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ClinVaroIDi&FR A% (BFH)
= NCBI Resources ¥ How To ¥

ClinVar ClinVar v @ MSH2 ¢.340G>T & AJJ B search |

Advanced Help

Home About ¥  Access ¥ Help = Submit * Statistics ¥ FTP

ACTGATGGTATGGGGCCAAGAGATATATCT - elinVar
CAGGTACGGCTGTCATCACTTAGACCTCAC

CAGGGCTGGGCATAAAAGTCAGCGGCAG/=ZYE >
CCATGGTGCATCTGACTCCTGAGGAGA/ E'fﬂ%% (MSHZ) é: /N U 7 v I\ 0)1§_L|E
GCAGGTTGGTATCAAGGTTACAAGACA(

GGCACTGACTCTCTCTGCCTATTGGTC (C34OG >T> % Ajj o

NY T2 MIEEICANT 5, “340"%

Using ClinVar

psout v “CA)" TR TER VWO TEET B,

Data Dictionary

Downloads/FTP site Submissions GTR®
FAQ Variation Viewer MedGen
Contact Us Clinical Remapping - Between assemblies and RefSeqGenes OMIM®
RSS feed/What's new? RefSeqGene/LRG Variation
Factsheet

Submitter highlights

We gratefully acknowledge those who have submitted data and provided advice during the development of ClinVar.

Follow us on Twitter to receive announcements of the release of new datasets.

Want to learn more about who submits to ClinVar?

¢ Read information about groups that submit to ClinVar 4
o See the list of submitters with the number of records each has submitted
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& NCBI  Resources (¥ HowTo ¥

ClinVar

Clinvar ¥ |IMSH2 c.340G>T

[ seorch)
Create alert Advanced
Home About v  Access v Help v | Submit v  Statistics v FTP »

Tabular

Download: «

There is one genomic location for MSH2:¢.340G>T
See also Variation Viewer

Was this helpful? ot '@

Location (GRCh38)

Variation dbSNP ClinVar
chr2: 47,408,529 NM_000251.3:c.340G>T rs878853815 VCV000237395
Search result

Ll Gene(s) Protein change Condition(s) s sigp el Review status Accession
Location (Last reviewed)

NM_000251.2(MSH2).c. 340G>T (p.Glu114Ter) MSH2 E114*, E48* Lynch syndrome Pathogenic/Likely pathogenic criteria provided, multiple submitters, no conflicts VCV000237395

GRCh37: Chr2:47635668 (Mar 20, 2018)

GRCh38: Chr2:47408529

ZETLHENYT b)Y
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About

Access

<
Cll nva r Genomic variation as it relates to human health

Submit

€ Switch to classic view

Interpretation:

Review status:
Submissions:

Last evaluated:

4 NM_000251.2(MSH2):c.340G>T (p.Glul14Ter)

Search ClinVar

Advanced search

Stats FTP Help

& Download

Pathogenic

Y Y Y criteria provided, single submitter -
ng

1 (Most recent: Jun 10, 2016)

& Print ALPHA

Cite this record

7 78 vy S/ = /%E‘ﬁﬂi L WEZRER

/ BRZAL| ICREFEINTWLS

Feb 14,2016
MCA000237395.1

237395 4 ClinVar®|D

Al ien:
< Variation ID:
Description:

Variant details

FEEDBACK

Conditions

Gene(s)

single nucleotide varian

NM_000251.2(MSH2):¢.340G>T (p.Glu114Ter)

Allele ID: 238810

Variant type: single nucleotide variant
Variant length: 1bp

Cytogenetic location: 2p21

Genomic location:

HGVS:

Protein change:
Functional consequence: -

Global minor allele -
frequency (GMAF):

GRCh38 UCSC
GRCh37 UCSC

2: 47408529 (GRCh38)
2: 47635668 (GRCh37)

— 7/ LEDUE (BRE)

Nucleotide Protein B Cl
consequence

NC_000002.12:2.47408529G>T

NC_000002.11:2.47635668G>T

NM_000251.2:c.340G>T NP_000242.1:p.Glull4Ter nonsense

. more HGVS

E114*

Links:

dbSNPDID &Y > &

> oz fERT 5

A.Ilele frequency: - "”
< dbSNP:rs878853815 >




EH}2 dbSNPDO &= E (BHE2)

S NCBI  Resources©) How To (@ Sign in to NCBI

dbSNP NP  |[rs77542170  search

| = 5] : MUTYH ¢.934-2A>G
(rs77542170)

dbSNP contains human single nucleotide variations, microsatellites, and small-scale insertions and deletions along with

publication, population frequency, molecular consequence, and genomic and RefSeq mapping information for both
common variations and clinical mutations.

Getting Started Submission Access Data
Overview of dbSNP Clinically Associated Human Variations Variation Services AP|
About Reference SNP (rs) All Other Variations FTP Download
Factsheet Hold Until Published (HUP)_Policies Tutorials on GitHub
Entrez Updates Submission Search

April 8, 2019: dbSNP Entrez updates have been completed. The updates are listed hgea

Resources () How To

Notifications:

« As previously announced on (April 19, 2018), dbSNP Entrez currently only hot d bS N P SNP
format will no longer be available. doSNP Entrez eUtils will transition to a new
admin@ncbi.nlm.nih.gov if you have any comments or concerns.

v | /1577542170

dbSNP News and Announcements Related Sites Display

-~ Summary Send to: v

RSS Feed |, ,dbSNP News and Announcements(RSS) Feed Variation Portal

Variation Tools f
Email List o gsapiens]

Variant type: SNV
Alleles: T>C  [Show Flanks]
Chromosome: 1:45332088
] Gene: MUTYH (Varview)

7 ) / 7 Functional Consequence: splice_acceptor_variant
Clinical significance: pathogenic-likely-pathogenic,conflicting-interpretations-of-pathogenicity, uncertain-significance
Validated: by frequency,by cluster
MAF: C=0.0007/86 (TOPMED)

C=0.0009/27 (GnomAD)

C=0.0010/124 (ExAC)

C=0.0011/285 (GnomAD_exomes)

C=0.0023/180 (PAGE_STUDY)

C=0.0030/15 (1000Genomes)
HGVS: NC_000001.11:9.45332088T=C, NC_000001.10:9.45797760T=C, NG_008189.1:9.13383A>G
PubMed LitVar
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d bs N P Short Genetic Variations

Reference SNP (rs) Report

€ Switch to classic site

rs77542170

Organism
Position

Alleles

Variation Type

FEEDBACK

Frequency

ClinVar~o ) > &

Homo sapiens

chr1:45332088(GRCh38.p12) @

T>C

SNV Sigle Nucleotide Variation

C=0Q#00113 (285/251466, GhomAD_exome)
0.00068 (86/125568, TOPMED)
=0.00102 (124/121300, EXAC) (+ 3 more)

Clinical Significance

Searchforrs

gorted in ClinVar

Re

Example: rs268

S ©

& Download

Current Build 153
Released July 9, 2019

Gene : Consequence MUTYH : Splice Acceptor Variant

Dbl

N7y NDOAIE
TDOAHIC

VIE L \/\%%ﬁnlu

7L HY £T,

Genomic Placeme

ssions

A

Change

GRCh37.p13chr1l

GRCh38.p12chr1l

eqGene (LRG_220)

NC_000001.10:g.45797760T>C
NC_000001.11:£.45332088T=C

NG_008189.1:g.13383A>G

£ F— HN— 2T E%f

Publications

tY DNA glycosylase (minus strand)
*  Change

Amino acid[Codon]

SO Term

MUTYH transcript variant 12

MUTYH transcript variant 13

NM_001350650.1:c.

NM_001350651.1:c.

N/A

N/A

Splice Acceptor Variant

Splice Acceptor Variant
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BUUILIAU - CAUILES AleLan suw 4000 1—1wuvwu | w-uwuuu
gnomAD - Exomes African Sub 16256 T=1.0000 C=0.0000
gnomAD - Exomes Ashkenazi Jewish Sub 10080 T=1.0000 C=0.0000
gnomAD - Exomes Other Sub 6138 T=1.000 C=0.000
gnomAD - Genomes Global Study- 31354 T=0.9991 C=0.0009
gnomAD - Genomes g n O m A D ( EXA C O) f(ﬁ %H(_,) 0000 C=0.0000
gnomAD - Genomes African Sub 8696 T=1.000 C=0.000
gnomAD - Genomes East Asian Sub 1560 T=0.983 C=0.017
gnomAD - Genomes Other Sub 1088 T=1.000 C=0.000
gnomAD - Genomes American Sub 848 T=1.00 C=0.00
gnomAD - Genomes Ashkenazi Jewish Sub 290 T=1.00 C=0.00
The PAGE Study Global Study- 78690 T=0.9977 | C=0.0023
wide
The PAGE Study T h e P A G E S t u d 0 T=1.0000 | (C=0.0000
The PAGE Study y 0 T=1.0000 | C=0.0000
The PAGE Study Asian Sub 8318 T=0.982 C=0.018
The PAGE Study PuertoRican Sub 7916 T=1.000 C=0.000
The PAGE Study NativeHawaiian Sub 4532 T=0.994 C=0.006
The PAGE Study Cuban Sub 4230 T=1.000 C=0.000
The PAGE Study Dominican Sub 3826 T=1.000 C=0.000
The PAGE Study CentralAmerican Sub 2450 T=1.000 C=0.000
The PAGE Study SouthAmerican Sub 1982 T=1.000 C=0.000
The PAGE Study NativeAmerican Sub 1260 T=0.999 C=0.001
The PAGE Study SouthAsian Sub 856 T=1.00 C=0.00
TopMed Global Study- 125568 T=0.99932| (C=0.00068

wide
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A JMorp

WQ\Come to
Japanese Multi Omics

ﬁ/& @OmiCS T Q % ¢ﬁ§ 6 % P Reference Panel.
%. “Genome Variation” % &R

Phenome jMorp release 201802
To be provided

September 2nd, 2019

2019 Major Update
[Metabolome] We released distributions of o
2,270 volunteers.

M et a b 0 I 0 m e We also released the quantified metabolome
difference of during preg y ir

[Genome Variation] 4.7KJFN, allele and gen

September 17th, 2019

Proteome i

"Japonica NEO marker” flag has been added

Transcriptome
Iwate Medical Megabank Organization; iMethyl

/ \ 7 jMorp Publication
Tadaka S, Saigusa D, Motoike IN, Inoue J, Ao
m t h I o m e “IMorp: Japanese Multi Omics Referance Pan
te Medlcal Meg abank Organization; iMethyl Nucleic Acids Research. 2018 Jan 4:46(D1)-C
Tadaka S, Katsuoka F, et al.,
. - "3.5KJPNv2Z, An allele frequency panel of 3,5¢
M G enome Va ri at ion Human Genome Variation, 2010 Jun 18:8:28.
Saigusa D, Matsukawa N, Tadaka S. Motoike
"Metabolome Analysis of Human Plasma by ¢
Proteome Letters, 2012 Volume 4 Issue 1 Pag
% Genome Sequence
jMorp release 201909 / LastUpdate: September 17th, 2019 / Conditions of Use

Tohoku Medical Megabank Organization, Tohoku University ('
Contact: jmorp [af] omics.megabank tohoku.ac.jp

10
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o Sequence | |||-'-|l||'u||| Variation | 5}1 Proteome |
Y ity =

' a J M O rp y @ JMorp ~Japanese Multi Omics Reference Panel~

Genomic Variants

/
( iarch by gene name Search by rs# Search by region (GRCh37/hg19) >

Gene symbol

es: ALDH2, NFE2L2, GATA1

BIEFE (hRYZEZLDNY Ty RA
BRBEIND) . rsBES. ¥/ LD
ENORRTE S,

jMorp release 201909 / LastUpdate: September 17th, 2019 / Conditions of
Tohoku Medical Megabank Organization, Tohoku University (7'

Contact: jmorp [at] omics.megabank.tohoku.ac.jp
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Search by rs#

rsiD rs1799977
Examples: rs 33
Search
© Statistics
GRCh37/hg19

1 variants found Ll Plot

Filter by keyword X ©

MeanDepth
Type Position |  ReflAlt rs# Annotation Gene (162PE) JPA
SNV 3:37053568 AIG s1

ClinVar Annotatio|

misse:

ToMMo 4.7KJPN

gnomAD AFR gnomAD AMR gnomAD ASJ gnomAD EAS gnomAD NFE
29.0/29.0 VA&V2 0.0489 0.0803 0.1611 0.2897 0.0205 0.3196

4 TKIPNICE T BHEE X, gnomADT
DIEEHZR LT ENTE S,
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Human Genetic Variation Database

Home About Statistics Link Download Repository Contact How to Use Login

Welcome to Human Genetic Variation Database

Search database

Gene name/ID |

I - |
dbSNP®DID (rs2303426) TiEXs
¥ dbSNP rsID [zaosizs a )2 ( )

Pathogenic Variation ’ E

NGS Bioinformatics
Kyoto Course

Chromosome
1234567891011 1213 14 1516 17 18 19 20 21 22X Y

.
" TOP GLOBAL
UNIVERSITY JAPAN

Page views:3,449,223

What's New?

| d loads:6, . ;
L e * 08/02/2017 HGVD version 2.3 is now downloadable.

" 04/17/2017 New HLA typing software '"HLA-HD' is released. link
"02/15/2017 HGVD version 2.1 is available to browse and download.
" 02/25/2016 Our new paper "Human genetic variation database, a reference database of genetic variations in the Japanese population” has been published in _Journal of

Human Genetics. How to cite
" 07/02/2014 Bulk download of Cis-eQTL data is now available.
" 06/24/2014 Our paper "Large-Scale East-Asian eQTL Mapping Reveals Novel Candidate Genes for LD Mapping and the Genomic Landscape of Transcriptional Effects of

Sequence Variants” has been published in PLoS ONE.
" 06/17/2014 Bulk download of genotype count data is now available.

"11/12/2013 Web site has been created.

13
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g [Org] A TAIl] &> TW3
T—RXDEEHEET B,
Exome \

Allele Color Code:mm:A mm:C mm:C mm: T mm:Others

Variation Color Code:mm:nonsense, splice ‘missense synonymous sindel :non-coding, intron, other
Frequen Number Function \
: r b F 2. Genotype count of Average RNA
Variant positiona | qpaw | Ref/Alt < sample Alleles Gene| M Codon AA aw | Platform
El s | alternative Samples | 4 depth a¥ | Accession# 1)
allelesrs  Ref/Ref Ref/Alr Al/alr COvered — ay Ref Alr| Ref Alr
LI
chr2:47630550 v | rs2303426 | C/G 0.7472 84 239 482 805 5.67£4.47 |0.2528 0.7472 |MSH2 | NM_000251 intron All
HIoTq
chr2:47630550 v | rs2303426 | C/G 0.7394 27 93 162 282 7.35%£5.66 [0.2606 0.7394 |MSH2 |NM_000251 intron KU -
SOLID
chr2:47630550 v | rs2303426 | C/G 0.7390 48 17 243 408 4.37%2.53 |0.2610 0.7390 |MSH2 |NM_000251 intron YCU HiSeq
chr2:47630550 v | rs2303426 | C/G 0.7319 8 21 40 69 4.46+3.94 |0.2681 0.7319 |MSH2 |NM_000251 intron NCCHD | HiSeq
chr2:47630550 v | rs2303426 | C/G 0.8684 1 8 29 38 7.47%£3.95 [0.1316 0.8684 |MSH2 | NM_000251 intron TU HiSeq
chr2:47630550 v | rs2303426 | C/G 1.0000 0 0 8 8 14.88%£7.79 | 0.0000 1.0000 |MSH2 |NM_000251 intron uT HiSeq

14
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MGeND

Cancer v

MGeNDDEZR A E (BED)

P News ih Statistics ¥ Download B source data = Aboutus & Submission @Help

BEoF4. rsE5%F. LbEH
7Y —7—RKTHRETE S,

Medical Genomics Japan V;

MGeND aims to provide { d information of

genomic variations

@4OG>T ) Search

Example - Gene:BRAF, AA Change:E542K, Disease:Lynch syndrome

ical characteristics in Japan

Advanced Search

Rare/Intractable diseases Infectio Dementia Hearing loss

VCFX>TSV7 +—~< v bk H v H Annotation
71T D E=H AIEE,

15
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“All data"Z#EIRF 52 Lkl K <fE
FAENEZT—EZR—X LA THRETE S,

Cancer v Rare/Intractable diseases Infectious diseases v+ Dementia Hearing loss :ii

S MGeND O c340G>T

MGeND data only ( All data ) NIt =0 (811) CNV (0) FUSION/SV (0)  CLINICAL TRIAL (0)

Showing 1 to 2 of 2 entries (filtered from 811 total entries) Show 25 v entries
v E;

woull A A AT T S L A O S0 AL, S A W et LB TN e R ra Ll AL LA E B
( MSH2 ) MGeND
| Variant AA ClinVar ClinVar ClinVar Clvic DisGeNET COosMIC

cDs
~ Genome name change Origin MGEND_ entry origin annotation evidence entry occurrence
annotation
'hg19 (406)
(1 hg38 (405) NC_000002 MSH2 NM_000251.2 00O 0 1 59 0 0
11:9.47635 p.E114*  ©.340G>T T
~ MGeND n 668G>T
~ Variant ) (rs8788538
15)
~ Dise NC_000002 MSH2 NM_000251.2 00O 0 1 59 0 0
|He (6) 12:9.47408 p.E114*  ©.340G>T K
On (6) 529G>T
_ (4) n

(2)
7 ) =7 — FTRY AANR]EE,
— A2

() Mental retardatio...  (2)

) Microcephaly, nor...  (2)
“) Migraine Disorders  (2)

more...

~ Drug

16
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S MGeND <

MSH2 p.Glu114Ter (p.E114*) Detail

Summary Information
Summary
MGeND

Clinical significance
Variant sample number

GWAS sample number

Others

Clinical significance
(ClinVar)

Prediction(dbNSFP)
Frequency(Japanese)
Entry(ClinVar)
Entry(CIViC)
Entry(DisGeNET)

Disease name(ClinVar)

Disease area statistics MGeND

L JeJeleJejel Jol JoI I L I I J
[No Data.]

1

Lynch syndrome

Clinvar  CiVIC

DisGeNET

Cancer v

Annotation

Information

Genome
Position
AA Change

HGVS

dbSNP

Gene symbol
Gene type

Gene description
Transcript ID
Transcript position

Transcript strand
MIM
HGNC

Ensembl

Rare/Intractable diseases Infectious diseases -

Genome browser

hg19
chr2:47,635,668-47,635,668
p.E114*

NC_000002.11:9.47635668G>T
NM_000251.2:¢.340G>T
NP_000242.1:p.Glu114Ter

rs878853815 dbSNP [
MSH2

protein-coding

mutS homolog 2
ENST00000233146.6
chr2:47,630,108-47,710,367
+

609309 OMIM [

HGNC:7325 HGNC [
ENSG00000095002 Ensembl [

Dementia Hearing loss

BT —ZRX—X~D) 7% insilico predictionDfER, 77 7% A
Wz EOMEE O/ 7 v b OFESREE
somatic variants(Z DWW T H 8 ABE,

7

N

MT

A%, CVICEDBY 7 LTEHEY,
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ST/ = TCDRE

@VAR A comprehensive Japanese genetic variation database (Home) Datasets Downloads Terms Contact About History Help Configuration
m— —
15878853815 p} >® Preview
Disease: Breat = s 595 TogoVar: tgv421843 Position(GRCh37/hg19): 16:48258198  Region(GRCh37/hg19): 10:73270743-73376976 Detailed variant report page ®

Results The number of available data is 10,000 out of 64,094,472.

B L © 3 o » ?es.“»“,n Y N L e 4 “e‘\\*““ Ce“sﬂ\\z\\nt o ?“\‘v\\e\\ - a S Not found
1gv67071957 © 15112750067 == 1:10327 T SNV E Intergenic variant External links

1gv67071958 © 1:10328 @) Deletion Q Intergenic variant wefshP: 15112750067

1gv67071959 © 15150069722 1:10330 ) Deletion g Intergenic variant

1gV67071961 © 151351390918 1:10334 ™) Deletion g Intergenic variant Alternative allele frequencies
1gv67072020 © 15376342519~ 1:10617 ] Deletion E Intergenic variant Dataset At Total  Frequency
1gv67072021 © 1:10621 ) Deletion 0 Intergenic variant z jg: 25: j

167072022 © 1:10622 o) Deletion g Intergenic variant 350N 85/ 5438 0.0156
1gv67072033 © 151266288166 = 1:10816 [@ Insertion E Intergenic variant 3 Hovo I
1qv67072075© 1: 12669 Deletion DDX11L1© g Non coding transcript exon variant Gevc !

Q67072091 © 151290303072 1: 12868 (&>} SNV DDX11L1© 'D Intron variant (37) o

1gv67072092 © 879918139 = 1:12882 EE\ SNV bbxiiLie E Intron variant (31) Intergenic variant

lgudio 1562635286 1:13116 G SNV bpxiitie E E Intron variant (:1) A sequence variant located in the intergenic region,
tgv420 1562028691 = 1:13118 (ayg] SNV DDX11L1© EE Intron variant (31) between genes

tovado 15531730856 1:13273 ©0c SNV DDX11L1© EE Non coding transcript exon variant (32) Clinical significance

gvd7o 15752859805 1:13372 (e>¢c) SNV DDX11L1© HE Splice region variant (33) e

tgvs3© 15777038595 1:13417 (D6AGA] Insertion poxiiti e EEE Non coding transcript exon variant (2)

tgv54© 1575175547 = 1:13418 (&>A] SNV DDX11L1© EE[ Non coding transcript exon variant (2)

toued o 1S574607788 1: 13494 ) SNV DDXI1LI © e Non coding transcript exon variant

1gv66 © 15199896944 1: 13504 (e>a) SNV DDX11L1© EH Non coding transcript exon variant

igv7do 15775200581 = 1: 13539 @ SNV ppxiiLli e E Non coding transcript exon variant

tgv790 151263393206 = 1:13657 [ Deletion poxiiLie E E Non coding transcript exon variant (31)

tqv82 0 15796086906 = 1:13868 m\ SNV DDX11L1© E E Non coding transcript exon variant

18
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mvkk A comprehensive Japanese genetic variation database

Home ) Datasets

Downloads

Terms  Contact About History Help | Configuration

Preview

Detailed variant report page ©

Genes

Symbok: MSH2 ©
Akes: HNPCC, HNPCC1, DNA mismatch repait

(vsﬂﬂESSBIS >®
famiial 2 Gene: ALDHZ Togover 1gvi21843 1648258198
Results The number of available data is 1 out of 1
e
® s
o™ s e et M Wt e e o™ o g™ e
19v6780244 © [5878853815* 2: 47635668 ©T SNV MsH20 Stop gained (7) Lynch syndrome

mVAR A comprehensive Japanese genetic variation database

th6780244 15878853815

Variant type SNV
Positi

668 (GRCh37)

Other overlapping variant(s)

TogoVar ID

|_ogoVar IDAE YIRS T

Variant type

protein Msh2

External links

Home

Datasets

Downloads

C

Ref / Al

1qv6780144

Frequency

No data

Clinical Significance

Title

_ _——
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