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GeneMarker Workflow
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GeneMarker allows the user

to extensively customize the data
processing options, and create
processing templates for frequently

used chemistries.

GeneMarker supports numerous
applications for both Clinical research
and Ecology/Agriculture

Research
A

Review Size
and Allele Calls

-

Application
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bt Pedigree
MLPA Analysis

41t Trace Comparison

£Z Export CODIS
Overlay View
Quantitative Analysis
SNPlex/SNaPshot
MSI Analysis
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Trisomy Analysis
Relationship Testing
LOH Analysis
MS-MLPA Analysis
Tilling Analysis
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ARMS/Comparative Analysis
Fragile X Analysis

Print or Save
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Loading Raw Data User Manual Chapter 2

- -ﬂ, GeneMarker E]@ |
F'I Vi Project Applicat] : i
st Navigate to File — Open

D Open Data o . i
"B Open Project — | to import your data files.

Reopen Project »
| Save Projec
Close All

‘, . \"‘s.'
Exit

\i e

C|ICk Add and navigate to the

r’” l import (.fsa, .rsd, .esd, .scf...).

Open Data Fles =

Data File List:

If not using an ABI/Life
Technologies instrument,

click Channels to select Add Folder.. |
your instrument.

Default

Page Up Page Down

ﬁ Channels...l v Auto-Elevate OK | Cancel |




Raw Data Screen User Manual Chapter 2
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1, GeneMarker - Untitled [o|[[(@ ]3]
File View Project Applications Tools Help )
& | b || [F D B4 Click the dye-color icon to )T || v g @
(] Untitied < display individual dye colors. | | »
= RawData 052_B04.STF . X

v 0528

~ 0528] Toggle a synthetic 200 o Lo e

B 052_H

7 Bl gel image on and off.

061_BO5.SCF [ 1,000

By Ne1 poE

Double-click a sample et
file to open/close it 0
------ T P L
064_E05.SCF 052_B04.5G1 X
064_E05.5G1 2'0,00 3'0,00 4,q00 5'0,00
065_F05.5CF | T R R ]
065_F05.5G1 1500 ' ' * '
066_GO05.5CF 000t b ]
066_G05.5G1 '
067_H05 SCF s I B A S T T I | [ | E—
067_H05.5G1 ___U ] )
ggg-iggggﬁ o4 To zoom in on a trace, use your mouse to
089_BOG SCF 052 Hosse| draw a box from Left to Right. To zoom L
s _| back out, draw a box from Right to Left.
- 2,000

1,500
1,0004----}-H{-- -

5004 -+--k-H--1h-

Page Up Page Down




Processing Data User Manual Chapter 2

'd N

sl GeneMarker - Untitled o |[@][=R]
File View Project Applications Tools Help
= k4 ~ : : . e i’] S
To process your samples, (size and allele calling), click i
(@] Untitled - - - . >
B B Roww Dol the gree"n triangle icon, or navigate to Project — Run. } =
jggg—gm-sg 2,000 3,000 4,000 5,000
052 H Run Wizard 55 |
v 052 H0 - Template Selecion
gg:g Set the template of the project
j 0s2_CO e
B 082_C
I 063_D {* Select an existing template or create one
; 063_D , -
; 064_E g - Template Name: |_Trisomy Select your 1
~-[5) 064_E AFLP -
L Panel: |T Panel v
| ggg_ig a Frag“ex ) ane | nsomy_rane __| panel’ your
B oea] |MLOH Size Standard: | GS500 ~ll size standard,
B 0B6_G i - i i
| 067 i g:t:Fr)Zsatelllte_Dlnucleotl | Standard Color: [Red 5] standard coIor,
-5 067_H .
: 068_A “ mPCR | Analysis Type: |Fragment (Animal) LI tayr;)deanalySIS
: 068_4 A ki .
j 069_B ‘ o Y TIZEBIZTI X
: £q p & save | X Delete |
1 Or select a pre-saved template | = @&
| Next >> Cancel | --------------
bUU“ﬁ"' =l —L —X L L e T
=4 Input a new template name aclick = B
Page Up Page Down
Save to create a new template.




Processing Data User Manual Chapter 2

To the left are
Raw Data
analysis options

062_C05.5

062_C05.5
063_D05.S
063_D05.S
064_E05.S
064_E05.S
0B5_F05.5(
0B5_F05.5(
066_G05.S
066_G05.S

Raw Data Analysis

1

M At C-d 1EONNN -~
0 = 60000 =

[v Auto Range (frame)

v Smooth [~ Enhanced Smooth
v Peak Saturation |V Baseline Subtraction
[~ Enhanced Baseline Subtraction

v Pull-up Correction  |v Spike Removal

Size Call

Allele Call
[~ Auto Range [bps)

Start: |98 :l
Peak Detection Threshold:
Min Intensity: |50 =
|5 v

Percentage >

!{EL', GeneMarker - Untitled (= [@][=]
File View Project Applications Tools Help
= | ¥| The second page of the “Run Wizard” | % %= /t | o - I £l ‘2
(@] Untitled . d g >
2 o .l contains data processing options. =
051_GO3SPS :
051:503.5 Run Wizard Eslb 6,000
15240451 Data Process - Fragment (Animal) Analysis [ 77
052_404.5 | A
= Set data process options

To the right are

End: |520 :l
Max Intensity: |3UUDU :l

Global Max

Local Region % > |35 ¢| Local Max

v Stutter Peak Filter (%)

v Plus-A Filter

Allele Call options

e e i ol e e e el e e e e el e e TR e e

067 HO5.5 ¢ Local Southemn ¢ Cubic Spline |~ Large Size

UB?:HUES Left: |84 3‘ Right: |32 il

068_A06.S Load Default Save Default

068_A06.S

069_B06.S

069_BOG.S «Back | [[THews Cancel |

539_H05.5

539_HUSSG1 _1'000_ ______________ s J J . * 2 - - : A
Modify the settings to your liking, or }

Page Up Page Down .

use the defaults. Then click Next.




Processing Data User Manual Chapter 2

r N
sl GeneMarker - Untitled o | =
File View Project Applications Tools Help

= | » | & The last page of the Run Wizard sometimes contains additional [|& @
(@] Untitied settings, depending on which analysis type you have selected. O

= RawData TOST_GU3SCF
: 051_GO3.SFS
i 051:603.8 Run Wizard @

ggg—igjg Additional Settings - Fragment (Animal) Analysis [ P

- 052 BO4.S Set additional options related to the different analysis type

B oseBO4Sy A
B 052_H03S '
8 052_HO35|  pjelic Ladder: |NONE =] |

~BosiBossy T .
B 061_BOSS '

- 062_C05.3 Allele Evaluation

| 062_C05.5 Peak Score: LT T

-3 063_D05.S I
: 083_0058 Reject < |1.00 Check |?.UU <Pass | T oo

: 064_E05.5 _— _____
B oeseoss| | oo o L
: 065_F05.5 .
: 065 FOSS] e _____
066_G05.S '
1oy Again, make any changes or use
B 067_HO5S the defaults and then click OK. || i
: 068_A0B.S :
: 068_A0B.S ' _____ _____
: 069_B06.S '
| 069_B06.S « Back I o] ra— |
: e k] e —

539_H05.5G1 1,000

Page Up Page Down




Main Analysis Overview User Manual Chapter 3

-
-‘ég. GeneMarker - Untitled =l [o] I-W-l]
File View Project Applications Tools Help The report table contains all the
= | b ||l E|MN| & H-2Q Kk ] § allele calls that were made.

#-E RawData - Ll | LI Report =] | % Help '

=1 Allele Call 051 GO3.SCF X
-y 051 GO3.SCF - Sample Marker |Allelef|Rllelef| »
../ 051_GO3.5GT 10!)0215“3” 20IODZ1S11 | b;?ézsﬁl 1 |os1_co3z JF D2151437 w7 |
Y 052_404.5CF . _
B 052_A045GT 1,500 — Click the save icon to save the
jj j= e 4 report table as a text or excel file.
) . 052_HU3-SCF 1,000 STTUSI_GUSTSCE DISSSSS | 279 B 29°%
B 052_HU3:SG1 6 [051_G03.SG1 D2151439 8 115 @ 127
B 061_B0OS.SCF 5001 7 [os1_cos.se1 Dz1511 |fF 238 fF 242
- B 061_B05.5G1 8 |051_G03.5G1 D13sezs | 327 M 331
B 062_CO5.5CF 04 . s [os1_co3.se1 D135634 | 401
-l 062 C05.5G1 5| 3 32] 10 [051_g03.5G1 D18S535 473 491
- [B 063_D05.SCF =
B 083—00518[31 | 331 11 |052_R04.SCF Dz151439 8 127 @ 131
B 084_EO5SCF | 12 |052_a04.SCF D21511 257 ¥ z60
B 064_E05.5G1 051_GO3.5G1 X | 13 [052_n04.sCF p13sezs | 327
B 0B5_FOS.SCF p2151437] [D21511 | p13s628 14 = =
: = pgioape 100 200 300 1z | Green icons mean a peak
B 086_GO55GT A0 ¢ | passed all analysis parameters.
- [B 067_H05.5CF 17 :
B 067 HI55G1 + 000 —1 Red or yellow peaks were in

113 ”»
~[B 088_ADBSCF 15 | the “check range” of at least
- B 068_A0B.SG1 500 20
B 069_BOGSCF —| one parameter.
- [B 069 _BOE.SG1 - _ — p—
ot . 2z |052_B04.SCF D21511 257 i ze0

Green icons here 3 23 |052_B04.SCF p13sezs | 327

ShOW that Size CaIIing - 331 24 (052_B04.SCF D135634 ! 401 ! 411

was successful. L :




Size Calibration

User Manual Chapter 4

!& GeneMarker - Trisomy_den
File View Project Applic

Click the size calibration icon
to see a size calibration chart

ORI

for each sample.

t& Calibration Charts

= vk &
""" No. I Sample Name I Scorel
""" B 052) 9 052 andscr a2
----- B 052] |2 052 Bosscr 92
----- B 052] |3  0B2_COS.SCF 92
----- B 061 |4  0B3_DOSSCF 92
----- B 062] |5 064 EOSSCF 92
_____ B 053 |6 066 GOSSCF 92
_____ B ose| |7  DEEADBSCF 92
_____ B 055) 8§  0B9_BOB.SCF 92

9 051_GO3SCF 91
----- B 088] |10 052 HO3SCF 91
----- B 067 |11 0B1_BOS.SCF 9
----- B 088 |12  0B5_FOS.SCF 91
..... B 053] |13  067_HOS.SCF 91
_____ B 533 |14  819A065CF 91
_____ B s13) |15 B19BOBSCF 91
_____ B 519 16 820_CO6.5CF 91

17 821_EOB.SCF 91
----- B 820] |1 a45 a05SCF 91
----- B 520] |19 847 _CoS.SCF 9
----- B 821 |20 848 _DOS.SCF 91
----- B 845] |21 843 EOSSCF 91
_____ B 845 |22 852 FOSSCF 91
_____ B 7| |28 993 FOSSCF 91
_____ B a4 24 539_HO5.5CF 90

1|25 846 BOS.SCF 90
----- B 849) |26 a20 DOBSCF 87
----- = 852] |27  853_GOS.SCF 87
..... 853
< | mn
Page U

068_A06.SCF

oy |

2,000 4000 6000 8,00

Frame

069_B06.SCF

fo &) s
= l& « | Marker |-Non | | &
fE] s
B~ & Help
Expected Size - GS500
50 100 150 00 250 300 350 400 450 500
100 1
50
0~
052_A04.SCF 4502/3606
3550 75 100 13@680 200 250 400 450 4500
2’°°°'JU\1d I M1 T TT LI
R 1
2.000 3.000 4.000 5.000 6.000 ?.000 8.000
052_B04.SCF 062_C05.SCF -
) )
s S 400 - -oi o &
o 2004~ © 200 Fr - o oo
N ! ! N
' ] LESe Bt iy But ame autany put e g amll BN 77 ] 0 LI B N B N B N B R B
2,000 4,000 6000 2,000 4,000 6,000 2,000 4,000 6,000
Frame Frame Frame
063_DO0S5.SCF 064_E05.SCF 066_G05.SCF
) w )
(=% [=%
8 8
o 2004~ o 2004~
H N N
T w0 w0
5,000 2,000 4000 6000 8,00 2,000 4000 6000 8,00
Frame Frame Frame

051_G03.SCF

e p——

2,000 4,000 6,000
Frame




Addressing Allele Calls User Manual Chapter 3

e o

Ll Ge - Tri iect SGF = | (B
File \ Click the chart/table icon to display a peak
& || table below the electropherogram. A v | Marker [-Non | &) @
Kl | 2]
067_HO5.5CF 4826/10077 x
| D185535 |
479 480 431 482 483 484 485 436 487
——— g P
10,000 |
Edit Allele
9,000 i C
. . t t
8,000 Right-click to add a ¢ -omment
7,000 new peak, or modify Insert Allele
st | an existing peak. Delete Del
5,000 Undelete Shift+De
4,000 Confirm Ctrl+M
3,000 Unconfirm Ctrl+Alt+M
2,000 Confirm All
1,000 Unconfirm All
04
»
1,000 A Show Columns
Copy Table Ctrl+C
No. | Dye Size Height | Area Marker Allele Differ View History... | Sample Comments
1 Blue 1312 4255 31243 D2151437 131 0.00 PE A
2 Blue 2508 2416 18691  D21511 251 0.20 Pass 357.3
3 Blue 2974 4442 37521  D13SE28 297  0.00 Pass 500.0
4 Blue 3228 3916 38814  D13BE28 323 010 Pass 403.0
5 Blue 4105 5345 72083  D135634 411 0.10 Pass 4426
6 Blue 4144 5433 65984  D135634 415  0.20 Pass 4222
7  Blue 4824 9751 151893 D18S535 483 030 Check 4212  [<SAT [Repaired)]
‘ Among other things, this table

displays why a peak was flagged.




Post-Genotyping Applications User Manual Chapter 7

'd ™

!, GeneMarker - Trisomy_demo_project.SGF E@
File View Project | Applications | Tools Help
@ | > | & @mpedigree B | 'l = | v | Marker |-Non | ] &
L' MLPA Analysis - I L'
4lt Trace Comparison
067_H05.5CF #2 Export CODIS | x
] Overlay View 13 D2151411 |  D18s386 BS634 | 013530F P185534|
80 100 1 . . 260 280 300 320 340 360 380 400 420 440 450 480 500 520 540
——rre Quantitative Analysis
10,000 SNPlex/SNaPshot
9,000 MSI Analysis ] ] ]
8,000 Clustering Analysis After reviewing your size
7,000 Trisomy Analysis and allele calls, navigate to
Relationship Testin
65,0001 P = one of several embedded
5,000 LOH Analysis ) .
4000, MS-MLPA Analysis applications.
3,000- Tilling Analysis .
2000 :;:/:g%pemalyts'ls Analysis  »
1,000 . ompara' ive Analysis |
0 Fragile X Analysis U ‘ | .

No. | Dye Size Height | Area Marker Allele Difference Quality Score | Allele Comments Sample Comments »
1 Blue 131.2 4285 31243 D2151437 131 0.00 Pass 500.0 El
2 Blue 2508 2416 18691 D21511 251 0.20 Pass 357.3 |
3 Blue 297.4 4442 37521 D135628 297 0.00 Pass 500.0

4 Blue 3228 3916 38814 D135628 323 010 Pass 409.0

5 Blue 4105 5945 72083 D135634 411 010 Pass 4426

B Blue 4144 5499 65984 D135634 415 0.20 Pass 422.2

7 Blue 4324 9751 151893  D185535 433 0.30 heck 421.2 [<SAT [Repaired)>] 1
1 | Rreen 1281 1134 19R22 Nn18c1 I'IlT?nl 128 nnn Pacs RON N S




Generating Print Reports User Manual Chapter 6

7~

. GeneMarker - Trisomy_demo_project.SGF @@@
File View Project Applications Tools Help
=y  EE DM —ﬂ—v\e\&gl VI[Z] l& « | Marker |-Non | | &
@ Trisomy_demao_project. SGF | L'
(i . . .
* & Click the printer icon to | .
] generate A print repo rt IFNAR 3185391 | D21S{ D13] D21S1411 | D18S386  pS634D{3S30818S53F
: . 15( ) 450 500
by R I Use the tabs to navigate through
= 052_H03.5CF 10,000 the print settings options.
‘B 061_BO5.SCF j
B DB2_CUS.S[E Print Report ‘ ‘ ‘ (=3
Input a ¢ Select an Existing Template or Create One Standard IAdvanced] Page I
Template name Template Name: | Trisomy Report Print Type
and CI|Ck Save = & Normal " Chart Overlay
below t v = {l=) Trisomy Report
c| |4 FragileX - Single Dye ) Al Samples byell [
for future C
repOI’tS C " Selected Samples v Dye2
. C
o FUESC [v Dye3
B 845_405.5C Contents W Dyed
1 = gjg—ﬁg:gg IV Electropherogram !
‘B 548._D0SSC [V PeakTable [ MixDyes
Click Preview [
; " Use Last Template
to view the F
re_pcz_rt prior to [&, Preview & save X Delete & 0k X Cancel
printing.




Generating Print Reports User Manual Chapter 6

Gene Marker Supports Numerous Reporting Options

Below are two example reports that can be generated in GeneMarker. Each post-genotyping application
has its own unique report format that can be extensively customized. Reports can be printed directly or
saved as PNG and JPG image files.

A typical print report from one of the many

post-genotyping applications (MLPA):
SoftGenetics Allele Report 31112014 9:40:00 AM
GeneMarker V2.6.0 Page 1
Project Comments:
Sample 1:  Run date and time: - 00:00:00 > - 00:00:00
} . MLPA Analysis Report_- State University Probe Name [Bin Size | Height Ratio
Dye: Blue - 10 peaks - 051_G03.5CF Software: Genellarker V26.0 Analysis Type: MLPA T [2a18 0822
02151437 021511 D135628 (185535 Project: MLPA Compare Type: MLPA Rafio e
e — : Qi1 5
80 100 120 140 160 180 200 220 240 260 280 300 320 340 360 380 400 420 440 460 480 S00 520 5S40 Technician: Technician1 By: Population T Tex0T T30 1008
4,000 o Report Time: 12/16/2013 - 09:13:43 Quantification By: Peak Height (ot 39 Toa
Panel: P034_DWD_Panel Classification: Loss < 0.75 <= Equivalent <= 130 < Gain o0 = =
2,000 Control: ILPA_P034_A09 02 fsa Report Value Type: Height Ratio o T80
MLPA_P034_A10_01 fsa ex 168,
I == ex 177
o (A rrr) (=3
238 @ P034 DUD = :
ﬂ] m 50 100 150 200 250 300 350 400 450 500 Xp:
247] 5,000 ex
7 ex
Dye: Green- 10 peaks - 051_G03.SCF 000 5 [e2
] BHES
D1851002 | Df8S3g D135742 D185386 Df35305 —
80 100 120 140 160 180 200 220 240 260 280 300 320 340 360 380 400 420 440 460 480 500 520 540 3,000 5 Texad
19 [ex24
4,000 20 [exed
2,000 s
22 |ex05
2,000 JL 1,000 73 [exas
ol Ll Y C e
T v T Tiw o , !
128 178 262] | 377 51 ex
Y v U vuuvL vy LUy eue e vu ey e
132 182 21 388 460 [xp22. xa28]| |ex06]| |ex07]| |[ex48]| [lex49]][ex50] o
Dye: Yellow- 2 peaks - 051_G03.5CF [ex03] | [ex04]| | ex0s]| | ex46] | exa7]| |[ex28]| |[ex2s] |[ex30 e
21| [ex22] [exed] [exéd]| exts]| exs] exzr]| [exes]| [exes] [ext0 ex
D2151411 B ex62| |ex23] [ex24]  ex25|  exs6] exe7] [xa28] [ext0 ex:
80 100 12 0 180 200 220 240 260 280 300 320 340 360 380 400 420 440 460 480 500 520 540 el Bes = Bl Kz e
H H ext
ex
1,000 Sample Name: 051358_KC_P34 5 | ex
500 Machine: 3100 25 36 [ex28
N Run Time: 04/1472005 - 14:17:56 -> 04/1412005 - 14:57:47 ST [exe8
2 3 [Xazs
0 ° 39 [ex09
® 15 40 |ex49
« 41 [ex29
Conclusion e 2 [exes 474 (0999
Red- 13 peaks - 051_G03.5CF & 4 [exT0
Date Initial 05 4 [exs
S | ex3l
80 100 120 140 160 180 200 220 240 260 280 300 320 340 360 380 400 420 440 460 480 500 520 540 Authorization 1 . ] 5 _[ex7
7| Xqat 485, 371
1,500 0 5
Authorization 2 oo 200 Swze:}ggs, 40 S0
1,000
500 J
0 IO 0V - L — L .




Need Assistance?

Access the User Manual anytime by navigating to Help > Help

‘,i!;k, GeneMarker - Trisomy_demo_project.SGF l-o-|-@ ||i2h|
File View Project Applications Tools
| Y| EMN & [ A - €
. :
#-61 RawData « [ Client Configuration 2]
=& Allele Cal 05° | x
-/ 051_GO3.SCF User Management
- [B 052_A04.SCF About...
[ 052_BO4.SCF — |
[ 052_HO3.5CF 1,500
[ 0B1_BOS.SCF 1,400 l
B 062 COSSCE

You can view webinars on GeneMarker here:
http://softgenetics.com/GeneMarker reference.html

Or, Please Email: tech _support@softgenetics.com

Or Please Call: 814-237-9340

GeneMarker

The Biologist Friendly Software

Trademarks are the property of their respective owners. Research use only (RUO).



http://softgenetics.com/GeneMarker_reference.html

