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Reference & Track Manager Tool

Shows all
imported
preloaded
references
and tracks
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= SoftGenetics Reference & Track Manager

Storage Path: F:\References

Genome Build: Al

Preloaded References

Build Reference Import Reference

Reference Genome Build Annotation DB Comments
Human_v37p10_dbsnp135 Human_GRCh37 sg_grch37p10
Human_v37p10_MajorChr_dbsnp135 Human_GRCh37 sg_grch37p10
Human_v37p13 Human_GRCh37 sg_grch37p10
Human_v37_3_dbsnp135_dna Human_GRCh37 sg_v37_3_dbsnp135_human_dna
C.elegans_ws170_dna reference::C.elegans_ws170_dna sg_ws170_c_elegans_dna
C_elegans_W5226 reference::c_elegans_WS226 NJA
Tracks Import Track >
Track Type Genome Build Default Query Last Modified Location
dbscsnv\1.0 dbscsHY Human_GRCh37 Mo 06/08/16 08:30:19 Tracks
dbsnp'dinvar_20160502.vcf dbSMP Human_GRCh37 Yes 05/23/16 15:11:24 Tracks
custom'dbSNP_b146 VCF Human_GRCh37 No 02/09/16 11:30:54 Human_v37p10_MajorChr_dbsnp...
dbNSFPY2.9 dbMNSFP Human_GRCh37 Yes 01/29/16 16:45:25 Human_v37p10_MajorChr_dbsnp...
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Importing ClinVar/dbSNP

Click “Import Track” > “dbSNP/ClinVar”

i h'
= SoftGenetics Reference & Track Manager EIEI&J

Storage Path: F:\References a
Genome Build:  All -
Preloaded References Build Reference Import Reference
Reference Genome Build Annotation DB Comments
Human_v37p10_dbsnp135 Human_GRCh37 sg_grch37p10
Human_v37p10_MajorChr_dbsnp135 Human_GRCh37 sg_grch37pi0
Human_v37p13 Human_GRCh37 sg_grch37p10
Human_v37_3_dbsnp135_dna Human_GRCh37 5g_v37_3_dbsnp135_human_dna
C.elegans_ws170_dna reference::C.elegans_ws170_dna sg_ws170_c_elegans_dna
c_elegans_Ws3226 reference::c_elegans_W5226 MfA
Tracks k
Track Type Genome Build Default Query  Lasg dbSNP/Clinvar
dbscenvi1.0 dbscSMY Human_GRCh37 No 06,98 s —
dbsnp'dinvar_20160502, vcf dbSMP Human_GRCh37 Yes 05/23/16 15:11:24 Tracks dABMNSEP
custom'dbSMP_b14a VCF Human_GRCh37 Mo 02/09/16 11:30:54 Human_v37p10_] dbscSNY
dbMSFPY2.9 dbMNSFP Human_GRCh37 Yes 01/29/16 16:45:25 Human_v37p10_] =<

Custom Variant Track

Gene Annoation Track
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Importing ClinVar/dbSNP

Use File Explorer or an FTP Client such as FileZilla:

GRCh37

ClinVar: ftp.ncbi.nih.gov/pub/clinvar/vcf GRCh37/clinvar.vcf.gz

dbSNP:

ftp://ftp.ncbi.nlm.nih.gov/snp/.redesign/pre build152/organisms/human 9606 b151 GRCh37p13/
VCF/All 20180423.vcf.gz

GRCh38
ClinVar: ftp.ncbi.nih.gov/pub/clinvar/vcf GRCh38/clinvar.vcf.gz
dbSNP: ftp.ncbi.nih.gov/snp/organisms/human 9606 b144 GRCh38p2/VCF/00-All.vcf.gz



ftp://ftp.ncbi.nih.gov/pub/clinvar/vcf_GRCh37/clinvar.vcf.gz
ftp://ftp.ncbi.nlm.nih.gov/snp/.redesign/pre_build152/organisms/human_9606_b151_GRCh37p13/VCF/All_20180423.vcf.gz
ftp://ftp.ncbi.nlm.nih.gov/snp/.redesign/pre_build152/organisms/human_9606_b151_GRCh37p13/VCF/All_20180423.vcf.gz
ftp://ftp.ncbi.nih.gov/pub/clinvar/vcf_GRCh38/clinvar.vcf.gz
ftp://ftp.ncbi.nih.gov/snp/organisms/human_9606_b144_GRCh38p2/VCF/00-All.vcf.gz
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Importing ClinVar/dbSNP

e Click “Add” to load the file.
* Select “ClinVar” or “dbSNP” from the Group dropdown menu
* Enter a name, such as the dbSNP or ClinVar version number

B Import track - dbSNP X

QOpen FTP folder to Download VCF

C:\Wsers\Kevin\Downloads\dinvar.vcf.gz

Remove

Remaove All

Group dinvar

Name 20240416

| GenomeBuild Human_GRCh37
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Automatically Query Tracks

Following import, the Default Query should be set to “Yes” to
automatically query the track information for all future projects

= SoftGenetics Reference & Track Manager =SEEN X
Storage Path: F:\References ¢

nght'C“Ck On a Genome Build: Al -
t r a C k a n d S e I e Ct Preloaded References I

Reference Genome Build Annotation DB Comments
o Human_v37p10_dbsnp135 Human_GRCh37 sg_grch37p10
S et D efa u It Human_v37p10_MajorChr_dbsnp135 Human_GRCh37 sg_arch37p10
Human_v37p13 Human_GRCh37 sg_grch37p10

Human_v37_3_dbsnp135_dna Human_GRCh37 sg_v37_3_dbsnp135_human_dna

Query” to set to © cgera vt e el M) sk | oo o
o 7 {4 V24
Yes” or “No

Ters Import Track =
Track Type Genome Build Default Query  Last Modified Location
dbscsnvil.0 dbscsMy Human_GRCh37 Mo 06/08/15 08:30:19 Tracks
dbsnp'dinvar_20160502, vcf dbSMP Human_GRCh37 Yes 05/23(16 15:11:24 Tracks
custom\dbSMNP_b146 VCF Human_GRCh37 Mo 02/03/18 11:30:54 Human_v37p10_MajorChr_dbsnp...

dbMNSFP2.9 dbMSFP Human_GRCh37 Yes 01/29/16 16:45:25 Human_v37p10_MajorChr_dbsnp...
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Query ClinVar/dbSNP

The database can be queried for existing
projects from within the Viewer

File Paired View Reports  Search

= « Alignment Settings
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Variation Track Settings

Main dialog shows imported tracks in Left Pane,
Filtering options in Right Pane, and hyperlink to Report Display options

Wi I 1 Variation Tracks Settlngsh

* Variation Tracks Settings — O X

! Tracks  Order Columns

~ | & Tracks clinvar\20220430

M ?Chnva' Show = = Beport Display >
s 20220430 O & () Reported () Urreported
v .3 dbNSFP
“egm v35a
v iy dbsnp
“egw b151

D atleast Critetia Satisfied | Total 3]

Clinwar Significance Pathogenic
Likely_pathogenic

Drug_response

Risk_factor

Altects

Association

Protective

Uncertain_significance
Conflicting_data_from_submitters
Conflicting_interpretations_of_pathagenicity
Likely_benign

Benign

| Dther

Not_provided

NoData

Save Settings, so
they can be used

automatica”y Lnadﬁeunisi . ] - _ ) _ . . 0K Cancel

Select Al Inzelect &




Configure to Use Track Settings

. Project W - Post Processi ’

e Click Set
o Step Post processing
* Add Track Sett .
ra C e I n gs IIMutabon L”MR_all.n
Application

. [Mutation ] [MR_AF1-200ctni

o Cl I C k O K Sp—— |D|stnbunon L”DR_ReadLength.lni \ ﬂ Removel

Set Mutation Report Settings X ‘.J

* Save Process Settings e 1.

] Jsers\Public\Documents\SoftGenetics \NextGENe \Templates\AML\MR _all.in! Set

Ag Variation Track Settings: E
| uments\SoftGenetics \NextGENe \Templates\AML \VariationTrackSettings Set

] oK | Cancel |

Add | Remove An|

[~ Export BAM

I Output to Geneticist Assistant

Save Settngs] Lo Semngsl << Back Cancel
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