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ACTGATGGTATGGGGCCAAGAGATATATCT
CAGGTACGGCTGTCATCACTTAGACCTCAC
CAGGGCTGGGCATAAAAGTCAGGGCAGAGC e ! S
CCATGGTGCATCTGACTCCTGAGGAGAAGT Z o vanate R e OMIM
GCAGGTTGGTATCAAGGTTACAAGACAGGT
GGCACTGACTCTCTCTGCCTATTGGTCTAT

Using ClinVar
. . C OS M I C OMIM tools Related Resources
e Catalogue of somatic mutations in cancer

About ClinVar

OMIM

OMIM is a compreh
and updated
Hopkins Unive:

Data Dictionary OMIM AP JinVar
Data Home v Curat Tools v | Data v Help v | About v Login v Clin¥ay
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Gene
Dovmloads/FTP site COSMIC v79, released 14-NOV-16 =
FAQ

COSMIC, the Catalogue Of Somatic Mutations In Cancer, is the world's largest and most comprehensive
resource for exploring the impact of somatic mutations in human cancer

Start using COSMIC by searching for a gene, cancer type, mutation, etc. below, or by browsing a region

NHLBI Grand Opportunity Exome Sequencing
Submitte Project (ESP)
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Subscribe t(
Mo o P220G0  HeatGO  LwigGO  SealtleGO  WHISP _ ChargeS GO Wash GO
Disclaime o goal of the NHLBI GO Exome Sequencing Project (ESP) is to discover novel NHLBI ESP
Theinformal  genes and mechanisms contributing to heart, lung and blood disorders by pioneering P
othebesid g ot ofthe protein coding regions of the rowss the genomic landscape of ancer euncen
human genome across diverse, richly-phenotyped populations and to share these e
datasets and findings with the scientific community to extend and enrich the 3SR Sample Collectior
diagnosis, management and treatment of heart, lung and blood disorders. The groups = Principles
e participating and collaborating in the NHLBI GO ESP include Bl .
Pt « Seattle GO - University of Washington, Seattle. WA Public
A * BroadGO - Broad Institute of MIT and Harvard, Cambridge, MA
e  WHISP - Ohio State University Medical Center, Columbus, OH ——
o Lung GO - University of Washington, Seattle, WA . - - e formats
 WashU GO - Washington University, St. Louis, MO Exome Variant e e wions e
« Heart GO - University of Virginia Health System, Charlottesville, VA Sefver feciis it i the o e of sevelic shition i ¢
« ChargeS GO - University of Texas Health Sciences Center at Houston ot — G50 ewfaton cic b8
Ensembl 1 ine SNPs, ENCOI Dowicad dath
The group includes some of the largest well-phenotyped populations in the United of the ESP6500. No okl ol sl i 7 K !
States, representing more than 200,000 individuals altogether from the: user account is con "adv Twitte
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TCAGACTGGAA

. AGACTGGAAGC
. AGTCAAATTGG

CAGACTGGAAG
CAGTCAAATTG
GTCAAATTGGA

. AGACTGGAAGC

TCAAATTGGAA

Alignment
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Annotation
&
Filtering

BAM File

TCAGACTGGAA

AGACTGGAAGC
AGTCAGATTGG
CAGACTGGAAG
CAGTCAAATTG
GTCAGATTGGA

AGACTGGAAGC

TCAAATTGGAA

REF: CAGTCAGATTGGAAGC

@ Variant Call

VCF File

Position 7, Genotype: G/A, AF=0.25
Position 9, Genotype: T/C, AF=0.5




Golden Helix 3 Rf#tFYIMITF F.ilge.n@é

SNP &
VARIATION
SUITE

GWAS & SNP Analysis
Large-N DNA-Seq Analysis
Genomic Prediction

Copy Number Analysis
RNA-Seq Analysis

Variant Interpretation
Cancer Diagnostics

CNV Calling

Clinical Reporting
High-throughput NGS Testing
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[ | Browse l Filter: * {Any type) 'l [Homo sapiens (Human), GRCh37 ek V] [V] Gurrent Plot Data 4
[ @ Ul ] Name £ Type Size Date & '
v D Local [ -= 1kG Phase3 - CNVs and Large Variants 5b, GHI Interval 2.2M 2016-01-13
@ User Annotations = |||||]|| 1kG Phase3 - Variant Frequencies 5b, GHI Variant 2.0G 2016-01-06
| @@ Assessment Catalogs [ -— CIViC - Region Clinical Evidence Summaries 2017-01-01, WUSTL Interval 176K 2017-01-17 |=
1 v & Public Annotations A ||||J1|| CIViC - Variant Clinical Evidence Summaries 2017-01-01, WUSTL Variant 160K 2017-01-17
| D Assembly j iﬂ“h Clinvar 2017-01-06, NCBI Vanant 15M 2017-01-17 i
D S — [[] m== Clinvar CNVs and Large Variants, NCBI Interval 1.2M 2017-01-10
) ) ] |||||“] Clinvitae 2014-02-09, Invitae Variant 2.5M 2014-02-11
(@) Microarray Probe Mappings || - i cosMIC Mutations Left Aligned 71 v2, GHI Variant 59M 2015-03-13
(@ Torgeted Panels 7l dbNSFP Functional Predictions 3.0, GHI Variant 411M 2015-10-29
[ Variation and Function 1 ||l dbNSFP Functional Predictions and Scores 3.0, GHI Variant 6.9G 2015-10-29
v @@ secure Annotations [ |l[ll; dbscSNV Splice Altering Predictions 1.1, GHI Variant 247M 2015-07-10
G caop O {lilll, dbsNP 149, NCBI Variant 2.9G 2017-12-29 ~
9 oMM !l L S
[£5 OncoMD v Information showing (23/258). 1 selected (15 MB)
b4 ExAmie SHimpe ClinVar 2017-01-06, NCBI g :
Description

The ClinVar database from NCBI contains information about the phenotypes and supporting evidence for
variants in the dbSNP database. For more information about the ClinVar database please see: About
ClinVar
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M of & Predicted Damaging

3 of 6 Predicted as Damaging
0 of 6 Predicted as Damaging
3 of 6 Predicted as Damaging
1 of 6 Predicted as Damaging
2 of 6 Predicted as Damaging
0 of 6 Predicted as Damaging
0 of 6 Predicted as Damaging
4 of 6 Predicted as Damaging
1 of 6 Predicted as Damaging
2 of 6 Predicted as Damaging
0 of 6 Predicted as Damaging
0 of 6 Predicted as Damaging
3 of 6 Predicted as Damaging
2 of 6 Predicted as Damaging
6 of 6 Predicted as Damaging

SIFT Pred (C)

Tolerated

?
Damaging
Tolerated
Tolerated

?
Tolerated
Damaging
Tolerated
Damaging
Tolerated
Tolerated
Tolerated
Tolerated
Damaging

Polyphen2 HVAR Pred (C)

Benign

?

Possibly damaging
Benign

Benign

Benign

Benign

Probably damaging
Benign

Benign

Benign

Benign

Probably damaging
Benign

Probably damaging

MutationTaster Pred (C)

Damaging
Tolerated
Tolerated
Tolerated

Damaging
Tolerated
Tolerated

Damaging
Tolerated
Tolerated
Tolerated
Tolerated

Damaging
Tolerated

Damaging
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& NCBI  Resources ¥ How To & Sign in to NCBI
ClinVar Clinvar ~ |Search ClinVar for gene symbols, HGVS expressions, conditions, and more m
Advanced Help

Home About ¥ | Access ¥ | Help ¥ | Submit ¥ | Statistics ¥ FIP ¥

ACTGATGGTATGGGGCCAAGAGATATATCT ClinVar
CAGGTACGGCTGTCATCACTTAGACCTCAC
CAGGGCTGGGCATAAAAGT CAGGGCAGAGC Clinvar aggregates information about genomic variation and its relationship to human health

CCATGGTGCATCTGACTCCTGAGGAGAAGT
GCAGGTTGGTATCAAGGTTACAAGACAGGT
GGCACTGACTCTCTCTGCCTATTGGTCTAT

Using ClinVar Tools Related Sites
About ClinVar ACMG Recommendations for Reporting of Incidental Findings ClinGen

Data Dictionary ClinVar Submission Portal GeneReviews®
Downloads/FTP site Submissions GTR®

FAQ Variation Viewer MedGen
Contact Us Clinical Remapping - Between assemblies and RefSeqGenes OMIM®

RSS feed/What's new? RefSeqGene/LRG Variation
Factsheet Variation Reporter
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[F3 Convert Source Wizard l 5] et

Convert Data Source

Delimited Text File Characteristics

(O Define Input

Field Name Line: First Data Line: D :
@ Scan Input
e oelnes
ange Options
Field Delimiter: | Tab hd Lizt Delimiter:  |Comma = | |,
® Convert [Comma_~]
Mizsing Values: 7 n/anan 2.7,
Specify how the text
fiFe'B(CSI) Zre°§"e|irﬁit:§ and Coordinates: ) -Bazed Interval ) 1-Based Interval @ Pozition (1bp width)
how to detect the field
names.
o Preview:
‘fou must also indicate
which figlds provide Field 1 Field 2 Field 3 Field 4 Field 5 Field 6 i
genomic coordinates.
Glick on the field chrl 69270 rs201219564 A G 49 VS
headers in the Preview
table to zet theze chrl 69510 . C T 254 Low
fields. chr1 69511 rs2691305 A G 251 [Lov
chri 69513 rs770590115 A G 259 Low
chrl 69537 . G T 291 Low
chrl 69849 rs776815449 G A 47 VQs
chr1 69876 rs368270584 A G 50 VQs .
Advanced Options J l b

< Back H ezt H Cancel J 10
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[lmport] Download Resources  Window

Text
Third Party
PED/TPED/BED

Golden Helix DSF [ Import Variants Wizard =1,

Golden Helix Legacy GHD
Public Data

Import Variant Sources

; Select Files:
Affymetrix D (D Define Input

Ilumina » il!l Samplel_Variants.vcf.gz fidd Files

@ Scan Input
Agilent Files P =l!l Sample2_Variants.vef.gz

@ Change Options

[]

]

@ Review i

Family Pedigree 3 i
i

[]

i

Remove

MimbleGen Data Summary Files 111 Sample3_Variants.vcf.gz

fidd Folder

11 Sample4 Variants.vef.gz

fHnE

Remove All

Select one oF more 111 Sample5_VMariants.vcf.gz

Import VCFs and Variant Files variant files to import.

11 Samples_Variants.vef.gz

Import Complete Genomics Var Files

Import Impute? GWAS Files
HapMap
MACH Output

RMA-Seq Tabularized Quantification

fippend Fecords

fppend together files with matching sample names.
[7] Advanced Options

< Back [ Mext » ” Cancel

o ST)HAMTTHIrAIUE. NN
7> -)VARY—ILBETIERK
LTz, VCFI7A IV EfERT 3,

S1)94TT=T74) (VCFIPAIL) DA iR—h
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[l Import Variants Wizard

Import Variant Sources

@ Define Input
@ Scan Input

@ Change Options

@ Review

Select the zamples of
interest and appropriately
adjust their attributes

[ Advanced Options

Add sample fields: | From Text File

Original Samples Sample Source File Name

Samplel_Variants
Sample2_Variants
Sample3_Variants
Sampled_Variants
Sampled_Variants

Sampleb_Variants

Samplel_Variants
Sample2_Variants
Sample3_Variants
Sampled_Variants
Sampled_Variants

Sampleb_Variants

Samples

Affection Status

Sample 1 Variantz

I True

Sample? Wariantz

I True

Sampled Variantz

I True

Sampled Variantz

I Falze

Sampleh_Wariantz

I Falze

Samplefi Variantz

” Falze

Change the sample names:

Rezet ] [Set to File Name] [Set to File Name_SampIel

[ < Back ” Mext > ][ Cancel

o =

o HUIIENLEWEER. B2 IIVIBIRZELHL (HETFANT7(IVZERUT,

—_—

T35,

T—ADRR / EED Y TINOFEEITI.
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Samplel_\ariants - Genotypes(G_T) - Sheet 1 [4] = | B |-
File Edit Select DMNA-Seq Genotype Numeric RNA-Seq GenomeBrowse Plot Scripts Help
MOSHR2 U kELYRINE ¥ XD ? potie. 6 2030
Unzart B 2 C 3 G 4 G 5 G 6 G 7
Map Samples Affection Status Sample Source File Name 1:10109-Ins 1:13116-5NV  1:;13118-5NV  1:13649-5NV
Chromosome 1 1 1 1
Pozition 10109 13116 13118 13649
Identifier ? ? ? ?
Reference T A =
Alternates A 5 e C
1 Samplel_Variants 1 Samplel_Variants ? GT A ??
2 Sample2_Variants 1 Sample2_Variants ? G_T A_G ??
3 Sample3_Variants 1 Sample3_Variants ? G T A C_5
4  Sampled_Variants 0 Sampled4_Variants - A ?? ? 7 ??
5 Sample5_Variants 0 Sample5_Variants -_A ?? ?? ??
6 Sampled_Variants 0 Sample6_Variants 27 7 ? 7 ??
[ P
Sample1 Variants - Genotypes(G_T) - Sheet 1

T=AN UIR—h&n, AT RS —NCFEHTRREN S,

B2 —NCA>R— ke, IV T REICERTES.

VCFI71IUC& UL — KR Ly SBRAENSEN TSRS, TNE0T -4}
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Annotate and Filter Variants

23 Set Genotypes to No-Call based on Additional Spreadsheets

Runs of Homozygosity for NGS
Calculate Alt Read Ratio

Activate Variants by Sample Genotypes
Filter Variants in Reference Sample Spreadsheet

Subset Informative Genotypes by Category
Variant Binning by Frequency Source

Classify by Inheritance Pattern
Find de Movo Candidate Variants

Score Variants by Recessive Model
Score Compound Heterozygous Regions
Score Variants by Dominant Model

Collapsing Methods

biosciences & nanosciences

U7V -2%ERL. YO TIWOZERT—HD
P J)T7—2a EEEIINI) T ET

4. Clinvar

1. HGVD
Alternate allelez100H9 >V EEDZEX RS

2. RefSeq Genes
IOV EIEANDZEEDH 7z

3. dbNSFP
EDSEMEA EOFRZINTVALT, ERITHEL
HESNLEEROH et

< EBELERHRZES
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[ Annotate and Filter Variants l =l &J
Annotate and Filter Variants
@ Select Tracks llllly HevD1208-v2 |Add Track(s)|

: - . b RefSeq Genes 105v2, NCBI
@ Annotation and Filter Options | ||M* f

[ Renave|
® llll; dbNSFP Functional Predictions 3.0, GHI
Review

flllll Slinvar 2017-01-06, NCBI

Select one or more annotation sources

Gene Source Annotation Mode

() Annotate Gene Fegion @ Annotate Variant Effect on Transcripts

< Back Mext > ] ’ Cancel

o HENUSHT —AIN-ZEIBY—-ILTHI>O-R/AUIR- N THEWEET —HVY - %
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Annotate and Filter Variants

[ 5

Annetate and Filter Variants -

HGVD1208-V2

@ Select Tracks
@ Annotation and Filter Options
@ Review

Select options for annotating and filtering
for HGVD1208-2

Annotate Variant Options

Allelic Match Mode: Exact =

[¥] Expect One Matching Variant
QOutput Options

[¥] Annotation Results

Optional Filters:

Configured Filters:

Number of Ref/Alt genotype is less than or equal to 100 and includes missin
Number of Alt/Alt genotype is less than or equal to 100 and includes missiny

&
|

| (=)

Filter on: | Number of Alt/Alt genotype v

Is between [lower bound] and 100 [V] Include Missings

RefSeq Genes 105v2, NCBI

@ Select Tracks
@ Annotation and Filter Options
@ Review

| Select options for annotating and filtering
for RefSeq Genes 105w2, NCBIL

fnnotate Transcript Options

Only annotate verified mRN#A transcripts
Splice Site Boundaries

Splice Donor Distance: 2

Splice Acceptor Distance: 2

Cutput Options

Wariant Report

[7] Wariant Iteractions Repart

[] Iclude Intereenic Variants in Qutput

Optional Filters:

Configured Filters:

Splice Region Exonic Distance: 3

Splice Region Intronic Distance: &

Include Auxillary Transform Fields

Gene Region (Combined) is exon I

< Back H Mext > ][ Cancel ]

Help

=

Filter on: [Gens Region (Combined)

| T bighest priaty regian faum--

Is one of s

3

UTRS
UTR3
intron
interaenic

[Lm

< Back H Mext > ” Cancel

® HGVDF—#~twbhAIC, Alternate Allele
(Ref/AltEAlt/Alt) ELT100H>TILL E&ER
SNTVBRZEEZFRINT Do

® RefSeqiElnF7/7—23YICHEVT. IVYHE
BACTFEI DREDH T D,
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Annotate and Filter Variants

@ Select Tracks
@ Annotation and Filter Options
@ Review

M Select options for annotating and filtering
for dbMSFP Functional Predictions 3.0, GHI

dbNSFP Functional Predictions 3.0, GHI

Qutput Options
Vaoting Report

Optional Filters:

Configured Filters:

[T Annotation Results

N of 6 Predicted Damaging is one of 4 of 6 Predicted as Damaging, 5 of 6 Pr

4| i

(=)

Filter on: [N of 6 Predicted Damaging

T | The number of indeperdant functional pr--

Iz one of

0 of 6 Predicted as Damaging
1 of 6 Predicted as Damaging
2 of 6 Predicted as Damaging
3 of 6 Predicted as Damaging
4 of 6 Predicted as Damaging
5 of 6 Predicted as Damaging

6 of 6 Predicted as Damaging

Missing

< Back ][ Mext > ” Cancel

Filgen

biosciences & nanosciences

® dbNSFPIZEWT. 6EADIBA4ELL EOFRIFZIINTVAALT., ERCHELHIEING

EEDH 2T D,

19

=



PIT—=2a>E74W5V09

Filgen

biosciences & nanosciences

-

Annotate and Filter Variants

ClinVar 2017-01-06, NCBI

@ Select Tracks
@ Annotation and Filter Options
@ Review

N Select optiohs for annotating and filtering
far GlinWar 2017-01-06, NCGEI

Annotate Variant Options

® ClinVar®OF—4T7)7—2a433%1715,

Allelic Match Mode: Exact -
Expect One Matching Variant
Output Options
Annotation Results
Optional Filters:
Configured Filters:
Filter on: |Glinical Sienificance * | Cfinical Sigoificance, wiknawn, urtests -
Is one of ipathogenic =
Benign
Other
Likely Benign E
Uncertain Significance
Not Provided
Risk Factor
Likely Pathogenic
Association

Drug Response

® JIA)IEITIISE(L. [Clinical Significance %[ PathogeniclREEIBTET BET.
RREZEDOEERDHZMHETSES,
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Samplel_Variants - Genotypes(G_T) -

Sheet 1

HGEVD1208-V2 - Annotation Results

RefSeq Genes 105v2, MCBI- Variant Report

dbMSFP Functional Predictions 3.0, GHI- Veoting Report
Clinvar 2017-01-06, NCBI - Annotation Results

Filgeng
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| | . R .
Samplel_Variants - Genotypes(G_T) - Sheet 1 - Applied Filters < .
“ Samplel_Variants - Genotypes(G_T) - Sheet 1 - Filtered Subset - -U-/j) I/T_g 7'{”’9U//]%i¥®§/\
T—HE
f Samplel_WVariants - Genotypes(G_T) - Sheet 1 - Filtered Subset [22] = | B |- )
Eile Edit Select DNA-Seq Genotype MNumeric RNA-Seq GenomeBrowse Plot Scripts Help
RSB kLRI RE XD ? st T
lUnzart B 2 C k] G 4 G 5 G &
Map Samples Affection Status Sample Source File Name 1:1268109-SNV 1:1387764-SMNV 1:1469415-S5MNV
Chromosome il 1 1l
Pozition 1268109 1387764 1469415
Hentifier ? ? ?
Feterence G G A
Alternates C A G
1 Samplel_Variants 1 Samplel_Variants 7?7 AG 27
2 Sample2_Variants 1 Sample2_Variants ?_? A G 27
3 Sample3_Variants 1 Sample3_Variants CG A G A G
4 Sampled_Variants 0 Sample4_Variants ?_? 27 ? 7
5 SampleS_Variants 0 SampleS_Variants 7 77 27
6 Sample6_Variants 0 Sample6_Variants 7 ? 7 7
< [ P
Sample 1 Wariantz - Genotypes(G_T) - Sheet 1 - Filtered Subszet |

o it

BN T IBE, BT —HII-RZEDT )T—23>FT =D~ b BLUITIAVTHER

ZEREDILH > TINT —HD> — MMWEREN D,

® J(IAIICFoTEROIEEET -4, [Filtered Subset]>

—MZFEHSNTUVD,
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Samplel_Variants - Genotypes(G_T) - Sheet 1 - Filtered Subset [22] E@ﬂj
File Edit Select DMNA-Seq Genotype Numeric RNA-Seq GenomeBrowse Plot Scripts Help
E[‘ﬂ L-l - Hi E? !q m I_ .v k "II E ﬁ |£ x m ? Affection Status (Casa/’CDntrjll;: g z gggg
Unisort B 2 C 3 G 4 G 5 G 6
Map Samples Affection Status Sample Source File Name 1:1268109-SNV 1:1387764-SNV 1:1469415-SNV
1 Samplel_Variants 1 Samplel_Variants 2?7 A G 27
2 Sample2_Variants 1 Sample2_Variants 2?7 A G 27
3 Sample3_Variants 1 Sample3_Variants C G A G A_G
4 Sampled_Variants 0 Sampled_Variants 27 7.7 7.7
5 Sample5_Variants 0 Sample5_Variants 2.7 2?7 ??
6  Sample6_Variants 0 Sample6_Variants 2.7 2?7 ??
1| 1 |
Sample 1 Variants - Genotypes(G_T) - Sheet 1 - Filtered Subset

=) KR/ EET I —TIEROHT L
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biosciences & nanosciences

. Activate Variants based an Genotyps

Count Threshald [_‘éj

Dependent Column: Affection Status

C Feference

Select the reference allele field from the marker map

Select Map Field

Affection Status=Falze

Activate columns that have
;

of the following genotypes

Ref Ref  [] &k Ret  [] Alt_Alt

OCCUrrences

2%

Affection Status=True

fctivate columng that have
;

of the following genotypes

[] Ref Ref Alt_Fet Alt_Alt

QCCUFrEnCEs ¥

]

o |

Canhcel ]
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Samplel_\Variants - Genotypes(G_T) - Filtered Subset - Active Subset [24]

"

File Edit

Select DMNA-Seq Genotype Numeric

MOsSBE N kiELeBR|IME 3% X ?

EMA-Seq GenomeBrowse Plot

Scripts  Help

fiffection Status (Case Control), 6 x 47

Al 6w 47

Unzart 2 3 G 4 G 5 G 6
Map Samples Affection Status Sample Source File Name 1:1387764-5MNV 1:12785749-5NV 1:24400191-SNY
Chromosome 1 1 1
Pozition 1387764 12785749 24400191

Identifier ? ? ?

Reference G C C

Alternates A T T
1 Samplel_Variants 1 Samplel_Variants A_G CT cCT
2 Sample2_Variants 1 Sample2_Variants A_G CT cCT
3 Sample3_Variants 1 Sample3_Variants A_G CT cCT
4  Sampled_Variants 0 Sample4_Variants ?? ?? ??
5 Samples_Variants 0 Sample5_Variants ?? ?? ??
6 Sampled_Variants 0 Sampleg_Variants 7?7 7?7 77

m |

Sample1 Variants - Genotypes(G_T) - Filtered Subset - fActive Subset

o FTEMRTIDBL. IBEMRREMA THEINLEET —ID> — MMEREN S,
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-
[Fid Join or Merge Several Spreadsheets

(B |

4

M

Sample Collated Spreadsheet - Sheet 1
RefSeq Genes 105v2, NCBI- Variant Rept
dbNSFP Functional Predictions 3.0, GHI-

Mew Datazet Mame Mew Spreadsheet

Unmatched Rows

@ Drop

(71 Keep ifill in empty cells as missing)

Columns with the Same Name

@ Keep both as separate columns
(71 Fill in mizzings of left sheet with non missines of rieht sheet

() Fill in missings of right sheet with non missings of left sheel

|7 Prepend column names with node names

[7] Keep Intermediate Spreadshests (Will be faster if this is checked)

fidd Spreadsheetis)
Remove Selected

Filgen

biosciences & nanosciences

o SI)AMTTHADI—-NTI)FT—23>T—4
D> —MREL. 12— hTHEDHTT %
WS 9 BTN ATRE,

-

Mew Spreadsheset - Sheet 1 [39]

)

Eile Edit Select DMA-Seq Genotype Numeric RNA-Seq GenomeBrowse Plot Scripts Help
MOSHBP2 Mk LvBIIE X XD? pethe 445 2
Unzart 3 G G 5 G 6 C 7 C 8 =
Map Wariatt Sample3_Variants_GT Sampled_Variants_GT Sample5_Variants_GT Sample6_Variants_GT Gene Names Seguence Ontolegy (Combined)
1 1:1387764-SNV AG ?_? ?_? ?_? ATAD3C missense_variant |=
2 1:12785749-SNV CcT 77 77 7?7 AADACLS missense_variant |
3 1:24409191-SNV CcT ?_? ?_? ?_? MYOM3 missense_variant
4 1:38329999-SNV G_G 7?7 7 ?? IMPPSB missense_variant
5 1:53712727-5NV CT ?_? ?_? ?_? LRPE missense_variant
6 1:172410967-SNV A_G 7?7 7 ?? Clorfl105,PIGC missense_variant
2 1:183184690-SNV CT ?_? ?_? ?_? LAMC2 missense_variant
8  1:216424275-SNV CG ?_? ?_? ?_? USH2A missense_variant
g 1:246930564-SNV C_G ?_? ?_? ?_? SCCPDH missense_variant
10  2:99279525-SNV AG ?_? ?_? ?_? MGAT4A missense_variant
11 2:152436012-S5NV G_T ?? 77 ?? MEB missense_variant -

3

Mew Spreadshest - Sheet 1

=

24
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1 “Test - Golden Helx Vorseq 1.4.3 ML T . e e T T T BRI el

| 74 wu/m*#

Sample 1 Variants > B ? ﬁb[léﬂt JT7—33 /'l B $E Varires. 309517
er Chain éT“W(1,73770"\.;;i7antrs)wN ofmlinnr';r;Iirl:t;er;agring i§ 7(47 of GWPVreidchieT:l Vaisr amaging, redicied as Damag e, b ol tedicied as Damaging): ampléll@ariénts X +
i Flilerchain NI Wariants v @ @ Rv Dv El « N of 6 Predicted Damaging is (4 of 6 Predicted as Damaging, 6 Predicted as Damagine, 6 of 6 Predicted as Damaging): Sample1\ » Variants: 1,870
SRS H AR e 10 DR N NP Ny Variant Info RefSeq Genes 105v2, NCBI dbNSFP Functional Prediction Voting =
‘ [v] #sample -RefiAlt <= 100 OR missing & O ChrPos| Ref/Alt] Gene Names SequenceOntologys EffectG  HGVS p. (Glinically Relevant) N of 6 Predicted Damaging SIFT Pred (G) Polyphen2 HVAR Pred (0) | [
[ 276512 1:1268109 G/Q TASIR3 missense_variant Missense NP_689414.1:p.Val400Leu 4 of 6 Predicted as Damaging  Damaging Probably damaging
#Sample -AIUAIt <= 100 OR missing & O = 1:1469415 A/G ATAD3A missense_variant Missense NP_060658.3:p.Glu623Gly 4 of 6 Predicted as Damaging Damaging Benign
‘ 718t 1:1477452 G/T]| SSU72 missense_variant Missense NP_054907.1:p.Phe193Leu 5 of 6 Predicted as Damaging  Damaging Probably damaging
1:1563538 C/T] MIB2 missense_variant Missense NP_543151.2:p.Ala722Val 5 of 6 Predicted as Damaging Damaging Probably damaging
271.811 1:2087443 T/A PRKCZ missense_variant Missense NP_002735.3:p.Trp296Arg 4 of 6 Predicted as Damaging  Damaging Probably damaging
('] Eflect (Combined) is (LoF, Missense) A O 1:2160390 C/G SKI  missense_variant Missense NP_003027.1:p.Ala62Gly 4 of 6 Predicted as Damaging  Damaging Possibly damaging
‘ P 1:3598991 C/G TP73 missense_variant Missense NP_005418.1:p.Ser21Cys 5 of 6 Predicted as Damaging  Damaging Possibly damaging
: 1:6314892 T/Q GPR153 missense_variant Missense NP_997253.2:p.Asn255er 4 of 6 Predicted as Damaging  Damaging Probably damaging
N of 6 Predicted Damaging is (4 of 6 Prec &, 1:6485305 T/A ESPN missense_variant Missense NP_113663.2:p.Val97Glu 4 of 6 Predicted as Damaging  Damaging Probably damaging
0 of 6 Predicted as Damaging 1,750 1:6524501 T/C] TNFRSF25 missense_variant Missense NP_683866.1:p.Asp159Gly 4 of 6 Predicted as Damaging  Damaging Probably damaging
: ‘ 1:7811281 C/G CAMTA1 missense_variant Missense  NP_056030.1:p.Thr1571Arg 4 of 6 Predicted as Damaging  Damaging Probably damaging
1 of 6 Predicted as Damaging 1,154 . " m " " . . .
1:9078431 A/ SLC2A7 missense_variant Missense NP_997303.2:p.Ile147Ser 4 of 6 Predicted as Damaging  Damaging Possibly damaging
2 of 6 Predicted as Damaging 1,166 1:0078434 o/ SLC2A7 missense_variant Missense  NP_997303.2:p.Glyl46Asp 6 of 6 Predicted as Damaging Damaging  Probably damaging
3 of 6 Predicted as Damaging 871 1:98045%0 T/Q CLSTN1 missense_variant Missense NP_001009566.1:p.Asn366Ser 5 of 6 Predicted as Damaging Damaging Probably damaging
A or6 Dradicie d a5 Damacing 77 1:10163031 C/A UBE4B missense_variant Missense NP_001099032.1:p.Ser154Tyr 4 of 6 Predicted as Damaging  Damaging Possibly damaging
1:10725278 T/q CASZ1 missense_variant Missense NP_001073312.1:p.Met123Val 4 of 6 Predicted as Damaging Damaging Probably damaging
5 of 6 Predicted as Damaging i 1:10725296 G/A CASZ1 missense_variant Missense NP_001073312.1:p.Prol17Ser 4 of 6 Predicted as Damaging  Damaging Probably damaging
6 of 6 Predicted as Damaging 209 1:11103415 C/G MASP2  missense_variant Missense NP_006601.2:p.Cys241Ser 5 of 6 Predicted as Damaging  Damaging Probably damaging
Missing 5194 1:11151554 Cc/T] EXOSC10 missense_variant Missense NP_001001998.1:p.Arg158His 5 of 6 Predicted as Damaging  Damaging Probably damaging
1:11254944 A/G] MTOR.ANG-* missense_variant Missense  NP_066969.1:p.Asn302Ser,? 6 of 6 Predicted as Damaging Damaging Probably damaging
1870 1:11259624 c/A MTOR missense_variant Missense  NP_004949.1:p.Ala1361Ser 5 of 6 Predicted as Damaging Damaging  Probably damaging
1:11303326 A/Q MTOR missense_variant Missense NP_004949.1:p.His419GIn 4 of 6 Predicted as Damaging Damaging Benign
1:11771929 G/A DRAXIN missense_variant Missense NP_940947.3:p.Gly222Arg 5 of 6 Predicted as Damaging  Damaging Probably damaging
1:12025600 C/T] PLOD1 missense_variant Missense NP_000293.2:p.Arg512Cys 4 of 6 Predicted as Damaging  Damaging Benign
1:12262025 C/G TNFRSF1B missense_variant Missense NP_001057.1:p.Pro301Arg 4 of 6 Predicted as Damaging Tolerated Benign
1:192INETAA ~l - = - L b e - - donlal, e -
1870 |« | m |
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TEL: 052-624-4388 (9:00~17 : 00)
FAX: 052-624-4389
E-mail: biosupport@filgen.jp
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