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Visualize Your Data

ES

cBioPortal Installations

https://www.cbioportal.org/

About Login

Patient: I TCGA-D7-6522, Male, 58 years old, Esophagogastric Cancer (Diffuse Type Stomach Adenocarcinoma), LIVING (18 months), DiseaseFree (18 months) I

Stomach Adenocarcinoma (TCGA, PanCancer Atlas)

Q

Samples: @ TCGA-D7-6522-01, Primary

HAHEANDFE. %5, BADEF, £FHMHE

Summary Pathways Clinical Data Pathology Report Tissue Image
ent Page Help @
@®, drag to zoom
Ul 1 O
SAMPLE ACQUISITION 1]
STATUS ° .
1 2 3 4 5 6 7 8 9 10 11 12 13 14 15 16 | 17 | 18 1920 21|22 X Y

L e i1 I I I I I [ I | 1 I | Liier I i 7

1 0.0%

47 Mutations (page 1 of 5) B & Coumns~ Q
Gene Protein Change Ann?!ation Ref Var Mutation Type Allele Freq [l COsMIC
RHOA Y42C @ T c Missense 0.04 6
CDH1 X440 _splice @ G T Splice 0.05
FGF6 T150M G A Missense 0.13 1
TGFBR2 F4675 T c Missense 0.07
CTNNAZ E275K G A Missense 0.06 3
CIART R163H G A Missense 0.08
OR6F1 Q24H C A Missense 0.04 1
GLI3 V6951 C T Missense 0.06 1
PTPRZ1 K973T A C Missense 0.04 B
GFAP A96V G A Missense 0.05 1

Showing 1-10 of 47 Mutations

s BHOBAT —AR—XIZEVLWTHEAZ
A28 =%y FTHETET VX LAATREGKETABAIATLS,

T E= B
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https:/mww8.cao.go.jp/iryou/hourei/pdf/guideline_4.pdf
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C'.I I'Iva I Genomic variation as it relates to human health

About Access

National Library of Medicine

National Center for Biotechnology Information

NM_007294.4(BRCA1):c.2800C>T (p.Gln

We've updated the full submission template; previous versions are no longer supported. Download the latest version
from the ClinVar FTP site and read more about the available templates.

- ClinVar (https://www.ncbi.nlm.nih.gov/clinvar/)
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‘Submit Stats FTP Help
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Sification Summary
Variant Details

Genes

Reviewed by
expert panel
L

| Somatic il Germline

Variant Details \E\

No data submitted for somatic clinical impact

Pathogenic for Breast-ovarian cancer, familial, susceptibility to, 1
Classification is based on the expert panel submission
" "

Germline

Lo

Submissions - Germline \i\

Classification @

Review status ©

Condition ©

Submitter ©

Expand all rows ©

No data submitted for oncogenicity

EFo1-1%
KB\
TUrDRR

4 D FER

Identifiers:

Type and length:
Location:

Timeline in Clinvar:

HGVS:

Protein change:

Other names:
Canonical SPDI:

NM_007294.4(BRCA1):c.2800C>T (p.GIn934Ter)

Variation ID: 54683  Accession: VCV00005:
single nucleotide variant, 1 bp
Cytogenetic: 17g21.31  17: 43092731 (GRCh38) [ NCB|,

NCBI uUcsc]

Firstin ClinVar ®  Last submission @

Germline Sep 27,2014 Apr 13, 2025

INYTURD
B 5l 1E R

Nucleotide Protein

NM_007294 4:.2800C>T (ZNESEIEAS © | NP_009225.1:p.GIng34Ter

nonsense

NM_001407571.1:¢.2587C>T NP_001394500.1:p.GIn863Ter

nonsense

NM_001407581.1:c.2800C>T NP_001394510.1:p.GIn934Ter

nonsense

... more HGVS

Q934+, Q887+, Q807+ Q822* Q864*, Q867 Q907* Q638* Q823* Q863* Q892 Q766* Q846*

Q866*, Q893* Q931* Q933* Q806*, Q845* QB886* Q308*
2919C>T
NC_000017.11:43092730:G:A

o EFMICAN)T O MEREDFERZER T HACET, KEDOHT I OHEILCIEH

(Last evaluated) (Assertion criteria) N
Pathogenic T Breast-ovarian dence-based Comment: show v
(Apr 22,2016) (CE‘N‘G’;M BRCEW /2 cancer, familial, etwork for the Observation: 1

assification Criteria :

3 contributing to 2015) susceptibility to, 1 nterpretation of . Collection method:

aggregate classification Germline Mutant curatien
Alleles (ENIGMA) + Allele orlgin: germline
Accession: + Affected status:
SCV000282290.1 unknown
Firstin ClinVar: Jun 24,
Last updated: Jun 24, 2016

Pathogenic W n Clinical Genetics and Observation: 1 v
(Mar 18,2019) (ACMG Guidelines, 2015) Genomics, Karolinska .+ Collection method:

[ Not contributing to University Hospital clinical testing .

uind Accession: + Allele origin: germline
aggregate classification SCV001449967.1 + Affected status: yes
Firstin ClinVar: Dec 11, * more
N\ Last updated: Dec 11,
_u-_ 2020
sl
) 4> — 2 K ‘ —

Pathogenic E P st Women's Health and Publications: v

(Dec 15,2020) ncer Genetics/Laboratory PubMed

[ ot contributing to

aggregate

Elhvio D& 5l

DUE:E7dan

Corporation of
America, LabCorp
Accession:
SCV000916748.2
Firstin ClinVar: May 31,

2019
Last updated: Jan 09, 2021

@)
Comment: show

Qbservation: 1

+ Collection method:
clinical testing

+ Allele origin: germline
+ Affected status:
unknown

Citations for germline classification of this variant \Z|

B RETRBEORENNY T FF—8 RA—XDOP

Pathogenic
(Oct 02,2015)

[0 Nt contributing to

WRW
(CIMBA Mutation
Classification guidelines

Breast-ovarian
cancer, familial,
susceptibility to, 1

Consortium of
Investigators of
Modifiers of

Observation: 1
+ Collection method:
clinical testing

May 2016) + Allele origin: germline
aggregate classification BRCA1/2 (CIMEBA), " Affectod Status:
c/o University of unknown
Cambridge
Accession:
SCV000325465.4
First in ClinVar: Nov 05,
2016
Last updated: Dec 11,
2022
Pathogenic YTy Breast-ovarian Baylor Genetics Observation: 1
(Dec 01,2023) (ACMG Guidelines, 2015) cancer, familial, Accession: + Collection method:
m.. suseentihility to 1 SCV005058314.1 clinical testina

Title Author Journal Year Link
Mutational spectrum in a worldwide study of Rebbeck TR Human mutation 2018  PMID:
29,700 families with BRCA1 or BRCA2 etal. 29446198
mutations.

Detection of BRCA1 and BRCA2 germline tsu Y et al. Molecular genetics & genomic 2015  PMID:
mutations in Japanese population using next- medicine 25802882
generation sequencing.

RNA splicing. The human splicing code re Xiong HY et al. Science (New York, N.Y.) 2015  PMID:
new insights into the genetic determina 25525159
disease.

A comprehensive focus on globa of Karami F et al. BioMed research international 2013  PMID:
BRCA1 and BRCA2 mutations j ncer. 24312913
Characterization of BRCA V f Borg A et al. Human mutation 2010  PMID:

s i wn 20104584
> N
—c: H_
E K N :E) A l.// \ and Sugano K et al. Cancer science 2008 PMID:
I N b¢ 19016756
JT7 R %L
— ==
||:|| ;E ( l, \ %) John EM et al. JAMA 2007  PMID:
18159056
d Sekine M et al. Clinical cancer research : an 2001 PMID:
clinicopathologic analysis of ovarian cancer in official journal of the 11595708
82 ovarian cancer families: two common American Association for

founder mutations of BRCAT1 in Japanese Cancer Research
population.

Frequency of BRCA1 and BRCA2 germline Ikeda N et al International journal of cancer 2001 PMID:
mutations in Japanese breast cancer families. 11149425
Screening of BRCA1 mutation using Kashima K Japanese journal of cancer 2000 PMID:
immunohistochemical staining with C-terminal etal. research : Gann 10804288
and N-terminal antibodies in familial ovarian
cancers.

Reduction of BRCA1 protein expression in Yoshikawa K Clinical cancer research : an 1999 PMID:
Japanese sporadic breast carcinomas and its etal. official journal of the 10389907

frequent loss in BRCA1-associated cases.

American Association for

Manrar Dacaarnh

https://www.ncbi.nlm.nih.gov/clinvar/variation/54683/
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E—BEEFERBFODEEGH/NIT7 2 FOBEASBNEIZONT

« B—gmFREFZFOEGHANY T MMIDOWTIKR, BABRREEDHA FS54 VBEBIR2-2IZ5EH

DLUTOBEANBRHFESDERNSFATIEFELEL (UUTLY HIEHRENDELY) BRSNS,

O BT/ LVO—UIIVRT—A

O ®IHY—L—HIVRT—4H BEIAZLR  RKEVEFRBLLE.
o &5/ L—1EHEZLZE (single nucleotide polymorphism : SNP) +—% BAAZEELS DMOERE —KEL
O EUMIITAHA0EFFLUEDSNPALERINEZ—4Y I VRAT—4 DTWAHRICIK. BAFREG S
O 9FERILIEMAEHBEHDIEY K LEF (shorttandem repeat : STR)

—RBEANHENICRZADIEGFNIT7 U THLoTH, KRHICKITAEEGHBEZANET S
EIFEELLS, FEBEAUSNLILTNIT RSN VADIZ—THARREELHDSZ D
SEFRIERFSELTHROIDAHEL L EHIFSN D,

FIEHRRINERERY FRARY FERICDVDTREHINEFTOXE*ITEWLT, Ththn —EHN
T TRRBRBRENFIEZGEOVERRTELILAIL] EBRESNTEY ., FEIEERY AR Y ~ESY
DE—EGFEEFOEGHINI) TV MIDWTHLHERZEERT SNEMIT LGS,

FIERRELEARBELOREZEZ. LEICDOVTHAS F5 4 U PQRANHEET 52 & THIEA
ZRETHZEMNHITFEIND,

* TR28FEEELAFBEERANAREE 7/ LT—2DHFOEAHANECET MK
STERRBES PARRICETE7 / LT—2OEANHBIEIC DT
* RIEREBRERZE /4 FSM VIl BEEREFRER



) LT —5 OREAMIOHMML X

- BFEDYST/ Ap,\i;ﬁié?xO?’%) EIAIgE=h, EEREDRREBELFOIERLGEDGHEIE. 7/ LA
LtDEDEHARIZEEENHAINBRIIZCTRNONT 24/ LEBEZHBITT A ENARELL S,
* (f51) James WatsonOD’T“/ LARBFICIETIVLYINA T —RIEIZCEET HAPOETEIR < XY

o FEMICHLOAOKEACKREREDT / LT—E20NERI DE. BAFEMNCKREDIRVICE
BT/ LEEAFZICHIRT 5126, BEYRAVDBENG L THRFRMICHEELEL S,

o T/ LERZEEARTE TEELE S (2ULvh S E %k (de-identification) 9~ 5 T [XEA b T LY
SN, B TFRBEEHEMICEIN) T FEEHITEOFERANMBOTRESNI=IDELED
()

Genome reference:
GACTTCTGCAACK::ACCTGAGCGCGGGCATCCTGTGT EAESH ) LR

Donor genome alleles:

GACTTCTGCAACCACCTGAGCGCGGGCATCCTGTGT
GACTTCTGCAACGACCTGAGCGCGGGCATCCTGTGT
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