Importing Mutation Surveyor
Data into Geneticist Assistant



GenBank Files Used for Analysis in Mutation Surveyor
Must Contain Chromosomal Coordinates
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Create a Custom Report of the Analysis
(Reports -> Custom Report)
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Use the Table Format and Grouping Settings on the Format Tab to output the
consensus for an entire sample. In this example, Generate Group Consensus is needed
because more than one paired sample is included per Sample ID and Sample ID from
character 1 to 6 can be used to identify the location of the Sample ID name.



Create a Custom Report of the Analysis

Customn Report Settings
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If “Genomic” Nomenclature is
selected for the report, make
sure “Chromosome Position” is
deselected in the Show
Mutation Call Information
located on the Mutation Tab.



Create a Custom Report of the Analysis

If more than 1 Sample ID
exists in project, then make
sure to set Save VCF Report
option to “Save Each Group
As Individual Reports”
located on the Other Tab.

Click OK when done
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Create a Custom Report of the Analysis

FiMA AccessiProtein Acce: Exon Read Size  Warant] " ariant2 Wariant3 " ariantd Warianth Y ariants Wariant? " ariantd Wariantd ariant10
185729  |BRCA1 MB_007300, MP_009231.210 339 . 1067445, p. 0 3560R dbSMFc 14860 CT, c 1687 CT, o 20776 GA o 20820 T p . 2311 T Cp o 26120 CT, o 2866 T > C p ©. 36488406 ¢ 3607 C-CT,
Identifier  |Gene FiMA AccessiProtein Acce: Exon Read Size  Warant] " ariant2 Wariant3 " ariantd Warianth Y ariants Wariant? " ariantd Wariantd ariant10
264381 BRCA1 MB_007300, MP_009231.210 380 c.671-B04 A0 c 1067446, o 1BE7CCT, o 20776 GA o 20820 T.p 2311 T Cp o 26120 CT, 0. 319G G4 o 3048045 o 3607CCT,
Identifier  |Gene FiMA AccessiProtein Acce: Exon Read Size  Warant Y ariant?
387531 BRCA1 ME_007300. MP_009231.210 134 c.2866_c.287Thet_delTCTCAG . 3119664

il Save Report As d

Confirm 1 line of mutation calls per e 7 @t E-
Sa m p I e % Marne - Date modified Type

Mo iterns match your search.
Quick access ¥

Desktop

Libraries

When ready, use the Save icon to
save the Report. The default file Network
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Prepare a New Run in Geneticist Assistant

a Geneticist Assistant

Enter a name for the Run, select appropriate panel
(should be same as any corresponding NGS data) and load
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v| Variant / Coverage / Copy Nurr ~

Open |v Cancel

>

Cancel



Review Submitted Data in Geneticist Assistant

. Geneticist Assistant
File Tabs Panels Reports Filters Tools  Backup Help

Refresh | | e Advanced
Current Jobs Runs Fun ‘BRCA1_Assay' @
m - Mame Run Date Time Add Date Time Run
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Use Geneticist Assistant to Help Validate NGS Data

Sample Comparison of 2 Samples:

Patient External ID

264381
264381
264381
264381
264381
264381
264381
264381
264381

HGYS Genomic 1:Zygosity 2:Zygosity Chr : ChrPos Rs Ref Alt
g.41243941G A heterozygous  heterozygous  17:41243941 rs2625303 G A
0. 412440007 >C heterozygous  heterozygous  17:41244000 rsi6942 T C
Q.41244429C =T heterozygous  heterozygous  17:41244429 rs43865852 C T
Q. 41244936G =4 heterozygous  heterozygous  17:41244936 1s799917 G A
0. 412452374 =G homozygous homozygous 17:41245237 rei6s40 A G
0. 41245466G =4 homozygous homozygous 17141245466 rs1799949 G A
g.41245471C =T heterozygous  heterozygous  17:41245471 rs4986850 C T
g.41245861G>A heterozygous  heterozygous  17:41245361 re803565898 G A
4.41246481T=C heterozygous  heterozygous  17:41246481 rs1799950 T C

Use the “Shared by” setting to show only the ===l
mutation calls that are found in both samples

Select your NGS sample and matching Sanger ===
sample from Mutation Surveyor for Sample
Comparison
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Id Name

18 264381_MSv5.0.1_BRCA1_2Samples_MS_CR_ForGA
17 264381_BRCA1_Output_Mutation_Report1
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