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MiniSeq TruSight Cancer Panel - HD200-repl.bam
|_| MiniSeq TruSight Cancer Panel - HD200-repl.vcf.gz
2 *MiniSeq TruSight Cange.r Panel -2018018- Golden Eellx VE[qu 1.‘5.0 r— " = @M
File View Tools Help
E ﬁ o P\ddv @ Export' L/: Plot] @ Gonnect ‘ HD200-repl « } # ? 3::‘:2,,'32 34]35;
/ E-NV‘ ‘:/av‘i‘an&s: 298X ; + / .Génome-B;owse X\ +
[Variants <] @© R O, [ ON/@ Matched? is true HD200-rep 1~ e Variants: 298 [Pt @ % @ D 2 \ 4 v 220416522 - 29416621 SN =1 [E]Q ‘
Variant Info HD200 cept | [Homo sapiens (Human), GRCha7 gk (2 2009) | ® -  + |
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 |E m

1:14006821  T/C rs1210110 0.29682 283 215 199,84 |_ —_

. 4 2: 29416540 2:29416,560 2: 29416580 2:29416,600 »
1:17380497  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 im| &
1:222045446  G/T  rs6691170 0.405333 375 732 223,152 Coverage 3

2:8178735  A/G  rs1364054 0.603239 247 495 98,149 2 25003 i
2:15782471  G/T  rs807624 0.466395 401 1285 262,229 S 15003
2:20416366  G/C rs1881421 0.50149 1007 2868 502,505
2:29416572  T/C rs1670283 1 8911 2665 0,890 Rileup
2:20416615  G/A rs56132472 0.282123 1074 363 771,303 1600 s
2:20451783  A/C ? 0.25 4 ? 31 s |
2:29455267  A/G  rs2256740 0.767857 504 79 117,387 14003 o e
2:20543663  T/C rs2203564 0.9 310 474 31,279 o il —

2:29543736  A/G rs35003491 0.282609 460 211 330,130 SHE . , o
2:29940529  A/T  rs2246745 0.78245 547 171 119,428 5ol — - i
2:30143058  C/G 2 0.290859 1447 608 1024,420 = e =
2:3014349%  G/C  rs4358080 0.901119 537 895 53,483 800-] e L
2:43553949  T/C rs1465618 1 331 993 0,331 e i
2:46537604  A/G rs7579899 0.718166 589 250 166,423 600 T — =
2:47601106  T/C rs1126497 1 442 1288 0,440 & o
2:48018236  G/T  rs3211209 0.253247 616 48 460,156 400 — A
2:58388696  A/G  rs848201 0.886364 176 197 20,156 oo |8 SR e :
2:61066666  G/A rs1432295 0.330086 710 690 475,235 = = 3 e i
2:67241174  G/A  rs6734275 0.407059 425 816 252,173 ] = il = F — i- e
2:111797458  A/G rs17483466 0.288256 562 283 400,162 L |
2:177042633  A/C  rs2072590 0.648026 608 757 214,394 RefSeq Genes 10:v2, NCEI User Annotations @
2:202162811  A/G rs13016963 0.631387 275 430 101,173 i
2:213206863  T/C rs13393577 0.278481 237 144 7166 || || 5
N —T— v =
} Navieation (2 29416572, 140245) 2 100 bp
L — ~
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Sample Info
Samples Mother Father Affected?
HGO2024 HG02025 HGO2026 Affected
HGO2025 7 7 Unaffected
HGO2026 i i Unaffected
HGO2046 HGo2025 HGO2026 Affected

Tid T Coding Tis T
2.26071017826337 2.99105754276827
2.23023689970388 2.9485542621104
2.20932700711699 2,929723823749066

2.2631533365080  2.860447620835882

Het Ratio
0.601626096970175
0.558207407 739644
0.600705075493815
0.582015342971244

Hom Ratio
(0.358419962972545
0.392103820471111
0.320026550300991
0.399912443909379

Sample Statistics Tr

Hemi Ratio
0.011525632371044
0.0100378550027808
Q.010M737320013297

0.005914023524270784

}

!

Ti/Tv. Homo/Hetero Ratiot&

Filgeng

biosciences & nanosciences

Mather Kinship Coefficient

0.238881427623149
7
B

0.153511836790346

Father Kinship Coefficient

0,235499427105968
7
hH

0.150444:258172674

Sample Statistics Trio Analysiz 2A8F
Mather/Father Kinship Goefficient

QABTF191177 75259
&

7

Finzhip Errors
7
?

7

0.181719117775259  Specified mother and father are not related to proband.

J\

Chrom 3 Het Ratio
0,592132505175983
0.579927338782925
0.198375084631009
0.602579132473622

Inferred Gender

Female
Fermnale
Male

Female

}

e Y JIEIHRT—TJIVICT. Ti/Tv. Homo/Hetero Ratio. FFEF 1. MBI F VI REDIERZFESD

!

HRigFIvy

-0

!

TR F1v)

H-0

Ell:l\



DAVFA—FIV)

Filgen

®g

ANLYSF=TN

biosciences & nanosciences

Coverage Reegion Info HD200-repl
Fegion Mame Counted Bases  Mean Depth Min Depth Max Depth *o1x ¥ 20k 100 & B00x Mean MG FReads in Region
1:10385471- 10385472 | rs17401966.chr1.10385470. 10385472 2 503 502 504 100 100 100 100 B0 506
1:11046855- 11046856 rs3430161.chr1. 11046854, 11046856 2 623 620 626 100 100 100 100 B0 27
1:14096821- 14096822 rs1210110.chr1. 14096820, 14096822 2 287 285 289 100 100 100 1] B0 2869
1:14804874- 146045875 rs7555566.chrl. 14804873, 14504875 2 573 573 573 100 100 100 100 B0 574
1:17245376- 17345454 SDHE.chr1.17345375. 17345454 79 634,267 536 721 100 100 100 100 B0 1012
1:17349103-17349226 SDHBE.chr1.17349102.17349226 124 368.605 238 451 100 100 100 0 B0 E66
1:173504658- 17350570 SDHEB.chr1.17350467, 17350570 103 476,282 27a o9 100 100 100 33,9806 B0 1002
1:17354244-17354361 SDHEB.chr1.17354243. 17354361 11& 592.25 326 6&1 100 100 100 83,0508 B0 1007
1:17355095- 17355232 SDHE.chr1.17355094.17355232 138 B09.688 556 1006 100 100 100 100 B0 1591
1:17359555- 17358641 SDHE.chr1.17359554. 17358641 &7 630,885 531 723 100 100 100 100 B0 1022
117371256-17371384 SDHEB.chr1,17371255,17371384 129 505016 340 623 100 100 100 55,0388 B0 859
1:17380443- 17380515 SDHEB.chr1.17380442. 17380515 73 572.397 443 727 100 100 100 82.1918 B0 1111
1:17722363-17722364 | rs7538876.chr1.17722362.17722364 2 433 432 433 100 100 100 1] &0 432
1:457945975-45795110 MUTYH.chr1.45794977.45795110 133 373.053 145 473 100 100 100 0 B0 B&1
1:457961858-45796230 MUTYH.chr1.45796187.45796230 43 511.953 427 H 100 100 100 79,0698 B0 618
o — w
BIONEERT—T I
Sample Info Coverage Statistics TruSight Gancer Amplicon Design 2013-02-05, Illumina
Samples Affected? Sample Mean Depth Sample Mean Forward Depth  Sample Mean Reverse Depth Sample Mean Filtered Depth Sample ¥ 1x Sample % 20 Sample ¥ 100x  Sample % 600z Sample Errors
HD200-repl Affected 695,039 322,597 37244 1.27973 99,9988 99,6023 05,5985 69,7414 7
HD200-rep2 Affected 746,986 347,222 390,764 1.44163 90,9988 99,6977 9B, 73590 754424 7
HO701-repl Affected 705,099 330,84 374159 1.33995 99,9673 99,3353 97.9315 71,9847 7
HD701-rep2 Affected 557.102 261.195 295907 0.988303 99.9271 99,0557 96,7308 55,9456 7
NA12878-rep1 Affected 356,256 171.281 184,975 0.790086 99,8507 88,6276 931217 21,4599 7
MNA12BTE-rep2 Affected 383.213 184,191 195,022 0.824232 99,7833 QB.7244 93,9457 26,8968 7

_\\
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Assemblies
« GRCh 37 (hg19)
« GRCh 38 (hg38)

Genes
« RefSeq
«  Ensembl

Clinical Annotations

Cancer Annotations * INF(FBEYRA>
- COSMIC

« CIViC

+ Cancer Hotspots

+ ICGC Simple Somatic Mutations

+ TCGA Variants

+ MSK Impact

« Precision Medicine Knowledgebase (PMKB)

Functional Annotations

biosciences & nanosciences

Population Catalogs

« dbSNP

+ 1000 Genomes

 NHLBI 6500 Exomes

« EXAC Variant

« gnomAD Exomes/Genomes
« TOPMed

« UK10K

Targeted Panels

. Smﬁr « dbNSFP (SIFT, PolyPhen, MutationTaster...) « TruSight

«  PharmaGKB * REVEL Functional Prediction « Ion AmpliSeq

«  BRCA Exchange - CADD

—Clin\.‘aar_2018-09-04, Nclfl'alNl - _— S . _— ‘ariation and Function - Public Annotations &
i: FBIN1 > FBﬁNl l-—FBNFlaN%:E_; FBﬁN;eFBm i i El d ﬁ FBN1 FBN1-{ [geFBN1 FBN1->g @ @ [eFBH1  FBN1 M FBﬁNl e FBH1

gnomAD Exomes Variant Frequencies 2.0.1, BROAD
27 4.06428e-06

7| 8.13041e-06 [l

Current Sample: Gabe - (/1 Genotypes (GT)

-

Gabe—

Father_grch38_sorted_marked
Coverage

= 180 -

Reference Sequence GRCh38, NCBI
[GIG|C EGIG|C )G CIC)C =

[l 4.06458e-06

CJAIC BRIC A C IATGIG BNG

1.62583e-05  4.06319e-06 -]

@h«u 1.21903e-05-f [

“

2.84502e-05  4.06458e-06
[l 4.06438e-06

< 1002
3 60
o
20

G]C BT ICIC IIC G| GIG]C dle)c)c)c C N C AT C|ClC G|C c

.029553 h B

0
ol [0

C = C C ING| C

UserAnnotations @m

4.06385e-06 4.06435e-06 2.03237e-05

[M4.06488e-06

Project Data @

My Exomes @l

UserAnnotations @@

RefSeq Genes 108 Interim v1, NCBI

UserAnnotations @m
F

10
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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 045 ALK Missense MNP_004295.2:p.Prol1543Ser ? ? ? True CO5M2941442
2:48018236 G/T 0.253247 616 MSHE Missense NP_000170.1:p.Ser144lle Benign (3 Stars) Reviewed --- not provided,Lynch syndro--- True  COSM4988649
3:10138019 G/A 0.305785 847 FANCD2Z,FA--- Missense NP_149075.2:p.Asp1350Asn,? ? ? ? True COSM2915697,--
4:55604693 C/A 0.34 300 KIT Other NP_000213.1:p.Ser967= ? ? ? True CO5M3301473
5:112179431 T 0.280665 482 APC Missense MNP_000029.2:p.Arg2714Cys  Uncertain Significance (1 Stars) Criteria Pr---  Hereditary cancer-predispo-- True  COSM2991126
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 ? ? ? True COSM27333335,
9:98278975 cT 0.259594 1331 PTCH1 Missense ? ? ? ? True COSM199000,C---
9:100437823 AlG 0.285714 280 HPA Other MNP_000371.1:p.Ile240= ? ? ? True COSM2793140
10:43604493 cT 0.273738 1170 RET Missense NP_066124.1:p.Arg360Trp ? ? ? True COSM33011,C---
13:32912750 G/T  0.338232 345 BRCAZ 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 NP_001191354.1:p.Ala967ThrN-- ? ? ? True CO5M696103
15:89849327 G/A 0.2875 1200 FANCI Missense MNP_001106849.1:p.Glull47Lys ? ? 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.Argl178Ile ? ? True CO5M2919796
I_I 17:41234451 G/A 0.241218 427 BRCAL LoF MNP_009225.1:p.Argl443Ter 3 Stars) Reviewed --- Breast-ovarian cancer, fami--- True COSMS979730,C---
< 1 ]

ST Wariants: 16 % 4

e © R O,

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

@ : Ih COSMIG? is true: HDEUU—repl'd‘. |

r412934565

ClinVar Assessments 2019-07-01, NCBI

RefiAlt GIA GIA GIA GIA GIA GIA GiA GiA GIA
Variant ID 17675 17675 17675 17675 17675 17675 17675 17675 17675
As 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
Classification ekt 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} Owvarian
Cancer,
Familial,
Suscentibility
4 T ]

® 7 )T—aVEREERT—AT-JINZOFFEMEN., T—AIN=IAD/)\1/)N-1)>7E K

o ERFHF-JI LOEBOF—EIIWITBE, TIT—S O MIERE AT H
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Giene Mames Sequence Ontalogy (Combined)
TM4SF4
WWTR1

COMM
oMM

D2
Dz

RMNF13
RMF13
PFNZ

ClinVar

3_prime_UTR_variant
frameshift_variant
synonymous_variant
missense variant
intron_variant
synonymeous_variant

intron_variant

Effect (Combined)

RefSeq Genes 105 Interim v3_.1, NCBI

Other B
LoF 7
Other H
Missense H
Other 0 of 4 Predicted Splicing Disrupted
Other 1 of 4 Predicted Splicing Disrupted
Other 7

Mof4PredictedSplicing DisruptedCombined  Predicted Splicing Disrupted (Gombined)

? NM_D04617.3:c.737C>T
? NM_015472.4:c.1199_1200insTTAA
? NM_016094.3:c.567T>C
7 NM_016094,3:c.337A>C
7 NM_007282.4:c.322-11_322-10delTT
MMSplice MM_007282.4:c.789C>T
7 MM_002628.4:c.325+69A >0

HGEWS . (Glinically Relevant)

GlinYar 2020-04-02, HGBI

HEWE p (Clinically Relevant)
7

MP_0s6287.1:p.7
MP_057178.2p.Asn189=
NP_057178.2:p.lle113Leu

?

MP_009213. 1:p. His263=
7

=

Ref Bt Variant ID Clazzification Clinical Significance Review Status RSID  Gere hNames
AJG 189481 Pathegenic Pathogenic (1 Stars) Criteria Provided, Single Submitter  rs786204926 PTEN
G/A 377376 Likely Pathogenic  Pathogenic/Likely Pathogenic (2 Stars) Criteria Provided, Multiple Submitters, No Conflicts rs1057520208 PTEN
T/G 428239 Uncertain Significance Uncertain Significance (1 Stars) Criteria Provided, Single Submitter  rs1114167658 PTEN
T/C 821476 Likely Benign Likely Benign (1 5tars) Criteria Provided, Single Submitter 7 PTEN
G/fA 584752 Uncertain Significance Uncertain Significance (1 Stars) Criteria Provided, Single Submitter  rs1564829780 PTEN
aT 591428 Uncertain Significance Uncertain Significance (0 Stars) No Assertion Criteria Provided  rs1564829783 PTEN
AJG 135909 Likely Benign Likely Benign (2 Stars) Criteria Provided, Multiple Submitters, No Conflicts  rs587780710 PTEN
COSMIC
COSMIC Mutations 89, GHI
In COSMIC? Mutation ID Mutation CD3S Mutation &84 Gene Mame Pubmed I Sample Count Samples Sample Primary Sites Sample Tizsue Types Oncotree Tizaue Type
True COSM110753 c.1930C>T p.O64M"~ TETZ 21828143219 2 1664939,1432 Haematopoietic and k== Lymphoid, CNS/Brain Lymphoid,CNS/Brain
True COSMI1673411 .2605C>T p.Q8e9" CLXT 23806246247 2 19934422301 Laree intesting Large int- Bowel Bowel Bowel
True COSMT409795 .35640>A p.W1188” CUX1 30304655 1 2776816 Haematopoietic and |- Lymphoid Lymphoid
True COSM47e . 1799T=A p.VE0oE BRAF 19919912.206--- 28376 1513212.257% -+ SkinThyroidSkinSking-  SkinThyroidSkinSkin--  Thyroid.Skin, Bowe GN---
True COSM1738109 C.482-1G>A p.7 RAD21 23955599 1 2086799 Haematopoietic and ly-- Lymphoid Lymphaid
True COSM1140132,COSMS32 | ¢.38G>A,c.38G>A p.G13D,p.G13D KRAS 19679400204 5730 17740481774 Laree intesting Haemat*  BowelLymphoid,Bow-  Bowel Ly mphaid,Lung, -+
True COSM1135366,COSMS21 c.35G>A,c.35G>A p.G120,p.G12D KRAS 20926413235 15340 16112271611 Large intesting Jesoph=  Bowel Ezophaeus/Stor BoweI,Pancreas,ﬂJn’)g,El"'
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1000 Genomes
1kG Phased — Variant Frequencies 5a with Genotype Gounts, GHI

Ref/ &l Identifier  Allele Countzs  Allele Frequencies AMR - fllele Countz AME - Allele Frequencies  AFR - Allele Gounts  AFF. - Allele Frequencies 585 - Allele Countz 545 - Allele Frequencies
A/G rs1412829 923 0.184305 131 0.188761 18 0.0136157 265 0.270961
GfA  rs4977756 3564 0.711661 530 0.792507 899 0.68003 710 0.725971
G/A rs357564 1987 0.396765 282 0.40634 293 0.225416 461 0.47137

? ? ? ? ? ? ? ? ? ?

? ? ? ? ? ? ? ? ? ?

? ? ? ? ? ? ? ? ? ?

AG rs965513 4005 0.79972 484 0.697406 1181 0.893343 795 0.812883

dbNSFP

M of & Predicted Tolerated
0 of 6 Predicted as Tolerated

M of & Predicted Damaaing
& of 6 Predicted as Damaging

SIFT Pred (C)

dbMSFP Functional Prediction Yoting

Polyphen2 HYAR. Pred (C)

MutationTaster Pred (C)

MutationAssessor Pred (C)

FATHMM Pred (C)

Darmaging Possibly damaging Darmaging Predicted functienal (mediurm) Damaging
1 of 6 Predicted as Tolerated 5 of 6 Predicted as Damaging Damaging Probably damaging Damaging Predicted functienal {medium) Tolerated
0 of 6 Predicted as Tolerated & of 6 Predicted as Damaging Darmaging Possibly damaging Darmaging Predicted functienal (mediurm) Damaging
0 of & Predicted as Tolerated & of & Predicted as Damaging Damaging Probably damaging Damaging Predicted functional (mediurm]) Damaging
2 of 6 Predicted as Tolerated 4 of 6 Predicted as Damaging Darmaging Possibly damaging Darnaging Predicted non-functicnal (neutral) Telerated
PhoRank
Variant Gene Info Muscular Dystrophy PhoRank =
Gene Mames Gene Rark Giene Score Path |_|
DYSF 0.984652 0.746612 DYSF / HP:0---
B3GALNT2 0.965761 0.742633 BIGALMT2 /==
PLEC 0.955136 0.738786 PLES f HP:0---
oMb 0.955136 0.738786 DMD / HP:00--
TTN 0.943329 0.734373 TTN ./ HP:00--

13
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biosciences & nanosciences

T Filter Wariantz %' 4 [ Wariants 4 % 4
[\.-‘ariants v] @ @ R D El Glinical Significance iz (Likely Pathogenic, Pathogenic): Sampled_ Variants ™ gf
' Filter Variants A, 139073 = = -
Variant Info Sampled_Variants Summary of TruSieht --- RefSeq Ge
Matched? is true A0 Bhr:Pos Fef/lt Variant Allele Freq Read Depths (DF) Allelic Depths (GLGAD2) Zyeosity Matched? Gene Mames Effect (Gombined)
142 7:55249071 oT 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 CDKM2A LoF
17:7577120 c/T 1 213 0,207 Homozygous Variant True TP33 Missense
VariantAllele Freq (Current) == 0.3 A DO
116
HGVD Allele Freq A 0
38

Clinical Significance is (Likely Pathogenic, Pathogenic)

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
oner .| €— T4HAIZ) -0
Pathogenic 2

Protective 0

Risk Factor 0

Uncertain Significance 2

Missing 14

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

o J—/JJ0-ND&I Ec_“tk\ TV TREROZERT —H7 D)V eEsen]fe T, JHEZEE I 5L
TV TERDERT -7~ 7JLBE§)JEI’](L7“J7°_“ h&Nd
14
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W/ Selectan Algerithm

Pick an algarithm to run on the project data

Algorithms:

Table tvpe: | Variants

w

w

v

-

Wariant
[0 PerSample
I8 Genotype Zygosity
[& Frequency Aware Zygosity
F8 GT Style Genotype
[ Compute Fields
I8 Annoctate Variants Matching Sample
[& ACMG Sample Classifier
[ PerTrio
I8 Mendel Error
[ Project/Cohort
f& variant Type
[8 Count Alleles
[& Annotate Regions
[& Annctate Transcripts
[8 Aggregate Compute Fields
[& Variant Site ACMG Classifier
Gene
[0 PerSample
[& Sample PhoRank Gene Ranking
[& Count Alleles by Gene
I8 Match Genes List (Per Sample)
[} PerTrio
[& Compound Het Detection
{0 Project/Cohort
[& Variant PhoRank Gene Ranking
[& Aggregate Filtered Variants per Gene
8 Match Genes Linked to Phenotypes
I8 Match Genes List

) Sample

-

[ Sample Statistics
[8 Targeted Region Coverage

biosciences & nanosciences

Genotype Zygosity
- BEEILOESMIBEIR (Homozygous, Heterozygousiiy)
(C&BDT )T—2aAFFDELT

Mendel Error
« BERBRZEODATIEIRIBIR GFRNMSDIEIRE. De NovoZERE)
(CLBT )T—2a AT T DOFEIT

Count Alleles
« YO TNHZVEHITNIIN-TZEIC. TOS1I N —9R0T7LIL
SRR BHRBEDT )T -2 AFFDEIT

Compound Het Detection
. BEBENTOESHORE

15
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biosciences & nanosciences

®g

Variant Info

ChrPos  Ref/alt

1:1225553
1:1225558
1:1225563
1:1225579
1:1225612
11225641
1:1225959
11226102
11226221

WAF DP

/T 0.666667 12

T/C 0.214286 14

-fCcC 0.25 12
G/C 0.5 24
G/A 1 7
C/A 1 9z
oG 04375 144
G/A 7 7
ANG 1 25

Proband (HG02024)

Mendel Errar | Inherited From
Transmitted Father|
de Novo Allele 7
de Nowvo Allele !
Transmitted Mother
Transmitted Both
Transmitted Both
Transmitted Father|
Untransmitted 7
Transmitted Both

Zygozity WaF [l
Heterozygous| 7 7
Heterozygous ¥ 7
Heterozygous 7 7
Heterozygous| 1 73

Homozygous Variant] 0.39849% 133
Homezygous Variant] 0.378698 169
Heterozygous] 0461279 298

7} 0.433526 173

Mendel Error (Current) is de Movo Allele 3

MIE
Transmitted
Untransmitted
de Novo Allele

Missing

(0]

v de NovoZ R

Homuzﬁ ous \Jhriarlt' 1 70

10 Heterozygous

273 Homozygous Variant
] Reference

152 Missing
0

Mother (HG02025)
Mendel Errar
7

7

7

Zygosity (Current) is Homozygous Variant

Zygosity (Mother) is Heterozygous

Heterozygous
Homozygous Variant
Reference

Missing

Zygosity (Father) is Heterozygous

Heterozygous
Homozygous Variant
Reference

Missing

v

SIERERL R

Inherited From

Lygozity WAF Dp
7 7| 0.483871 31
7 7 7 7
7 7 ? 7

?JHomozygous Variant | 0.438596 57

Father {HG02026)
Inherited From

Mendel Error
7
7

7

¥ Heterozygous | 0.472222 109 B
7 Heterozygous 1 127 ?
7 Heterozygous 1 20 7
¥ Heterozygous | 0.439716 143 7
7 Homozygous Variant 1 70 7

a -~ Zygosity (Current) is Heterozygous AT

415 Heterozygous 186

20 Homozygous Variant 124

1 Reference 0

0 Missing I

0][0] 20 126

3, = Zygosity (Mother) is Heterozygous L

10 Heterozygous 109

[ Homozygous Variant 19

0 Reference 2

f Missing 56

(n][o] 10 109

a - Zygosity (Father) is (Reference, missing) &~

1 Heterozygous it

2 Homozygous Variant 10

] Reference 1

3 Missing 29

a0

v BENTOER

7
7

7

Lyeozity
Heterozygous

B

7

Heterozygous
Heterozygous
Homozygous Variant
Homozygous Variant
Heterozygous
Homozygous Variant

16
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biosciences & nanosciences

v EENTOER

Gene
Gene Mames
BPIFE3

Compound Het Yariants for Proband ---

Compound Het Genes for Proband {HG02024})

Compound Het?

False

Inherited From

Haz Compound Het?

Inherited from Father

Inherited from Mother

Inherited Total

Hetz In Both Parents

A False

Q 1 1 ]
BPIFE4 Falze MNA Falze 0 2 2 i]
BPIFE4 Falze MA Falze (1] 2 2 1]
RALY True Father True 1 1 2 0
RALY True Mother True 1 1 2 1]
FaMaaC Falze MA Falze 1 1] 1 1]

' Compound Het? (Current) is true 4, —

True 32

Falze had

Missing I

1

Variant -~ Gompound He--- Variant Info Proband (HG02024) Mother (HG02025) Father (HG02026)

Gene Mames HasODnﬂSnundHet ChrPos  Ref/flt WaF DP  Inherited From Zygozity WAF DF  Inherited From Zyeozity WAF DP  Inkerited From Zygozity
ZNF&62 True 20:32664865 -/CAG 0341463 41 Father Heterozygous 7 7 7 7 0.4375 48 7 Heterozygous
SCN11A True 20:32664955 G/T 0504425 113 Mother Heterozygous 0.414286 140 7 Heterozygous g e e e
SAMD14 True

RP1L1 True
RALY True
PCDHGB2 True
PCDHGB1 True 17
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Filgen¢

T Filter Wariantz 3 4

Wariants

o' Filter Variants oA 11076

Somatic L

Read Depths (DP) (Current) == 50 4 O

4510

[#1 AF (Current) == 0.05 a, -

[0.08 1

+

Less than 0.05 b

Equal to 0.05 0

Greater than 0.05 4501

Missing 1

4501

[ AF (Mormal) = 0.01 OR missing ¥ =

[001 Lo

+

Less than 0.01 1

Equal to 0.01 0

Greater than 0.01 4347

Missing 103

104

In COSMIC? is true a o

29

Sample Count == 100 a0

[T Wariants: 104 % 4

vaiznts (i © 2 O @ O AF (Normal) < 0.01 OR missing: T930005 g

biosciences & nanosciences

Variant Info
6hr:Pos

3:9920151 G/A
310088404 oT
315613279 T/A
3:25470359 A/G
3:32031995 T/C
3:36570242 ASC
3:37388738 ASC
3:39377294 TGAAG/-
3:40503521 CTGCTGCTGCTG/ -
3:41278119 /A
345077224 G/A
3:46009157 /A
3:46729129 ot
3:56650054 T
3:58351661 -
3:62477131 T/C
375591811 ot
375679958 oT
3:75679973 A/G
375714034 /G
3:96069165 G/C
3:98251589 AG
3:100170596 T/C
3100170598 oT
3:100170600 AT
3:105238891 TI/-
3:108224685 C/A
3:112253194

Tumor (T990005)
Ref/#lt Read Depths (DF)

200
163
64
214
62
64
242
218
52
249

69

163

63
148

&7
249
250
250
175
140
7
120
122
127

a3

61

AF
0.100502
0.228395)
0.109375
0130841
0482871
0.109375|
0145228
0. 308756/
0166667
0.325301

0125
0.130435
0.0899471
0.0679012
0.245614
0.148649
0.358209
0. 144578
0.172]
0.164]
0114943
0157143
0.119658
0. 116667
01259344
0.464286
0172043

azz1s22)

Mormal {N990005)

Read Depths (DF)
7

7

3z

7

AF
?

2

/——

17D

GieneMames
CIDEC
FANCD2
HACL1
RARB
ZNF&&0
STAC
GOLGA4
7

RPL14
CTNNB1
CLEC3B
FYCO1
ALS2CL
CCDCe6
PXK
CADPS

7

7

7

FRG2C

7

GPR13
LNP1
LNP1
LNP1
ALCAM
MYH15
ATG3

Sequence Ontalogy (Combined)

missense_variant
synonymous_variant
splice_region_variant
missense_variant
missense_variant
splice_region_variant
missense_variant
intergenic_variant
inframe_deletion
missense_variant
synonymeous_variant
missense_variant
synonymous_variant
inframe_insertion
intron_variant
missense_variant
intergenic_variant
intergenic_variant
intergenic_variant
missense_variant
intergenic_variant
missense_variant
missense_variant
synonymous_variant
missense_variant
intron_variant
intron_variant

intron_variant

o [EE-IEEHRROLLRARITTIE, Y ITINOPVIVEET —5%Z L
EBEYTINFRNLSEROHMLZ
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biosciences & nanosciences

Gount Alleles
Group? - Allele Frequencies Group? - # Alleles Group? - # Het Group? - # HomoWVar  Group? - # Samples Groupl - 8llele Frequencies Groupl - # Alleles Groupl - # Het Groupl - # HomoWar Groupl - # Samples

0.5 16 & 0 G 0 14 0 0 0
(0.660667 12 4 4 G 5 12 4 2 ]
0.727273 11 3 5 8 0.583333 12 5 2 7
0.666667 12 4 4 8 0.5 12 4 2 B

0.5 16 & 0 8 0.5 14 7 0 7

1 8 a 8 8 1 7 0 7 7

0.5 16 -] 1] 8 0 14 1] 1] 0

0.5 18 & o 8 0 14 o o 0

0.5 14 5 2 T 0416667 12 3 2 5
(0.66666T 12 3 5 & 0.583333 12 5 2 7

! !

SO -T1 B2INIIN-T2

TUIVESEE  ZREZO DY TNV EZETEL. J1L5)JICH

‘ WBZENBTEE
‘ .

“ o Y I, FrFI-Y-FEROHINIIN-TLIL, BEED

BTN REENTOENETNOEZHI>
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® VCFIJ7/UCIZT. BAMI7AIOIERETOY MATIZENTE, 2—IIVAT—-ADE
RFTVIREITTER

o 7/F-3IFT-IN-ZERBCTOY N, 77—V ORHIEIREE OMERIEIAS

v F—HR-2

RefSeq ClinVar

\Genes

{1 1]

dbSNP

@E 5 =1 5§ I E B 1] BNN N 6 BN I S

Filgen

biosciences & nanosciences

=

J

v 32T -4

(

VCF

BAM

\

r— ——
¢ Chr7:56,087 274 Chr7: 56,087,294 Chr7:56,087,314 »
1 n 1 " 1 1
NHLBI ESP6500S1-V2 Exomes - Variant Frequencies 2013_03, GHI (Homo sapiens, GRCh_37) SVSAnnotations a8 “
1 ]
] o 1 cnm
['| 1kG Phase1 - Variant Frequencies 2012_04_26 v3 with Major/Minor, GHI (Homo sapiens, GRCh_37) SVS Annotations @l
] 1l
GIA-f ‘ ‘ : GIA-H

RefSeq Genes, UCSC (Homo sapiens, GRCh_37)

['| My Exome (BWA/FreeBayes) (Homo sapiens, GRCh_37_g1k)
unknown~| C/MI g T/C c1-<l crr-(l T/G-(é

M My Exome (BWA/FreeBayes) (Homo sapiens, GRCh_37_g1k)

Sys Repository il

Father_Realigned im

Father_Realigned |

Coverage
= '
2 100 :
=} :
© " [ewexcereanceEaguat e e TTABE T A TaREg000eTcAGGTaT0R0G T TGETE TGE TATaRGTE
Q
' -
Pile-up .
— ‘ @ E] 2
T |
1 ]
40 ; ] ==
! | = &
(CNEEE) = B &) ] — |
| 1 [ i
i ) |
35 E |
T ] ) g L
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i

v BAMI7A)LJOvk

Reference Sequence GRCh37 hg19, UCSC
C GJA|G|CA|G C G|G)IG|GJA|G

M12892

Variants

F12891

Variants

P12878

[ Variants - M12892

-F12801

- P12878

Cc|C

biosciences & nanosciences

GConsole g X
£ History

4 2: 29,448 363 2: 29448 365 2: 29448 367 2: 29448 369 2: 29448371 2: 29448373 2: 29448375 2: 29448377 2: 29448379 2: 29448381 »
Chr: 29,448,373
Matches / Mi hes / Deleti DReferenoesaquenoeGRChSTI|g19,lICSC User Annotations @
Base Count % ofTotal Mean Quality > C }C - c ye - G )G )6 ) cC - G - G )G - c - c Z c
(match) A 7 49.7 48 T990005 Somatic_cancer |
(mismatch) G 72 50.3 296 C[“"Efags
Total 143 100 322 R I
o 2150
@ alignments filtered out by quality settings.
Pile-up
H_CCACGAIC\GCAGAGGTCAC\»
Chr2 between 29,448,373 and 29,448,374 c C x C G = G 5 G c el G A 5 G T o x C
Insertions C C A C © =& cC[G]G A G G T C_ A]
Count % of Total Mean Quality 70
Mon-Insertions 143 100.0 ? c c A C G A G G G c A G A G G T c A |
Tota W w2 wl_C € A C G[C[G 6 G[AJG[G A 6 G T C|
C C A C G A G G G Cl6B]G A G G T]|
Note: Any & t djacerit to th i
ety et memiese e || € G A C G A 6 6 6 C|6|G A G G
counted as a non-insertion. C C A C G A G G G C A G A G ‘
W © C A C G A G G G C A G A G |
C C A C G A G G G c|6G]G A G] =
LJICIG[A C G A G G 6 ¢
C C A C G A G G G C_ A]
wl_C C A C G A G G G C | G
C € A C G A G G G Cc A]
., € C A C G A G G G C|G
C _C A G A G G G C]J I

v VCFIJ7/)L70Ov bk

2]
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o ZET-HT-IILEDEI(—IROT—AH& DIV TEETI STDVERRN RIRE

¥ Filter Wariants %' 4

/F‘. Wariants: 17 % 4

Filgeng

biosciences & nanosciences

il ©® 2 O [ [ (M Effect Gombined) is (LoF. Misag) ERR1049543~ o | Variants: 17
' Filter Variants A BL16 - - —
. Variant Info ERR1949543 q Genes 105 Interim v3.1. NCBI Gene Mame: B0 x
Allele Frequencies == 0.5 A O ‘ ?Ehr:Pns Ref/Alt Variant Allele Freq  Read Depths (DF) Gene Mames SequenceOntology==-  Effect (Gombined) |l The zet of unique gene names zeen in all overlapping tranzcripts
\. 308 556177443 G/A 1 164 MAP3K1 missense_variant Missense | Type: String Array
i ai b 556177743 G/A 1 130 MAP3K1 missense_variant Missense
In COSMIC? is true A 0O ) . Field: Gene Names
a3 T151874012 T/- 0.05 161 KMT2C  frameshift_variant LoF
b . T:151874148 -T 0.0503145 159 KMT2C frameshift_variant LoF [} Symbol: GeneMNames
Effect (Combined) is (LoF, Missense) & \ i ; i
% ( Vis ) 7:151915690 ot 0.06 100 KmT2C missense_variant Missense | poc. The set of unique gene names seen in all averlapping transcripts
Invalid ] 7151927021 C/A 0.506757 446 KMT2C missense_variant Missense
T 5 7:151927023 G/C 0148472 458 KMT2C stop_gained LoF[| String Field Counts (17 Records from a Dataset Total of 54,116)
_ T:151927025 AfG 0170404 448 KMT2C missense_variant Missense _
Missense 2 7151927067 T/C 0132248 520 KMT2C missense_variant Missense
Other f 7:151945007 aT 0.423017 643 KMT2C missense_variant Missense RIIDC B G
Unknown 0 751945072 -7 0254335 g92 KMT2C  frameshift_variant LoF | | papakd 5 1176%
o 0 71151945204 G/A 0.655824 342 KMT2C missense_variant Missense
issin :
g 7:151962265 oT 0.176101 318 KMT2C missense_variant Missense|] | CTCF E 1 5.88%
L 17 ) 7:151970856 T/A 0.698953 386 KMT2C missense_variant Missense TP52 E 1 5 58%
T:151970931 GfA 0704167 484 KMT2C missense_variant Missense
16:67646013 AC/- 0.0408163 297 CTCF frameshift_variant LoF Total 17 100.0%
177579472 G/C 1 60 TPs3 missense_variant Missense
17 |« > copy
Lo T
intergenic_variant 161 52.27%
intron_variant ﬂ 80| 2597%
3_prime_UTR_variant 33 10.71%
missense_variant E 7 5.52%
synonymous_variant 9 2.92%
frameshift_variant n 4 1.30%
50 100 150 200 250 300 350 400 450 500
splice_region_variant n 2 0.65%
stop_gained ﬂ 1 0.32%
5_prime_UTR_variant ﬂ 1 0.32% 22
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