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(Manolio, T. A, et al. (2009). Finding the missing heritability of complex diseases.
Nature, 461(7265), 747-753. ) 4
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Input: 4.2 million SNVs, ?ﬁ/}\‘ %% «Eé::'ff 'fB ¥EI:7K§ ((-3:3 U—5/ \j:t D BO)*IJ %49“

0.5 million indels

l 24,617 variants |
@ Remove synonymous or non-

s NIARBHTED B TRIARAT SO/ U7 N

identify exonic/splicing variants
| 11,166 variants |

[] Conserved variants from 44-species / \:I:tj- 9/\ Z(Lﬁrjéj\ljlﬁ\/ I\%%QDL%(L—EFU}EE

alignment

| ' | (FHMEREBEEOY > TIVEEFNTORVETE)

4,860 variants

Remove variants in segmental

duplicati i
< duplication regions

4,606 variants |
Remove variants in 1000 Genomes

Project ﬁ" DLaj.(L_(j:/\ j- Q/\ X’i*jﬁ”ﬁ'é%\g@‘o

1,124 variants

Remove variants in dbSNP version (1000 Genomes PrOJeCtI dbSNP / etC. )

130
413 variants

HF‘

@ Genes with multiple variants

l 23 genes
Hﬂemove “dispensable” genes with

high-frequency loss-of-function
variants in healthy populations

20 genes (including
DHODH)

ANNOVAR: functional annotation of genetic variants from high-throughput sequencing data

Nucleic Acids Res. 2010;38(16):e164. doi:10.1093/nar/gkqg603
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dbSNP SNP vl { Search |

Advanced Hel|

1 dbsSNP

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
dbSNP 20th Anniversary, How to Submit Web Search
Overview of dbSNP Hold Until Published (HUP) Policies eUtils API

About Reference SNP (rs) Submission Search Variation Services
Factsheet ETP Download
Entrez Updates (May 26, 2020) Tutorials on GitHub

i

ALFA Project Inaugural Release March 10, 2020

The goal is to provide allele frequency from more than 1 million dbGaP subjects with regular updates. Visit the project page for more information or view the
introduction video below. Please provide your feedback by completing this short 3 min survey.

How to Search dbSNP. Additional search terms are here.

All of dbSNP (then use filters on results page) all[sb

dbSNP RefSNP ID Single: 328; Multiple 328.226.200
Gene Gene symbol PTEN[Gene Name] or gene ID 4023[Gene_ID]

=

Genomic location of a single position or range on GRCh38. See the

announcement and the guide for using GRCh37 coordinates 2 e

BRI RBEEANI AR RCBRTNZON ?
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Advanced

3 dbsNP

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
dbSNP 20th Anniversary, How to Submit Web Search
Overview of dbSNP Hold Until Published (HUP) Policies eUtils API

About Reference SNP (rs) Submission Search Variation Services
Factsheet ETP Download
Entrez Updates (May 26, 2020) Tutorials on GitHub

i

ALFA Project Inaugural Release March 10, 2020

The goal is to provide allele frequency from more than 1 million dbGaP subjects with regular updates. Visit the project page for more information or view the
introduction video below. Please provide your feedback by completing this short 3 min survey.

How to Search dbSNP. Additional search terms are here.

All of dbSNP (then use filters on results page) all[sb]

dbSNP RefSNP ID Single: 328; Multiple 328.226.200

Gene Gene symbol PTEN[Gene Name] or gene ID 4023[Gene_ID]
Genomic location of a single position or range on GRCh38. See the 6[Chr ] AND (1500000:3000000[Base Position] )

announcement and the guide for using GRCh37 coordinates

© NBDC, JST Licensed Under CC &7~ 4.0 EBR
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e builder below to create your search

All Fields hd

Accession

All Fields
“h

Allzle

Base Position

Chromosome
n | Clinical Significance
—; Contig Position
E Create Build ID
2 Filter

Function Class

Gene Description

= Gene Name
Genotype
Global Minor Allele Frequency
Local SMNP 1D
LocusLink 1D

Method Class

https://biosciencedbc.jp/

rs 11568821 Sort by: SNP_ID
Sort by: SNP_ID

03962 Sort by: SNP_ID

ort by: SNP_ID

Query

MRZREXTSRZEF
LRVZE(E.
YRZREE

All Fields

(OXFU TR T B

shisms (dbSHP

POPULAR
PubMed
Bookzhell
PubMead Cantral
BLAST
Mucleotide
Senome

SME

FEATURED

Genetic Testing Regisiry
GenBank

Reafarence Seqguancas
Gene Expression Omnibus
Genome Data Viewer
Human Senoms

Mouae (SAanmma
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dbSNPOIRRIEER
(PDCD1 rs11568821)

Resources ¥) How To (¥

Siign in to NCBI

dbSNP

Annotation
Cited in PubMed
PubMead
nuclegdide

Global MAF
Custom range

Validation Stalus
by-cluster
by-frequency

Chaar all

Show addilional fillers

https://biosciencedbc.jp/

SNP

* | PDCDA rs11568821

Create alert  Advanced

Display Seitings: « Summary, Sorted by SNP_ID

Search results
Items. 2

Send to: =

Variant typa.
Alleles:
Chromaosome:
Gene,

rs11568821 [Homao sapens|

SNV

C=GT

MNT_187527.1:63858

LOC10537397T (GeneView), PDCDT (GenaView)

Functional Consequence:
downstream_transcript_variant genic_downstream_franscript_variant upstream_franscript_variant intron_variar

Clinical significance:

Validated:
Global MAF

HGVS:

Fubhdad

Narview

risk-factor

by frequency by cluster

T=0.04097205 (1000Genomes)

T=0.0711/21%6 {GromALD)

T=0.0746/9373 (TOFMED)

T=0.1157/446 (ALSPAL)

T=0.1162/431 (TWINSUEK)

MNC_DD0002.12:9 24185 1760C>-G, NC_000002 12.9. 241851760C>T,
MC_DD000Z 119 242793912C-G, NC_DDDDZ 1179 2423391 20>T
MG_012110.1:9. 121476>C, NG_012110.1:9.12147G>=8, NT_187527 1:0.63858C=03
MNT_187527 1:g G3858C=T

rs606231173 has mearged into 12116680821 [Home sapens]

Variant type
Alleles:
Chromosome:

SNV
C*GT
MWT_187527 1:63858

I EANRITIATT (Ganalflewt POCTHA (Ganablina

REFRIRFENTRR

Halp
Filters: Manage Filters

Find related data =

Database; Select v

RERTVDERR
N

Search details =

POCDU[AN] Fields] AND rel1SBEE21[A1I
Flalis]

Search See more...

l’ﬁa nt activity _

Turn OFf  Clear

@, PDCDA re11568821 (2)

Q, FDCD1 (3020)

Q, 12: 111803362 (5)

Q, reb71(5) -
. e moe-
BEEDIRZEABT DR
13
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National Library of Medicine

\
/
=<
=
A~
(=111

National Center for Biotechnology Information

dbSN P Short Genetic Variations

Examples: rs268, BRCAL and more

Welcome to the Reference SNP (rs) Report
All alleles are reported in the Forward orientation. Click on the Variant Details tab for details on Genomic Placement, Gene, and Amino Acid changes.
HGVS names are in the HGVS tab.

Reference SNP (sl Report

IBRTRAZTC
TOFRTREATEE

FEEDBACK

SRS BB
ClinVar®|a#k
SEE [FER(ALFA)
HGVSZ:D
Submission|&#k
rs&sDZEE
EINEE
koI

ZTabTHINEZSNET .

https://biosciencedbc.jp/

LDownload | B o

4 Switch to classic site

Current Build 154

r511568821 Released April 21, 2020

Organism Homo sapiens Clinical Significance|
Position chr2:241851760 (GRCh38.p12) @ Gene : Consequence PDCD1:Intron Variant
LOC105373977 : 2KB Upstream Variant
Alleles C>G/CT
Publications 37 citations
Variation Type SNV Single Nucleotide Variation JMitVarea
Frequency T=0.074645 (9373/125568, TOPMED)
T=0.07214 (2260/31330, GnomAD) Genomic View Seers on genome

T=0.08953 (1591/17770, ALFA Project) (+ 9 more)

( | Variant Details \ Genomic Placements (7]

Sequence name *  Change
Clinical Significance

GRCh37.p13 chr2 NC_000002.11:2.242793912C>G
Frequency

GRCh37.p12 chr2 NC_000002.11:¢.242793912C=T
HGVS GRCh38.p12 chr2 NC_000002.12:g.241851760C>G
Submissions GRCh38.p12 chr2 NC_000002.12:.241851760C>T
st GRCh38.p12 chr2 alt locus HSCHR2_3_CTG15 NT_187527.1:2.63858C>G

istory

GRCh38.p12 chr2 alt locus HSCHR2_3_CTG15 NT_187527.1:2.63858C>T
Publications

PDCD1 RefSeqGene NG_012110.1:g.12147G=C
Flanks PDCD1 RefSeqGene NG_012110.1:2.12147G>A

——/

Gene! PDCD1, programmed cell death 1 (minus strand)

A Amino
Molecule type Change acid[Codon] S0 Term
PDCD1 transcript NM_005018.3:c.627+189G>C N/A Intron Variant
PDCD1 transcript variant XM 017004293.1:c.627+189G... N/A Intron Variant
PDCD1 transcript variant XM_006712573.2:c. N/A Genic Downstream Transcript
¥? Variant

ClinVarAmyU>2

14
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https://www.ncbi.nlm.nih.gov/snp/docs/gsr/alfa/

Input and Qutput Counts

Input Count
Studies 42
Subjects 98,494
Genotypes 551,345,630,054

Genotypes Excluded 689,601,274 (0.1%)

Output
Total RefSNPs

Count

446,909,594

Exist in dbSNP 153 442,539,572

Novel

4,370,022

Input Assay Source Subjects*

Exome
Genomes
SNP Arrays

23,224
5,621
87,232

* Subject counts for different assay source can be overlapping.

Qutput Population BioSample ID Subjects Total Site Count

European
African American
African Others
African (Note 1)
East Asian
South Asian
Other Asian
Asian (Note 2)
Latin American 1
Latin American 2
Other

Total (Note 3)

https://biosciencedbc.jp/

SAMN10492695
SAMN10492698
SAMN10492696
SAMN10492703
SAMN10492697
SAMN10492702
SAMN10492701
SAMN10492704
SAMN10492699
SAMN10492700
SAMN11605645
SAMN10492705

82,475
3,655
114
3,669
153
2,459
84

237
354
3,801
5,499
98,494

445,828,538 413,136,224
445,809,613 428,151,478
445,691,099 438,202,529
445,809,758 427,767,482
445,720,538 442,454,208
445,079,683 440,460,693
445,465,162 442,628,722
445,757,479 441,170,505

3,176,558 1,403,168

3,194,467 1,173,905
445,829,307 434,443,847
445,835,693 404,944,004

8,616,684
17,105,759
7,470,894
17,490,705
3,246,297
4,603,791
2,828,952
4,548,632
1,752,470
1,949,095
10,314,708
9,245,548

MAF=0 MAF >=0.01 0.01 > MAF >=0.001 MAF <0.001

4,946,828 432,265,026
545,913 428,157,941
17,676 438,202,529
544,974 427774079
20,033 442,454,208
7,562 440,468,330
7,488 442628722
38,342 441,170,505
20,920 1,403,168
68,415 1,176,957
450,584 435,064,015
8,393,159 428,196,986

© NBDC, JST Licensed Under CC 7R 4.0 EIR

Singleton
15,684,278
5,164,009
3,251,737
5,249,871
1,646,717
2,361,549
1,741,650
2,079,552
254,597
206,300
3,604,601
18,638,600

15
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dbSNPTDIEIEF R R FREECUTARZR

& NCBI

Resources [¥) How To (v

dbSNP

Clinical
Significance
benign

risk factor

Validation Status
by-ALFA
by-cluster
by-frequency

Publication
LitVar Annotated
PubMed Cited
PubMed Linked

Function Class

inframe deletion

inframe insertion

intron

missense

non coding transcript variant
synonymous

Variation Class
del

delins

ins

mnv

Annotation

https://biosciencedbc.jp/

Display Settings: + Summary, 20 per page, Sorted by SNP_ID

v| PDCD1

Create alert Advanced

Search results
Items: 1 to 20 of 3150

U
1.

Send to: «

PageEof‘lSB Mext= Last==>

rs11568821 [Homo sapiens]

Variant type:
Alleles:
Chromosome:

Canonical SPDI:
Gene:
Functional Consequence:

SNV

C>G,T  [Show Flanks]
2:241851760 (GRCh38)
2:242793912 (GRCh37)

NC_00paaawiadd 851759:C:G,NC_000002.12:241851759:C:T
PDCD OC105373977 (Varview)

intron_variant,upstream_transcript_variant,downstream_transcript_variant,genic_downstream_transcript_variar

Clinical significance:
Validated:
MAF:

HGVS:

risk-factor
by frequency,by alfa,by cluster
T=0.089533/1591 (ALFA)
T=0.040935/205 (1000Genomes)
T=0.071667/43 (NorthernSweden)
...more
NC_000002.12:9.241851760C>G, NC_000002.12:9.241851760C>T,
NC_000002.11:9.242793912C>G, NC_000002.11:9.242793912C>T,
NG_012110.1:9.12147G>C, NG_012110.1:9.12147G>A, NT_187527.1:9.63858C>G,

AT 4ADTEAT 4. AAOCO AT

...more

_I@ © NBDC, JST Licensed Under CC %7 4.0 ER
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NPDE{=z+FE 1—(Variation Viewer)

m U.S. National Library of Medicine

Variation Viewer

Homo sapiens
(human)

|
Search assembly

| [Q rstssssat

NCBI National Center for Biotechnology Information

Share this page Reset All More Infor

Assembly: [ GRCh38.p12 (GCF_000001405.38) ¥ ] . [ Chr 2 (NC_000002.12) v ]

{{ NC_000002.12: 241,840,599 - 241,862,918

p253 p24 p23  p22  p21 6 pIE pld pla  pl2  pN2Z plll qi2 qi2 qI3 ql41 q211 q213 q22 q23 q242 g3l 4321 q32.3 933 ¢34 q35 q368 371
I Examples P
. v Pick Assembly .
Gene Transcript Exons: dlick an exon te zoom in, mouse over to see details
GRCh38.p12 Region™ [ ( | PDCD1 w|» )| [ NMo0050183 +) ¢ } cocoo0
Annotation Release 109 v
| Select an assembly and annotation to change view 9 = nc_ooooz12- Oy @ I @ i == X A Tools | ¥ Tracks ¥, Download + ) 7 -
|~ User Data and Track Hubs ? 148 K 241,842 K 241,844 K 241,846 K 241,848 K 241,850 K 241,852 K 241,854 K 241,856 K 241,858 K 241,860 K 241,862
- no added tracks or track hu... Options v NCBI Homo sapiens Updated Annotation Release 109.20201120 on. 3 ®
- fil Focot 1+6)
LOC185373977
¥rRo240761 I m——
Supported File/Data types p | Clinical, dbSNP bl154 wv2 & H
o rs11568821 | C/6/T rs41513946 | C/T
History Live RefSNPs, dbSNE b154 v2 OF- 31
‘ —— select gene — v‘ dbVar Clinical Structural Variants (nstdl102) ®
Select gene from history dbVar Non-Pathogenic Clinical Structural Variants (subset of nstdl02) ®
~ Assembly Region Details dbVar Pathogenic Clinical Structural Variants (subset of nstdl102) ®
Features of Interest 148 K [241.842 K |241,844 K 241,846 K 241,848 K 241,856 K |241.882 K 241,854 K 241,856 K [241,858 K |241.888 K 241,862
Other sequence representations . »
for assembly region(s) in view - rone - NC_000002.12: 242M..242M (22,320 nit) ¢ Tracks shown: 7/657
2 GRC genome issues in this view. Add Track
| Variation Data
Filter by &4 | & Download et columns ltems 1 - 30 0 6,814 Page[l  |of228 | Next> | Last>>
»  VarantID Location Variant type Gene Molecular Most severe clinical 1000G GO-ESP ExAC Publications
‘ Source database v consequences significance MAF MAF MAF
[ cbSNP (6245) b nsv2776363 12,771-241,841232  copy number H2ACP2 and 3864 more Pathogenic 1
("] dbVar (568) variation
P nsv3882615 12,771-241841232 copy number H2ACP2 and 3864 more Pathogenic
In ClinVar - variation
(] Yes (183) > nsv429565  12,784-242,147,305  copy number H2ACP2 and 3877 more 1
variation
(7] No (6631)
P nsv3885544 14238 - 242,106,609 copy number H2ACP2 and 3875 more Pathogenic
variation
Most severe clinical significance -
¥ nsv3874648 15,672-242,157,305  copy number H2ACP2 and 3877 more Pathogenic
[T pathogenic (132) wvariation

dbSNP&LUdbVar, ClinVar®|&#% genome browser_ L THESRBIAE

https://biosciencedbc.jp/

_I@l © NBDC, JST Licensed Under CC 7R 4.0 EIR

17




NBDC

—  dbSNPLISMIMS ORI AT E

Sign in ta NCBI

= NCBI

Resources [ How Ta [+

—=NCBI

Matianal Centar far
Rinlechnoiogy Informistion

NCEI Home

Al Databasas  * |

Resource List (A-Z)
Al Resources
Chemicals & Bioassays
Drata & Software

DA & RMA,

Domains & Structures
Genes & Expression
Ganelies & Madwang
Genomes & Maps
Homology

Literature

Prolains

Sequance Analysls
Taxonamy

Traiming & Tubarials

ariation

Welcome to NCEI

The Mational Center for Biotechnology Information advances science and

health by providing acoass to biomeadical and genamic infamatian

About the NCBI | Mission | Organization | MCBI Mews & Blog

Submit
Deposit data or
manuscripls info
MNCB| dalabases

Develop

Use MCEI AFls and
code libraries fo
baild applications

Download

Transfer NCBI data
lo your compuies

Analyze

Identify an NCEI
ool for vour data
analysis task

Learn

Find hslp
documanits, altend
aclass or walch a
utaria

Research

Explore NCEI
research and
collabaorative

projacts

Popular Resources
Pubhlied
Bookshe'f
PubMed Canfra
BLAST
Mucleatide
Ganoma

SNP

Gang

Pratein
PubChem

NCEI News & Blog

Have you tried BLAST+ (2.9.0) and
version 5 BLAST databases (db\W5)?

24 My 2118
Wa recently updalad the varsion 5
Al 48T nrntein datAhasas (dlhWRY Anoor

Mew BLAST results io become the
default view August 1, 2015

20 May 2019
We hava been affering f
reeiatha ro

he rew BLAS
RSN R TR TSI R T

March-April 2015 RefSaq eukansotic

NCBIOWeb site (https://www.ncbi.nlm.nih.gov/) H5
All DatabaseszZXRIGEL T (B CYP2D6)TIHRZRI BE. . .

https://biosciencedbc.jp/

© NBDC, JST Licensed Under CC 7R 4.0 EIR
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UTZB#OEUS

National Center for Biotechnology Information

Search NCBI CYP2D6 x m

National Library of Medicine

Results found in 27 databases

GENE Was this helpful? L RefSeq transcripts

CYP2D6 - cytochrome P450 family 2 subfamily D member 6 CYP2D6 - 2 of 2 transcripts

Homo sapiens (human)

Also known as: CPD6, CYP2D, CYP2D7AP, CYP2D7BP, CYP2D7P2, CYP2D8P2, CYP2DL1, CYPIID6, P450-DB1, Transcript Isoform Length (nt)

P450C2D, P450DB1

GenelD: 1565 NM_001025161.3 2 1,435

RefSeq transcripts (2) RefSeq proteins (2) RefSeqGene (1) PubMed (989) NM_000106.6 1 1,588

[ Orthologs l Genome Browser { BLAST J [ Download ] View full table

RefSeq Sequences +

Literature Genes Proteins

Bookshelf 719 Gene m Conserved Domains 0

MeSH o GEO DataSets 0 Identical Protein Groups o

NLM Catalog €] GEO Profiles € Protein [ 615 ]

PubMed 7,621 HomoloGene o Protein Clusters 0

PubMed Central m PopSet Q Protein Family Models 0
Structure m

Genomes Clinical PubChem

Assembly 0 ClinicalTrials.gov 0 BioAssays 4,317

BioCollections 0 Clinvar 2,279 Compounds 0

(-3} ¥ ®

https://biosciencedbc.jp/ [COEEE © NBDC, JST Licensed Under CC 257 4.0 ER
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= gnomADDEHEERBA. E

About News Downloads Terms Publications Contact FAQ

gnomAD v3.1 released!

L - L L
griomnc aggregaooraaragoase

[ gnomAD v2.1.1 + S

ch by gene, region, or variant

Please note that gnomAD v2.1.1 and v3.1 have substantially different but overlapping sample
compositions and are on different genome builds. For more information, see the FAQ “Should |

BETAEERNUPD NEEE
JUP> M2, rsBS, HGVS., REHES-IE-SBFUI-REFUIOHRTEE

The Genome Aggregation Database (gnomAD) is a resource developed by an international coalition
of investigators, with the goal of aggregating and harmonizing both exome and genome
sequencing data from a wide variety of large-scale sequencing projects, and making summary data
available for the wider scientific community.

The v2 data set (GRCh37/hg19) provided on this website spans 125,748 exome sequences and
15,708 whole-genome sequences from unrelated individuals sequenced as part of various disease-
specific and population genetic studies. The v3.1 data set (GRCh38) spans 76,156 genomes, selected
as in v2. The gnomAD Principal Investigators and groups that have contributed data to the current
release are listed here.

All data here are released for the benefit of the wider biomedical community, without restriction on
use - see the terms of use. Sign up for our mailing list for future release announcements.
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<= jMorpDIEHEsREA. 1R/

il GWAs |

pwwe Sequence | IR Vaniation | - IiGUIgl Methylome | mn&ms‘:rimnme |

WelCoMme to

Proteome | MMetabolnme | Repository |

| Downloads | Help Login |

Japanege Multi Om\Cs
Reference Panel.

M Phenome jMorp release 202008

To be provided

N__NHz November 17th, 2020
S_;E’ Metabolome New Articles were published.
D New articles about metabolome GWAS (' and jMorp database (£ have been published on
- roteome
November 12nd, 2020

Iso-5eq and GWAS summary statistics datasets have been added.
M T ransc ri pto me [Transcriptome (Iso-Seq)] We released transcriptome data for lymphaoblastoid cell lines
IMM (iMethyl) & ToMMo (LCLs) using long-read sequencing technology (PacBio Isoform-Sequencing; Iso-Seq)
[GWAS summary statistics] We have added GWAS summary statistics of metabolome-

M ethyl ome GWAS study (TGAO00003). Manhattan plots have been added in each compound page in the
metabolome layer, which have been reported in this study.

IMM (iMethyl)

August 31st, 2020
]_'[I)([[[N]I Genome Variation JG2 Japanese Reference Genome, 8.3KJPN allele frequency panel, and 25K
Metabolome

[Genome Sequence] We updated the Japanese reference genome, JG2, which is
%.I?!FIM]I Genome Sequence

constructed by integrating six de novo phased assemblies from three Japanese male
individuals.
[Genome Variation] 8.3KJPN, allele and genotype frequency panels from 8,380 Japanese
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Human Genetic Variation Database

Home About Statistics Link Download Repository Contact How lo Use Login

Welcome to Human Genetic Variation Database

Search database

Gene name/ID E

dbSNP rsID E

Pathogenic Variation b

MGS Biocinformatics Chromosome
Kyoto Course

®
" Ior GLOBAL
LUMIVERSITY JAPAN

Page views 3,289,095
Total downloads:6,259 T 0870272017 HGVD version 2.3 is now downloadable.

"04/17/2017 New HLA typing software 'HLA-HD' is released. link
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The NHGRI-EBI Catalog of published genome-wide association studies

cxamples: breast carcinoma, rs 329174, Yao, 20371, HBS1L, 6:16000000-2200000d

REBH, rsiEs. EB4. Bia 4. RIS TRERATEE

pack

Ce ]
w
L]

Take a tour of the NEW search interface...

QA Search 0 Diagram] . Download

Dowmload a full copy of the GWAS Catalog in
it and alder versions

Search the Catalog in a number of ways, includng by Explore an interacive visualisation of all SMPE-rai
associzlions with genome-wide significance (p=3 x10°) spreadshest formal as well as currer

trail, SMP identifier, publlication, gene and genomic
of the GWAS diagram in SVG Tormat

location

Thiz website requires cookies, and the mited processing of your personal data in order to function. By using the sie you are agreeing to this as outhined in

our Privacy Nolice and Terms of Lise




NBDC

Show SNPs for

] Digestive systermn disease @
@ Cardiovascular disease m
D Metzbalic disease @
2 Immune systemn disease
2 Nervous systemn disease m
& Liver Enzyme measurement @
@ Lipid or | poprotein @

measuremesnt

2 Infla mimatory marker @

measuremesnt

0] Hematological m

measuremesnt

@ Body weights and 1726

measures

Cardiovascular
measurement

@ Cther measurement

() Response o drug

D@5 ological process
Cancer

® Cther diseazs

@ Other trait

https://biosciencedbc.jp/

BT —ANR—ZDFBIT
GWAS-catalog

_ © NBDC, JST Licensed Under CC 7R 4.0 EIR




s ZRIF_AHAR-ZDFET
GWAS—catang

EMBL-EBI| m}".

GWAS Catalog

The NHGRI-EBI Catalog of published genome-wide association studies

breast carcmoma CL

Examples: breast carcinoma, rsf329174, Yao, 20371, HES1L, 618000000- 25000000

SWWAS 1 Search | breast carcinoma

J1)94TOY TN —-ThTRReEn?

Refine search results ~ .
Search results for breast carcinoma

breast carcinoma

B cenes

o

A carcinama arising from the breast, most commonly the terminal ductal-lebular unit. It is the most
common malignant tumeor in females. Risk factors include country of birth, family history,
menstrua...  Show more
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« 138312 3850CIati0ns
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HERZ2 positive breast carcinoma

Genome assembly GRCR3E 012 A biologic subset of breast carcinoma defined by high expression of HER2, GRET, and TRAP100, and
aSNE B 151

e by lack of expression of estrogen receplor (ER).
Ensemii Bulid 96
Associations u Studies n
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