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Opening Software for the First Time

Select “Register Now” to register
your purchased local license

Configure X

No security key has been detected.
If a local license was purchased, click Register Now.
If & network license was purchased, click Configure Network Client.

Register Now

No previous network configuration
has been detected.

Configure Network Client

‘ Run VYalidation

Select “Configure Network Client” ——
to connect the software to your
registered network license

Select “Run Validation” to open

software as fully functional trial
(trial will expire 35 days from the time
this is first selected)
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Upload Data

File Process

Display Reports Tools Help
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Click Open Files icon in the main toolbar

—GenBank Sequence File[Dptional}
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Remove

Remove &ll

—Reference Files
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Remove
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Remave All

—Sample Files

AddR->S

Add

Remove

Remove &ll

Samples Selected: 0

™ Load Grouping File

[ Renon |
|
[ Cooul |

Cancel

Add GenBank Files (GB/GBK/SEQ)
and/or
Reference Trace Files (SCF/AB1/ABI)

NOTE: Both GenBank and Reference
files are optional when sequence
maps to genes of Homo sapiens.

Add Sample Files (SCF/AB1/ABI)

Click OK




File Process

-
qﬁ Mutation Surveyor
Display Reports

Tools Help

Review Raw Data
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] BRCA1 012345 10A

) BRCA1_012345_108B
] BRCA1_012345_108B
) BRCA1_012345_ IOB

Double click on files in
the Browser Pane to
view the trace data

BRCA1 012345 12A_
BRCA1_012345_12A_2 _F_1_o_
BRCA1_012345_12A_2 R_1_s_
BRCA1_012345_128B

BRCA1_012345_128B
BRCA1_012345_128B_.

BRCA1_012345_12
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BRCA1 012345 13A
BRCA1_012345_13A

BRCA1_012345_13A

BRCA1_012345_14A_1_F_1_o_
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BRCA1_012345_10A_1_F_0_o_2007-11-28_22-14-29.scf-->
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Analysis Settings

!l Mutation Suveyor I

File | Process Display Reports Tools Help

In the main toolbar select
Process - Settings

—Contig
Fragment Size [12 j‘l
Matching Base Number |BO
Matching Base Percentage |3IJ"/° (20%-90%)

[V Force into One Contig
[ Exclude 1st Base Difference > IZUEI ﬂ [~ BasePatch
[ Calculate Lane Quality Within the Region of Interest

™ Use &mplicon ID to Construct Contig
¢ From Character ]1_ Tol7— " Use Sample Grouping File

—Pairing
[~ ExactFilename F/R Match |~ Exact Filename Match Before F/R

Trimming
[V Quality Trim [~ Vector Trim

[~ 5 Trim |30 bps [~ 3'Trim |3U bps
v Score Trim l‘IB— (10-40)

Contig Sort By
" Sample Filename

¢ Reference Filename
¢~ Contig Num. of Sample Files

For first run analysis select
Default and then select OK

v GenBank/Reference Comparison

Load Settings | Save Setting

Default 0K Cancel




Analyze Data

&)l Mutation Su_

File Process Display Reports Tools Help

Click Run icon in main toolbar

el T 8RB aas| to begin analysis
EXca] (Untitled)] -
E'"'S File I BRCA1 012345 )
mé SenBank Fie g Your samples will be compared to
é ample File 120 -- -+ -
B BRCA1_012345_10A_1_F_0_o_2007-11-28_ ng- 218 references
BRCA1_012345_10A_1 R _0_s 2007-10-28_. 110t ---r---
BRCA1_012345_10A_2 F _0_o_2007-12-20_ 105 L
BRCA1_012345_10A_2_R_0_s_2007-11-13_; 100 ---+--- The first Window to appear is the
BRCAl 012345 108_ _F 0_o_2007- 10 14 95 .
T oTTT ST Mutation Report
Browser Pane Mutation Report

r
ngpf. Mutation Surveyor

‘ File Process Display Repcfts Tools Help
cd 78 B NEATE OTHAG W |
-
m No. [Sample File Reference File Dit  |Gene |Exon  |RF [Stat [End  [Size |Gualit|Muttt [Mutationt |
G
=-{3 File 1 [BRCA1 012345 10 RN o 1F  BRCAI 2 30524 30671 148 28 |1 |30671het_delG | |
:”% GenBank File 2 |BRCA1_012345_10{BRCAT_AmpID_F_S1-F  BRCAT 2 30524 30671 148 28 |1 30671het_delG
B l}'% Reference File 3 [BRCaA1_012345_10|BRCAT_AmpID_F_S1F  BRCA1 2 (30753 31039 (281 14 |1 30930G>GA,337
4 ' niiagmp'e File 4 |BRCA1_012345 10|BRCAT_AmpID_F_S 1F  BRCA1 2 30759 (31039 (281 14 |1 |30930G>GA,337
=S ) 5 |BRCAT_185729_10{BRCAT_AmpID_F_S1-F  BRCAT 2 30522 30860 339 59 0
B2 e{fﬁ’";:gé;l (i)mpID F_Synthesis_30700.scf-> 6 |BRCAT_185729_10{BRCAT_AmpID_F_S1-F  BRCAT 2 30522 30860 339 59 0
_____ < BRCAL AmpD.gbk> ) 7 |BRCAT_264381_10/BRCAT_AmplD_F_S1F  BRCA1 2 30512 30860 349 59 0
,,,,, 5 |BRCAT_264381_10{BRCAT_AmpID_F_S1-F  BRCAT 2 30512 30860 349 59 0
B BRCA1_012345_10A_1_F_0_o0_2007-11-28_
..... B BRCA1 012345 10A 2 F 0_0_2007-12-20_f [2__IBRCA1 012345 10JBRCAT AmplD_R_S1R  BRCA1 2 30504 30855 352 27 0
..... B BRCA1_012345_10B_1_F 0_o_2007-10-14__ 10 |BRCAT_012345 104BRCAT_AmplD_R_S1-R  BRCA1 2 30504 30855 352 27 0
..... BRCA1_012345_10B_2_F_0_s_2007-11-20_1 11 |BRCA1_185729 10BRCA1_&mplD_R_S1-R  BRCA1 2 30504 30855 352 62 0
..... BRCA1_185729_10A_1_F 1 s 2007-10-22_:§ [12_|BRCA1_185723 10{BRCAT_4mpID_R_S1-R  BRCAT 2 30504 30855 352 62 0
~~~~~ B BRCA1_185729_10A_2 F 0_s 2007-10-23_:f 13 |BRCA1_264381_10|BRCA1_&mplID_R_S1-R  BRCA1 2 30504 30855 352 64 0
o [B] BRCAL 264381 10A 1 F 1 o 2007-11-15 14_[BRCa1 264381 10{BRCA1 AmpID R S1R__ BRCAT 2 30504 30855 352 64 0




Graphic Analysis Display

Use icons to show/hide windows

-

File Process

Display Reports

Tools

Help

Nucleotide, Amino Acid,
and Database window

. =Y —~
el T3 BEEE |=<

17:41245485 17:41245480 17:41245475 17:41245470 17:41245465 17:41245460 17:41245455
g12gbk [0 ¥ ¥ © L ¥ ¥ ¥ ¥ © ¥ 2 ¥ L1 9 ¥ 2 ¥ © 2 9 ¥ 1 ¥ 2 L L L 2 2 2 ¥ 9
%27scf [C A A 6 T A A A A 6 A C A T 6 A C A 6 C 6 A T A C T T T C C C A G
*20sf [C A A G T A A A A G A C A T R A C A G sT 6 A T A C T T T C C C A G
*37sef [C A A 6 T A A A A 6 A C A T R A C A 6 T 6 A T A C T T T C C C A G
%27scf [C A A G T A A A A 6 A C A T 6 A C A 6 C 6 A T A C T T T €C € C A G

. .
690 695

*812.gbk (1 s K R H D s D T F P

T s K R H DIN s D T F P

©.2065 2070 €.2075 €.2080 €.2085 ©.2090 ©.3095

dbSNP —_—

dbNSFP
Cosmic
clinVar
Artifact

Trace windows

+
2,980

¥
3,000

+
3,200

+
3,220




Graphic Analysis Display

! eyo i By double clicking a mutation cell in
file Process Display Reports ools Help the Mutation Report, the Graphic
c@ T8 R ‘TEEH"”@‘Q"’. EB 00TaA ME Analysis Display window appears
@] (Untitled) L« [ )|

ElD File P R->»  NT_010783_41195812_F_Synthesis_32627.scf--> Quality(0-100):85

=13 GenBank Fie
{3 Reference Fie
#-{[8 Sample File
=3 Contig

Forward Reference Trace

&6 ContigiF (6)
-6 ContigIR (6) S->  BRCAL_185729_13A_1 F_0_s_2007-10-16_11-28-20.scf—> Quality(0-100):94

& contig2F 6) M

&-6& ContigR (6) fgg c;kerioﬁ i :‘roc - GSSA ST SR, O A N S F
58 ContgF (6) o AT AW AN AW A V-G AV & -GN W W0 S - S orward Sample Trace
& Contig3R (6) 10 AW S AN SV SN ¥ I VA AN R L 0 W0 A0V N ¥ SV 0 W A W
& Contig4F (6) 2
&6 Contig4R (6) 2,000;
®-8 ContigSF (6) 1,500
#-B ContigSR (6) 1,000 H
5.8 imit (6 | Forward Comparison
®-6 ContigéR (6) = it s ! .
=-& Contig7F (6) =g - : : - - - - - - - ==
- NT_010783_41195812_F Synthe 2,000, ,
-/ NT_010783_41195812.gbk<~ P B
~B) BRCAL_012345_13A_1_F 1.5 2 0 A0 .
B BRCAL_012345_13A_2_F 0. 20 p Z\ Reverse Compa rison
: :r’:ccﬁ iggig g:—;{—?—i—g{ Noaniahhad N o 4 do [ N TS Y )
| BRCAL_264381_13A_1F 1 0.2 < BRCAL 18575 138 1R 0.0 20071330 164837 scre~ Gualty (0-100):35 ]

= @7 Contlg?R (6)
B NT_010783_41195812_R_Synthe
4 NT_010783_41195812.gbk<--

Reverse Sample Trace

l BRCA1_012345_13A_1 R _0_i 2(

Reverse Reference Trace

l B BRCAL 264381 13A:2:R:1:s:2| M|
B8 Cont!gsF (6) Mutt |F|ame |Eh| Pos |Mutation |cDNAIr{mHNAIr|Intensity|Area |Drop |Uverlap|Noise |SnHatin:
g‘“g Eg:ggg"} ((2)) 1F 35 174G 5UGGAGILCT o208 136 775 0% 100 25000 554 | |
™ Conth hnaws 74124567 PEUGGAGELCATT o209 1247 6B 044 100 25000 439 .
g g E"":"-’?EF((% 2F B 174666 WSEOTEUSC0R o214 248 1441 100 100 27500 604 Mutation Table
on Ig ( ) % 7Dr‘ MER 17. 4124R4ACC DIRICAT.CAACA 1A MNOT A 24 IR0 14 FY 10N 1NN ARNNN CC7 Y
¢ \ ) ] »




Heterozygous Indel Detection

Brown bar in Mutation
Electropherogram
indicates that a
heterozygous indel is
detected

Double click mutation call
or select icon to open
heterozygous indel
deconvolution tool

NT_167186_215795736_F _Synthesis_134551.scf>

Quality(0-100):91
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318428_04_EX10_F.ab1->
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Quality(0-100):25
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7000 ---
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500} ---
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4,120 4,140 4,160 4,180 4,200 4,220 4,240 4,260 4,280 4,300 4,320 4,340 4,360 4,380 4,400 4,420 4,440 4,460 4,430

4080 4100

18 |465130_10_EX10_H

19 |465130_12_EX10_H

4120 4140 4160 4180 4200 4220 4240 4260 4280 4300 4320 4340 4360 4380 4400 4420 4440 4460 4,480

134375134750 376 38 1
134365134534 170 0 1

USH24 1l 2
USH24 " 2

NT_167186_2157951-F
NT_167186_2157951-F

I 1 34533:1 34535het_dupTGC I

< Mutation Surveyor

File Process

Display Reports

Tools Help

o® =@ B ECEE oo rH:08 ofaa asx




Heterozygous Indel Deconvolution Tool

- Hewengous e e
Qe =y BaR 428_431het_delTTTA

Reference:NT_167186_215795736_F_Synthesis_134551.scf

10,000

L Reference Trace

0

Sample Trace

Reference/Wild Type
Allele

¥
4,300

Sample:Part Il Mutation, 52.67%

Mutant/Novel Allele

Mutant Allele Re-aligned
to Reference

T
4,300

Mutations

Location of Indel




el Mutation Surveyor N .

File Process Display Reports Tools

Custom Report Builder

Help

Custom Report Settings

{Form

I Filters I Dlsplayl Mulatlonl Color I Nomenclaturel Other I

eﬂ uamfﬁﬁa ea=AH} BB cOTEEA

Aannn

Click the Custom Report Builder
Icon in the main toolbar
Default settings group by Contig and
pair Forward and Reverse files

Aannr

Table Format
¢ One Trace Per Row
(" Generate Forward/Reverse Consensus
(" Generate Group Consensus
v Mutation Position Specific for Column
(¢ By Group
" ByTable
¢ One Mutation Per Row
" Transpose

|~ Report One Nucleotide Position Per Column

Headings
v Show Displ
v Show Mutg
[~ Show Posit

IV Show Defy
Custom Heade

e

-
)\l Custom Report

Grouping

1=t Order IContig v | from character to

2™ Order IF/H Paiting v | from character

EII

g

3 Order ITrace Pasition ~ v|  from character to

v AddBlank Row Between Groups

Group Summary
¢~ Do Not Show Group Summary Information
& Show Allele Information
(¢ Show Allele Frequency
" Show Advanced Allele Information
" Show Mutation Summary

Default | Load

BEH&
[

_--__-_---

1 BRCAT_012345_134_1 BRCA_AmpBRCAT  NM_0073002  NP_009231.1

2 BRCA1_012345_134_1 BRCA1_Amp BRCAT  NM_0073002 NP_0092311 10 56 57

3 BRCA1_012345_134_2 BRCA1_Amp BRCAT  NM_007300.2 NP_0092311 10 53 55

4 BRCA1_012345_134_2 BRCA1_Amp BRCAT  NM_0073002 NP_009231.1 10 56 57

5 BRCA1_185729_134_1 BRCA1_Amp BRCA1  NM_0073002 NP_0092311 10 55 56 31998G>GA, 32003C>T p. 32232T>C.p.
3 BRCA1_185729_134_1 BRCA1_Amp BRCA1  NM_0073002 NP_0092311 10 55 57 31998G>GA, 32003C5 T p. 32232T>C.p.
7 BRCA1_185729_134_2 BRCA1_AmpBRCAT  NM_0073002 NP_0092311 10 55 56 31998G>GA, 32003C>T p. 32232T>C.p.
8 BRCA1_185729_134_2 BRCA1_Amp BRCA1T  NM_007300.2 NP_0092311 10 55 57 31998G>GA, 32003C>T p. 32232T>C.p.
q BRCA1_264381_134_1 BRCA1_Amp BRCA1  NM_0073002 NP_0092311 10 56 56 31998G>GA, 32003C5 T p. 32232T>C.p.
10 BRCA1_264381_134_1 BRCA1_AmpBRCAT  NM_0073002 NP_00S2311 10 54 57 31998G>GA, 32003C>T p. 32232T>C.p.
11 BRCA1_264381_134_2 BRCA1 AmpBRCAT  NM_0073002 NP_0092311 10 56 56 31998G>GA, 32003C5 T p. 32232T>C.p.
12 BRCA1_264391_134_2 BRACA1_AmpBRCAT  NM_0073002 NP_0092311 10 54 57 31998G>GA, 3200305 T p. 32232T>C.p.

B6.7% B6.7% 66.7%

1 BRCA1_012345_144_1 BRCA1_Amp BRCAT  NM_0073002 NP_009231.1

2 BRCA1_012345_144_1 BRCA1_Amp BRCA1T  NM_0073002 NP_0092311 10 55 58

3 BRCA1_012345_144_2 BRCA1_AmpBRCAT  NM_0073002 NP_0092311 10 56 58

4 BRCA1_012345_144_2 BRCA1_Amp BRCAT  NM_007300.2 NP_0092311 10 55 58

5 BRCA1_185729_144 1 BRCA1_AmpBRCAT  NM_0073002 NP_0092311 10 55 57 32533C>CT 4
3 BRCA1_185729_144_1 BRCA1_Amp BRCA1  NM_0073002 NP_0092311 10 54 58 32533C>CT 1
7 BRCA1_185729_144_2 BRCA1_Amp BRCA1T  NM_0073002 NP_0092311 10 55 57 32533C>CT 4
g BRCA1_185729_144_2 BRCA1_Amp BRCAT  NM_007300.2 NP_009231.1 10 54 58 32533C5CT ¢
9 BRCA1_264381_144_1 BRCA1_Amp BRCA1  NM_0073002 NP_009231.1 10 54 57 32265dels 32533C>CT ¢
10 BRCA1_264391_144_1 BRCA1_AmpBRCAT  NM_0073002 NP_0092311 10 54 58 32533C>CT 4
11 BRCA1_264381_14A_2 BRCAT_AmpBRCA1  NM_007300.2 NP_0092311 10 54 57 32265dels [32533C>CT g -
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File Process ‘ Display Reports Tools Help

Project Reviewer

e )
@ | (Untitlec

'v Browser

W Nucleotides
[7 Amino Acids
[7 Peak Table

= [

31770 3177 3
ACCAGGCATAT
ACCAGGCATAT

GAD Report
Clinical Report

P —
‘9‘:#, Project Reviewer

Nucleotide Text Display Re

LR B B N I

ACCAGGCATAT

Click Display menu in main toolbar and

choose Project Reviewer Report

Show all contigs simultaneously, group traces
by sample ID, view information in four panes

RN €>|E %ﬂ\ffffﬂ:ﬂ“‘@ a o \ Legend
31405 31410 31405 31410 -
BRCA1 BRCA1 ¢
495 495
Q E R Q P
c.1485 c.1490 c.1480 c.1485 c.1490
cC A A G A G £ G T T c A A G A G C 6 T C C cC T
> BRCAT_012345_11A_1_F_1_s_2007- | - - - - N - - - - -
<--BRCAT_012345 11A_1_F|_1_s_200? - - i BRCAI 185729_11B_2_F_1_i_2007-12-20_13-47-44.scf--> Quality(0-100):4
-> BRCA1_012345_114_2_F_1_0_2007| - - Y - - o0 270 . L2 : 280 .
<--BRCA1_012345_114_2_R_1_o_2007| | i} - 50r- TCTTATT AT 6 A “-G Yore T e e e e T
-> BRCA1_185729_114_1_F_0_s_2007- - - Y - - ; : : .
<-BRCA1_185729_114_1_R_0_o_2007 [} 8,980 9,000 9,020 9,040 9,060 9,080 9,100
<> ggg: 13:;23 1:::;:;—_%—;—_22%0077 S z BRCA1_185729_11B_2_R_0_s_2007-10-26_20-48-32.5cf<~ Quality(0-100):40
~> BRCA1_264381_114_1_F_0_i_2007- - - - Y - - i : ‘
< BRCA1_264381_114_1_R_0_i_2007- - - | -
<> 323: ggigg: 1:::;:;‘_%‘;‘_2200007? ~ ~ _ ~ z 8,980 9,000 9,020 9,040 9,060 9,080 9,100
> BRCAT_264381_11B_2_F_0_s_2007- BRCA1_185729_118_1_F_1 j_2007-12-10_11-44-56.5cf—> Quality(0-100):4
<-BRCAT_264381_11B_2_R_0_o_2007 - - - 09 270 ; ' 275 ; 280 ;
-> BRCA1_264381_11B_1_F_0_s_2007- 507 - TCrATTATT G A ‘-G"' T B R T s
< BRCAT_264381_11B_1_R_1_s_2007 - - - : , :
-> BRCA1_185729_11B_2_F_1_i_2007-" 8,980 9,000 9,020 9,040 9,060 9,080 9,100
<--BRCA1_185729_11B_2_R_0_s_2007 - - - - - - )
> BRCAT 185729 118_1_F 1 1. 2007 BRCA1_185729_11B_1_R_0_i_2007-12-28_14-53-34.scf<-- Quality(0-100):40
<-BRCA1_185723_11B_1_R_0_i_2007- - - - - - - - - - - :
-» BRCA1_012345_11B_2_F_1_s_2007- _ - - -
< I 8,980 9,000 9,020 9,040 9,060 9,080 9,100 %
Index [Sample Name: Mutation2 Mutation3 lMutalion4 |Mutation5 lMutationS lMulalion? IMutalionE -
39 |BRCA1_264381_11B_1_F_0_s 2007-11-28_15-14-58.scf c.1486C>CT p.R436RC.$26
40  |BRCA1_264381_11B_1_R_1_s 2007-12-20_14-23-25.scf c.1486C>CT p.R436RC.$13
41 |BRCA1_185729 11B_2 F_1_i 2007-12-20_13-47-44.scf c.1486C>CT p.R436RC.$26 i
42 |BRCA1_185729_11B_2 R_0_s_2007-10-26_20-48-32.scf c.1486C>CT p.R436RC.$13 h
43 |BRCA1_185729_11B_1_F_1_i_2007-12-10_11-44-56.scf .1486C>CT p.R436RC.$26
44 |BRCA1_185729 11B_1_R_0_i_2007-12-28_14-53-34.scf c.1486C>CT p.R436RC.$13
45 |BRCA1_012345_11B_2_F_1_s_2007-12-20_19-11-44.scf c.1486C>CT p.R436RC.$12
46 |BRCA1_012345 11B_2 R_1_s_2007-12-27_12-23-24.scf c.1486C>CT p.R436RC.$7
47 |BRCA1_012345_11B_1_F_1_i_2007-11-11_21-23-16.scf c.1486C>CT p.R436RC.$12
48 |BRCA1_012345_11B_1_R_1_i_2007-12-11_12-17-43.scf ©.1486C>CT,p.R436RC.$7
43 A

BRCA1 Uﬁ%’ 124 1 F 1 s 2007-10-28 21-20-36.scf




Display Reports Tools

File Process

Help

Print Clinical Report

el T2 R EBEE #aarHs= q|

'-jﬂl Preview g’
| % MedaPit | @ @ [100 :j S | Cose

X6 T & 4|

Click Clinical Report Icon
i
in main toolbar

Adjust Display preferences
Add a Custom Header file

Clinical Report Settings

- T T —— i
B S R N e et

SoftGenetics
Mutation Surveyor V5.1.1

Software: Mutation Surveyor

Address: 100 Oakwood Ave, Suite 350, State
College, PA 16803 USA

Website: http://www.softgenetics.com

R--> BRCA1_AmpID_2016_F22_Synthesis_31465.scf

7.scf
SNE:31 - D-Q3SEQR,
365 370
A A A G A G A A
230 235 240

T 1 T T16.87 T

1114
%
W
A o A a
=

5!
1243

Company: SoftGenetics LLC
Phone: 814-237-9340

Fax: 814-237-9343

Email: tech_support@softgenetics.com

9.sef
R<-- BRCAL_AmpID_2016_R22_Synthesis_31465.scf

LN ~
275 280
R A C
415 420
A A C
Done M 4 Page 2419 »

~Setting
[V Samples with Mutations Only Page Settings
[~ Samples with Negative Mutations
Header File: |
Nomenclature
I @ Genomic ¢~ RelativetoCDS (" RelativetomRNA " HGVS |
Trace Display Range |2 bps
i play Range [20 P
| |3 vI Mutation Calls per Line |2 vI Lines per Page
| i
| ¥ Show Reference Electropherogram [~ Shoy ues
| v Show Sample Electropherogram |~ Show Date and Title
| -
| [V Show Mutation Electropherogram I~ Show Trace File Name |
| Grouping
| 15t Order | Contig vl from character |1 to |3 ]
1
| 2™ 0rder | Trace vI from character |1 to |3 l
: 3 Order |F/R Pairing v | from character |1 to |3
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View and Print a snapshot of
each mutation call




Variation Databases

Variant annotation from external databases can be imported and displayed in the
Variation Tracks pane of the Graphical Analysis Display. The Tracks pane will also
display the positions of any known deleted mutation calls that have been added to the
User Knowledge Database as either a false positive or artifact.

Clint/ar
Cosmic
dbNSFP
dbSNP
Artifact

False Positive

1
[ [
[ T TR T TN TR Y T Y Y N Y Y (NN (N [N NN Y Y NN NN NN AU Y A N (N (Y N JNNY Y NN Y N N SN
[ [ (I
--------------------------------------------- 1:216462735
A>G
ID=rs536872545

To get started, a whole human genome reference first needs to be imported. Please use
the instructions on the following pages to complete this process. Projects will need to
include GenBank files with chromosome coordinate information for display of Variation
Tracks.

Note: Depending on the size of the files, the import process may require additional computer RAM and
disk space and may take several hours to complete. Please contact us for more information at
tech_support@softgenetics.com if interested in this feature.




Import Reference

In the main toolbar select
Tools - Reference & Track
Manager

Click on Import Reference link

& Mutation Surveyor

File Process Display Reports | Tools Help

7| B B GBK File Editor
— Advanced GBK File Editor

| &
EXc3] (Untitied)!

& SoftGenetics Reference & Track Manager -

Storage Path: C:\Users\Public\Documents\SoftGenetics\NextGENe\References

.3 File SEQ File Editor Genome Build: | juman_GRCh3; v|
Filename Editor Preloaded References Build Reference Import Reference
2D Filename Match Editor - |
. ) Reference = Comments
ND Filename Match Editor N . f= SoftGenetics Reference Setup [
uman_v3]

Print Header Editor
Welcome to the SoftGenetics

Create SCF Reference Setup Wizard
Convert To SCF

Extract SGP This wizard will guide you through the installation of

SoftGenetics Reference.

Itis recommended that you close all other applications
before starting Setup. This will make it possible to update
relevant system files without having to reboot your
computer.

SGP Comparison
Mutation Assembly
Sequence Assembly

Click Next to continue.
Mutation AutoRun

Tracks Import Track >
Mask Vector Sequence . - )

Track ery Last Modified Location
Y g Trace Data Clinvar\142 Thursday, Decemb...  Human_v37p10_dbsnp135
BasePatch Clinvar\201 01/19/1607:42:58  Human_v37p10_dbsnp135
Clinvar\144 02/05/16 14:55:38 Human_v37p10_dbsnp135
= Cosmic\vé7 Wednesday, April 0... Human_v37p10_dbsnp135
Reference & Track Manager custom\din' Next> ] [ Cancel 01/19/16 07:47:32 Human_v37p10_dbsnp135
' ' dbNSFP\2-f Tuesday, Decembe... Human_v37p10_dbsnp135
’ | i ESP15500 -\ ey T —— — Thursday, June 19,... Human_v37p10_dbsnp135
ESP6500\137 custom Human_GRCh37 Yes 05/13/15 11:16:48 Human_v37p10_dbsnp135

Follow directions in the SoftGenetics

Reference Setup Wizard to install a full
human genome

For detailed import guide please contact tech_support@softgenetics.com



Import External Database Annotation

In the main toolbar select Tools - Reference & Track Manager

Storage Path: C:\Program Files (x86)\SoftGenetics\NextGENe \References °

Genome Build: [ -

Preloaded References Build Reference Import Reference
Reference Genome Build Annotation DB Comments
Human_v37p10_dbsnp135 Human_GRCh37 sg_grch37p10
Human_GRCh38_106_dbSNP 141 Human_GRCh38 sg_grch38r106
Human_v37p13 reference::Human_v37p13 sg_grch37p10

Tracks port Trad
Track Type Genome Build Default Query Last Modified Location dbSNP/Clinvar
dinvar\20170801 dbSNP Human_GRCh37 Yes 08/22/17 16:54:57 Tracks COSMIC
dinvar\20171029 dbSNP Human_GRCh37 Yes 2017-11-08 14:32:02  Tracks dbNSFP
dbsnp\p 150 dbSNP Human_GRCh37 Yes 05/09/17 13:37:16 Tracks dbscSNV
UKDB\Artifact custom Human_GRCH37 No 2017-12-18 10:55:22  Tracks
UKDB\False Positive custom Human_GRCH37 No 2017-12-18 10:55:24  Tracks Custom Variant Track
Clinvar\20170501 dbSNP Human_GRCh37 No 05/08/17 08:20:23 Human_v37p10_d
Cosmic\68 Cosmic Human_GRCh37 Yes Tuesday, January ... Human_v37p10_d Gene Annoation Track
dbNSFP\2.9_commerdial dbNSFP Human_GRCh37 Yes 04/01/15 15:50:47 Human_v37p10_dbsnpT3sS
dbSNP\149 dbSNP Human_GRCh37 No 01/30/17 18:22:55 Human_v37p10_dbsnp135
ExAC\0.3.1 custom Human_GRCh37 Yes 06/24/16 13:57:39 Human_v37p10_dbsnp135
ClinvVar\142 dbSNP Human_GRCh38 No Monday, February ... Human_GRCh38_106_dbSNP 141
dbNSFP\2.5 dbNSFP Human_GRCh338 No Thursday, Februar... Human_GRCh38_106_dbSNP 141
dbSNP\142 dbSNP Human_GRCh38 No Monday, February ... Human_GRCh38_106_dbSNP 141

Click Import Track
and select the
external database

to import

For detailed import guide please contact tech_support@softgenetics.com



Query Database Annotation

)l Mutation Surveyor [N

File \ Process Display Reports Tools Help

In the main toolbar select @ | Rur
Process-> Query Reference Eﬁ
Settings

Tracks [ Quey Reference Tracks _|

e vy T —|E—)
Reference Genome Buld
[Human_GRCA37
Track [ Information | Location
[ cinvar\20170801 dbSNP Tracks
[ chnva\20171023 dbSNP Tracks
[ dbenp\b150 dbSNP Tracks
] UKDB\Astifact UserKnowledge Tracks
[J UKDB\F alse Postive UserKnowledge Tracks
[ Cirivar\20170501 dbSNP Human_v37p10_dbsnp135
- B s o s Py
dbN! )t rcial dbN! H 1_v37p10_dbsnpl
Select databases to query in B e pet gty
M ExACv0.31 VCF Human_v37p10_dbsnp135
. .
Mutation Surveyor projects
8 Run Tk Monoge |

For detailed import guide please contact tech_support@softgenetics.com
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