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Variant Info HD200-rep1
Chr:Pos| Ref/Alt  Identifier Variant Allele Freq Read Depths (DP) Genotype Qualities (GQ) Allelic Depths (AD)
1:11046855 G/T  rs9430161 0.350084 597 705 388,209
1:14096821 T/C rs1210110 0.29682 283 215 199,84 | |
1:17380497 G/T  rs2746462 1 420 1261 0,420
1:17722363 G/A rs7538876 0.263158 418 101 308,110
1:150860471 C/T  rs7412746 0.685962 691 526 217,474
1:222045446 G/T rs6691170 0.405333 375 732 223,152
2:8178735 A/G  rs1364054 0.603239 247 495 98,149
2:15782471 G/T rs807624 0.466395 491 1285 262,229
2:29416326 G/A ? 0.270899 945 204 689,256
2:29416366 G/C rs1881421 0.50149 1007 2868 502,505
2:29416572 T/C rs1670283 1 891 : 2665 0,890
2:29416615 G/A rs56132472 0.282123 1074 363 771,303
2:29451783 A/C ? 0.25 4 ? 31
2:29455267 A/G  rs2256740 0.767857 504 79 117,387
2:29543663 T/C  rs2293564 0.9 310 474 31,279
2:29543736 A/G rs35093491 0.282609 460 211 330,130
2:29940529 A/T  rs2246745 0.78245 547 171 119,428
2:30143058 Cc/G ? 0.290859 1447 608 1024,420
2:30143499 G/C  rs4358080 0.901119 537 895 53,483
2:43553949 T/C rs1465618 1 331 993 0,331
2:46537604 A/G  rs7579899 0.718166 589 250 166,423
2:47601106 T/C rs1126497 1 442 1288 0,440
2:48018236 G/T  rs3211299 0.253247 616 48 460,156
2:58388696 A/G  rsB48291 0.886364 176 197 20,156
2:61066666 G/A  rs1432295 0.330986 710 690 475,235
2:67241174 G/A  rs6734275 0.407059 425 816 252,173
2:111797458 A/G rs17483466 0.288256 562 283 400,162
2:177042633 A/C  rs2072590 0.648026 608 757 214,394
2:202162811 A/G rs13016963 0.631387 275 430 101,173
2:213296863 T/C rs13393577 0.278481 237 144 171,66
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[ |) Browse ] Filter: * {finy type) VI Homa sapiens (Human), GRCh37 gk (2 200 VI Current Plot Data 4
[ - ] Name . Type Size Date Url |-

& warehouse 1 |||||||| 1kG Phase3 - Variant Frequencies 5a with Genotype Counts, GHI Variant 3.1G 2017-08-22 rfs://data---
& Warehouse ] -= CIVIC - Region Clinical Evidence Summaries 2018-02-01, WUSTL Interval 200K 2018-02-02 rfs://data-- |
Wl | - D Local ] |||||||| CIVIC - Variant Clinical Evidence Summaries 2018-02-01, WUSTL Variant 224K 2018-02-02 rfs://data--- i
@l User Annotations 3Jillj clinvar 2017-09-05, NeBI ‘Variant 20M 2017-09-07 rfs://data---
I i ment Catalogs [} |||||||| ClinVitae 2014-02-09, Invitae Variant 2.5M 2014-02-11 rfs://data---
& Public Annotat 0 |||||||| COSMIC Mutations Left Aligned 71 v2, GHI Variant 59M 20153-03-13 rfs://data---
- ublic Annotations
unctional Predictions 3.0, arian -10- 5://data--
bl Il |deSFPF ctional Predicti 3.0, GHI Variant 411M 2015-10-29 rfs://dat
Assem
unctional Predictions and Scores 3.0, ariant 6. -10- s://data---
D v Il |deSFPF ctional Predicti d S 3.0, GHI Variant 6.9G 2015-10-29 rfs://dat
CNV and Li Variants
& cnv and Large Varian dbscSNV Splice Altering Predictions 1.1, GHI Variant 247M 2015-07-10 rfs://data -
) [l
(£ Genes and Regulation 1 fill; dbsne 149, Neer Variant 2.9G 2017-12-29 rfs://data--
(5 Microarray Probe Mappings | |1 yll, dhSNP Common 149, NCBI Variant 830M 2016-12-29 rfs://data-—
[£5) Targetad Panels ~ Information showing (22/266), 1 selected (20 ME)
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ClinVar 2017-09-05, NCBI —
v @ Secure Annotations 4

D CADD Description
The ClinVar database from NCBI contains information about the phenotypes and supporting evidence for variants in the doSNP
D QMIM database. For more information about the ClinVar database please see: About ClinVar
D OncoMD Since the August 2016 release 11,779 variants have been added of which 3,927 are classified as pathogenic. 5,356 variants
» & Example Samples have been removed.
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 TCGA Variants

« MSK Impact

Functional Annotations
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Population Catalogs
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1000 Genome
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ExAC Variant
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Targeted Panels

« ClinVar « dbNSFP (SIFT, PolyPhen, MutationTaster...) + TruSight

« OMIM « CADD « Ion AmpliSeq
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Hanahan D., Weinberg R.A. Hallmarks of Cancer: The next generation. Cell . 2011; 144:646-674
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08 January 2019



FHlZE R EEHRRIIER Filgeng

biosciences & nanosciences

M SRR504685 filtered.sorted.realigned.deduped.recalibrated RawData - GastricCancer im i
Coverage
=

S -
[m]

g 300

i2A T 6 T A GATGAGGTAGG® GG GTGTTC CAGG CTC
Pile-up

Normal -

250

200

150

100
50

SRR504686.Miltered.sorted.realigned.deduped.recalibrated RawData - GastricCancer im
Coverage
=

2 500
= 300
2

2 100

Tumor | =

192
180
188 =
186 : I ; m
184
182
180
178

{FifiRaZER FIEilRaRINER

- BRNICAUS I ELGTFEET. R - BADEFINBHSIHFO>TVT, £E
DECOIEHRRICDOHFIET D ZAELRL
- RERIGEELRL - INTOMRBRTHEDEDONFETS
- BT HRICCIRECOHFIET DL - RRIGETETS
&2, BREMEEENNE - MFEBT—IEBHBEINTVS

- REOBRL, EFEif RN EELX B
FRRDIC. BETCIIVEIEET ST
O NNE

10



N hG ) LRET —INR—2 Filgeng

biosciences & nanosciences

r =

COSMIC ./ Data Source Library = | B ||
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- TCGA Variants

- MSK-Impact
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- Clinvar

- CIViC
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TD1t

Cancer Hotspots

NZIIAT—=ANR-X

BIEEL T/ RILDF—S'y MElgT—4 (TruSight, Ion AmpliSeq/2&)
ZIEFVIBEET —-AIN-Z (1000 Genomes, gnomAD7RE)

=] |||||||| 1kG Phase3 - Variant Frequencies 5a with Genotype Counts, GHI
[ -= Cancer Hotspots 2018-09-10, GHI

[ -= CIVIiC - Regien Clinical Evidence Summaries 2019-07-01, WUSTL
0 |||||||| CIVIiC - Variant Clinical Evidence Summaries 2019-07-01, WUSTL
= Jilll; Clinvar 2018-07-01, NCBI

[ il Clinvar Assessments 2019-07-01, NCBI

[ |||l Siinvar Haplatypes 2019-07-01, NCBI

O |||||||| ClinVitae 2018-04-10, Invitae

E -= Censtrained Coding Regions (CCR), Quinlan Lab

[ Jjlll; dbMSFP Functional Predictions 3.0, GHI

[ |||||||| dbMSFP Functional Predictions and Scores 3.0, GHI

1 |||l dbscSNv Splice Altering Predictions 1.1, GHI

[ [jfll; dbsnP 149, NCET

1 )l; dbSNP Commen 151, NCBI

] |||||||| ExAC Variant Frequencies 0.3, BROAD

[} |||||||| gnemAD Exomes Variant Frequencies 2.0.1 v2, BROAD

= |||||||| gnomAD Genomes Variant Frequencies 2.0.1v3, BROAD
4| n
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Variant Info HD200-repl RefSeq Genes 105 Interim v1, NCBI ClinVar 2019-07-01, NCBI
Chr:Pos Ref/Alt VAF DP Gene Names EffectCombined HGVS p. (Clinically Relevant) Classification Review Status Conditions In COSMIC? MutationIDUni---
2:29416326 G/A 0.270899 945 ALK Missense NP_004295.2:p.Pro15435er ? ? 7 True CO5M2941442
2:48018236 G/T  0.253247 616 MSHeB Missense NP_000170.1:p.Ser144lle Benign (3 Stars) Reviewed --- not provided,Lynch syndro--- True  COSM4588649
3:10138019 G/A 0.305785 847 FANCDZ,FA--- Missense MNP_149075.2:p.Asp1350Asn,? ? ? 7 True COSM2915697,--
4:55604693 C/A 0.34 300 KIT Other NP_000213.1:p.5er967= ? ? ? True CO5M3301473
5:112179431 C/T  0.280665 482 APC Missense MNP_000029.2:p.Arg2714Cys  Uncertain Significance (1 Stars) Criteria Pr---  Hereditary cancer-predispo--- True  COSM25891126
8:145739087 T/A  0.270751 1014 RECQL4 Missense MNP_004251.3:p.Thr690Ser  Uncertain Significance (1 Stars) Criteria Pr-- Baller-Gerold syndrome True  COSM2871905
9:98239971 c/T 0.298957 865 PTCH1 Missense NP_000255.2:p.Cys454Tyr ? ? 7 True COSM2733335,--
9:98278975 c/T 0.259594 1331 PTCH1 Missense ? ? ? ? True COSM199000,C---
9:100437823 AlG 0.285714 280 XPA Other MNP_000371.1:p.Ile240= ? ? 7 True COSM2793140
10:43604493 c/T 0.273738 1170 RET Missense NP_066124.1:p.Arg360Trp ? ? ? True COSM33011,C---
13:32912750 G/T  0.336232 345 BRCA2 Missense NP_000050.2:p.Asp1420Tyr Benign (3 Stars) Reviewed ---  not provided,Hereditary br--- True COSM3736087,--
13:103515036 G/A  0.269939 978 BIVM-ERC--- Missense MP_001191354.1:p.AlaB67ThrN--- ? ? ? True COSMB96103
15:89849327 G/A 0.2875 1200 FANCI Missense NP_001106849.1:p.Glull47Lys ? 7 True COS5M2015328,--
16:2134450 G/A 0.286654 1064 T5C2 Other NP_000539.2:p.Arg1409= ? ? True CO5M4656201,---
16:3658433 C/A 0.28629 744 SLX4 Missense MNP_115820.2:p.Arg178Ile ? 7 True CO5M2919796
|_| 17:41234451 G/A 0.241218 427 BRCA1 LoF NP_009225.1:p.Argl443Ter 3 Stars) Reviewed --- Breast-ovarian cancer, fami--- True COSM979730,C---
< 1 ]

ST Wariants 16 30

i -]l © 2 0O @ [[¥] Ih GOSMIG? is true: HD200-rep 1= o |

+

17:41234451 - G/A (1bp sub)

GChr:Pos: 17:41234451
re412934565

ClinVar Assessments 2019-07-01, NCBI

ReflAlt GIA GIA GiA GiA GIA GIA GIA GIA GiA
NEUEW] 17675 17675 17675 17675 17675 17675 17675 17675 17675
A IS Counsyl Michigan Medical Baylor Miraca Genetics Genetic Senvices Fulgent Genetics Integrated OMIM Laboratory for Molecular Genome Diagnostics
Sourc Genetics Laboratories, Laboratory, University of Genetics/Laboratory Medicine Partners HealthCare Laboratory,University
Laboratories, University of Chicago Corporation of America Personalized Medicine Medical Center Utrecht
Michigan
Date 2014-10-02 2016-04-21 2017-02-23 2016-11-29 2017-05-18 2016-08-15 1994-12-01  2016-10-28 2014-10-08
(EEEIL=ILLY Pathogenic Pathogenic Pathogenic Pathogenic Pathogenic Pathogenic Pathogenic  Pathogenic Pathogenic
Conditions Breast-Ovarian Cancer, Mot Provided Familial Cancer Of {Breast-Ovarian Cancer, Mot Provided Mot Provided Breast- Mot Provided Mot Provided
Familial 1 Breast Familial, 1} Ovarian
Cancer,
Familial,
Susrcentibility
] i1 |
7)T—23aVEREERT 7T BN, 7—9N— A)\=U>J62K
® 7)T-I3VIBRIEIERT -AT-JIIIZOFFEBIMNEIN, T—IRN-ZAD)\A)\-)>0ED
o ZET-AT-IINLOERDT 527w IT3E. 77— D MIEROME R EE e
Z2ErET-I7-JI LOEROT— WIddE. V)T—2320F B =0]He
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T Filter Wariantz %' 4 [ Wariants 4 % 4
[\.-‘ariants v] @ @ R D El Glinical Significance iz (Likely Pathogenic, Pathogenic): Sampled_Variants ™ of
w' Filter Variants A 139,073 = = =
Variant Info Sample3_Variants Summary of TruSight - RefSeq Ge
Matched? is true A0 Bhr:Pos Fef/Blt Variant Allele Freq Read Depths (DF)  Allelic Depths (GLGAD?) Zyeasity Matched? Gene Mames Effect (Gombined)
142 7:55249071 o7 0.714286 84 24,60 Heterozygous True EGFR Missense
Read Depths (DP) (Current) == 30 a o 7:55259515 T/G 0.726744 172 47,125 Heterozygous True EGFR Missense
194 9:21971153 C/A 1 32 0,31 Homozygous Variant True CDKNZA LoF
17:7577120 cfT 1 213 0,207 Homozygous Variant True TP53 Missense
VariantAllele Freg (Current) == 0.3 A O
116
HGVD Allele Freq A 0
38

Clinical Significance is (Likely Pathogenic, Pathogenic) 3

Affects 0

Association 0

Benign 16

BenigniLikely Benign ]

Conflicting Interpretations Of Pathogenicity 0

Drug Response 2

Likely Benign 7

Likely Pathogenic 4

Mot Provided 1 o A
Siner .| €— T4HIZ)D-970-
Pathogenic 2

Protective 0

Risk Factor 0

Uncertain Significance 2

Missing 14

® {IHILIZY )T —2aVIBERREZAVT, EET AW I ERDIAINAITD-7I70—=ZVERK

o J-—/JJ0-D&I Ec_“tk\ TN THEROZERT A7)\ EsPnlRe T, JEHZEE I ¢
TV TERDERT -7~ 7JLB§§)JEI’J(L7“J7°_“ h&Nd
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COSMIC Mutation
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- PAYSTILTELOENTNOT > T)IVEL

Sample CountTI(IAUZ ) =MNIBCET. EHE
ZEOH =ML T ZEN TIRE

EILFETD

ICGCREDADY > TV HI> M —AR-26, FEEIUIERRDT ./

T=33>%6D

Cancer Gene CensustFusionsi2EDCOSMICOAt DT -4
— A, RSB FLAINOHIOT ERSTHD, BBIEFTE
DHEBEPL N ADRLEICHITHEE. BiEITINADIELERLSIE
LFIBHR. wmXIIREZT )T—232ELTEHD

In COSMIC?
ReflAlt
Mutation 1D
Mutation CD'S

Mutation A&

Ensembl Transcript ID

RefSeq Transcript 1D
CDsS Length

Gene Name

HGHNC ID

Pubmed ID

Study 1D
Sample Count

Samples

Sample Primary Sites

Sample Tissue Types

Oncotree Tissue Type

Oncotree Tissue Type
Counts

Primary Site

Primary Site Counts

Site Subtype

Site Subtype Counts

Primary Histology

Primary Histology
Counts

biosciences & nanosciences

True

()

COSM1135366, COSM521

C.35G=A, c.35G=A

p.G12D, p.G12D

ENSTO0000256078, ENSTO0000311936
77

570, 567

KRAS

6407

22696596, 26806338, 28451359, 25344691, 29360550, 26164066,
24705251, 23103869, 27245685, 24944587, [more]

328
1590

2439721, 2439722, 2196603, 2196600, 2549400, 2549404, 2549391,
2549396, 2724529, 2549388, 2725034, [more]

Pancreas, Lung, Pancreas, Pancreas, Pancreas, Lung, Pancreas, Large
intestine, Large intesting, [more]

Pancreas, Lung, Pancreas, Pancreas, Pancreas, Lung, Pancreas, Bowel,
Bowel, Lung, Pancreas, Lung, [more]

Pancreas, Lung, Bowel, Lymphoid, Biliary Tract, Uterus,
Eszophagus/Stomach, Bladder/Urinary Tract, [more]

Pancreas, Lung, Large intestine, Haematopoietic and lymphoid tissue,
Biliary tract, Endometrium, [mare]

524,407,390, 46,40, 24 17,17,14,13,10,9,9,8,8,7,7,7,7,5,3, 3, 3,
1,1

Colon, Rectum, Appendix, Bile duct, Caecum, Bladder, Ampulla of Vater,
Brain, Head neck, Duodenum, [more]

Carcinoma, Haematopoietic neoplasm, Other, Lymphoid neoplasm,
Glioma, Pancreatic intraepithelial [maore]

1473,36,27,10,7,7,6,4,4,3,3,22 2,1,1, 1,1
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ClinVar Filgen

biosciences & nanosciences -

ReflAlt

Clinvar Variant ID 12582

- RECEEIZEEZFENCUYNELT —IR—-AT., 7)7—232¢UT Clinical Significance | ZTEIE

J;(—F(D'Féﬂ;’&t\j ENIENECEIEN A EIEY Pathogenic (21), Likely pathogenic (3)
from Submissions
- gﬁ@yﬁ}ﬁ'l‘iﬁ’; (Cla SSIfI CatIO n) :::W Status (213;3;51]3[;21:% Provided, Multiple Submitters, No Conflicts
S o~ o . S| rs
= :F_'Ll/—/fl/'lk/ﬂ. (ReVIeW Status) Gene Names KRAS
= gﬁb‘*&%éﬂkﬁﬂ%b]— F Gene IDs 3845

g. Name NC_000012.11:0.25398284C>T

- Classification TSI ENIBTL T, RRIEEHOLEROMEH R - 5
S BCENETRE oanees

NP_004976.2:p. Gly12Asp

RCV000013411, RCV000013412, RCV000022799, RCV000029214,
RCV000029215, RCV000144969, RCYV000144970, [more]

Carcinoma of pancreas, Meoplasm of stomach, Epidermal nevus, Nevus
sebaceous, Epidermal nevus [more]

Clinvar Assessments Variant ID ::;-;82 ::;-;82 ::;-;82 ::;-;82

IR = »— - - - - ~u 08 OMIM Laboratory for Molecul Datab Yale Center fi
- BRFHMEDOILT > AERD. EECClinVarlCB#xeNiciAR oo h e Medicine Parners HealtiCare  of . Wendelian

0)'|%E$E_@\ Tjj—__:/3>tb—cu—Fo),l-aﬁ5$E¢&BD Personalized Medicine 33{::;?15 S::’lt;:r;ii;s,\"ale
(DoCM)
) Eﬂ:g%jonyla I\OD\J_Z 2012-06-10 2014-08-28 2016-03-  2012-10-25
= @E@ﬁﬁ'liﬁiﬁ o ) 10 i o

- g&t\‘*&%éhk%#’: (ﬁ%%@t‘) (wELE N Pathogenic  Pathogenic Mot Pathogenic

Provided

- 7
= ﬂil:l%(t-g:éﬁq:%R BT Gastric Mot Provided Mot Mevus Sebaceous
=a. .
- EHHYUZl\ Esrspnc;ir,c Provided
Guidelines ? ? ? ?

- FEOEACLC, BEEICLIERIH T SRIREIER TES

WENEEIOE Motojima et Somatic KRAS variants have ? ?
al. (1993) been identified in up to 15% of

identified cases of ovarian carcinoma,

mutations = and Gly12Asp [more]

in KRAS

codon 12in

46 of 53

pancreatic

carcinomas

{ [more]
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biosciences & nanosciences

1 2 5 4 Regorafenib Cetuximab, CH5132799 Rapamycin
RefiAlt A ciA ciA CIA Panitumumab (Sirolimus)
2 i 2 ?
Tumor Type Colorectal Colorectal Breast Breast TEerT ' SUDSTRIES ' :
Adenocarcinoma Adenocarcinoma e
Type
CIvic 83 256 310 n
Oncotree Bowel Bowel Breast Breast Evidence ID
Tissue Type
- =0 Predictive Predictive Predictive Predictive
Gene Name PIK3CA PIK3CA PIK3CA PIK3CA
: Clinical NIA Resistance SensitivityResponse  SensitivityResponse
CIViC Gene ID | v v v Significance . g . ’
Entrez Gene 1D gaely 5290 5280 5290 Evidence Does Mot Support Supports Supports Supports
(-8 ENSTO0000263967.3 ENSTO0000263967.3 ENSTO0000263967.3 EMST00000263967.3 R
Evidence Level BzE{wlqile1] B - Clinical D - Preclinical D - Preclinical
o o = e
AEUELNRETEI E542K ES42K ES42K ES42K Evidence PIK3CA mutation The presence of a Breast cancer cell Rapamycin inhibits
civic variant [T 103 103 103 Statement status was not PIK3CA mutation in lines with transformation

D

predictive of

exon 9 (such as

ES42K/ES45K

induced by mutation

response to E542K) or exon 20 mutations showed in PIK3CA
VEUEWROUGIE Somatic Mutation Somatic Mutation Somatic Mutation Somatic Mutation regorafenib treatment were associated with  increased sensitivity
- in patients that had lack of [more] to CH5132799 than
Wariant PIK3CA PIK3CA PIK3CA PIK3CA [more] [more]
Summary E545K/IES42K are the ES45KIES42K arethe ES45KIES42K arethe ES45KIES42K are the
second most second most second most second most PubMed ID 24559322 19223544 21558396 15647370
recurrent PIK3CA recurrent PIK3CA recurrent PIK3CA recurrent PIK3CA

mutations in breast
cancer, and are highly

mutations in breast
cancer, and are highly

mutations in breast
cancer, and are highly

mutations in breast
cancer, and are highly

Citation

Sartore-Bianchi et al,
2014, Expert Rev

Sartore-Bianchi et al.
2009, Cancer Res.

Tanaka et al., 2011,
Clin. Cancer Res.

Kang et al., 2005,
Proc. Matl. Acad. Sci.

[more] [maore] [more] [more] Anticancer Ther USA
Phenotypes ? ? ? ? ? ? ? 2
Colorectal Cancer Colorectal Cancer Breast Cancer Breast Cancer
Trust Rating 4 out of 5 Stars 3 out of 5 Stars 4 out of 5 Stars 3 out of 5 Stars

9256

CIViC
- DAICEET 2B FEROBRRN IR ZEDIA-T> T
JERADT—IN=ZT, 7)T=232ELTU T OIB#HRZED

- BEROREDE
- PADOTEREDEZS

9256

1612

1612

- ARIOZIINCTRVANICEEEREEOMRBEZ . §1A

FETHRTES

- Clinical Significancet°Evidence LevelTI/ILAU> )%
ITILT. FROBRAKRNEERZRDOZ R TES

-

- BEOYV)-

- AR OIEE

- BRARNEE }
- IETYAULNILEEET BETHR

- wmsUAR

SNV, InDeldAtll, T—AXR—(CFIE - EFE(CEHI 215
HREED
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PMKB

Filgen

The Precision Medicine Knowledgebase
(PMKB)

- REFECLZT-IOREMTIONTVS. NAICEETS
B FEROERRIFIREXEDHILT —IR—-ATHD. 7/
T3V ELTU T OE#HRZED

- EROBEDX

- ZEOERREVER
- JOEEROER

- WADTERELfEES
- msUAR

- JBEERREZOMRREE. SRR ETHIRTESD

- SNV, InDeldtl, T—AXR—-X(C(FIE R FE(CRET 2B
HRHEED

Interpretation

Entrez Gene
D

Mutation Type

Wariant Name

Interpretations

Drugs

PMKB Tumor
Types

Oncotree
Tissue Type

Tier

PubMed IDs

Prognostic

361

BRCA1
672

Coding Mutation
BRCA1 any mutation

467

BRCA1
672

Amplification

BRCA1 copy number
gain

biosciences & nanosciences

=

Deletion

BRCAT copy number
loss

Inactivating mutations in
BRCA1 may be associated
with sensitivity to PARP
inhibitors. DrugRucaparib

Miraparib Claparib

Olaparib, PARP Inhibitor,

Miraparib, Rucaparib

This gene is a known
cancer gene.

This gene is a known
cancer gene.

Adenocarcinoma

Breast, Ovary, Prostate

Breast, Ovary/Fallopian
Tube, Prostate

1

26510020, 21862407,
28229583, 27717299,
20408929, 24607283,
27962476, 19553641,
25366685, 27908594

False

Acinar Cell Carcinoma,
Acinic Cell Carcinoma,
Acute Myeloid
Leukemia,
Adenocarcinoma,
Adenoid [more]

Adrenal Gland, Anus,
Ampulla
(Pancreaticobiliary
Duct), Appendix,
Bladder, Blood, Bone,
Bone Marrow, [moare]

Adrenal Gland, Bowel,
Ampulla of Vater, Bowel,
Bladder/Urinary Tract,
Myeloid, Bone, Bone,
CMNS! [maore]

2
27899573

False

Acinar Cell Carcinoma,
Acinic Cell Carcinoma,
Acute Myeloid
Leukemia,
Adenocarcinoma,
Adenoid [more]

Adrenal Gland, Anus,
Ampulla
(Pancreaticobiliary
Duct), Appendix,
Bladder, Blood, Bone,
Bone Marrow, [more]

Adrenal Gland, Bowel,
Ampulla of Vater, Bowel,
Bladder/Urinary Tract,
Myeloid, Bone, Bone,
CNS! [mare]

2
27899578

False
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Cancer Hotspots

Filgeng

biosciences & nanosciences

J

Reference Sequence GRCH37 g1k, 1000Genomes

-

User Annotations @m

1C TS C D C D C N G AT C AN C NS G WA G )

| cancer Hotspots 2018-09-10, GHI

[ End2

["] Current Sample: T990005 - 071 Genotypes (GT)

TQBODDE{ rsl219132?3-(-

RefSeq Genes 105 Interim v1, NCBI

PIK3CA

Cancer Hotspots

- MABEBEFICHIT2. SEECEENMRET RS /L%E
g ((RybZARwR) F—4T. 7)7-33>E0TA T OIER

(&3P,

. BETE
- BLREE ORI RS

- BRIUCHREINL 7 /BRI T> T

- DADOTBREES> TR

- YT RIS EATIE A, Ry My MEEPICTE

TEI2EEDH=EIME T HENEIEE

User Annotations @m

=

Efd5

Project Data im
i

-

User Annotations @@

=

Extended Fields

PIKICA

| Residue

Type single residue

Amino KAQVYG
Acids

Amino 356,6,5, 3,2
Acid

Counts

Q-value [

Samples R¥p

Tumar breast, bladder, bowel, lung, head_neck, uterus, cervix, stomach,
Types brain, kidney, unk, prostate, skin, biliary_tract, soft_tissue, ovary,
pancreas, testis, thyroid, ampulla_of_vater, liver, lymph, thymus, vulva

LTI 112, 46, 45, 32, 31, 22, 16, 16,10,8,6,5,4,3,3,2,2, 2,2 1,1,1,1,1
Type
Counts

Style Fixed Color #1245d6

- JRVAOZEECLOT, BEEICREINLTI/BAERE

ZHEERCED

- S ILTIOY-(CTOYRSEBTET, BIF EORY ARy
N R B (CR RSB RIEETHE
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PUISERET —HINR—2A Filgeng

biosciences & nanosciences

1kG Phazed — Variant Frequencies 5a with Genotype Gounts, GHI

Ref/ dlt Identifier  Allele Countz] Allele Frequencies | AMR - fllele Countz AME, - Allele Frequencies AFR - allele Gounts AFF. - Allele Frequencies SAS - Allele Countz 345 - Allele Frequencies
A/G  rs1412829 923 0.184305 131 0.188761 18 0.0136157 265 0.270961
GfA  rsd977756 3564 0.711661 550 0.792507 899 0.68003 710 0.725971
GfA rs357564 1987 0.396765 282 0.40634 298 0.225416 461 0.47137

? ? ? ? ? ? ? ? ? ?
? ? ? ? ? ? ? ? ? ?
? ? ? ? ? ? ? ? ? ?
AlG rs9635513 4005 0.79972 484 0.697406 1181 0.803343 745 0.812883
G/T rs865686 3546 0.708067 474 0.682997 652 0.493192 859 0.878323
T/C rss05922 1773 0.354034 152 0.21902 483 0.365356 384 0.392638
A/G  rs1800858 3774 0.753594 520 0.74928 1206 0.980333 679 0.604274
? ? ? ? ? ? ? ? ? ?
A/G  rs1800860 3882 0.77516 433 0.623919 1177 0.800318 737 0.753579
G/T rs1800861 3568 0.71246 519 0.747839 1217 0.920575 585 0.558159
C/T rs3123078 2629 0.52496 417 0.600865 700 0.529501 399 0.407975
T/C rs10993594 2417 0.482628 418 0.602305 469 0.354766 374 0.382413

PUISEET—IN—-2A

AEREDFTEERANO7IIIREZERIEGGTEUT — - FTAR-ZADFERECIO T FEABOVIISEET 5%
AR—ZT. U TFREREDT —AIN-INFIFATES TANAIIIERT 3L bEIRE
- dbSNP
- 1000 Genome - Human Genetic Variation (HGVD)2EDHAASNP
- NHLBI 6500 Exomes T —AR=2ZBIEA >R NFBLCLOT RERICT (LAY
- EXAC Variant SRV ZEER]HEE
- gnomAD Exomes/Genomes
- TOPMed
- UK10K

- PSRRI, AEOPUNSEE TV I RITITE

T, KENICHFEIDEEDH =B I HTEN BIEE 19



iRl Filgeng

BRARY >IN : EEHRRDH
BRIRICAWST =974 : 2Y>TIOVCFI7A I

fRtTOBR : PABLFICHIIKEESREERL M AMIHIEEFICHEITD
PEER KRBT EDR L

) "Cancer Gene Panel Tutorial - Gelden Helix VarSeq 1.4.2 - [m] x
File View Tools Help k
o, oot 12 M B < 2K - 24 3::‘:1@: 125, 91:
¥ Filter Chain X\ + [ (30 Variants) In COSMIC? is true: 10 Percent X\ +
s Filter Chainy N B et - |f <@ 2 0O [ [mcosvicristue: 10percent™ of! Variants: 30
[/ Quality Filters A 0 - -
Variant Info 10 Percent Summary of COSMIC Mutations Left __ | Effect (Combined) o x
i “Ehrpes Refjalt Fiter  Read Depth (OF) VariantAldk Frea. InCOSMIC?  Mutation ID (Unique) | The highest prierity of the effect amnatations found among the variant transaript nteractions.
‘VariantAllele Freq (Current) = 0.01 A0 1:43814967 T/C PASS 3174 0.0287157 True 86964 Type: Categorical
332 2:25536827 G/A PASS 2562 0321736 True 3766569,3766570 ) . -
, Field: Effect (Combined)
In COSMIC? is frue Ao 455141055 MG PASS 6595 0.999393 True 1430082 i
w 4:55502202 A/G PASS s 0.0276807 True 1430134 | Symbol EffectCombined
4:35593481 AG PASS 14452 0.46692 True 21983 |  Doc: The highest priority of the effect annotations found among the variant transcript
NOTCH Genes A O 2106156079 T PASS 9807 0.0235584 T 1694769,1604770 |  interactions. The likely effect that the variant will have on the franscripts product The )
2 . . - ontologies that correspond to each effect category can be found at the bottom of this page in
4106157029 o PASS 11487 0.0262355 True 10732 | g documentation for the efiect categary
4106164899 G/A PASS 5327 0.0268797 True 41650
24106196403 AC s 7544 0.017136 True 110785| Category Counts (30 Records from a Dataset Total of 126,914)
4106196951 MG PASS 9836 0.0474493 True 3760322 Category _ Coun
4:153247304 G/A PASS 5185 0.021995 True 3600916,3600917,36009
Missense 14
7:30450395 G/A PASS 4365 0.0254354 True 3639479
7101837149 GiA PASS 2303 0.511154 True 1568186,1568187 Other 14 46.67%
7.
7:101844851 MG PASS 2824 0.460284 True 4161680 LoF P 6 67%
7:101916647 A/G PASS 3355 0.508202 True 3721378
701917521 GIA PASS 6269 0542419 True 1755000 | Tota ” ToEm e 3
7:140433136 AT PASS 20410 0.0137667 True 476
8:117864217 NG PASS 3606 0.0377568 True 150521 | Categories of Effect (Combined)
9:139391636 G/A PASS 2947 043784 True 3763781,3763782 Missense The variant will cause at least one amino acid to change or cause a
9139397707 GIA PASS 3403 0492837 True 1461158,33747 premature start codon in the UTRS. The ontologies included in this category
are: disruptive_inframe_deletion, disruptive_inframe_insertion,
10:89717735 A PASS 2009 0.0282466 True 3069 inframe_deletion, inframe_insertion,
11:32417545 T/ PASS 6301 0.482931 True 1353507 1353508 5_prime_UTR_premature_start_codon_gain_variant, missense_variant
177577109 ASG PASS 5992 0.0264302 True 45871 Other The variant is likely to have a low or unknown effect on the transcript's
20:31022442 /G PASS 3806 0.0478192 True  1411076,1656769,34210 functional product. These changes do not change the amino acid sequence of
i the protein. The ontologies included in this category are: synonymous_variant,
20:31024274 T/C PASS 12640 0.0962834 True 4134433,4134436 stop_retained_variant, splice_region_variant, 3_prime_UTR_variant,
20:31024332 T PASS 11017 0.0282547 True 3545250,3545259 5_prime_UTR_variant, intron_variant, non_coding_exon_variant,
int it, unkd .
X:39933339 AG paSS 7109 0851436 True 4156839,4156840 e e own
X:44920077 C/A PASS 3631 0914404 True 3759495,3759497,3759498 LoF Loss of Function. The variant is hkelyt_n cause the transcript's productto lose
| function. The ontologies included in this category are: transcript_ablation,
X:44938563 G/A PASS 2799 0.0525375 True 1173848 exon_loss_variant, stop_lost, stop_gained, initiator_codon_variant,
X:133547694 /A PASS 5294 0.0434454 True 1724606, 1724607 frameshift_variant, splice_acceptor_variant, splice_donor_variant v
2 |¢ > copy 2 O




FEYAMN —33Y Filgeng

biosciences & nanosciences

7 Fitter Variants %+ Summary of TruSieht Myeloid ===  TruSieht Myeloid Amplicon Desien ---

' Filter Variants A 1264914 True |MR&5 gxon 2 line 7 chr 1.11R2RE670.1-=-
Matched? is true a - True IMRAS exon.2 line 7 chr 11152086707+
True 195773 True |[MRAS 2xon 2 line 7 chr 1 1 1B2B3670 1
True |[MRAS 2xon.2 line 7 chr 1 1152536701
False 1141 — Ealse 3
Missing 1] False ?
False ?
125,773
e
Read Depth (DP) (Current) == 2500 % — —_—
2800 1l
+ Variant Info NA12877-50-Horizon 51
* Ghr:Pos Ref/ At Identifier] Read Depth (DF) | Wariant Allele Freq| Genotype Qualities (GG Gene Names
Less than 2,500 27475
11:118348810 T/C 7 4953 0.062695 100 KMT2A
Equal to 2,500 1 11:118348811 G 7 10093 ? 100 KMT2A
Greater than 2 500 J744 11:118348812 T 7 10059 ? 100 KMT2A
o 11:118348813 G 7 10029 ? 100 KMT2A
Missing B 11:118348814 G El 10035 ? 100 KMT2A
40745 11:118348815 G ? 10083 ? 100 KMT2A
— 11:118348816 C 7 Q479 ? 100 KMT2A
VariantAllele Freq (Current) == 001 % = 11:118348817 A 9 9457 ? 100 KMT2A
nm bals 11:118348818 G ? 10099 ? 100 KMT2A
+ 11:118348819 T 7 10077 ? 100 KMT2A
- ? ?
Less than 0.01 i 11:118348820 G 7 10066 7 100 KMT2A
11:118348821 T/A 7 10028 0.0620318 100 KMT2A
Equalto 0.01 0 11:118348822 C ? 10062 ? 100 KMT2A
Greaterthan 0.01 210 11:118348823 C ? 9999 ? 100 KMT2A
o 11:118348824 C/G 7 10058 0.0569778 100 KMT2A
Missing 40,635
20

o ELTF/ RILTFHLUICAVSNII-SY MBS, BLUT>TINFT—I0U—-RZEE (Read Depths)

EPVUIBEE (Variant Allele Freq) DOJ(IIA—&EZITD 51
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FEYAMN —33Y Filgen

biosciences & nanosciences

¥ Filter Variantz 3 4

“ariants W

o' Filter Variants A, 126914

[¥] Matched? is true 3 0O . “I,‘j'd_'l:,(/\_C2$E* IJ)I//,J_.__“ 9/\ Z%—:ﬁﬁ(’\_c %ﬂ%ﬂ@%.w_@"fﬁﬁ;
PNENZES \t\ COSMIC MutationT—IR—Z[CEFIN TV ZER

[/] Read Depth (DP) (Current) == 2,500 4, O @j{)bg_ﬁgﬁgﬁh_-—'j
40,745

VariantAllele Freq (Current) == 0.01 A 0O

210
[¥] Allele Frequencies = 0.01 OR missing & — )
001 s
+ 1kG Phase3 — Variant Frequencies 5
Rt /it Identifier Flaez  Read Depth (DP)  Allele Gounts All=le Frequencies # blleles
Less than 0.01 i
A/G rs1364054 EX_TARGET 21383 2445 0.488219 5008
Equal to 0.01 I - G/IT rs807624 ? 19967 2062 0.501454 5008
7 ? ? ? bl ? 2
Greater than 0.01 43 ’ ’ ) ’ ) ’ )
G/C rs1881421 EX_TARGET 17724 2869 0.572883 5008
Missing 161
167 J
[¥] Allele Frequencies =< 0.01 OR missing % — —
0.1 1M
¢ HGWYD1210-Y2_30
0 Fef/alt] Allele Frequencies rell Fef At #oample
Less than 0.01 ) 2 2 2 2 2
Equal to 0.01 0 AfG 0.295687 rs2292884 A G 881
Greater than 0.01 0 G/A 0.328386 rs12330369 G A 1078
' ? 2 ? 3 ? 3
Missing 167
167 —
R — —
In COSMIC? is true a Summary of GOSMIC Mutations 88, GHI
True 39 In COSMIS?] Mutation ID (Unique)  Gene Mame (Unique)  Mutation GOS (Unique)  Mutation A4 (Unique)
True| COSMATLIEES Cr - ALK C.27C=0G p.LoL
False 135 — False ) ) ) »
Missing 0 False ? ? ? ?
True] COsSM3927762 EPCAM C.3T=C p.M115T
3| 22




FTEJAN =33

Oncogene

Raole in Cancer is Oncogene

Fusion
Oncogene
TSG

Missing

Matched? is true
True
False

Missing

Classification
Association Mot Found
Benign

Conflicting

Likely Benign

Likely Pathogenic
Other

Pathogenic

LUncertain Significance

Missing

B Y
A

20
20

20

GOSMIC CGancer Gene Census 89, GHI

Molecular Genetics
Dominant
Dominant
Dominant
Recessive
Recessive

Role in Cancer
Oncogene
Oncogene
Oncogene

Mutation Types
Missense
Missense,Dther
Missense,Other

TSG | Mizzenze Monzense Fra-

TS5G | Mizzenze Monzense Fra -

Summary of=---

Gancer Hotspots 2018-09-10, GHI

Matched? Gene Rezidue Twpe  Amino Acids
True MNRAS Q61 single residue  R,K,LHBE*
False ? ? ? ?
True KIT D816 single residue WH, YA
False ? ? ? ?

ClinVar 2019-07-01. NGBI
Ref{@lt  ‘ariant ID Clazzitication Glinical Significance
G/T 73058 | Uncertain Significance | Uncertain Significance
AT 13852 | Uncertain Significance | Uncertain Significance
AT 13961 Pathogenic Pathogenic
cT 12580 Pathogenic Pathogenic
c/T 12582 Pathogenic Pathogenic

Amino Acid Counts
204,142,46,27,2,1
?

11,5,5,1

?

Filgen

biosciences & nanosciences

® OncogeneMiERERY NARY N EOZEDIME . INX TRIFEEDH 2 ZEDIMEDT 1)L 57—

B IE%Z

/— =

17D

23
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Filgeng

biosciences & nanosciences

® Tumor Suppressor GeneMiER(THE . TRIRMEDD D EFTIItEpE R R Z E DN

DI —ERTEZITD

[¥] Tumeor Suppressor Gene A |
Rolein Canceris TSG AT T COSMIC Gancer Gene Census 89, GHI
Fusion ! Molecular Genetics Fale in Gancer Mutation Types
Oncogene i Dominant Oncogene Missense
— 20 Dominant Oncogene Missense,Other
Dominant Oncogene Missense,Other
Missing ! Recessive TS5G| Mizzenze Monzenze,Fras-
2 Recessive TS5G| Mizzenze Monzenze,Fras-
(Classification OR Effect (Combined) -
() AND Results satisfy criteria of all contained filters
IG OF  Resultz satisfy criteria of any contained filter I .
ClinVar 2019-07-01, HGBI
Classification & | Effect (Combined) & | Ref/alt  ‘Variant ID Glassification Glinical Sienificance
Association Mot Found Imvalid o G/T 73058| Uncertain Significance | Uncertain Significance
Benign LoF 3 AT 13852 | Uncertain Significance | Uncertain Significance
AT 13961 Pathogenic Pathogenic
e e 4 C/T 12580 Pathogenic Pathogenic
Likely Benign Other 3 C/T 12582 Pathcgenic Pathcgenic
Likely Pathogenic Unknown I
Other Missing I OR
Fathogenic RefSeq Genes 105 Interim w1, NGBI
Uncartain Significance Gene Mames  Sequence Ontalogy (Combined) | Effect (Combined)
e 1 TETZ2 missense_variant Missense
TETZ missense_variant Missense
] TET2 stop_gained LoF
' TETZ missense_wvariant Missense

24
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biosciences & nanosciences

Oncogene or Tumor Suppressor Gene >

") AND Results satisfy criteria of all contained filters

|0 OR  Resultz satisfy criteria of any contained filter |

[¥] Oncogene A | [¥] Tumor Suppressar Gene A | o OncogenetTumor_SUppressor .
[¥] Role in Canceris Oncogene 4, — [¥] Role in Canceris TSG a = Gened)j’{}l/g_:l\ T%OR@%T?&%
Fusion 7 ||| Fusion y (. BRFARZRZEITCEDLIICTD

Oncogene 20 Oncogene |

TS8G 20 TG 20

Hissine o 1 s ” ® CDIIVI-EEICLD. ERFIRICENIC

| . - _ = F1E9 3COSMICEERAEHDERLD.,

L | AT LISAADHEE T T
; ADOFEECEADDIEDZIRETES

False 14 Association Mot Found 1 Invalid
Missing 1] Benign ] LoF 3
§ Conflicting 1] Missense 14

[¥] Classification ¥ T SELIEIT ! 2 b . %W ODEEF_E’J%%‘\)D; %ﬁilﬁ*&at
Aszsociation Mot Found I LT TIELE ] Unknown ! (i %W ni%ﬂ]lﬁ*&g’(/l\gibﬁgmu

Benign ] Other 0 Missing i
Conflicting I Pathogenic I}
Likely Benign I Uncertain Significance 0
Likely Pathogenic 1 Missing 19
Other 1] i 3
Pathogenic 3 '
Uncertain Significance 2
Missing 1]
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File View Tools Window Help

) s w 19: 35,045,390 - 36,045,915 E] B2
E] Q,  fagrdd 3 Homo sapiens (Human), GRCh37 hg13 (Feb 2003) - -_ g 4
Plot Tree 8% i B i >
7] B 990005 _somatic_hgld - — g—
4 19: 36,045,894 19: 36,045,899 19: 36,045,504 19: 36,045,509 19: 36,045,914 »
GastricCancerFeatures A i i I i
SRRS504685 filtered sorted.rea...
i‘ Coverage M filtered sorted.realigned.deduped.r RawDala - GastricCancer B8
Cnvsra e
= Pileup
A SRR504686 filtered.sorted.rea.. ~ w 500-
S 3003
& 100 A
[ History Copy r
E Pile-u
Chr1g: 36,045,903 E 2
300 -
1 1D -] : ‘
200 :
150- ;
(match) T 230 764 294 100
50 — ; : ) : . .
(mismatch) C 69 229 355 A
(mismatch} | € |2 0T |55 M filtered.sorted.realigned.dedupsd.r RawData - GastricCancer @
Total 301 100 306 Coverage £
i & 500 b
E a
0 alignments filtered out by quality B 300
settings. & 100 il
Pile-up
Chr19 between 36,045,903 and 182, £ T ] f
36,045,904 190 %
188 .
Insertions o = , - 2
Base(s) |Count|%of |Mean 184 . - -
otal | Quality 182. = T T
Nan- 206 1000 2 R L !
Insertions U & S
Total 306 100 7 W RefSeq Genes 63, UCSC User Annotations @m
L] g L
= ATP4A I E
[ I | [ L .z
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¥ Filter Wariantz ¥ <

' Filter Variants A 11076
Somatic 3 -
Read Depths (DP) (Current) >=50 &
50 iy

o

Less than 50 5,392
Equal to 50 40
Greaterthan 50 4470
Missing 1174
4510

[¥] AF (Current) == 0.05 3 -
0.08 iy
o

Less than 0.05 g
Equal to 0.05 i
Greater than 0.05 4501
Missing 1
450

[¥] AF (Mormal) = 0.01 OR missing A =
nm [
o

Less than 0.01 1
Equal to 0.01 i
Greater than 0.01 4,387
Missing 103
104

104

Variant Info

ThrPos | Ref/ah
3:1330681 GTT
3:1418753 GfA
3:1424718  GfA
31424745 T
3:1424850  T/G
31637940 GfA
31771749 AJC
3:2404004 /G
3:2404320 T
33076401 T
3:3076443 A/G
3:3081825  T/C
3:3098041  G/C
3:3108637  T/C
3:3109444 /T

Tumor (T990005)

Fead Depths (DF)
60
247
250
226
182
g
20
10
34
248
248
230
14
3

5

AF
0.203103
0.40081
0.473896
0.451327
0.5

0.375

1

1

1
0.477733
0.495968
0.430435
0.357143
1

0.8

Mormal (N990005)

Read Depths (DP)
47
177
213
176
99
8
18
15
15
233
249
193

el

AF
0.288880
0.443182
0.43128
0.4375
0.585859
0.5

1

1

1
0.420601
0.48583
0.435233
0.857143
?

?

GeneMames
CNTNG
CNTNG
CNTNG
CNTNG
CNTNG

?

?
CNTN4
CNTN4
CNTN4
CNTN4
CNTN4
CNTN4
ILSRA
ILSRA
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o [EEMRY>IIT—HIDU-RZEE (Read Depths) EFUISEE (AF)  BLUIEFEHHAZ
B2 INT=IDTIISEE DI — R TEZIT
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T Filter Variants 2 4+
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o' Filter Variants A 11,076
Somatic A =
Fead Depths (DP) (Current)==50 2, 0O

4,510
AF (Current) == 0.05 A4 0O
4,501

[¥] AF (Mormal} = 0.01 OR missing 4 0O

104
[¥] In COSMIC? is true L B
Summary of GOSMIC Mutations 88. GHI
True 28 In COSMIZ?) Mutation [0 (Unique) Gene Mame (Unique) Mutation GDS (Unique)  Mutation A& (Unique)
True| SOSMaTIIGRIC. - ALK C.27C=0G p.L9L
False i e
False ? ? ? ?
Missing 0 False ? 2 2 2
ag True COSM3927762 EPCAM c34T=C p.M115T
—’
Sample Count == 100 A - —_
100 kil CGOSMIC Mutations §8. GHI
* Gene Mame HGHC 1D Pubmed 1D Study [0 Sample Count Oncotree Tizsue Type
Less than 100 23 CIDEC 24229 20681454 ? 1 Lung
FANCD2 3383 26496030, 589 12 |GNS/ Brain, Thyroid,B---
Equal to 100 0 ZMNF860 ? ? 660 2 Liver
Greater than 100 1 CTHNMNBL 2514 25759019 413 2 |Bladder /Urinary Tras=
FYCOo1 14673 25275208 ? 42 |Head and Meck, Thyr-
Missing 0 FRG2C 33626 26873401 646 13 | Thyroid,Bowel Liver, =
1 —_

® #%UL\T. COSMIC MutationT —AIR—RICEIRINTLBZE R, BLUBERY > IIVEDT1)L5—
SEZITD 28
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Variants -

o' Filter Variants
Germline

A

11.076
a3 -

Read Depths (DP) (Mormal) ==50 4 —

50

Less than 50
Equal to 50
Greater than 50

Missing

[¥] AF {Normal) == 0.05
008

Less than 0.05
Equal to 0.05
Greater than 0.05

Missing

o IFEHMfaT>IIT—ID)—-REE (Read Depths) ¢7UIEEE (AF) OI1ILAF—

Z115

bl
+

4728

40
4027
2281

4067

= = + F

4058

4058

4,058

Variant Info
ThrFos

3:1339681 GTT---

3:1418753 G/A
3:1424718 G/A
3:1424745 T
3:1424850 T/G
3:1637940 G/A
3:1771749 AfC
312404004 C/G
3:2404329 T
3:3076401 T
313076443 AlG
3:3081825 T/C
3:3098041 G/C
313108637 T/C
313109444 T

Tumor (T990005)
Ref/&lt Fead Depths (DF)

60
247
250
226
182

9

20

10

34
248
248
230

14

3
5

AF
0.203103
0.40081
0.473896
0.451327
0.5

0.375

1

1

1
0.477733
0.495068
0.430435
0.357143
1

0.8

Mormal (N990005)

Read Depths (DP)
47

177

213

176

18
15
15
233
249
193

-~

AF
0.288889
0.443182
0.43128
0.4375
0.585859
0.5

1

1

1
0.420601
0.48583
0.435233
0.857143
?

?

GeneMames
CNTNG
CNTNG
CNTNG
CNTNG
CNTNG

?

?
CNTN4
CNTN4
CNTN4
CNTN4
CNTN4
CNTN4
ILSRA
ILSRA
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Wariantz -

o Filter Variants A 11,078
Germline a -
Read Depths (DP) (Mormal) == 50 A 0O
4067
[¥] AF (Normal) == 0.05 a3 O
4058
[¥] Allele Frequencies < 0.01 OR missing % ~ —_
001 il
+
Less than 0.01 116
Equal to 0.01 I —
Greater than 0.01 36T
Missing 265
381 —
Alt_allele_freq < 0.01 OR missing A = _
001 il
+
Less than 0.01 45
Equal to 0.01 ] ~
Greater than 0.01 4
Missing 195
240 »
240

o LW T2EBMADTV)IEEET -

S an—

SYTEZITD
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1kG Phazed — Variant Frequencies 5

Pt /i1t Hentifier Flagz  Pead Depth (DFY  Allzle Gounts Allzle Frequencies # Alleles

AfG rs1364054 EX_TARGET 21383 2445 0.488219 5008

G/T rs807624 ? 19967 2962 0.591454 5008

? ? ? ? ? ? ?

G/C rs1881421 EX_TARGET 17724 2869 0.572883 5008

HGYD1210-v2_30

Fef/alt] Allele Frequencies rell Fef At #oample
? ? ? ? ? ?
AfG 0.205687 rs2292884 A G 881
G/A 0.328386 rs12330369 G A 1078
? ? ? ? ? ?

ANR—-2FAWT, ENENOEFIANTIEENNEVWEED ()T —
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T Filter Variants ¥ 4

o' Filter Variants A 11076
Germline A =
Read Depths (DP) (Normal) == 50 a O
L1067
AF (Mormal) == 0.05 a4 0O
4058

Allele Frequencies < 0.01 OR missing A 0O

591
Alt_allele_freq = 0.01 OR missing A 0O

240
Effect (Combined) is (LoF, Missense) AT B RefSeq Genes 105 Interim v1, NGBI
LoF ! Giene Mames Sequence Ontoloey (Gombined) | Effect (Gombined)
AIESETEE o - TET2 missense_variant Missense
Other et TET? missense_variant Missense
Missing 0 TET2 stop_gained LoF

fig S TET2 missense_variant Missense
Classification is (Likely Pathogenic, Pathogenic) & = —
Association Mot Found 1]
e ! GlinVar 2019-07-01. NGBI
Conflicting : Ref/Alt  Variant ID Glassification Glinical Significance
Likely Benign 2 G/T 73058 | Uncertain Significance | Uncertain Significance
Likely Pathogenic L — AT 13852 | Uncertain Significance | Uncertain Significance
Other 0 AT 13961 Pathogenic Pathogenic
Pathogenic 1 cT 12580 Pathogenic Pathogenic
Uncertain Significance 1 GT 12582 Pathogenic Pathogenic
Missing 4

1 e

0 JFEEZEEFIIMEELELBELEDHMBICIZT. IRREEODHIEEDMED IS —STE
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o' Filter Variants

) AMD Results satisfy criteria of all contained filters

I @ OF  Results zatizfy criteria of any contained filter

Somatic A |
Read Depths (DF) (Current)==50 4, O
4510

AF (Current) == 0.05 4 O
4,501

[¥] AF (Mormal) = 0.01 OR missing 4 0O

104
In COSMIC? is true A -
True 29
False 75
Missing 0

21
Sample Count== 100 3 =
100 Lils

o
Less than 100 28
Equal to 100 I
Greater than 100 1
Missing I

# 11076
Germline A |
Read Depths (DP) (Mormal) == 50 4 0O
4,067
[¥] AF (Wormal) == 0.05 A 0O
4,058

[¥] Allele Frequencies < 0.01 OR missing & O
a8

[¥] Alt_allele_freq = 0.01 OR missing 4 0O

240

Effect (Combined)is (LoF, Missense) % —
LoF g
Missense il
Other 171
Missing 0
fid

Classification 3 -
Association Mot Found I
Benign 0
Conflicting 2
Likely Benign 2
Likely Pathogenic 0
Other I
Pathogenic 1
Uncertain Significance I
Missing fid
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