GeneMarker® Quickstart Guide

The Biologist Friendly Software
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GeneMarker Workflow

GeneMarker supports numerous

Load Raw
Data

applications for both Clinical research
and Ecology/Agriculture

Template(s) A

Choose Research

Process

\ 4

GeneMarker allows the user
to extensively customize the data
processing options, and create

Samples

Review Size
and Allele Calls

.

Run
Application

Applications | Tools Help

&L Pedigree
MLPA Analysis

4l Trace Compariscn

#Z Export CODIS
Overlay View
Quantitative Analysis
5MPlex/SMaPshot
MSI Analysis
Clustering Analysis
Trisarmy Analysis
Relationship Testing
LOH Analysis
M5-MLPA Analysis
Tilling Analysis
Haplotype Analysis
ARMS/Comparative Analysis
Fragile X Analysis

processing templates for frequently

used chemistries.

Print or Save
Results




Loading Raw Data User Manual Chapter 2

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

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

Reopen Project »
Close All

IH

‘-@;
&

Exit

& Click Add, and navigate to the
2| specific files you would like to
# import (.fsa, .rsd, .esd, .scf...).

o 5 A WA H e @) . Gl .
Dpen Data FIE [E3m]

[rata File Lizt:
Add... k
: 1‘ % el 4 ﬂ
S, :  Plemove Al
If not using an ABI/Life
Technologies instrument,
click Channels to select P
your instrument. Defaul
Page Up Page Down § —
Bl Chanrels..| W Auto-Elevate Ok | Cancel |




Raw Data Screen User Manual Chapter 2

¢!l GeneMarker - Untitled = | B[]
File View Project Applications Tools Help i

= | » ||E] B D B4 Click the dye-color icon to 1 h £

()] Urtitled «| | display individual dye colors. [ | a
=8 EI Raw Data 052_BO4STF x

""" o 052B 2000 3,000 4,000 5,000

______ .« msz_e] Toggle a synthetic

§jjjjj!, w1 gel image on and off.

B O081_BOS.5CF [ 1,000
i E% ned poE s

Double click a sample
file to open/close it 0

500 4

""" E [l S S s e

..... 0R4 E05.SCF 052 _B04.5G1 o
..... OR4_E05.5G1 2.IIIIEIEI 3.IZIIIZIIZI 4.IZIIEIIZI E-.IZIIIZIIZI

----- 0R5_FO5.5CF c
----- 0B5_FO5.5G1 100 - - -

----- 066_GOS.5CF qoood ot ]
----- 0BE_GO5.5G1 '

----- 067_HO5.SCF ook UL L f N ¥ i |
----- 067_HO5.5G1 ) _—_L] ! .

:: o o= To zoom in on a trace, use your mouse to

..... 063_BOE SCF ms2_nnzse| draw a box from Left to Right. To zoom E
----- 063_BOB.SGT

----- 539_HO5.5CF

| back out, draw a box from Right to Left.
2,000 v . T "

1,500
10004----F-H--4-F-

so04--h-H-- -

Page Up FPage Down




Processing Data

User Manual Chapter 2

r'

',.’.rfr,'h GeneMarker - Untitled o || =] £
File View Project Applications Tools Help
> | P - To process your samples, (size and allele calling), click 3‘ = i
[§] Untitled - - - . r
2 P Dt the gree"n triangle icon, or navigate to Project — Run. } =
""" i ggg—gﬂ“-s'} 2,000 3,000 4,000 5,000
052 H Run Wizard 5 |
""" 152 HD - Template Selection
.... UE1_B Set the template of the project
..... el B
..... E2 [ R L EEEEREE
..... E2 [
----- 0E3_D ¥ Select an existing termplate o create one
..... 02 O
..... 064 E % Template Marne: |_Trisn:|m_l,l Select your
----- 5 064_E AFLP :
..... : Parel: |T Panel -
..... EEE_EE Ia Fragilex ! ane | n=amy_Fane J panel’ yOur
..... 0EE G 4 LOH Size Standard |'355':":' ﬂ size Standard,
..... 2 066 G . . . .
..... 0E7 H g mlli};iﬁaTE"ITE_DInUdEDTI Standard Calar: |HE|:| j Standard C(?IOI‘,
..... 5 57 H
..... 0eg A A mPCR Analysiz Type: |Fragment [&mirnal] j taynpde anaIySIS
..... 06D A [ wac _ .
""" 063 B ‘ TITEEITIE =
..... £Q D = 5ave | X Delete |
""" Or select a pre-saved template
| Hext > Cancel | --------------
::-ULI'%‘ T— — - — — | —— — 1 AU, | W—— e s
=4 Input a new template name a click  F——
Page Up  Page Down
Save to create a new template.




Processing Data User Manual Chapter 2

-',f;_ﬂg-, GeneMarker - Untitled —E =
= | ¥| The second page of the “Run Wizard” | % %= /t | oT EEEE
@étgd contains data processing options. | -
ggl:gggg ?ﬂun Wizard Ealb & o000
gg;-igjg Data Process - Fragment (Animal) Analysis T
= = Set data process options R SOE
To the leftare | S

Raw Data

. . Faw Data Analysiz Allele Call TO the rlght are
anaIySIS OptlonS v Auto Range [frame] i [ Auto Range (bps) Allele Call options

""" 062_C05.5 n3 60000 % Stat: [965 2] End [f20 =
----- 062_C05.5 = =
..... 063 D055 [v Smooth [ Enhanced Smooth Peak Detection Thieshald: -----E-----
..... B 053 D055 . . . :
_____ 64 EO5.G [ Peak Saturation [« Bazeline Subtraction i Intensity: 50 2l Maw Intensity: [30000 = i
..... : Enhanced Baseline Subtact i

OB4_ENG.S [ Enhanced B aseline Subtraction Percentage}lﬁ[ e | . -
""" 085_FO5.5 [v Pullup Cormection  [v Spike Removal _____E_____
""" 065_F05.5 Local Region % » |35 »| Local Max .
----- 0BE_GOSS|  —Size Call
""" E DBE_GO5.5 w Stutter Peak Filter [% v Flus-a Fill :
..... 057 HO5S {o Local Southemn ( Cubic Spline [ Large Size v Stutter Peak Fier (] i) Plus Fier S
..... 067_HO5.5 Left: |E4 ﬂ Right: |32 ﬂ _____E_____
..... 053 A06.5 Load Default Save Default E
----- 0BB_ADE.S -----E-----
----- 059 _BOE.S o
""" 0B3_BOB.5 <¢ Back | Mest x> LCancel | :
_____ 539 HO5.5
----- 539_HOR.5G1 —1.EIIIIIII--------E------E-- : : : : * : : : : E_____

——— Modify the settings to your liking, or |
FPage Up FPage Down .
use the defaults. Then click Next.




Processing Data

User Manual Chapter 2

r'

-',.’;,% GeneMarker - Untitled

File Vie Projec

Aot ations

ools  Help

= | =] ES

= | » ||| The last page of the Run Wizard sometimes contains additional

(%] Untitled

settings, depending on which analysis type you have selected.

=& Raw Data
----- « 051 G035
----- 081 _GO3S
----- 052_A04.5
----- 052_A04.5
----- 052 _B04.5
----- 052 _B04.5
----- 052 _HO3S
----- 052 _HO3S
----- 0E1_B05.5
----- 0E1_B05.5
----- 0e2_C05.5
----- 0e2_C05.5
----- 0e3_D0oss
----- 0e3_D0oss
----- 0e4_E05.5
----- 0e4_E05.5
----- 0E5_FO5.5
----- 0E5_FO5.5
----- 0BE_GOR.5
----- 0BE_GOR.5
----- 0&Y_HOR.5
----- 0&Y_HOR.5
----- 0ES_AQE.S
----- 0ES_AQE.S
----- 09 _BOE.S
----- 09 _BOE.S
----- B39 _HORS

Page Up

-

T _GHaAEE

Fun Wizard

Additional Settings - Fragment {Animal) Analysis

Set additional options related to the different analyziz type

Allelic Ladder:

Allele Evaluatiors
Peak Score:

Reject < |'|.|:||:I Check |[7.00

-

NOME

=]

¢ Pazz

T

s

Again, make any changes or use
the defaults and then click OK.

----- 539 _HO5.5G1
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Main Analysis Overview User Manual Chapter 3

,:-r-!g- GeneMarker - Untitled L= —“L1|
File View Project Applications Tools Help The report table contains all the
= > ||HMEMX & H-Q 8 KE -1| [@ § allele calls that were made.
---EI Raw Data - ﬂ | ﬂ Report (=] | &] Help I
=1 Alels Cal 051 _GO3.5CF »
..... 051_GO3SCF |D215143T| | o | b135528| Efumple Marker |[Alleleffllelef| ~
..... |;|51 |3|:|35|3-| 100 20 S0 1 |os1_coz QBF 3215143&. 127
..... 0% AL 551 1,500 — Click the save icon to save the
""" h2_Bod. st 4 report table as a text or excel file.
gg?ﬁg;gi; 1,000 [ s—usT —EUSTSCE DISSSSS [ 279 T 297
..... DEE:HEIE:SE'I 6 051 G03.5G1 pzisi43q @ 115 @ 127
..... 01 _BO5.SCF 500 7 |01 G03.5E1 21511 |@F 222 @ 242
""" 0&81_B05.5G1 8 |051_G03.5G1 plzsezs | =27 @ 331
""" 052_LU5.5CF 01 1l 3 [os1_e03.s61 p13se34 | 401
ggé_ggggté; [327] 10 |051_g03_ 561 0185535 [ 473 @ 491
..... e [331] 11 |052_a04.SCF pzisi4s{@F 127 @ 131
..... 064 EOSSCF | 1z |osz_mo4.scF D21511 257 | 20
----- 064_FO5.5G1 051_GO3.5G1 ® | 12 |052_R04_SCF pizsezs |@F 327
""" 063 _FO5.5CF D2151437] [ D21511 | p13sszg 14 = =
""" 05 FO5.5G1 100 200 300 15 | Green icons mean a peak
----- B 056 GOS.SCF - :
..... SEE‘ESEEEQ 1,500 ij passed all analysis parameters.
,,,,, 067 18 501 o000 -1 Red or yellow peaks were in
----- 068_ADE SCF 1s | the “check range” of at least
----- B 0B3_ADESGT -
..... 069 BOESCF % | one parameter.
- 21
----- | 063 _BOE.SG1 = =
= 2z |05z _BD4.SCF D21511 z57 i ze0
Green icons here 23 |052_B04.5CF n13seza | 327
ShOW that Slze Calllng 331 24 |05Z2_BO4 _S5CF 0135834 . 401 . 411
was successful. ‘ :




Size Calibration User Manual Chapter 4

,.’:I,'g- GeneMarker - Trisomy_der C“Ck the Size Calibl‘ation iCOﬂ El@
File View Project Appliq tg See a Size calibration chart |
& | » | [H] = BE | for each sample. ) = i v | Marker [-Non | ¥| &
E .
@ rizomy_den ,:-;Ig- Calibration Charts El@
-1 RawDal  _ _ " e pe—
561 Allele C4 = vz &5 3~ & Help
..... 051 . c
- | Mo | Sample Mame | 5:::::re| Expected Size - G3300
..... L =0 100 150 0o 250 300 350 400 450 500
052 197 ns2_and.scF 92 : . i - i - i - i -
""" 052117 p52_BO4SCF 32 100+
----- 052) 12 0R2_COS.5CF 52 50
----- 051] |4 063 DOSSCF g2
..... 062 |5 OB4_EDSSCF g2 0
----- 053] ? SEE‘EEE?EFF g% 052_AD4 SCF 45012/360F
----- 0E4 | — : 3550 75 100 138E0 200 250 450 4500
_____  oee| | & 0B9BOBSCF oz 2 000
19 051_GO3SCF a1 -
""" 0551 |10 052 Ho3.5CF 31 T T
----- UB7f 111 0B1_BOS.SCF a1 O . ,
----- 0B8] (12  DES_FO5.SCF e 2,000 snuu 4unu =uuu EIZIIZIIZI TIZIEIIZI s.nuu
""" 0ga (13 OB7_HOS.5CF 31 052_AD4SCF 052_B04.5CF 062_C05.SCF -
..... g3a| (14 B19_ADGSCF a1 . . . - . : : T : : :
_____ aqg| |15 E19_BOGSCF a1
_____ a1g] |16 B20_COB.SCF a1
d =190 197 821 EoBSCF a1 -
""" 8200 198 @45 A0S SCF Y 2000 4000 6,000 2000 4000 6,000
..... g20] |19 847 CO55CF o ""Frame Frame Frame
----- 821] |20 248 DOSSCF q1 084_E0S.5CF
..... g45| |21 B49_EOS.5CF 91 '
..... a4 | |22 BE2_FOS.SCF a1
_____ . 23 993 FOS.SCF 91 . : i .
B 897115 s Hmsscr a0
..... : — : 2,000 4,000 6000 300 2,000 4EIIIIIII EIZIIZIEI B-EID'
g:g 5 46 BOS.SCF 30 F Frame
""" 1126 820 DOB.SCF a7 051 Go3.SCE
----- 892] | 27 853 _GOR.SCF a7 —
..... 853 |
F I
Page LI 2000 4000 §000 300 ZIJIJEI 4EIEIIJ lE»IZIIIIIZI
Frame Frame




Addressing Allele Calls

User Manual Chapter 3

E

-

';.I,.Eh Genehdarker - Trisnmy demno nroiect.SGF EI@
File \ Click the chart/table icon to display a peak
= | | table below the electropherogram. Marker: [-Non | &|
Kl a
0E¥_HO5.5CF 432 610077 =
| 0185535 |
4759 430 431 452 433 454 485 435 457
Y T T TR
10,000
Edit Allele
9,000 -
3 : Edit C t
3,000 Right-click to add a *-omments
7,000 new peak, or modify sert Allele
o001 | an existing peak. Delete G
Confirm Ctrl+M
Confirm All
Uncenfirm All
& Show Columns k
483 Copy Table Ctrl+C
Mo, | Dye Size Height | Area b arker Allele Differ View History... Sample Comments
1 Blue 13,2 4255 3243 D2151437 1A 0.00 (=5 sO0
2 Blue 2508 2416 18691 021511 251 0.20 Pasz 357.3
3 Blue 2974 4442 375 0135628 297 0.00 Pasz 500.0
4 Blue 3228 3916 35814 0135628 323 010 FPazz 409.0
5 Blue 4105 5345 T2083 0135634 411 010 Pass 4428
3 Blue 4144 5499 £5924 0135634 415 0.20 Pasz 4222
7 Blue 4824 9751 151893 D135535 483 0.30 Check 4.2 [<5AT [Repaired]:]
‘ Among other things, this table

displays why a peak was flagged.




Post-Genotyping Applications

User Manual Chapter 7

P

-

,E,'h GeneMarker - Trisomy_demo_project.5GF El@
File View Project | Applications | Tools  Help
= | | BB 5% Pedigree b= B2 ~| I ~ | Marker |-Non | g ol
MLPA Analysis 3
< . | 2]
= [I5.00 4l Trace Comparison [ ™
— £2 Export CODIS
[T Overlay View 13 D2151411 D185386  BS634| 0J135305 P185535
g0 100 1 _— . 30 280 300 320 340 360 330 400 420 440 480 480 500 520 540
—rr Cuantitative Analysis
10,000 SMPlex/SMaPshot
9,000 M5I Analysis . ] .
3,000 Clustering Analysis After reV|eW|ng yOUI’ Slze
7,000 Trisomy Analysis and allele calls, navigate to
] Relationship Testing
6.000 _ one of several embedded
5.000- LOH Analysis . .
000 MS-MLPA Analysis applications.
3.000- Tilling Analysis .
2 000 Hapln:nt_-,rpeﬂxnal}rsl,ls .
1 000 ARMS/Comparative Analysis  *
' . lﬂ | Fragile X Analysis J
_1II:II:II:I- AL RHE W HMWHWHNIE
131 411 433
415
Mo, | Dye Size Height | Area M ark.er Allele Difference Cluality Score | Allele Comments Sample Comments =
1 Elue 1312 4285 3243 D2151437 1A 0.00 Pazs 500.0 E
2 Elue 2808 2416 18691 D21511 251 0.20 Pazs 3|73
3 Elue 25974 4442 375N D135623 297 0.00 Pazs 500.0
4 Elue 3228 336 38314 0135623 323 010 Pazs 409.0
5 Elue 4105 5345 72083 0135634 411 010 Pazs 442E
E Elue 4144 5493 ER9E4 D135E34 415 0.20 Pazs 4222
7 Elue 4824 9751 1518393 D85535 453 0.30 421.2  [<5AT [Repaired]:]
1 Green 1281 2134 19R73 n18s10n? 128 i nn Pass R 1 T
o I 3




Generating Print Reports User Manual Chapter 6

,.’:ﬂg- GeneMarker - Trisomy_demo_project.5GF El@
Eile  View Project Applications Tools Help
= > ||E]E M H-0 6 [k E || B | v Maker [Non | E] @
@ Trizomy_demo_project. SGF | ﬂ
H-E . . . %
=.e Click the printer icon to
| . IFNAR 185391 [ D215{ D13] D21S1411 | 0185386  hs634 D{3s3gH185536
__ generate a prlnt report. 150 - 450 500
_____ i e Use the tabs to navigate through e
----- 052_HO3SCF 10,000 the print settings options.
----- 0&1_BOS.SCF ]
----- I3 =
C .
|nput a {« Select an Existing Template or Create One S |'ﬁ'd”an'38d] Page ]
Template name Template NamE:|Trisum_l,l Report Print Type
and click Save — & Nomal  Char Overl
bel t =R Trisomy Report e S
elow ct)t_save 4 MLPA - P045 _— .
our settings ; i _ S
y g 4 FragileX - Single Dye Py — ——
for future
I‘epOI‘tS. SE = Selected Samples W Dye?
..... “FURESC v Dyed
----- g45_A05.5C Cantents ¥ Dyed
""" g46_BO5.5C [v Electropherogram -
----- 847_C05.5C
..... 848 DOSSC ¥ PeakT able ™ Mix Dyes
----- B 843 EOS5C
Click Preview [
) F=l © Use Last Template
to view the Cf
i F
re!oo.rt prior to * [, Freview Rswve | Xpeee | Sox | X cancel |
prlntlng.




Generating Print Reports

User Manual Chapter 6

GeneMarker 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.

sample 1:

Dye: Blue - 10 peaks

80

SoftGenetics

GeneMarker V2.6.0
Project Comments:
Run date and time: - 00:00:00 -> - 00:00:00

Allele Report

- 051_G03.5CF
D2151437 DZ1511 D135628
100 120 140 160 180 200 220 240 260 280 300 320 340 360 380

3/11/2014 9:40-00 AM
Page 1

400 420 440 460 480 500 520 540

4,000

2,000

[127]
Green- 10 peaks - 051_GO3.SCF
D18S1002 | Df6sag D135742 Dff3530]
80 100 120 140 160 180 200 220 240 260 280 300 320 340 360 330 400 420 440 460 480 500 520 540
4,000
2,000
0 T T T l_J\
125 78 282 |
132 182 217
Dye: Yellow - 3 peaks - 051_G03.SCF
D21S1411

80 100 120 140 160 180 200 220 240 260 250 300 320 340 360 380 400 420 440 460 480 500 520 540
1,000
500
0
Dye:Red- 13 peaks - 051_G03.SCF
80 100 120 140 160 180 200 220 240 260 260 300 320 340 360 380 400 420 440 460 480 500 520 540
1,500
1,000
500
0

A typical print report from one of the many
post-genotyping applications (MLPA):

MLPA Analysis Report - State University
Software: GeneMarker V280

Project. MLPA

Technician: Techniciant

Report Time: 12116/2013 - 09:13:48
Panel:_P034_DWD_Panel
Controk:_WLPA_P034_A09 02.fsa

MLPA_P034_A10_01 fsa

Probe Name [Bin Size | Height Ratio
Analysis Type: MLPA 2at4 503 0522
Compare Type: MLPA Ratio

By: Fopulation N

ChrY’ 1146 0525
Xaitz |11 1275
x0T 1350 1008
Quantification By: Peak Aeight T 30

Classification: Loss < 0.75 <= Equivalent <= 1.30 < Gain = ]
Report Value Type:_Heighi Ratio p Te0s ]
e 168,
o .
= 85,

[ P034 DMD E i3

50 100 150 200 250 300 350 400 450 500 X
5,000 et

EEEE

4,000

3,000

EEBEEEER
g

2,000

1,000

FEEEEEEE
g

Sampie Name: 051358_KC_P34
Wachine: 3100
Run Time: 04/14/2005 - 14:17:56 -> 04/14/2005 - 14:57:47

Conclusion

Peak Ratio
n
=]
g

Date Initial

Authorization 1

400 500

Authorization 2 swze%ngsy




Need Assistance?

Access the User Manual anytime by navigating to Help > Help

-,{f.!i. GeneMarker - Trisomy_demo_project.5GF E@
File View Project Applications Tools
S| Y|IMEME & |[H Heb R
...|=_-| Faw Data - ﬂ Client Configuration ﬂ
-2 Allele Call 07 I a

051_GO3.SCF User Management

B 052_A04.5CF About... ,-ﬂu

-~ 052_BO45CF

B 052_HO35CF 1,500

-~ 061_BOSSCF 1.400 l

s OB CO5SCE

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).
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