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1. NGS

— N C B I d bG aP (The database of Genotypes and Phenotypes)
2. WES WGS

— g nOmAD (The genome aggregation database)

3. (Pathogenic or Benign)

- NCBI Clinvar
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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/

_I@ © 2018 HET—HIR—ZHBBS Licensed Under CC TR 4.0 EFR

-genome -aggregation -database -gnomad/
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1. NGS

— NBDC /
Japanese Genotype -phenotype Archive (JGA)

2. WES WGS

- TogoVar

3. (Pathogenic or Benign)

-~ MGeND ¢ )
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B : . :
& MGeND (Medical Genomics Japan Variant Database

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

/ / / /

= MGeND Q Cancer v Rare/Intractable diseases Infectious diseases v Dementia Hearing loss Z::

Number of data Number of data(detail) Platform Analysis method

Number of data 9 y OOO

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

& 8000 |

=] . 2018/07 16,169 8,960
© 7,000 |

g 6,000 2018106 4,633
I ‘

% 5,000 2018/04 3,970
o) ‘

'-g 4,000 1 2018/02 3,968
‘= 3,000 |

) 201710 1,817
Z 2,000
|,_

0

2017/10 2018/02 2018/04 2018/06 2018/07
Update date (last 5)
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% DDB]J mVAR

Japanese Genotype-phenotype Archive
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o\ FAE
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A | y = (JGA—NﬁGS) eI @

.
- —
- SNP-Chip> —5H3 Cd ¥
N G Sg_ — g /ﬁﬁ}%‘%ﬁlﬁ H\SH7T (© 2016 DBCLS TogoTV)
@ (JGA-SNP)
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JNUT7> NBERE QX FHEEE

R JO>T o ~C

SNP-Chip7=—%4
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wommmmmes - JGAY Japanese Genotype -phenotype Archive

4 DDB] Services v Login & Submit Contact English
Japanese Genotype-phenotype Archive oo Center web sites | AAT LRF [ a ]
Home Studies Submission FAQ
- https://www.ddbj.nig.ac.jp/jga/index.html

Japanese Genotype-phenotype Archive (JGA) BEA L ANOBESZHRGT—F EEREZNLERER
BfEHEREEL, BHLTWEY, 72 RESn@ACOEOERCREICREILED, JGA®
FFHRARREOHRENCEBEINRTWEY, JCA BEELSTORI-CEY, EHREEERE &
i, ERLTVWEYT, SRLEMBL L2 TOT—YiEES{EehEzT,. JGA F-ALRKRBCE5s5h5
FERTECENTEET,

WE, JCGA LERENET—FHEIUT—FOHBICODWTORFERFIMTTEGEA RSN REME
UST)//SA AH A Ty AF— 4 ~— 2t w4 — (NBDC) HEHL TWET, JGA RRSETEEEE
MNational Bioscience Database Center (NBDC) &t HETHEESINRTVET,

TF—5DFA

JGA EF—9 R RMT ZBICETOT—FICERASh S AFIEAY Y —ES8BLETH JHEOT— J GA
FHAOAHICDWTIE JST/NBDC A"ERLEY., HAFE NBDC K7 —¥OHEERFEL, JGA
& NBDC h SOOI HAEERERY, JRSET - OE2aF it AERHLET, ®

5:_‘.9 wﬁﬁ )

JGA I JST/NBDC THREZNLEREENLT—FEHERETHHTWET (£ hZRRE LIS
TFOBRICOWVT). SEEE JST/NBDC IZ JGA NDTF—FR#MEDHHEL, NBDC bheT—F
EHOSERERHS8ER JCA CERLET, JGA FLRBRTOEEERY, SBIFCERT
IEERIERALET,

T ORGE, JGA BT —FN—AAOEMOLEHICT—FELEL, RARCEEShEAVZFIL
B7FAILERNEEFELEY., JGA THERCOHEET—FETHMHTED, L1 gLy —5
IH—e0ET—F BETFE - ESEEE RS CORITLESENLT —FERELTWVWE
T, i, JGA RTYFILOERELOWTOT—FEE8RLTWET, FOMOE T ET—
FILDWTHE, NBDC ERF—YEBEEESBESICEHT W,
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1. NBDC

DB
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.

<< >>

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.

2, DDB] Services ¥
NEWS |DDBJ Center Web Sites A || Fal

m—4L BE-ET 8% SorO—-F AN3dr K FEB EEs tErdy—-ikont

HOME > News Archive > JGA RFIBSIRABEEE b7 — ¥ O & L T Sclentific Dota, Noture & Science @A — 7w L ¥ —T%H

JGA [FFIAFIRISHREL E b 7T—4 OB L LT Scientific Data, Nature &
Science DA =7V L7 —THREINTVET

oG « B10 News | D News »
{EElH: 20165F6R98

HICWEPHIEAT DNA Data Bank of Japan (DDBJ) £ 4 — & B Sk A B2 ETE R National
Bioscience Database Center (NBDC) 22013510825 P4 £ AEEABELS & FRFE - HEEF -5 OHG8H
T#H % Japanese Genotype-phenotype Archive EBAHLTHELTWET,

HRHFCEREIELNET —FN—ACEBT o2 NI FT 5 INSDC BHERIC LA —T v Ly —1F
MNature & Science THEREINFELL, COLY—TREREFF—5E2A T FIEA7T—9~—ATHS INSDC
£, =7, FPrEASESABELT: FOXRRE - WEET— 413 INSDC & FRIBOTF—5~—2AT#HS NCBI
Database of Genotypes and Phenotypes (dbGaPF), EMEBL-EBI European Genome-phenome Archive (EGA), ©
L <&, DDBJ Jzpanese Genotype-phenotype Archive (JGA) ICE BT HC sDBEEM MRS ATVWET, i,
JGA IF Scientific Data e — LA F -4 OEREE LTHET T —2A—REbEBTNTVET,

ArrayExpress view FAIRsharine entrv L MDA e e ) cepieeressese s mes g RR) —raen  ans S0 ommkmann Syudy EDWT

Gene Expression g

- | dbGaP EGA JGA . svare

dbGAP —

The European Genome-phenome Archive (EGA) view FAIRsharing entry R ED TSy — A v T — b Eave Y R ESE L BN S EAY S AT — S NERT B b, 7

Database of Interacting Proteins (DIP) view FAIRsharing entry SEELT BIHDT—FN—ALRBEMT B Y —0H 1 KRS VTSN TUBHENS D ET, RETE

Mational Institutes of Health (NIH) 2k r 7= 2L EET LA RS vOBFEEVWERE(HHTEELL, BEFT
IntAct view FAIRsharing entry +£2013%(c NBDC 41 K51 Y EARLTWET, JGA ADF—¥#lte JGA F— 4 OF|EIE NBDC O b F—
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
lologica’ beneral Repository for Interaction Latase view sharing entry HRI—F IR hEhEET 4, BEEFT-FrRFEEEEF-—ACTLIVET, PS1AYE, FEY

NCBI PubChem BioAssay view FAIRsharing entry FUPERBINC VS RBITE LT - 0 RBLTLERT, JCA LERINLT—F 77 MLRESHEhTT -~

—ACEEENET, JGA Tl EGA ER—RLLEF—FEFLTF—SETELTED, FLI<v 5 A IGA OF
sEyYaYESE Study £ Study KEERBA TV MCRITLTVWET, NBDC £ FF— ¥ EEERSTRES
HBE NESRRESNET—FEEEY LTy I YO—SLTHETEC e TERL SR ET,

https://www.nature.com/sdata/policies/repositories

https://biosciencedbc.jp/

https://www.ddbj.nig.ac.jp/news/ja/wn 160609.htmi 5
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AMED
(2018 3 20

H#&E | English
00 MR A DA E R R
’ Japan Agency for Medical Research and Development  * ERFIIESE  » B3RO
e » ZAEA O BHLEDE ot PR B
AMEDICDWT EERAMT AR BEOHRR —1—X

by s BEER > F-STRIAL ST SUORBOBEBLICONT

F—HIIRTAZ NS ORHOBELICDNT

30538208 DERE

LHERICLDTONIMRMRENSELBT —YSREARLEONNEETESD. T IDRES

ZioEL, T—o0IE, BHORE, BRI, KRFEOERSS BN DOAECITONSLSHETS NHTFE—R
jzgh. AMED(R, BAIELTRTORRICHBNT [F—HIRIAL RIS (F—IORERRE

WS ERHT300) OREEEBELET.

GEFRBSH : TAL30458 1 ALURICAMEDASTRAR ¢ 3F%) NHER—E

HHIL, EFRONFBMICTITWRBIZEZN,
FUREH—5
y TANFYAY TS YOREC LT, G

=IEEHE 304638208 BHAE—B

https://www.amed.go.jp/koubo/datamanagement.html

https://biosciencedbc.jp/

F—HTR AL VT R

Pl

¥ TFT—HTATAYPSTR DERER (1~4 =) RUGEE (7~8 =) %

BROE, #HA5 ~6—) THOTHERLTIEESY, HTHEE H#XA50
B4y PDF I LT THHLIFE W, «

¥ T—HOHFEBEBUICED TV D, T—F~RX VA b7 T T AKEFEDRF

et b e £9, 2P, BEEOBRMTHEILRLTELEEZ RO EAHV IS, «
d

W7 AERERMETS v 74— bAHE] T, 77 LMERERER - RATDHEH

DT —F_A—ZADWEEFFPELTWET, BF—F =R 22Tk, FEMBHEERE.
BamowLET, ¢

<< >>

2. HIBRAET—Fiz2onTe
FIRART—& L LT, HAGOT — 7 B _RA A L phd, 7 — & TS o B R
REDPEEL, HEAOT—F LHEMITTDHZETH LWHREHR R EOHEEDE
Rhb, MERROBEEHfFTEET, ¢
HIRRABET — &1k, 77— ¥ ~— AL EE5 S (NBDC O#&12ik, NBDC & F7—
FHAEZADR) BT HERENMRENFHTREL 20 2T, «
d
BETEDT—FR—R
- AT —F~—212i3, Al LTNBDC #ELTVWE S, ¢
DT —F R—RCHFET HHATIE, FOBEERERI TS, ¢
a

https:/mwww.amed.go.jp/content/000004577.docx
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2.
<22 NBDCELF —H~—%

h—bL F—908F TS0t HAF>1> NBDCERF—7EEERS HEREE SALESDE FAQ

F—4 DR https://humandbs.biosciencedbc.jp/data-submission

20174E5H 308 £ DEEEL A BB ES SO EMREEIT I ITE=NE 9. T—FRHEITIEICE. IS >R = My 2aE
HEDETOTIEE <SSV, FlEFrA0EISE S,

NBDCE b= —9~_—2 Db MIMT 37— (WG, EBEER BfERGE) ORRFREELTOEDTT.

1. NBDCE FF—4#EH 1 RS2 ERELTT L,
2 LFoREERHEL T,

o T BT —FICDOVTONE : HFEATORE (B1. &, M& BEHNGE) | 79088 (B - 6, 7oL~ Loar s
TR, AMEIEEEL L)
RFAAFEORSR, FAMER, ST
PR CEOES,. HE. A—-JLFFLA xERMEOES . MEFTEaRC L > THRESNCHH EOEREnd 2EEELFT.
RFEstE® (miEdFmEen®) (POFEZl 5MBLIM)
ERERUHANBODD + — L (PDFEETL 5MBEIA) XERCERSNLCEOTELZC I —40 (8) BEIREEIZEL.
RRERSBCOVWTOEEFRTORERMN® (PDFEE  5MBLIR)

o o o jJo oQ

(1C)
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Hi—h F—HOAA F—y0ORHE HrEFC1> NBDCEFTF—YBEERS RRER SHVEDE  FAQ

https://humandbs.biosciencedbc.jp/faq
L<HBBHZHME (FAQ)

19, A1»7x—ALFRIvEY FOHAXRICEDL S ICEBRITIELIVWOMN?

2017E5830B LT E N HEBAAREREL PUINEREEHOEERERRUALTETVERELES / LZEEOBAOT, ERLE L. BEILLTTEW,

A& SRS/ LXEEIR ARER/AWEEA ZEHEEET AENEENE FAQ ZERE-E RREE

https://www.genome-sci.jp/ethic

fREBENE

ENAEEEOY /LAREDHDET I BIEOHETICDWVWT -
(2018%4H27H) le

TS/ AR THYT /ALARZ2EORBOLOICT DA - REEHEBHNICEDDI T LEAHELTE
D&Y, COfeHic. LB CRLNICE FEEREROT / LAF—F & BHEICE T ZKEDIbGAPY FRINDEGAD
N5 —)8—hTH D HPEAHRREH (ST) XA AYA TV AF—FR—2E 4 — (NBDC) HONEDCE ~
F—4~R—2ZJGA (Japanese Genotype-phenotype Archive, http://humandbs.biosciencedbc.jp/) ICHIBZE
T—HEULTERITZILEWVWELET, BRFATRE. XBEEEOARZBGLICAN - BEIhdceEHb xR
ho FOB, RUERZCLDIBEREZHLNSORENBOSNELLES, SIBAREICE D, JGADData Access
Committee THEHNBDCE M 7 — Y EEERRICL IEBER TARINHAREECHRICER T —YOHEETS
CERBEDET (F—YORIRAFBRTBHEENMEET 5T ENTEETY, Hic. AFNICL T SEKREE CE
BETVET) .

JCAILERT 5L iE, BARSRRERS LUHFR/BEEH IO > LEYRREEONGIBETT,. 0K
. TEES/LZE TRENERSEHERAWSYT / ABTHROHO THEXESLVRABRXEOETILE
H FERRIHECHIC, EMABBCB T REBFERFROIBRERBL TS LK. FF7RICHEIET
ILERBEZRBHULE LD, Z0ROBRFEERTIYAF—RBETETVELEOT. LTZRIALEL,

PICKBEWUTORESE 2017F78)
» S/ LAXBERERAXEO VLR [2018FEK] (0175 ERI S OEEEE )
P S/ LKE_TEHITNRERED U AN [2018FEK] (2Q017EERINSOEEREE )
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2.

SZiERE (BN /LB SOMR) COURMARSTERBRUY, 12I4-AR- I IREXE BEXBCEEHINEATOUZLS (1)

- SEIE JLSTIRMER .

- RS LGTRAIDEE. FRR. AR ERER SRR

ER IRFEtE®E (ARfmEEEnEa®E) (GE2) A2 A= AR A MR E - AR E
HFEOERNA
WFREMCOVT - UEFROEN (ETECFEESRETEFREE) | 0% 55 BEOOVTER.
ST LERT, 2TV E OOV T EROHRRMNEICRILT REMICER. FLEFAREITR, B3R, R4 R RO RETICAOOVTER.
SRTUL (REHREEE) BN SRE TR E T OCLER .
HEIFFRMEC VT

-HEEAARN (EX/LSHRESY) HFERATSOARNEECRE SRR, R RAEiaE o
WEICIE, B THRACETDIDLSICE .

SEAWEN (EARMRINSICEETIT /LT -9ES) EHFRARAREBTHETMESICE. S8 HR0F
ABMRUFIASE. #ATAHEEC VT LER.

BT —90ORRAT—9R—A NS00 H

STRICEITH BT - 91F, BT HErRFam) A I0AT -9/~ 229~ (National

Bioscience Database Center: NBDC) DHEEFEANBDCE R —9/—AIC, F—9OERREHEICE

LTRIIRLHT -4 - FERIIROHT 2L LTERL. BN ORREIEE T SRRICEHEN AT ER

.

HEFHIINBDCE M- EBRE RS BMEIC SRS hEIIEN
(humandbs@biosciencedbe.jp) .

A ADETEICDETSA, SRR - P MRS IR LM T - LTS ESMOSEICFIHE
N EABOF /LT - 9EEFIRAR T -9 L., WHES T - 9FIRERESNCARE AN
Do
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Deep intronic GPR143 mutation in a Japanese family with ocular albinism

https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4650666/#S1 3



B

Natianal Bioscience Database Center

Data set

Al

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

@ Eexac 926)
ClinVar (4,545)

(http://togovar.biosciencedbc.jp) |

mVAR Home Datasets Terms Contact About Help

NQTM=| ™
NQTM=| ™

Breast-ovarian cancer, familial 2

Example - Disease:Breast-ovarian cancer, familial 2, Gene:ALDHZ, refSNP:rs114202585, TogoVar:tgv421843, Posifion{GRCh37/hg19):16:
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