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Chr6: 152,694,184 - 152,694,184
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Reference [y
Alternates [
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Sample-wise Fields
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Console 8 X
3 History

Chr2: 29,448,373

(match) A 71 497 34.8
(mismatch) G 72 50.3 206
Total 143 100 322

0 alignments filtered out by quality settings

Chr2 between 29,448,373 and 29,448,374

Insertions

Count % of Total Mean Quality

Mon-nsertions 143 100.0 2

Total 143 100 ?

Mote: Any alignment spanning or adjacent to the insertion
junction that does not have an insertion at the junction is
counted as a non-insertion.
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& mbly sJilll; Clinvar 2019-05-01, NCBI  Variant
_ 1 |l Clinvar Assessments 2019-05-01, NCEI Variant - — _
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=] =g I |l Clinvitae 2018-04-10, Invitae Variant - File View Tools
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[ Targeted Panels L-ﬂ:- Plot #
[ ||illl; dbNSFP Functional Predictions 3.0, GHI Variant  _
|l [ variation and Function < o | D
» & Example Samples ~ Information showing {29/420, 1 selected (25 MB)
S S » - = Q
ClinVar 2019-05-01, NCBI = A9>0 \l\[J’:_T A
Description i 7& g EH(L.L_\}RLJ\ 7/[\7 7
OH-(CT0Oy
The ClinVar database from MCBI 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 i
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Chri7: 41,234,451 - 41,234 451
MNCBI, UCSC, Ensembl
Mormalized Alleles

GiA

Extended Fields

ReflAalt GIA

Variant ID 17675

(kLN Pathogenic

Clinical
Significance

Pathogenic

Aggregate of
Interpretations

Pathogenic (32)

Submissions

(3 Stars) Reviewed By Expert Panel
rs41293455

BRCA1

672

Gene Names
Gene 1Ds

HGVS g.
Mame

MNC_000017.10:0.41234451G=A

NC_000017.11:0.43082434G=A

HGVS c.
Mame

HGVS p.
Mame

MNM_007300.3.c.4327C=T

NP_009231.2:p.Arg1443Ter

Per Condition

RCV000019244, RCV000048523, RCV000131880, RCV000159989, RCV000235131, RCV0D0239083,
RCWV000515235, RCVO00735445, RCVOD0763000

Conditions Breast-ovarian cancer, familial 1, Hereditary breast and ovarian cancer syndrome, Hereditary cancer-predisposing
syndrome, Familial cancer of breast, not provided, not specified, Breast-ovarian cancer, familial 1;,Familial cancer of
breastPancreatic cancer 4, Breast and/or ovarian cancer, Breast-ovarian cancer, familial 1;FANCOMNI ANEMIA,

COMPLEMEMTATION GROUP S:Familial cancer of breast.Pancreatic cancer 4
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Feature List \E\
Glin'ar 2019-05-01, NGBI - |Read: () Al @ Zoom Ok
Stop Ref/Alt Variant ID  Classification  Clinical Significance  Aggregate of Interpretations from Submissions  Review Status RSID Gene Names Gene [Ds
1 ; 41234450  C/T 55169 Uncertain Sig--- Uncertain Significa--- Uncertain significance (1) (0 Stars) N rs4986849 BRCA1 672
2 17 41234451 41234451  G/C 17676 Conflicting Conflicting Interpr-  Benign(1),Likely Benign(6) Pathogenic(1),Uncert-~ (1 Star) Crite— rs41203455  BRCAL 672
3 17 41234451 41234451  G/A 17675 Pathogenic Pathogenic Pathogenic (32) (3 Stars) Rev--- rs41293455 BRCA1 672
4 17 41234455 41234453  GJA 388613 Likely Benign  Likely Benign Likely benign (2) (2 Stars) Crit--- rs1057323168 | BRCAl 672
5 17 41234457 41234456  -/C 55168 Pathogenic Pathogenic Pathogenic (4) (3 Stars) Rev--- rsB0357748 BRCA1 672
6 17 41234459 41234459  T/C 185580 Uncertain Sig--- Uncertain Significa--- Uncertain significance (2) (2 Stars) Crit--- rs786202288 BRCA1 672
7 17 41234460 41234460 C/G 433710 Uncertain Sig--- Uncertain Significa--- Uncertain significance (1) (1 Stars) Crit--- rs1553384070 BRCA1l 672
g 17 41234463 41234463 G/A 216668 Conflicting Conflicting Interpr---  Likely Benign(1),Uncertain Significance(2) (1 Star) Crite--- rs781260818 BRCA1 672 I
9 17 41234464 41234464  G/C 55166 Likely Benign  Likely Benign Likely benign (6) (3 Stars) Rev--- rsB0356856 BRCA1 672
10 17 41234467 41234467  AJG 427282 Likely Benign  Likely Benign Likely benign (1) (3 Stars) Rev--- rs1131602092 BRCA1 672 ll
11 17 41234468 41234468  G/- 431261 Pathogenic Pathogenic Pathogenic (2) (3 Stars) Rev--- rs1135401874 BRCA1 672
12 17 41234468 41234468  G/A 531421 Uncertain Sig--- Uncertain Significa--- Uncertain significance (1) (1 Stars) Crit--- rs1555584083 BRCA1 672
13 17 41234460 41234469 A/- 266468 Pathogenic Pathogenic Pathogenic (2) (3 Stars) Rev--- rsBB6040223 BRCA1 672
1| n | 3
13 features read (complete) (Chr17: 41,234,449 - 41,234,468)
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Reference Sequence GRCh37 hg19, UCSC
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ClinVar 2019-05-01, NCBI

3

AN C

- Fathogenic
2

- Pathogenic ]
1

L
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2
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1
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FIE1 : VCF, BAMJ71JLOEIDIA G

" Y
Project - Golden Helix GenomeBrowse 3.0.0 =B g

File View Tools Window Help

L Flot * @ -wr ~ 11~ MT 16,568 D=1 @Q

[Homa sapiens (Human), GRCh37 (he19) (2 2008) @ -0 +

Caontrals g X

GenomeBrowse
4 1 2 3 4 5 ] 7 8 g 10 11 12 13 14 15 16 1820 2 X ¥
RefSeq Genes 105 Interim v1, NCBI UserAnnotations @@

a~3 B T T
Golkden Heli
GenomeBrowse"
Conzole 5 X
] History

Need to filter your data? RSvH & ROYD

VOISEQ

Try
VarSeq

W] N990005.bam
| | N990005.vcf.gz

Afocused solution that enables .=

repeatable workflows for fav) TQ’QDDDS.bam

annotating, filtering and

interpreting variants, with the I TQ’Q‘DDDS.VCF.QE

GenomeBrowse visualizations

you know and love built right in.

www.goldenhelix.com/products/iVarSeq/

Navigation (3 116,584,959, 1.92) 1-MT 3.1 Gbp
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File Wiew Tools Window Help

Lo Pt H @)

- PIKaCA DN=1 @Q

[Homo sapiens (Human), GRCh37 (he19) (2 2009)

x Cytobands 2009-06-12, UCSC

Caontrals g X
Dizplay Filter Layout

Chromogome Shading Backeround D

Feature Labels

Genes: [P.uto v]

Y-Range: 0 - 2 »)
(Hold ) (Fi Data)

Conzole 8 X

1 History

WII RefSeq Genes 105 Interim v1, NCBI E|

Gene

RefSeq Genes 105 Interim v1, NCBI (Edit)

Description

| This track contains RefSeq Gene transcripts annotated by the

MCBIHomo sapiens Annotation Release 105 Interim v1.

This annotation contains features projected from the current
RefSeq transcripts and curated genomic sequences (with
accession prefikes MM_ or MR_, and NG_ respectively) placed

|| on eitherthe GRCh37.p13 or GRCh38.p10 assembly. The

current RefSeqs include transcript variants that are new or
have been updated since the last full annotation (Annotation
Release 105 for GRCh37.p13 released in December 2013 or
Annotation Release 108 for GRCh38.p7 releasedin June

i 2016). The GRCh37.p13 annotation does notinclude any

Gnomon gene or transcript predictions, whereas the
GRCh28.p10 annotation does include Gnomon models -

| —

I’,‘;'” RefSeq Genes 105 Interim v1, NCBI

4=

¢ Jpikaca (Gene Name) 3: 178,866,311 - 178,957,881 | EQD
PIK3CA (Transcript Name) 15: 71,173,681 - 71,184,772 78.9500K b
| L
Variants - T990005 Somatic_cancer B —;
TBBMJ5_|')-r3139255255 re2G39596 prre1219152738
Variants - N990005 Somatic_cancer il
NBBMJ5_|')-r3139255255 re2G39596
(| T9g0005 Somatic_cancer @l
Coverage
= 3 -
= 5003
(s} 3
= 3003
B lal Il Al Il A
2 1003 =
Pile-up
8003 0
7003 =
6003
500 3
400
3004
2004
o L 1 :
| nago00S Somatic_cancer @l
Coverage
£ ”
I
@ E|
o 3003
= -
3 100 III " Il Al i I‘ ' i
= E
Pile-up
600 AT
5003
400
300
2003
o I ubi -

Navigation (3 81,214,263 0.628) 3 916 Kbp

il S ili—
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FIE3 : BRI ITIVEIEREY > TIOLEERICES. KR EROER

-
o oien v oo 500 A
File View Tools Window Help
{.qg Plot * € ) v % 178836072 - 178,036,091 DN =1 @ Q
(|[Homa sapiens (Human), GRCha7 (he19) (2 2009 ® - ] +
|| Controls & X  Feature List g X
Display | Filter | Group By | Layout | [Variants - T990005 - | Readt © Al © Zoom G
BackgroundD =
Chr Start Stop Ref/Alt Identifier Reference Alternates Quality Filter
Feature Labelz
13 178866327 178866327 C/T rs139255255 C T 40.63 PASS
" Fef Allel
Y Referancs Allsles 23 178922274 178922274 C/A rs2699896 c A 2314.94 PASS I
Labels: Auto Detect -
— IRE:  7sssccs: [7ssscos:
¥-Range: 0- | (>
Marual Fit Data | [ fAuta] O m | v
3 features read (complete) (Chrd 178866311 - 178.957.881)
4 53:178.936073 3: 178,936,076 3: 178,936,079 3: 178,936,082 3: 178,936,085 3: 178,936,088 3: 178936091 ),
|| Gonsole g x Reference Sequence GRCh37 hg19, UCSC UserAnnotations 8 —
[ History C C [ C [ G C [
 —
-
Il 1 RefSeq Genes 105 Interim v1, NCBI Variants - T990005 1 Somatic_cancer
a E| TB90005 r12191 373
Gene =
Variants - N990005 Somatic_cancer il
|| RefSeq Genes 105 Interim v1, NCBI (Edit) N990005 -|
il Description [ 7990005 Somatic_cancer i
) : ) Coverage
This track contains RefSeq Gene transcripts annotated by the £ 3503 L -
MCBIHomo sapiens Annotation Release 105 Interim v1. 5 250
2 2503
RefSeqtranscripts and curated genomic sequences (with r 0 i
accession prefikes NM_ or NR_, and NG_ respectively) placed
on eitherthe GRCh37.p13 or GRCh38.p10 assembly. The Pile-up
current RefSeqs include transcript variants that are new or 1803 . Sm— ! o
have been updated since the last full annotation (Annotation e . , [— z +
Release 105 for GRCh37.p13 released in December 2013 or 1"’0: — i
Annotation Release 108 for GRCh38.p7 released in June 1003 — :
2016). The GRCh37.p13 annotation does not include any = [e— i
Gnomon gene or transcript predictions, whereas the 60 = : : . . = i = ! ! :
| GRCh38.p10 annotation does include Gnomon models - E - _— i i
Mavigation (3 178,936,089, 05625) 3 20bp
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File View Tools Window Help

{.s Plot ¥ @D

~ & 178936059 - 178,936,098

[Homo zapiens (Human), GRCh3T ihe 193 (2 2008)

e -

Caontrals

Dizplay Filter Layout

g X

Chromazome Shading

Emphasize:

) Above Axis
) Split By Strand
() Paired Ends

Stack:

Per-baze Guality Shadine

Backeround D

0- 421875

(et ) (Feld ) (i)

-Range:

]

Console
[ Higtory
Chr3: 178,936,082

g X

-

e Count % of Total Mean Quality

(match) G 153  89.0 36.2
(mismatch) A 19 1.0 346
Total 172 100 36.0

m

5 alignments filtered out by quality settings.

Chr3 between 178,936,082 and 178,936,083

Insertions

Count % of Total Mean Quality

Mon-Insertions 177 100.0 ?

Total 177 100 ?

Change settings for this plot

4 3:178936/062 3: 178936067  3: 178,936,072
1 1 1

3: 1789361077

3: 178936082

3:178,936087  3: 178,936,002

3: 178,936,009
1 1 1 »

Coverage

=
=

Read De

(| n9go00S
Coverage

Pile-up

[C] | I

m

250
1502

S TITCTACACGAGATCCTCTCTCOTGAAATCACTGAGCAGGA

Mavigation (3: 178,936,098, 82.84) 3 d0bp
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