


Mutation Surveyor Track Manager

* Mutation Surveyor software (5.0 and above) is
able to import data from the dbNSFP, dbSNP, and
COSMIC databases. Custom variation files may
also be‘imported.

* Importing database information first requires the
iImport of a whole human genome reference.
Databases are installed specific to this reference.

* NextGENe software users may import and query
data from same directory as NextGENe track
manager.



el Mutation Surveyor

File Process Display Reports | Tools Help
el =& | HE | GGBK File Editor

. Advanced GBEK File Editor
SEQ) File Editor

Filename Editor

2D Filename Match Editor
MO Filename Match Editor
Print Header Editor

Create SCF

Convert To SCF
Extract SGP

5GP Comparison
Mutation Assemnbly
Sequence Assembly
Mutation AutcRun

Mask Vector Sequence
Output Trace Data
BasePatch
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Reference & Track Manager



& SoftGenetics Reference & Track Manager

Preloaded References Build Reference Import Reference

Reference Genome Build Annotation DB Comments

Human_v37p10_dbsnp135 Human_GRCh37 sg_grch37pi0

Track Genome Build Default Query  Last Modified Location

Clinvar\142 Human_GRCh37 Thursday, Decemb...  Human_v37p10_dbsnp135
Clinvar\20160119 = Human_GRCh37 01/19/16 07:42:58 Human_v37p10_dbsnp135
Clinvar\144 Human_GRCh37 02/05/16 1: Human_v37p10_dbsnp135
Cosmic\ve7 Cosmic Human_GRCh37 ‘Wednesday, April 0... Human_v37p10_dbsnp135
customdinvar_00-atest custom Human_GRCh37 o 01/19/16 07:47: Human_v37p10_dbsnp135
dbMSFP2-5_commercial dbMSFP Human_GRCh37 Tuesday, Decembe, Human_v37p10_dbsnp135
ESP\6500-¥2-137 EspVCF Human_GRCh37 Thursday, June 19,... Human_v37p10_dbsnp135
ESPE5001137 custom Human_GRCh37 05/13/15 11:16:48 Human_v37p10_dbsnp135




oftGenetics Reference & Track M

Preloaded References Build Reference Import Reference

Reference Genome Build Annotation DB Comments
Hurman_v37p10_dbsnp135 Human_GRCh37 sg_grch37p10

Type Genome Build Default Query  Last Modified Location
Clinvarii42 dbSMP Human_GRCh37 Thursday, Decemb...  Human_v37p10_dbsnp135
Clinvar20160119 dbSMP Human_GRCh37 01/19/16 07:42:58 Human_v37p10_dbsnp135
Clinvar\144 dbSMP Human_GRCh37 02/05/16 14:55:38 Human_v37p10_dbsnp135
Cosmic\wé7 Cosmic Human_GRCh37 Wednesday, April 0... Human_v37p10_dbsnp135
custom'\dinvar_00-atest custom Human_GRCh37 01/19/16 07:47: Human_v37p10_dbsnp135
dbMSFP\2-5_commerdial dbNSFP Human_GRCh37 Tuesday, Decembe...  Human_v37p10_dbsnp135
ESF\6500-V2-137 EspVCF Human_GRCh37 Thursday, June 19,... Human_v37p10_dbsnp135
ESP&5001137 custom Human_GRCh37 05/13/15 11:16:48 Human_v37p10_dbsnp135




& SoftGenetics Reference Setup

MySQL Settings
Enter the setting SoftGenetics Reference will use to access MySQL

y to import.

IL is running.




rence will install

References on DVD: References on FTP:

Grape_12%_ensembl_®
1 dna_beta.zip

K 33_106_Clinvar 141.zip
Human_GRCh33_106_dbSMP 141, z7ip
Human_v37p10_MajorChr_dbsnp135.zip
Human_v37p10_dbsnp135.zip
Human_v37p13.zip
Human_v37_3_dbsnp135_MajorChr.zip
Human_v37_3_dbsnp135_dna.zip
Human_g1k_v37.zip
Maize_B73agpv1_dna.zip
Maize_ZmB73_wv5a.zip




& SoftGenetics Reference & Track Manager

Storage Path:  C:\UsersPubliciDocuments\SoftGenetics \NextGENe \References.

Build Reference Import Reference

Genome Build Annotation DB Comments
Human_v37p10_dbsnp135 Human_GRCh37 sg_grch37p10

Track Genome Build Default Query  Last Modified Location
Clinvar|142 an_ 3 Thursday, Decemb...  Human_v37p10_t 3
Clinvar\20160119 dbsip & 07:42: Human_v37p10_dhsnp135
Clinvar\144 dbshp X 3 2 & 14 Human_v37p10_dbsnp135
Cosmiclv67 Cosmic an_GRCh3 Wednesday, April0... Human_v37p10_dbsnp135
custom\dinvar_00-atest custom . 3 01/19/16 07:47: Human_v37p10_dbsnp135
dbNSFP\2-5_commerdal dbNSFP . 3 Tuesday, Decembe... Human_v37p10_dbsnp135
EspVCF Human_GRCh37 Thursday, June 19,... Human_v37p10_dbsnp135
custom Human_GRCh37 05/13/15 11:15 Human_v37p10_dbsnp135




Genome Build: | [

Preloaded References Build Reference Impart Reference

Reference Genome Build Annotation DB
Human_v37p10_dbsnp135 Human_GRCh37 sg_grch37p10
Human_GRCh38_106_dbSMP 141 Human_GRCh38 sg_grch38r106
Human_v37p13 reference::Human_v37p13 sg_grch37p10

Track Genome Build Default Query  Last Modified dbSNP/Clinvar

dinvar\20170801 Human_GRCh37 08/22/17 16:54:57 COSMIC
dinvar\20171029 dbsMP Human_GRCh37 2017-11-08 14:3.

dbsnpib150 dbSNP Human_GRCh37 s 05/09/17 13:37:16

UKDBVArtifact custom Human_GRCH37 2 2-13 10:55:22

UKDEFalse Positive custom Human_GRCH37 2 3 10:55: Custom Variant Track
ClinVar\20170501 dbSMP Human_GRCh37 05/08/1708:20:23 Human_v37p10_g

Cosmic\a8 Cosmic Human_GRCh37 Tuesday, January ...  Human_v37p10_g Gene Anneoation Track
dbMSFPY2.9_commercial dbNSFP Human_GRCh37 04/01/15 15:50:47 Human_v37p 10_dE?

dbshPY 149 dbsnp Human_GRCh37 01/30/17 18:22:55 Human_v37p10_dbsnp135

ExACY0.3.1 custom Human_GRCh37 06/24/16 13:57:39 Human_w37p10_dbsnp135

Clinvar' 142 dbSHP Human_GRCh3a Monday, February ...  Human_GRCh33_106_dbsMP141

dbMSFPY2. 5 dbNSFP Human_GRCh3a Thursday, Februar...  Human_GRCh33_106_dbSMPi41

dbSMP\142 dbSMP Human_GRCh33 Monday, February ... Human_GRCh33_106_dbSNP141







Group

Mame

dbMNSFP

Navigation
Jpopgen - a callection of |
for population

About the maintainer

l maintained by
Xiaoming Liu, Ph.D.

Assistant Professor,
Human Genetics Center,
School of Public Health,
The University of Tex:
Science Center at Ho

Contact:
xmiiu.uth{atigmail.com

Search this site

bNSFP

INTRODUCTION:

dbNSFP is a database developed for functional prediction and annatation of all potential non-synonymous single-nucleatide variants (nsSNV:
human genome. Its current version (ver 2.0} is based on the Gencode release 9 / Ensembl version 64 and includes a total of 87,347,043 nsSNVs and
2,270,742 essential splice site SNVs It compiles prediction scores from six prediction algarithms (SIFT, Polyphen2, LRT,
MutationTaster, Mutation sor and FATHMM), three consenvation scores (PhyloP, GERP++ and SiPhy) and other related infarmation including allele
frequencies observed in the 1000 Genomes Project phase 1 data and the NHLEI Exome Sequencing Project, various gene IDs from different databases,
functional descriptions of genes, gene expression and gene interaction information, etc
Some dbNSFP contents (may not be up-to-date though) can d through variant ANNOVAR, KGGSed, UCSC Genome

Browser's Variant Annotation Integrator, E
through those toals.

Please note some component score/content of dbNSFP has specific requirements or licence for non-academic usage. dbNSFP does not grant the
non-academic usage of those scores/conte , please contact the original score/content provider for that purpase.

We welcome developers of functional prediction methods to provide their predictions and scores to the database. Please contact Dr. Liu
(xmliu.uth{at}gmail.com).

CITATION:

If you use dbNSFP v1 x, please cite our paper 1. If you use dbNSFP 2 x, please cite our papers 1 & 2.
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‘1

Import dbMNSFP
Open dbNSFP website |

Vidarwinwork\MextGENe TrackData\dbNSFP\dbNSFRy 2, 1.7ip

Remave |
Remove Al |

Group I dbMSFP
Mame I .’lll




FP readme file for more detsils.
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Genome Build: [ - |

Preloaded References Build Reference Import Reference

Reference Genome Build Annotation DB
Human_v37p10_dbsnp135 Human_GRCh37 sg_grch37p10
Human_GRCh38_106_dbSNP 141 Human_GRCh33 sg_grch3ar106
Human_v37p13 reference: :Human_v37p13 sg_grch37p10

Track Genome Build Default Query  Last Modified

dinvar\20170801 Human_GRCh37 08/22/17 16:5

dinvar\20171029 Human_GRCh37 2017-11-08 14:

dbsnp'b150 Human_GRCh37 5 05/09/17 13:3

UKDBVArtifact custom Human_GRCH37 2017-12-18 10:55

UKDB'False Positive custom Human_GRCH37 2017-12-18 10:55:24 Customn Variant Track
ClinVar\20170501 dbSHP Human_GRCh37 05/08/17 08 3 Human_v37p10_g

Cosmic'gs Cosmic Human_GRCh37 Tuesday, January ...  Human_v37p10_g Gene Annoation Track
dbMSFPY2,9_commercial dbMSFP Human_GRCh37 04/01/15 15:50:47 Human_v37p10_t

dbSMPY 149 dbSMP Human_GRCh37 01/30/17 18:22:55 Human_v37p10_dbsnp135

ExACY0.3.1 custom Human_GRCh37 06/24/16 13:57:39 Human_v37p10_dbsnp135

ClinVar142 dbSHP Human_GRCh38 Monday, February ...  Human_GRCh38_106_dbSHP 141

dbMSFPY2, 5 dbMSFP Human_GRCh38 Thursday, Februar...  Human_GRCh38_106_dbSNP 141

dbSHPY142 dbSHP Human_GRCh38 Monday, February ...  Human_GRCh38_106_dbSNP 141




Download

The following section contains descriptions and locations of data files in the SFTP site from the current COSMIC release v75.
As part of COSMIC's growth and development plan, we have implemented a new licensing strategy and we encourage users to be aware of the terms and condition: Please contact cosmic-
translation @sanger.ac.uk for more information.

Note: If you need any help downloading files, please click here.

@ Classification Information
@ Complete COSMIC data

@ Complete mutation data

@ Structural Geno reararrangements
@ Complete Fusion Export

@ All Mutation in census ger

@ Non coding variants

@ Copy Number Variants

@ Gene Expression

@ Methylat

@ cancer Gene Census

sample features

CosmicCodingMuts.vcf.gz -> VCF file of all coding mutations in cosmic, location for this file is here : CosmicCodingMuts.vcf.gz

CosmichonCodingVariants.vcf.gz -> VCF file of all non coding mutations in cosmic, location for this file is here : CosmicNonCodingVariants.vef.gz

@ Fasta file (genes)

@ oracle database dum



https://grch37-cancer.sanger.ac.uk/cosmic/login
http://grch37-cancer.sanger.ac.uk/cancergenome/assets/COSMIC_academic_license_march2015.pdf
http://cancer.sanger.ac.uk/cosmic/license
http://grch37-cancer.sanger.ac.uk/cosmic/download
http://grch37-cancer.sanger.ac.uk/cosmic/help/download

= —
& Import track - COSMIC  a—

S o i

Load Coding Variants: CosmicCodingMuts_wXX_DOMMYYYY _nolimit, vcf.qz
Load MonCeding Variants: CosmicNonCodingVariants_vXX_DDMMYYYY _noLimit.vcf.gz

Group | Cosmic

Mame

] E——




Genome Build: [

Preloaded References Build Reference Import Reference
Reference Genome Build Annotation DB
Human_v37p10_dbsnp135 Human_GRCh37 sg_grch37p10
Human_GRCh 6_t L 3 _grch38r106
Human_v37p13 reference:: an_v37p13 sg_grch37p10

Track Type Genome Build Default Query  Last Modified
dinvar\20170801 dbSHP
dinvar\20171029 dbSHP 2017-11-08 14:32:02  Tracks
dbenp'b 150 dbsMP L 3 ] 05/09/17 13 Tracks
UKDB\Artifact custom L = Tracks
UKDB'False Positive custom _GRCH3 2017-12-18 10:55:24  Tracks Customn Variant Track
ClinVar\20170501 dbshp _GRCh3 05/08/17 08:20:23  Human_v37p10_
Cosmic'gs Cosmic | 3 Tuesday, January ... Gene Annoation Track
dbMSFPY2,9_commercial dbMSFP _GRCh3 04/01/15 15:50:47 -
dbSMPY149 dbSHP L 3 01/30/17 55 Human_v37p10_dbsnp135
3. custom | 06/24/16 13:57:39 Human_v37p10_dbsnp135
ClinVar142 dbSHP _GRCh38 Monday, February ... _GRCh33_106_dbSMP141
dbMSFPY2, 5 dbMSFP 3 Thursday, Februar. .. L _106_dbsMP 141
dbSHPY142 dbSHP 3 Monday, February ...  Human_GRCh38_106_dbSNP 141




dbSN



ftp://ftp.ncbi.nlm.nih.gov/snp/organisms/human_9606_b151_GRCh37p13/VCF/00-All.vcf.gz
ftp://ftp.ncbi.nlm.nih.gov/snp/organisms/human_9606_b151_GRCh37p13/VCF/00-All.vcf.gz
ftp://ftp.ncbi.nlm.nih.gov/snp/organisms/human_9606_b151_GRCh37p13/VCF/00-All.vcf.gz
ftp://ftp.ncbi.nlm.nih.gov/snp/organisms/human_9606_b151_GRCh37p13/VCF/00-All.vcf.gz
ftp://ftp.ncbi.nlm.nih.gov/snp/organisms/human_9606_b151_GRCh37p13/VCF/00-All.vcf.gz
ftp://ftp.ncbi.nlm.nih.gov/pub/clinvar/vcf_GRCh37/clinvar.vcf.gz
ftp://ftp.ncbi.nlm.nih.gov/pub/clinvar/vcf_GRCh37/clinvar.vcf.gz
ftp://ftp.ncbi.nlm.nih.gov/snp/organisms/human_9606/VCF/00-All.vcf.gz
ftp://ftp.ncbi.nlm.nih.gov/snp/organisms/human_9606/VCF/00-All.vcf.gz
ftp://ftp.ncbi.nlm.nih.gov/snp/organisms/human_9606/VCF/00-All.vcf.gz
ftp://ftp.ncbi.nih.gov/pub/clinvar/vcf_GRCh38/clinvar.vcf.gz
ftp://ftp.ncbi.nih.gov/pub/clinvar/vcf_GRCh38/clinvar.vcf.gz
ftp://ftp.ncbi.nih.gov/pub/clinvar/vcf_GRCh38/clinvar.vcf.gz

Index of /snp/organisms/human_%l]ﬁ_b144_GRC37p13/VCF/

b " T
] E}!] All v cf gz

| 00-Allvefgz.md>
L] 00-All.vef gz thi
L[] 00-All papu.vef.gz
L] 00-All_papu vef gz.md5 /
L] 00-All_papu.vef gz.tbi : ¢
L] 00-commeon_all.vef gz :
L] 00-common_all.vef gz.md5 : \
L] 00-common_all.vef gz thi
L] 00-commeon_all_papu.vef.gz
L] 00-commeon_all_papu.vef gz.md5 R
L] 00-common_all_papu.vef gz thi -00: /
[] All 20150605 vcf gz
L] All 20150605 vef.gzmd5 :00:00 AM
L] All 20150605 vef gz tbi :00:00 AM | ‘I
L] All 20150605 papu.vef gz 3 -00-00 AM
] All_20150605_papu.vef gz.mdS ) 2:00-00 AM
L] All 20150605 _papu.vef gz.thi :
] GRCh38 VCF files
L] README txt
| archive/ ._'[JO_UOAM
i ' 0:00 AM

M,

s

0005 vef gz 0:00 AM
D COMMon_ all 2013506035 vef gz md5 :
L] common_all 20150605 vef gz.tbi N
common_all_20150605_papu.veigz 23k 0 J.
| 11_20150605 F : 12:00:00 AM
1 common_all 20150605 papu.veigz.md> L
| 1120150605 F d3
L] common_ all 20150605 papu.vef gz thi 72 /815, 12:00-00 AM



http://www.ncbi.nlm.nih.gov/variation/docs/human_variation_vcf/
http://www.ncbi.nlm.nih.gov/variation/docs/human_variation_vcf/

Remove Al |

Group Chuuse Group I

Choose Grou




= SoftGenetics Reference & Track Mana

Genome Build: Al

Preloaded References
Reference
Human_v37p10_dbsnp135
Human_v37p10_MajorChr_dbsnp135
Human_vw37p13
Human_v37_3_dbsnp135_dna
170_dna

Track

dbscsnvi1.0
dbsnp'dinvar
custom\dbSHP_b 146
dbNSFPYZ.9

Genome Build
Human_GRCh37

Human_GRCh37
eferen

Genome Build
Human_GRCh37

Human_GRCh37

Annotation DB
sg_grch37p10
sg_grch37p10

_grch37p10

_v37_3_dbsnp135_human_dna
sg_ws170_c_elegans_dna

NjA

Default Query  Last Modified
06/08/16 08:30:19

Build Reference Import Reference

Location

Tracks

Tracks
Human_v37p10_MajorChr_dbsnp...
Human_v37p10_MajorChr_dbsnp...




= SoftGenetics Reference & Tra

Genome Build: Al

Preloaded References Build Reference Import Reference

Reference Genome Build Annotation DB
Human_vw37p10_dbsnp135 Human_GRCh37 sg_grch37p10
Human_v37p10_MajorChr_dbsnp135 Human_GRCh37 sg_grch37p10

Human_w37p13 Human_GRCh37 sg_grch37p10
Human_v37_3_dbsnp135_dna Human_GRCh37 sg_v37_3_dbsnp135_human_dna
C.elegans_ws170_dna fe legans_ws170_dna sg_ws170_c_elegans_dna
c_elegans_W3226 7 NfA

Track Type Genome Build Default Query  Last Modified Location dbSNP/Clinvar
dbscsnvil.0 dbscSMY Human_GRCh37 06/03/16 08:30:19 Tracks COSMIC
dbsnpdinvar_20160502, vcf dbSMP Human_GRCh37 3 05/23/16 15:11:24 Tracks

custom'dbsMP_b14s VCF Human_GRCh37 02/09/16 11:30:54 Human_v3

dbNSFPI2.9 dbNsFP Human_GRCh37 01/3 ;




= Import track - Custom Variant Track







f=* Column Properties Setti

Track Titles
CHROM

PQs

jin}

REF

ALT

QUAL

IMDELS

SWM

PASS
IMFO_DBSNP
IMNFO_EA_AC
INFO_AA_AC
IMFO_TAC
INFO_MAF_EA
INFO_MAF_AA
IMFO_MAF_ALL
INFO_GTS
INFO_EA_GTC
INFO_AA_GTC
INFO_GTC
INFO_DP
INFO_AA
IMFO_FG
INFO_HGVS_CDMNA_VAR

1914,
0,4180
1,9505
0.0
0.1445
0.0077
AAAG,GG
0,74,4222
0,7,219
4,5,2978
59

C
intergenic

Display and Filter
teference Allele
Mutation Allele
Display and Filter
Display and Filter
Display and Filter
Display and Filter
Display only
Display only
Display only
Display only
Display only
Display only
Display only
Display only
Display only
Display only
Display only
Display only
Display only
Display only
Display only

Mumeric

Description

AN IDEMTIFIER FROM THE ..

THE REFEREMCE POSITION
D

REFERENCE BASE(S)
NOM-REFEREMCE ALLELES
PHRED-SCALED QUALITY

s

FILTER. "MEARBY 1000 GEN.. E

FILTER. "FAILED SVM-BASE..
THE VARIAN.
INFO "DESNP VERSION WH..
INFO "EURCPEAN AMERIC..
INFO "AFRICAN AMERICAN,
INFO "TOTAL ALLELE COUN,
INFO EA, RETRIVED FROM .
INFO AA, RETRIVED FROM .
INFO ALL, RETRIVED FROM.
INFO "OBSERVED GEMOTYP,
INFO "ELURCPEAN AMERIC..
INFO "AFRICAN AMERICAN,
INFO "TOTAL GEMOTYPE C..
INFO "AVERAGE SAMPLER..

FILTER PA!

INFO "CHIMPALLELE™
INFO "FUNCTIONG!

INFO "HGVS CODING DNA V., ™

‘|% 3

Set as primary keys

L




f=* Column Properties Setti

Track Titles evie Mumeric Description =

Set as primary keys
CHROM AM IDEMTIFIER. FROM THE .. primary keys

: ]| [ e—
D 3 isplay and Filte D

Display and Filter
REF reference Allele i REFEREMCE BASE(S)
ALT Mutation Allele MOM-REFEREMCE ALLELES

QUAL . Display and Filter PHRED-5CALED QUALITY
IMDELS . Display and Filter FILTER "WEAREY 1000 GEN..
SWM . Display and Filter FILTER "FAILED SVM-BASE..
PASS . Display and Filter i FILTER PA: THE VARIAN,
INFO_DBSNP SNP_138 Display only INFO "DESNP VERSION VWH..
IMNFO_EA_AC 1914,668¢ Display only INFO "EUROPEAN AMERIC. .
INFO_AA_AC 0,4 Display only i INFO "AFRICAMN AMERICAN,
INFO_TAC 1,3505 Display only INFO "TOTAL ALLELE COUN.
INFO_MAF_EA 0.0 Display only ima INFO EA, RETRIVED FROM |
INFO_MAF_AA 0.1445 Display only i INFO AA, RETRIVED FROM .
IMFO_MAF_ALL 0.0077 Display only ima INFO ALL, RETRIVED FROM.
INFO_GTS AAAG, GG Display only INFO "OBSERVED GEMOTYP.
INFO_EA_GTC 0,74,4222 Display only i INFO "EURCPEAN AMERIC. .
INFO_AA_GTC 0,7,219 Display only INFO "AFRICAN AMERICAN,
INFO_GTC 4,5,2978 Display only i INFO "TOTAL GENOTYPE C..
INFO_DP 59 Display only INFO "AVERAGE SAMPLE ..
INFO_AA C Display only INFO "CHIMPALLELE™
INFO_FG intergenic Display only i INFO "FUNCTIONG
INFO_HGVS_CDMNA_VAR DI..;II.:Y only

... ... ]




E SoftGenetics Reference & Track Manager

Build Reference Import Reference

Genome Build Annotation DB Comments
Human_v37p10_dbsnp135 an_GRCh3 sg_grch37p10

Genome Build Default Query  Last Modified Location

Human_GRCh37 Thursday, Decemb...  Human_v37p10_dbsnp135
Clinvar\20160119 dbSNP Human_GRCh37 - i v37p10_dbsnp135
Clinvar\144 dbsNP Human_GRCh37 ot dacamd 25

Cosmic Human_GRCh37 Yes

custom Human_GRCh37 Mo

dbMSFR Human_GRCh37 Delete Track =
EspVCF Human_GRCh37 137p10_dbsnp135
custom Human_GRCh37 Show Detail 137p10_dbsnp135

Select All Ctrl+A




1741245885 17:41245850 17:41245855
* 2016.gbk 1
* 32266 scf

1
T
*4-19-57 zcf T
T
T

* 5550, 5cf
% IIEE s

v
A
A
A
A

* 201E.gbk
#5550 50

1 N Iaye N | : clirvear

dbsnp '17:41245861

Cosmic G= A

dbMSFP 1 ID=rs80356898
ELil ! INFO_CLMHGVS=NC_000017.10:9.41245861G= 4
INFO_CLMALLE=1
INFO_CLMSRC=.
;E::::D;:;:;;ﬂe Buid R—>» BRCA1 AmpID_2016_F INFO_CLMORIGIM=GERMLIME
- INFO_CLMSRCID=.
Tisck | infomaten [ Locaion 225: INFO_CLMSIG=PATHOGEMIC PATHOGEMIC PAT

[ clinwart201 70801 dbSNP Tracks o - -T - ﬁ -———

Ll cinvart201 71029 dhSNP Tracks IMFO_CLMDSDE=MedGen:OMIM MedGen: Orpha
dbsnphb150 dbSNP Tracks

] UKDE Aiact Userkhowledge Tracks IN FCI'_CLN DSDBI[}: Clﬁ?ﬁﬁ?ﬂ:ﬁﬂ43?ﬂ m‘m?ﬂ: CI'
LD e P onowledae ok INFO_CLMDBM=Ereast-ovarian_cancer'x2c_famil

] Clir/ar201 70501 dbSNP Human_v37p10_dbsnp135

CosmichEs Cosmic Hurnan_v37p10_dbsnpl 35 IN FG_CLN HEU'STAT: EH:F" si n g | B mu I-t si n g | e si n gl

dbMSFPY2.9_commercial dbNSFP Human_vw37p10_dbsnpl135

Dl asumies e e +7010_ens1 5 254381 BRCAL 1281 1yEQ CLMACC=RCVO00031007.10 RCVO00047559

E=ACH0.31 WCF Hurman_v37p10_dbsnpl35

I B Run Ref &Track Manager Run Query Cancel



" Reported " Unreported

[~ UNCERTAIN SIGMIFICANCE [~ NOT FROMIDED = BEMIGN &




ave [
~t0 retu

Report Display Settings

I~ Display track group I~ Display track name

DESHP YARIANT

INFO "VARIANT MAMES FROM HGYS. THE ORDER OF THESE YARIANTS
INFO "WARIART ALLELES FROM REF OR ALT COLUMMS. 015 REF. 115 T
IMFO ""WARIANT CLINICAL CHAMELS™

INFO "ALLELE ORIGIN. ONE OF MORE OF THE FOLLOWING YALUES MAY
INFO "VARIANT CLIMICAL CHANMEL IDS"

INFO "WARIART CLIMICAL SIGMIFICANCE. O - UNCERTAIN SIGMIFICANCE
INFO ""WARIANT DISEASE DATABASE MNAME™

INFO "WARIANT DISEASE DATABASE 1D

INFO "VARIANT DISEASE MAME"

INFO "HO_ASSERTION - WO ASSERTION PROVIDED. HO_CRITERIA - MO £
INFO "WARIANT ACCESSION AMD VERSIONS™

I~ Imported dBSHP 1D
I~ INFO_CLNHGYS
I~ INFO_CLMALLE
I~ INFO_CLNSRC

I~ INFO_CLMORIGIM
I~ INFO_CLNSRCID
|~ Clinical Significance
I~ INFO_CLNDSDE
I~ INFO_CLMDSDEBID
I~ INFO_CLNDEN

I~ INFO_CLMREWSTAT
I~ INFO_CLMNACC

4

Select All Unselect All

Cancel

Clirv/ar
e SRR 7117227860 e e
dbNSFP 1 1 1 1 1 1 1 1 1 1 1 1 G=A 1 1 1 1 1 1
dbSHP 1 1 | —— 1 1 1 1 E—| [D=r75527207 T T, T
INFO_CLNHGVS=NC_000007.13:9.117227860G> A
INFO_CLMNALLE=1
u INFO_CLNSRC=CFTR2 OMIM_Allelic_Variant _bl
. INFO_CLNORIGIM=GERMLINE
NT_007933_117119517_CFTR_var_F_Synthesis_10827%.scf—> Quality(n-100):34 INFO_CLNSRCID= G551 602421,0013
480 435 450 INFO_CLNSIG=PATHOGENIC PATHOGENIC 05
6,00 T c A c A c T G A G T G G A G INFO_CLNDSDB=MedGen:OMIM: ORPHA:SNOMED_CT MedGen:OMIM:SNOMED_CT| © A A G a A T
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