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MiniSeq TruSight Cancer Panel - HD200-repl.bam
|_| MiniSeq TruSight Cancer Panel - HD200-repl.vcf.gz

(V] fMiniSeq TruSigEt Canﬁ Pa# Bl -201801 - Goldermelix VarSeq 1.5.0 . —— — — -
File View Tools Help
M & o & eeo] {ZrPot, @) Comect ¢ HOW0-epl v b P P \Sl::'l':r"‘iz at.ssé
/ == Vari:a;;é;g_x \EE / l GenomeBrowse X'\ 4+
[veriants ~]f © R m 1 | Matched? is true: HD200-rep1~ ef? Variants: 298 { . Plot * @D A 4 v 220416522 - 20418621 Ch=1 [E]Q
Variant Info HD260:repl, | [Homo sapiens (Human), GRCha7 e Tk (2 2008) e - 8 +
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 |2 m
214006021 WiE gL (2682 283 25 19984/ 18 P 2: 29416540 2: 29416560 2: 29416580 2: 29,416,600 =
1:17380407  G/T  rs2746462 1 420 1261 0,420 L . L . .
1:17722363  G/A rs7538876 0.263158 418 101 308,110
1:150860471 C/T rs7412746 0.685962 691 526 217,474 Current Sample: HD200-rep1 MiniSeq TruSight Cancer Panel fm &
1:222045446  G/T rs6691170 0.405333 375 732 223,152 Coverage ‘
2:8178735  A/G  rs1364054 0.603239 247 495 08,149 = 5500 : &
2:15782471  G/T  rs807624 0.466395 401 1285 262,229 S 1500 :
2:20416366  G/C rsi881421 0.50149 1007 2868 502,505
2:20416572  T/C rs1670283 1 891 2665, 0,890 Elle-up
2:29416615 G/A rs56132472 0.282123 1074 363 771,303 1,600  “
2:20451783  A/C ? 0.25 4 2 31 " J
2:20455267  A/G  rs2256740 0.767857 504 79 117,387 1400 2 r
2:20543663  T/C  rs2203564 0.9 310 474 31,279 ot wal : = =
2:29543736  A/G rs35003491 0.282609 460 211 330,130 . , ol =
2:20040529  A/T  rs2246745 0.78245 547 171 119,428 1_000_=-f“" = —
2:30143058  C/G 2 0.290859 1447 608 1024,420 == - Sy i £
2:30143499  G/C  rs4358080 0.901119 537 895 53,483 800-] e
2:43553949  T/C rs1465618 1 331 993 0,331 oo -
2:46537604  A/G  rs7579899 0.718166 589 250 166,423 600 = = —. i
2:47601106  T/C rs1126497 1 442 1288 0,440 = = s st =
2:48018236  G/T rs3211299 0.253247 616 48 460,156 400 - “J‘;l"“ = ===
2:58388606  A/G  rs848201 0.886364 176 197 20,156 T - = :
2:61066666  G/A rs1432295 0.330086 710 690 475,235 20018 = e : T —_ =
2:67241174  G/A rs6734275 0.407059 425 816 252,173 ] Eeen s | . = - -
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
2:213206863  T/C rs13393577 0.278481 237 144 171,66 _
< m » -
Navigation (2 29416572, 140245) 2 100 bp
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v &b Public Annotations
[ Assembly
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[ Genes and Regulation
D Microarray Probe Mappings
[ Targeted Panels
[ Vvariation and Function
- ﬁ Secure Annotations
[ cADD
[ omm
[ oncoMD

» & Example Samples

Export..

D “ariation and Function Q
Filter: * {finy type) VI Homa sapiens (Human), GRCh37 gk (2 200 VI Current Plot Data 4
Name . Type  Size Date url |~
= |||||||| 1k Phase3 - Variant Frequencies 5a with Genotype Counts, GHI Variant 3.1G 2017-08-22 rfs://data---

] -= CIVIC - Region Clinical Evidence Summaries 2018-02-01, WUSTL Interval 200K 2018-02-02 rfs://data-- |
] |||||||| CIVIC - Variant Clinical Evidence Summaries 2018-02-01, WUSTL Variant 224K 2018-02-02 rfs://data--- i
3Jillj clinvar 2017-09-05, NeBI [Variant 20M 2017-09-07 rfs://data-— |
| |||||||| Clinvitae 2014-02-09, Invitae Variant 2.5M 2014-02-11 rfs://data---

] |||||||| COSMIC Mutations Left Aligned 71 v2, GHI Variant 59M 2015-03-13 rfs://data---

0 |||||||| dbMSFP Functional Predictions 3.0, GHI Variant 411M 2015-10-29 rfs://data--

0 |||||||| dbMSFP Functional Predictions and Scores 3.0, GHI Variant 6.9G 2015-10-29 rfs://data---

= |||||||| dbscSMV Splice Altering Predictions 1.1, GHI Variant 247M 2015-07-10 rfs://data---

[ |||||||| dbSNP 149, NCBI Variant 2.9G 2017-12-29 rfs://data--

[ELallll, dbSMP Common 149, NCBI

w Information

. M 2016-12-20 rfe://data.. =
showing (22/266), 1 selected (20 MB)

ClinVar 2017-09-05, NCEI ol
A
Description

The ClinVar database from NCBI contains information about the phenotypes and supporting evidence for variants in the doSNP
database. For more information about the ClinVar database please see: About ClinVar

Since the August 2016 release 11,779 variants have been added of which 3,927 are classified as pathogenic. 5,356 variants
have been removed.
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["| ClinVar 2018-09-04, NCBI

Father_grch38_sorted_marked
Coverage
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Reference Sequence GRCh38, NCBI
G| (] [ Lof e} CIC)C| C CAIC

3 FBN1 FBN1 FBIN1 FBNL FBNL FBNL FBN1
2 FBIN1 FBIN1 FBN1
1] v E y ﬁ v i i ﬁ O ﬁ
L FBNL > ] (5 L = i = = = | e FENL - FBN1 FBIN1 -7 [ FBNL
M gnomAD Exomes Variant Frequencies 2.0.1, BROAD _
27 4.06428e-06 2.84502e-05 4.06458e-06 1.62583e-05 4.06319e-06 -]
1_
8.13041e-06 ~gaf] [ 4.06458e-06 [l 4.06438e-06 ﬁc—ﬂ 1.21903e-05-f] [
Current Sample: Gabe - /1 Genotypes (GT) _
N R

C JA]G1G IS CRNCC |G [SC G| GJG)C) dJelc)c)c IC NG &I C

‘ariation and Function - PublicAnnotations &
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FBM1

FEN1-@ [ B [FBN1  FBNL > & [ FBINL

UserAnnotations @m
4.06385e-06 4.06435e-06 2.03237e-05

O
] [g0-029553 h B [Se4.06488e-06
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Hanahan D., Weinberg R.A. Hallmarks of Cancer: The next generation . Cell . 2011; 144:646 2674
Tate Jetal. COSMIC: the Catalogue Of Somatic Mutations In Cancer , Nucleic Acids Research, Volume 47, Issue D1, 9
08 January 2019
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Filter: * (#ny | |Homo sapiens (Human), GRCh3? vl Current Plot Data 4
Name i

[ ||l k@ Phase3 - variant Frequencies 5a with Genotype Counts, GHI
[F] == Cancer Hotspots 2018-09-10, GHI

[ -= CIViC - Region Clinical Evidence Summaries 2019-07-01, WUSTL
O |||||||| CIViC - Variant Clinical Evidence Summaries 2019-07-01, WUSTL
=1 [y Slinvar 2018-07-01, NCBI

[ il Clinvar Assessments 2019-07-01, NCBI

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

il Clinvitae 2018-04-10, Invitae

]| -= Constrained Coding Regions (CCR), Quinlan Lab

[ Jjlll; dbMSFP Functional Predictions 3.0, GHI

=7 |||, dbNSFP 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

1 JJllj ExAC Variant Frequencies 0.3, BROAD

] |||||||| gnomAD Exomes Variant Frequencies 2.0.1 v2, BROAD

= |||||||| gnomAD Genomes Variant Freguencies 2.0.1v3, BROAD
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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 CO5M2793140

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
I 17:41234451 GfA 0.241218 427 BRCA1 LoF NP_009225.1:p.Argl443Ter Breast-ovarian cancer, fami--- True COSM979730,C---

< [

),.-"'i | Wariants: 16 %\ 4

e <fF © R O B(@

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

GChr:Pos: 17:41234451
re412934565

ClinVar Assessments 2019-07-01, NCBI

In COSMICT is true: HD2UU-repl'ﬁ‘. ]

ReflAlt GIA GIA GiA GiA GiA
NEUEW] 17675 17675 17675 17675 17675
A WL Counsyl Michigan Medical Baylor Miraca Genetics Genetic Services Fulgent Genetics
Sourc Genetics Laboratories, Laboratory, University of
Laboratories, University of Chicago
Michigan
Date 2014-10-02 2016-04-21 2017-02-23 2016-11-29 2017-05-18
Cla: (=L Pathogenic Pathogenic Pathogenic Pathogenic Pathogenic
Conditions Breast-Ovarian Cancer, Mot Provided Familial Cancer Of {Breast-Ovarian Cancer, Mot Provided
Familial 1 Breast Familial, 1}
] ]

GiA GiA GiA
17675 17675 17675
Integrated OMIM Laboratory for Molecular
Genetics/Laboratory Medicine Partners HealthCare
Corporation of America Personalized Medicine
2016-08-15 1994-12-01 | 2016-10-28
Pathogenic Pathogenic  Pathogenic
Mot Provided Breast- Mot Provided

Owvarian

Cancer,

Familial,

Susrcentibility

GIA
17675

Genome Diagnostics
Laboratory,University
Medical Center Utrecht

2014-10-08

FPathogenic

Mot Provided
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o' Filter Variants A 189073
"Matched?istrue R
| 142 |
"ReadDepths (DP) (Current) == 30 A4 O i
| 124
"\fariam:\llele Freq (Current) == 0.3 A O
_ 115
"HGVDAIIeIe Freg Ao
38

[ Clinical Significance is (Likely Pathogenic, Pathogenic)

[ Wariants: 4 %\ 4
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o <17 © 2 O, B

El : Glinical Significance iz (Likely Pathosenic, Pathogenic): SampleS_\.-‘ariantS'd‘. |

7:55248071
7:55259515
‘ ©:21971153
17:7577120

. Variant Info
‘ ThrPos

Sample3_Variants

Ref/Alt Variant Allele Freq Read Depths (DF)  Allelic Depths (GLGADZ)

oT
T/G
C/A
oT

0.714286
0.726744
1
1

84
172
32
213

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
Other 4
Pathogenic 2
Protective 0
Risk Factor 0
Uncertain Significance 2
Missing 14
4
5 I
n
5

24,60
47,125
0,31
0,207

Zyenzity
Heterozygous
Heterozygous

Homozygous Variant
Homozygous Variant

Summary of TruSight -

True
True
True
True

RefSeq Gel
Matched? Gene Mames Effect (Combined)
EGFR Missense
EGFR Missense
CDKNZA LoF
TP53 Missense
EAY
a
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