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DB

authors & referees GPLOS o

authors & referees > Policies > Availability of data, materials, code and protocols

Site content Availability of data, materials, code and protocols
An inherent principle of publication is that others should be able to replicate and

— build upon the authors' published claims. A condition of publication in a Nature
Policies Research journal is that authors are required to make materials, data, code,
and associated protocols promptly available to readers without undue
Publication ethics &

scholarly must be disclosed to the editors at the time of submission. Any restrictions must
communication also be disclosed in the submitted manuscript.

https://www.nature.com/authors/policies/availability.html

Cell

Mandatory Data Deposition

For the following types of data, submission of the full dataset to a community-endorsed, public repository is mandatory.
Accession numbers must be provided in the Key Resources Table and in the Data and Software Availability section of th
STAR Methods text. Examples of appropriate public repositories include:

Protein Sequences: Uniprot
DNA and RNA Sequences: Genbank/European Nucleotide Archive (ENA)/DDBJ,Protein DataBank,UniProt
DNA Sequencing Data (traces and short reads): NCBI Trace and Short-Read Archive, ENA's Sequence Read Archive

Deep Sequencing Data: Deposit in GEO or ArrayExpress upon submission to the journal

https://www.cell.com/cell/authors

https://biosciencedbc.jp/

Publish  About Browse

Data Availability

The following policy applies to all PLOS journals, unless otherwise noted.

PLOS journals require authors to make all data undertying the findings described in their manuscript fully available without
restriction, with rare exception
When submitting a manuscript online. authors must provide a Data Availability Statement describing compliance with PLOS

If the article is accepted for publication, the data availability statement will be published as part of the final article

qualifications. Any restrictions on the availability of materials or information httpS//jOUl’I’]&'S. p|OS.Org/plOSOHG/S/data-aval|abI|Ity
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JGA Scientific Data

2016 6 9

SCIENTIFIC DAT

polices Recommended Data Repositories
Editorial & Publishing Policies

For Ref Scientific Data mandates the release of datasets accompanying our Data Descriptors, but
or Referees

we do not ourselves host data. Instead, we ask authors to submit datasets to an appropriate
Data Polici . . . S . .
alapolcies public data repository. Data should be submitted to discipline-specific, community-
Recommended Data Repositaries recognized repositories where possible, or to generalist repositories if no suitable

community resource is available.
<< thfg >>

For data linking genotyping and phenotyping information in human subjects, we strongly
recommend submission to dbGAP, EGA or JGH, which have mechanisms in place to handle

sensitive data.
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£, =7, FPrEASESABELT: FOXRRE - WEET— 413 INSDC & FRIBOTF—5~—2AT#HS NCBI
Database of Genotypes and Phenotypes (dbGaPF), EMEBL-EBI European Genome-phenome Archive (EGA), ©
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R H [ ol

Japanese Genotype-phenotype Archive (JGA) view FAIRsharing entry YRERRSHATEZ A VLR TRELTVET,

Biological G IR it for Interaction Datasets * iew FAIRshari t JGA BESECL > TEREINET—FEZMITTVET, JGARBLFCHETIHSRET—4, Y1707 L1908
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DB

Input: 4.2 million SNVs,
0.5 million indels

Gene-based annotation to
identify exonic/splicing variants
I 24,617 variants |

Remove synonymous or non-
frameshift variants

| 11,166variants |

Conserved variants from 44-species
alignment

h 4
I 4,860 variants

Remove variants in segmental
duplication regions

N
4,606 variants |

Remove variants in 1000 Genomes
Project

1,124 variants

Remove variants in dbSNP version
130

413 variants

i

@ Genes with multiple variants

| 23 genes
Hﬂemove “dispensable” genes with

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

20 genes (including
DHODH)

MIZERITENOHE TRI-BITRRD/AN)TUMIEX

(FDRBEED YT ILIEEENTUOVELETR)

RYAAZIEDET—IR—RESHRITINLEHY
(1000 Genomes Project, dbSNP , etc. )

ANNOVAR: functional annotation of genetic variants from high-throughput sequencing data
Nucleic Acids Res. 2010;38(16):e164. doi:10.1093/nar/gkq603

https://biosciencedbc.jp/
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gnomAD

POPULATION DESCRIPTION GENOMES EXOMES TOTAL
AFR African/African American 4,368 7,652 12,020
AMR Admixed American 419 16,791 17,210
ASJ Ashkenazi Jewish 151 4,925 5,078

EAS East Asian 411 8,624 9,435

FIM Finnish 1,747 11,150 12,657
HFE Hon-Finnish European 1.500 55,860 63,365
LAS South Asian 0 15,391 15,301
OTH Qther {population not assigned| 4491 2,743 3,234

Total 15,496 123,136 138,632

MacArthur Lab Blog (2017/2)
https://macarthurlab.org/2017/02/27/the

https://biosciencedbc.jp/

1000 Genomes Project
East Asian

(gnomAD

EXAC
-

NBDC

-genome -aggregation -database -gnomad/
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RAEAST 1 DI - AH)>
OHEMNNELIZS ) A0
R— b (EAEH G H0)
ANSIOW APV IR

Human Genetic
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Exome Aggregation
Consortium (ExAC)

60,706 A (WES)

w207J0O0>T0 5o
S —AxBEFErUE
77U LSEE Bk

ClinvVar (NCBI)

JNUT7 > SO BB EM

PubTator (NCBI)
Colil(DBCLS)

JNUT72 SMCEET D
X ENEH
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<> JGA-NGS/IJGA-SNP

JGA-NGS https://togovar.biosciencedbc.jp/doc/datasets/jga_ngs

EhEhicT—49 OHEEk
HuZiga TR
JGAID EhDB WREE WRER X =
JGADODDODD000D4 humO006 FESB O/ L « B FRFE FORFEFREZNER O R R PANOYA b= 6 BEELEA
(P-DIRECT)
JGADOODOO000106 humO0D6 FFEB @Y/ L - B FRT & FOBRFEFEZNER O R EE AV I RO A — 16 EEELEA
< {P-DIRECT)
JGADOODODD00112 humO006 FESB O/ L « B FRFE FORFEFREZNER O R FRFEE RS A — N 17 BELEA
(P-DIRECT)
JGADO0D00000014 hum0021 BHSEESOREARES LUEEE - ARZORB|BIEETIHR BE—EERER 6 ANEE B
77/ L3E)
JGADODDOO000036 hum0035 ERESRICHE 5B FREDBENER SR OERESERESEE 23 BHBF
(P-DIRECT)
JGADOOD00000038 hum0040 b FRABCHIT B 7 U » MlRES L U > 7FU > MBETO b S L URHERD 48 HE EF
ME (IHEC)
JGADODDOO00OOBD humO0BE FEBOEBE « IR ICEIS T Snon-coding RNADEE & FOBFORA  XEHA 9 =F It
=114 125

NAFRENS DT> TILDGEE. FERAMRBREDS > T)LDHER
JGA-SNP https://togovar.biosciencedbc.jp/doc/datasets/jga_snp

EREINT—YOH¥E

JGAID E kDB fREs wEEH BT X Ty RHEE

JGADO0000000123 humiDi4  A—F—A4 FEROERR OV 4L BEERUVRESE 182,557 A4% 7508
(BBJ)

JGADO0000D000018 hum0028 A —4—AC FERORREIOVS 4 BEH a08 AfR 78
(BBJ)

JGADO0000000130/131 humonez BEABEFICEF 27/ LEEHOSNPENT BEEH 419 85 Bt

Total 183,884

https://biosciencedbc.jp/ © NBDC, JST  Licensed Under CC & 4.0 [E]f




JGA-NGS7T—F 12w MMERKEFD

AR OOS A8
VAN A S nvAd &t AA
qcleanert 4.1.0 fgstQC EHHAEDTE TERMEY — RECHIDIFE
SAM tools 1.6 SAM/BAM D 7 A )VE=ZRIEI 2 IX > REf
FastQC 0.11.5 U — RS mEBEFT v Y
calcCoveraget 1.7 U — RESIN Y E> DD/ —KDEtE
BWA 0.7.16a U—REHZU D7 L2RG ARV ESD
Picard 2.13.2 BAMYSVCF D 7 1) 7ZZ3I81F9 20N> REF
GATK 3.8.0- BAMM5/\U 77> b &
ge9d806836
SnpEff v4.3_core |JNUFPZ> NP /)F—>3>zH5
bedtools 2.13.3 BEDESE T 77 1 )L DIEIE

TED : XU T DJ#MBRFEY T b

https://biosciencedbc.jp/

AT O3 BioReT ver.3.3.1.1%={EH
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TogoVar 2RfEEfrJ0O—

1.&7—5ty bzE#EFL. /NU7> Mt
U7 L2 AIEGRCh37

2.)\U 77> hDFREBDPNZIZIE
1. 2EBhRESDOREDPI (#]. ChrM, ChrMt, MT, 26)
2. +strand &-strand
3. Insertion &DeletionMFXREEDIEL )
) 3bpDATTDdeletion (CATT/C & ATT/-)
B (C, REEDEWICHEDSHMEDIELE

3. 268608 &ES. UE. VI7L>RXT77U)L. AIINAFFFTaT
IS EIC—RICEFESBID (TogoVar ID) =ft5

4.Variant Effect Predictor(VEP)ZHW\T. 77 />7—>3>
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B
=" TogoVar 2REITIEER

2 BRI ER JNU 77> SHIBRLIEDFESR
JGA-NGS 13,338,968 JGA-NGS 4,679,025
JGA-SNP 1,265,124 JGA-SNP 1,249,724
3.5KIPN 50,266,064 3.5KIJPN 7,931,579%*

HGVD 554,461 HGVD 554,461
ExXAC 10,195,872 ExAC 10,195,872
ClinVar 198,707 ClinVar 198,707
XEMITER

- JGA-NGS/IGA-SNPF—4tw b5

FZUJVESEL T DIV 77> bz EIBR

- 3.5KIPN(%1%Ki@mdD/ U 77> b7z HI bR

MEHRINDU7> N&ET: 76,668,133 TogoVar ID%X : 19,537,677

TogoVar IDD#52K - 67,071,947
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| SLS

Natianal Bioscience Database Center

Dvar

Data set

Home Datasets Terms

Al

D JGANGS (119)
D JGA SNP (55)
i) 3.5KJPN (173)
@ Hacvo (50)

@ Eexac 926)
ClinVar (4,545)

Alternative allele frequency
| JGANGS §|| = 5| @01 @

© Add filter

Update

Variant type

Al
[Fsnv (2,787)
[ insertion (482)

Contact

TogoVar

About

Help

Breast-ovarian cancer, familial 2

v~

pvLl~ 7

P hgl9)
1 P

P

%x( lear

Example - Disease:Breast-ovarian cancer, familial 2, Gene:ALDHZ, refSNP:rs114202585, TogoVar:tgv421843, Position(GRCh37/hg19):16:48258198, Region(GRCh37/hg19):10:73270743-7337R976

D Position Ref

Alt Symbol Frequency® Consequence SIFT@

owing 1 to 25 of 4,545 variants related to disease "Breast-ovarian cancer, familial 2". (filtered from 19,537 677 variants)

Polyphen @

Display | 25 | variants per e

ClinVar conditions

tgv48208253 13:32889080 A
rs7988901

tgv48208258 13:32889363 G
rs3092989

tgv48208267 13:32889669 C

[ peletion (1,203) v 1
[1%] incel (65)
Substitution (8)

Al
Not in ClinVar (D)
A Pathogenic (2,242)

k
Clinical significance f(
k
k

G ZAR1L |:| |:| |:| |:| |:| intron_variant
A ZAR1IL i |:| i |:| |:| intron_variant

enl

JGA-NGS JGA-SNP 3.5KJPN HGVD ExAC

. Likely pathogenic (37)
A\, Uncertain significance (1,106)

b, Likely benign (105)

A1\ Benign (672)

A Conflicting interpretations of pathogenicity (450)
& Drug response (0)

/. Association (0)

) Risk factor (0)

/. Protective (0)

/1, Affects (0)

htu

UC.IpP7

tgv48208277 13:32889803 G
rs879255312

tgv48208285 13:328899668 G
rs206119

tgv48208287 13:32889996 C
11571572

Alt 7 - 565 - -
Ref 250 - 7082 - - W
Freq 0.028 - 0.08 - -
0
G BRCA2 i i i |:| |:| 5_prime_UTR_variant
A BRCA2 splice_region_variant
5_prime_UTR_variant
A BRCA2 i I I |:| |:| intron_variant
T BRCA2

oo ==

£\, Breast-ovarian cancer, familial |

[\ Breast-ovarian cancer, familial

A\ Fanconi anemia
Hereditary breast and ovarian ¢
Breast-ovarian cancer, familial |

£, Breast-ovarian cancer, familial |
A\ Fanconi anemia

Hereditary breast and ovarian ¢

Breast-ovarian cancer, familial
A\ Fanconi anemia

Hereditary breast and ovarian ¢

Breast-ovarian cancer, familial |

/5, Breast-ovarian cancer, familial |

%, Breast-ovarian cancer, familial

[\, Breast-ovarian cancer, fa




> TogoVar

mVAR Home Datasets Downloads Terms Contact About Help

Variant Information Frequency Genomic context Transcripts  Publications

Variant Variant type ClinVar
Chromosome 1
Position 11856378 1 SNV A Drug
L)
Ref allele G response
Alt allele A
JGANGS JGA-SNP 3.5KJPN HGVD EXAC

99 [ 250 144947 /ses10 2649 / 6948 976 / 2418 36864 12206

0.396 0.397 0.381 0.404 0.304

TogoVar ID tgv380601

refSNP ID rs1801133 Y \U % I\O)

Variation SNV EZIK EI"J 7. d:’|E||%E$E'YD

chromosome 1 ClinVar(C&E#x = /zpathogenicity D&k,
Position 11856378 %5__ gt v I\ (: 33 ‘/j_é

77UV E RN
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2> TogoVar

mVAR Home Datasets Downloads Terms Contact About Help

Variant Information Frequency Genomic context  Transcripts  Publications

Frequency
Allele count Genotype count
Dataset Population Alt allele freq Filter status
Alt Total Alt/Alt Alt/Ref Ref/Ref
JGA-NGS  Japanese 99 250  0.396 PASS
JGA-SNP  Japanese 144,947 365,104  0.397 29471 86,005 67.075 N/A
35KJPN  Japanese 2,649 6948  0.381 PASS
HGVD Japanese 976 2,418 0.404 PASS
EXAC Total 36,864 121,396  0.304 PASS
African 1,169 10,404  0.112 -
East Asian 2,640 8650  0.305 %5__ Q-E W |\73\ ,5 )
European (Finnish) 1,473 6614 0223 7 IJ) |/jj Ij > |\\ 7 IJ) I/H:‘E}_E._\
European (Non-Finnish) 23025 66730 0345 | oT JAA jjj >~
ssz e o | NGSODINU 7> RO—)LDIAUF
Other 278 908  0.306 7&.1_: ﬁm
South Asian 2,327 16,512  0.141 -
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mVAR Home Datasets Downloads Terms Contact About Help
Variant Information Frequency Genomic context Transcripts Publications
Genomic context
Available Tracks Genome  Track  View Help GO Share
|xﬂltertracks | 0 50,000,000 100,000,000 150,000,000 200,000,000
o o @ @ @ @ | NC_000001.10| ~ || NC_000001.10:11856360..11856396 (38 b) | Go
Gene . . . 11,856,375 _ _ _ .
Variant
* Frequency 5
3.5KJPN
ExAC
HGVD
JGA-NGS HFR
JGA-SNP methylenetetrahydrofolate reductase (MAD(P)H); Derived by automated computational analysis using gene prediction method: BestRefSeq,Gr
— == oo s ! . - - - -
& Variant g, 330592 tﬁv&ﬂﬂﬁ% t%lv330599 tﬁv?.&ﬂéﬂi Lﬁv&ﬂﬂﬁﬂ?
] DNA SWCST SHVT > C SHVC =T SRV C -» - SHVG = C
T2y 380593 T2y 380597 T2V 380600 t2v380603 T2y 380608
%ﬁ{fﬁ-r-vﬁ\ SHVT = C %ﬁi"(}-:ﬂ!\ gﬁi"C-:vT %ﬁ’\"c-:"l'
] | |
hgv33p594 Lﬁv?.&ﬂﬁﬂ'l Lﬁv&ﬂﬂﬁm
eletion TGA -= - SHVG-= A SHVC = A
t2v380595 T2y 380598 T2y 380605
%ﬁi"ﬁ-:"l’ %ﬁ{fT-:aG %ﬁ{fc-ﬂ
|
380606
SHVG = A
7
@ 3.5KJPN c
5
4
\ :: '\ ~ ~ A}
: 7 HK
: EED)NU 77>~ [0
1 —
<D’V B 7%=~
0 D7) LHEE 7]
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mVAR Home Datasets Downloads Terms Contact About Help

Variant Information Frequency Genomic context Transcripts Publications

Transcripts
Transcript ID Gene symbol Consequence
ENSTO00000376590 MTHFR « Mmissense_variant
ENSTO0000376585 MTHFR + Mmissense_variant
ENSTO0000376583 MTHFR « Mmissense_variant
ENSTO00000376592 MTHFR « Mmissense_variant

Publications (rs1801133)
PMID Reference

274352984 PACSIN2 polymorphism is associated with thiopurine-induced hematological toxicity in
(PubTator)  children with acute lymphoblastic leukaemia undergoing maintenance therapy.

Smid A, Karas-Kuzelicki N, Jazbec J. Miinaric-Rascan |

Sci Rep. 2016 Jul 25;6:30244.

- HiH LEB] TE )

SIFT

0

0.02

Polyphen

0.9409999999999999

0.987

0.02

NS XOUT MDD

SIFT, Polyphen2d X 177 &R

Year j| Cited jDiseases

2016 4 2 » MeSH:D064420 drug-

by

related side effect and
adverse reaction

» MeSH D054198 precursor
cell lymphoblastic
leukemia-lymphoma

» MeSH:D0132860 stomatitis

« MeSH D0O06402
hematologic disease

FhERBRZZRR. iwXD5|HHEERT.

PubMed(ZEIR SNz Dabstract(CcZ:%/\U 77> b e D

s> &

https://biostrenceuncpr
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National Bioscience Database Center

&

A

=9 (TogoTV)

C | ® R#SThTWEWEIE | togotv.dbels.jp/ja/20180825.htm w| 0
£ DBCLS Research Services Contact About
TOGOO EHBEROB - V—ILEWMIURTF v VR i BUBTORAY W BEBSVFYY & sHLADE  BEEUIIAN
Vi 1B ESRERBFOFABT —IR—IAPY—LOEVSEZHETRNTE V2 TH1( N TT,
EMEIICIRR 2018-08-25 TogoVar Tk b5/ LAICHFET /N PV NcEET 28R EHNRS v f

B #BS LBER (AJACS)

A 7/ I - ik RIIRAT

TogoVar TogoTV

TAT i BhiE iR

#9393 1F (0.40 7)

togotv - YouTube ©
https://m.youtube.com/useritogotvifeed ~

togotv.dbels.jp/ja/20180825 html +

Yo T AHFEAPEEER 517 ..

PERT 4 Lo2ERB

hitp://togotv.dbcls jp/20180825.html TogoVar (BEAY / LAEMEMET —5 ~A—2) &, EIFEEHR
REARREITRESHE (A YA TV 2T~
# - Y27 LEEE TS0 T ARERA ..

TogoVar Tk b/ AlCEET /XU P b

3 BHT - TogoVar (BEAY / LB HMEHET—
AYA IV AT —FR—A ¥ — (NBDC)E AFAEHEMMIEA B8R - Y AT LFRME 7—5

TogoVar (https://togovar.biosciencedbc.jp/) &

ERTLICHFETZNIUT Y MIREET S
BRICOV T, SFEMFOBIERPIAE
BIERXZ RS C W HEB Y FTT,

. } LD} 0'15}83.5

% Youlube 3

SN 25— (NBDC)E AR 15 O YouTube RE R TEZWAIZA Y IFILEET 7 1 IL(movER)EF IV O— KL T, THIEEW,

TogoVar (HHEAY / LASRERET — 5 ~—2) &, WM
42— (NBDC) & K%t 5 — YA TV R i
INR—=2t2 5 — (DBCLS)HHFMRT 5. E$A7’/L\E§'J'D|EA&.*Z;QL\ (SU7 > M EFNICERYT EREECE
MR EEINE - BEUL

TogoVarit, FIR70Y 7 MINICEYUILBFALSH /(Y P FOREEBERELET. BFALEELT,
NBDCE b ¥—# ~—2 /Japanese Genotype-phenotype Archive (JGA)CERENTWBBAZEDY / LT — I EENL
THSNISEEMTH S JGA-NGSF—F 1 h (125 AD WES (Whole Exome Sequencing) ¥—%), JGA-SNPF—5t
2k (18 HALLED SNP-chip ¥—#), HAEXF 1 71)L X #/(> ¥ O Integrative Japanese Genome Variation Database

ICEET H1EH% ... - Togo...

HR—2R) i, ETHEREE AR PRI

https://biosciencedbc.jp/

(iJGVD), R#IBA% D Human Genetic Variation Database (HGVD), HAALIH D Population E2E 6D & U T Broad
Institute @ Exome Aggregation Consortium (EXAC) & EAMRHRDT—F v b ELTABENTVWET (TogoVariliR
F=9tybr—K). 2O& BWERET— I N—ACBEL TRRS N TECAGEFRPRRECEET MR ETH
BU. NUPYNERRIBIEHDEBETI VALY 7 TOODPTRBULTVET,

SEIE. TogoVarOBANBHIELT—F DRAICOVTRALET.

»REZBZIIITAM

LBRET NI YT O EERBER OB (0:42)
2. XU P h OBEN—IOEF (3:10)
3. 7L I— LRSI BHEL/Y T NOABRIBAEENS (6:30)

ZOBEZESIFT3MIED0IE AL DOI: 10.7875/togotv.2018.153

COREE, JUIAF T XX BR FA LY AOTTHBAMTY, HALSL>TIR, TROILIY FEATRRLTILEE W,
© 2016 DBCLS TogoTV / CC-BY-4.0

REREF O RENE (85336F2)
Youtube. TogoTV

_I@ © NBDC, JST Licensed Under CC 7R 4.0 ERR
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B NI . .
< Do =5 O— RTXET

HET—2({svI7AIL) D—EA > O0—KURL
« (https://togovar.biosciencedbc.jp/downloads )

mVAR Home 2151555'.{ Downloads ]Te-ms Contact About Help Language: en/ja

Downloads

TogoVars —4& (2T - oh a4 50— FajgE T Y. M3 README W ZCELEEL,

Chromosome Variation frequency Molecular annotation
1 chr 1 frequency [1sv] (110.0 MB) chr 1 molecular annotation [ tsv] (113.0 MB)
2 chr 2 frequency [ tsv] (100.0 MB) chr 2 molecular annotation [.tsv] (111.0 MB)
3 chr 3 frequency [ 1sv] (81.0 MB) chr 3 molecular annotation [.tsv] (95.0 MB)
4 chr 4 frequency [ tsv] (70.0 MB) chr 4 molecular annotation [ tsv] (74.0 MB)
5 chr 5 frequency [ tsv] (69.0 MB) chr 5 molecular annotation [.tsv] (74.0 MB)
6 chr 6 frequency [tsv] (71.0 MB) chr 6 molecular annotation [.tsv] (70.0 MB)
7 chr 7 frequency [ tsv] (68.0 MB) chr 7 molecular annotation [ tsv] (73.0 MB)
8 chr 8 frequency [ tsv] (59.0 MB) chr 8 molecular annotation [.tsv] (66.0 MB)
9 chr 9 frequency [ tsv] (54.0 MB) chr 9 molecular annotation [ tsv] (53.0 MB)
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gnomAD dbSNP GWAS-catalog

ClinVar

eQTL GTEX)

JENGER(BBJ) GeND ClinVar

3.5KIJPN v.2( chrMT chrX )
WGS

LD

HGVS  ( . CCDS4702.1:c.123G>T
GRC 38
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JENGER
(Japanese ENcyclopedia of GEnetic associations by Riken)

National Bioscience Database Center

http://jenger.riken.jp/
cINAA N Dw /XY (LLTFBBY) DEICHBARAERNRELIZ=GWAST—4
=&EHLI=WebHY 1~

LDL-C_GWAS_in_BBJ_autosome

BHRSN-TRER

!

. . i
n_J.J.__.a.l L o hcabe v i), b il il i S it ki i it ol s it
2 . s s : . ) ° : 5w s ow v ow o om owom

— =11 Case-control GWAS

Hs18F3

:121 QTL GWAS

-6 eQTL analysis

QQ plot:

http://jenger.riken.jp:8080/pheno/LDL-C_GWAS_in_BBJ_autosome
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http://jenger.riken.jp/

B : . :
& MGeND (Medical Genomics Japan Variant Database

https://mgend.med.kyoto-u.ac.jp/

T RIZE DA D IR B RIE R R E /2B

= MGeND Q Cancer v Rare/Intractable diseases Infectious diseases v Dementia Hearing loss Z3%
Number of data Number of data(detail) Platform Analysis method
#99,000/\) 7V MEERIEZF{T 5
][} y / -~ AA n_.\ =53 i

8,000
7,000
6,000
5,000

Total variation(Integration)

4,000

3,000

2,000

- mBl
0

2017/10 2018/02 2018/04 2018/06 2018/07
Update date (last 5)

AMED E&|

T/ LEHRIRE T 3N —RE(RS

201843 A A Fd

https://biosciencedbc.jp/

Update date (last 5) Total variation Total variation(Integration)

2018/07 16,169 8,960
2018/06 4,633
2018/04 3,970
2018/02 3,968
201710 1,817

&

EE

T
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1. gnomAD dbSNP GWAS-catalog

2. ClinVvar
3. eQTL GTEX)
2.
1. GeND Clinvar , JENGER(BBJ)
2. LD (r2 DY)
3. WGS
3.
1. HGVS ( CCDS4702.1:¢c.1230Q>T

2. GRC 38
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03-5214 -8491
humandbs@biosciencedbc.jp
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