batch file
	To add patients to the Geneticist Assistant database with encryption enabled
	To add patients to the Geneticist Assistant database without encryption

	To import a Submissions batch file

	Accessing and Reviewing Patient Records
	To review existing patient information on the Patients tab
	To edit the identifying information and/or comment for a patient
	To use the context menu for a patient (Patients tab)
	To add or edit custom fields on a per patient basis


	To review existing patient information on the Patient tab
	Patient tab, Patient sub-tab
	Patient tab, Patient sub-tab, Patient pane
	Patient tab, Patient sub-tab, Phenotype pane
	Patient tab, Patient sub-tab, Related Patients pane
	Patient tab, Patient sub-tab, Comments pane
	Patient tab, Patient sub-tab, Reports pane
	Patient tab, Patient sub-tab, Barcodes pane

	Patient tab, Samples sub-tab
	Patient tab, Variants sub-tab
	Patient tab, Variants sub-tab context menu



	Adding a Run
	To add a run


	Chapter 6: Geneticist Assistant Data Review - Runs Tab
	Overview of the Runs Tab
	To change the number of runs displayed on the Runs tab
	To edit values for a selected run

	The Runs Tab Context Menu

	Chapter 7: Geneticist Assistant Data Review - Run Tab
	Overview of the Run Tab
	Samples pane (Run tab)
	To set the sample status

	The Samples Pane (Run tab) Context Menu
	To compare family data
	Coverage Regions tab

	Status Changes pane (Run tab)
	Comments pane (Run tab)
	Reports pane (Run tab)

	Chapter 8: Geneticist Assistant Data Review - Sample Tab
	Overview of the Sample Tab
	Sample Variant Data Sub-Tab
	Variant annotation information
	Global variant count and frequency information
	Sample group statistical information
	Variant options on the Sample Variant Data sub-tab
	Sample Variant Data sub-tab context menu

	Sample Data Sub-Tab
	Status Changes pane (Sample tab, Sample Data sub-tab)
	Comments pane (Sample Data sub-tab on the Sample tab)
	Patient pane (Sample Data sub-tab for the Sample tab)
	Related Patients pane (Sample Data sub-tab for the Sample tab)
	Compound Variant Interpretations pane
	Reports pane (Sample data sub-tab on the Sample tab)

	Compound Variant Interpretation Sub-Tab
	Submission Sub-Tab
	Quality Metric Report Sub-Tab

	Chapter 9: Geneticist Assistant Data Review - Variant Tab
	Overview of the Variant Tab
	Variant information panes
	Variant pane
	Supporting Information pane
	Variant Comments pane
	Variant Interpretations pane
	Pathogenicity Changes pane
	Artifact Changes pane
	Variant Changes pane
	Associated Samples pane
	Variant’s Reports pane
	Gene Phenotypes pane

	Reference information panes

	Working with Reference Information Panes on the Variant Tab
	To add supporting information for a variant
	To add fields from a reference database to variant tables and panes
	To add a custom field to variant tables and panes


	Chapter 10: Geneticist Assistant Reports
	Generating a Standard Report
	To generate a standard report

	Generating a Custom Report
	To generate a custom report

	Designing a Sample PDF Report Template
	The PDF Report Designer user interface
	Object Inspector toolbar

	Sample PDF Report template layout
	To add Data bands to a Sample PDF Report template
	To add and arrange Data band items
	To add a database field to a Data band
	To add a text field to a Data band
	To add an image to a Data band
	To arrange items in a Data band

	To save a new Sample PDF Report template

	Other PDF Sample Report Template options

	Generating a Sample PDF Report
	To generate a Sample PDF report


	Chapter 11: Geneticist Assistant Tools
	Building a BED File with the BED File Builder Tool
	To build a BED file with the BED File Builder tool

	Convert VCF File to a BED File Tool
	To convert a VCF file to a BED file

	Deleting Pathogenicity Changes with the Delete Pathogenicity Changes Tool
	To delete historical pathogenicity changes with the Delete Pathogenicity Changes tool

	Importing Variants with the Import Variants Tool
	To import variants with the Import Variants tool
	To import the variants’ pathogenicities, pathogenicity statuses, comments, and/or artifact types
	To manually define the variants’ pathogenicities, pathogenicity statuses, comments, and/or artifact types


	Find Samples with Variants Tool
	To find samples with specific variants with the Find Samples with Variants tool

	Merging BAM Files with the Merge BAM Files Tool
	To merge BAM files


	Chapter 12: The Geneticist Assistant Customer Portal and Submissions
	Logging in to the Geneticist Assistant Customer Portal
	To log in to the Geneticist Assistant customer portal

	The Geneticist Assistant Customer Portal Layout
	Submitting Patient/Sample Tracking Information through the Geneticist Assistant Customer Portal
	To submit patient/sample tracking information through the customer portal

	The Submissions Tab
	To use the barcode to confirm sample identity


	Appendix A: Common Procedures
	Reviewing Panel Statistics
	To review panel statistics
	Coverage Regions sub-tab (Panel Statistics tab)
	Samples sub-tab (Panel Statistics tab)
	Variants sub-tab (Panel Statistics tab)
	Patients sub-tab (Panel Statistics tab)
	Reports sub-tab (Panel Statistics tab)


	Setting Read and Write Permissions
	To set Read and Write permissions for a patient, sample, or run

	Managing a Batch Variants Report
	To generate a Batch Variants report based on a new configuration
	To generate a Batch Variants report based on a saved configuration
	To delete a Batch Variants Report configuration

	Generating a Batch Coverage Report
	To generate a Batch Coverage report

	Creating an Action List
	To create an Action list

	Comparing Samples in a Run
	To compare samples in a run

	Adding a Variant Interpretation
	To add a variant interpretation


	Glossary
	Index

