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Data type ROIS-DDBJ EMBL-EBI  NIH-NCBI |
: Sequence Read Sequence
LQ) Next generation reads Archive S Read Archive
N Capillary reads Trace Archive P . Trace Archive
Nucleotide
e Annotated sequences DDB]J : GenBank
— ) Archive (ENA) .
Samples BioSample BioSample
Studies BioProject BioProject
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Genomic Expression
Functional Variations Expression Array Express P .
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“ Humandata NBDCERF —H~_X—Z

giH—)0 | NBDCE R —SZEEE LERE | BRLy

e _ FEES
NBDClEE o —5~—=A LDV T
2022/01/25
ERIMTEF—2E L 0T A F LS LIERRERCRER L TERGESFEESND2END. ThSERE - SBNL T, EofRoEROESICENCERT 3oL - BH T HETT. .

ETA MR AT i 1T - Lo AT — 5 % DC)Tid. EARECEECERELD22EHCMT ST —SoRERRRATHETILGIC. AT T —FERET SO0
FowbIa—4 INBDCE T —F Al i = Lt 1 Lin DMA Data Bank of Japan DDBJ ¢ LT, ERCETS7—FELMLTNET.

FWebT - FEELT. EHCEMTIT—FORRRUE HCMTS T —FOERETED CEFTERT.

tids, FF—IA-AmEN - B B35 —S0HE. F-FARECER. BEFCOLTROSSTEORIE20,

Search NBDC Human Database Beacon for Alternative Alleles ta

MEDC Human Database Beacon is a member of & H Beacon Matwork.

GRCh3T ¥ | eg 12112241766 A @agmme;;_z_z._.s-?.-_ GRCRIT,iZi122

FIFBIEERHART —Y 8

FToFHMAZERICSECE T L.

Research ID

hum0323.v1 FIREDRRHT 7 — N —OFER v1:2022/01/24 llumina v [ 25 #IE (Type
JGAS000489 (CAGE-seq) (HiSeq 2500) (B&A) L

hum0320.v1 EHEREETSESTNRLLEREES v12022001/25 NGS MGI BTRSAE - 2R

I~ £l
JGAS000480 FUSTHE (scANA-seq. TCR-seq) (DNESEQ-G400) FETEEIE - MES

FIE (Type

1)
(B&A)

hum0319.v1 BEFEREAVEANIRERHRY—H—0 | v1:2022/001/21 NGBS llumina FSEOTEER D ICH #IE (Type
- ey — . )
JGAS5000487 B (Target Capture) (HiSeq 2500) URERTASEE - 133626 L
B AR AR CBENS LT/ UT (B&EA)
> HORE

EOFRMREN
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Search NBDC Human Database Beacon for Alternative Alleles tart neipl

MBDC Human Database Beacon is a mamber of GA4GH Beacon Metwork.

GRCh37 v | eg 12112241766 A ESC e | Example: ALDHZ Variant (GRCHIT, "12:112241786 47

FIFBIEERHART —Y 8

Research ID

hum0323.v1 FIREDRRHT 7 — N —OFER v1:2022/01/24 NGS

JGA 5000489 (CAGE-seq)

hum0320.v1 EHEREETSEEENRLLEREE.

G

v1:2022101/25 NGS

JGAS000480 (scRNA-seq, TCR-seq)

hum0319.v1 BEFERERAERILIIRERTR Y — v1:2022/01/21 NGS

EE
B AR AR CREDs L7/ IUT
> HDRE

JGAS000487 (Target Capiure)
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ZREZRRIRT —AN—ACETEL TYREREN TEzGenotypet®Phenotypel £
EI D Iaﬁlﬁ’&%&@%ﬁéb\ JNUT> N fRFRT BT DB ERZ D A My T Tt

Bk I\ < I
. N goVarlD: tgv30913364
pan =AUV
e N ~ & : chr7:127254587
ClinVar (NCBI) gnomAD (j‘D_Fﬁﬂ%Fﬁ) jﬁﬁa_é{.l_$$ %ZDFU*%E%
{18 : chr7:127254587 || {if& : chr7:127254587 7[5)‘\[;:3}"'(|JGVD 3.5KIPN) : 0.0233
BhEIHRE : 2BMENR | | PLIVBEE : 0.000304573 7UISEE (HGVD) : 0.0272809
JRBRSME &»h 7L IVSERE (gnomAD) : 0.000304573
\ / RS5E5432 : A missense mutation of Pax4
Qene /
https://togovar.biosciencedbc.jp/variant/tgv30
; 913364
e N [ ~ - AN TR
i1JGVD 3.5KJPN HGVD(SEPAS)
(BEAEATAHIL - XTI 1AE) AN
e , AIiE - 4
;ﬁﬁﬁrgh_ﬁ L2288 chr7:127254587 a'
k IRISL . .

/ \Tl/u/i\ﬁrg . 00272809/ vmggn((@zomDBCLsTgTV)
B3RS
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togovar

RFE

@VAR A comprehensive Japanese genetic variation database (@) Datasets Downloads Terms Contact About
(Sea'cw for disease or gene symbol or rs...
Diseasg:ﬁreastﬂvalian cancer, familial 2 Gene:ALDHZ  refSHPrs114202595 TogoVartgud21843  HGVSc:NM_000690:c.1510G=A HGVSpALDHZ:p.Glus04lys Position(GRChIT/hg19):16:48258198
Region{GRCh37/ho19):10:73270743-73376976
Results The number of available variations is 10,000 out of 320,351,666.
oV ° es® ® Pt pet 1 e gere i wsewe..w ot po?™ guoed o
rs1457723673 1:10129 Deletion 0 Intergenic variant
1Qu83272255 151385251551 1:10135 Deletion [ i Intergenic variant
tgv122011874 151557426741 1:10141 CCCT... , Deletion Q Intergenic variant
tgv122011875 1:10144 | Deletion Q
tqvB3272256 rs144773400 1:10145 EZ] Deletion Q Intergenic variant
151557426742 1:10145 SNV i Intergenic variant
1gv122011876 1:10146 Deletion g
tgv67071948 15779258992 1: 10147 Deletion E E Intergenic variant
rs1557426745 1:10147 Insertion H Intergenic variant
tqvB3272257 151286868604 1:10150 Deletion E Intergenic variant
1122011877 15371194064 1:10150 SNV E Intergenic variant
1gv83272259 1:10151 Deletion E
tqvB3272260 1s1557426747 1:10152 Deletion D E Intergenic variant
tgv122011879 1:10153 (5c] Insertion
tov122011880 151331781659 1:10153 SNV |:| Intergenic variant
1gv122011882 151264289758 1:10136 Deletion Q Intergenic variant
1gvB3272761 1s1487252449 1:10157 Deletion D Q Intergenic variant
tgv122011883 151570391843 1:10157 SNV E Intergenic variant
{gvB3272262 1:10157 G| SNV D
rs1557426750 1:10138 AACC... €D} | Deletion D Intergenic variant

History Help Configuration

)@) Filters Reset

Dataset

Al 320,351,666

81,560,747
4,626,776
JGA SHP 1,249,724
ToMMo 8.3KJPN 86,010,804
HGVD 554,461
232,877,353
15,199,750
773,085

Sz GEM-J WGA
WES JGA NGS

gnomAD genomes
Bes
=0

gnomAD exomes
ClinVar

Alternative allele frequency

( e 1) O invert range

-

—_—

00 01 02 03 D4 05 06 07 08 09 10
O for all datasets @ for any datasst

Variant calling quality

Exclude filtered out variants in all datasets

Variant type
Al

SNV
Insertion
Deletion

320,351,666

283,830,077
14,496,129
21,670,386

Indel 98,668

Substitution 256,406

https://togovar.biosciencedbc.jp/?

[ ES TN
0 RS hmmms 2
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MZEHE  Advanced Search
AND/ORZ#EM (CHHAEN B 2RI ZGUI TIE R (CYERPIEE(C !

fl : EERITAIternative Allele$E(ICEDLHB/I\UT7 > b EIRE

((frequency(GEM-J WGA) >= 0.3) OR (frequency(ToMMo 8.3KJPN) >= 0.3)) NHARANERTEEE
AND
(frequency(gnomAD genomes) <= 0.05) OR (frequency(gnomAD exomes) <= 0.05))

I R DOEROFIHE CESEE

Z

;','VAR A comprehensive Japanese genetic variation database !:Hamr_'\r Datasets Downloads APl Terms Contact About History Help Configuration

Simple search  Advanced search

A\Y A\Y
Alternative allele frequency/count = GEM-J WGA t— ()3 ~ 1 Exclude filtered out variant £ X *ﬁi ) 1/9 —
(Swo N
Alternative allele frequency/count ToMMo 8.3KJPN s (J,3 ~ 1 Exclude fiftered out variants £ %

(Add COI |d iti0| Ib‘b‘gbﬂ)
! Alternative allele frequency/count ’ = gnomAD genomes ) = 0 ~0.05 Exclude filtered o1t varianms #f % L
£ ——eee———

Alternative allele frequency/count (= gnomAD exomes ) = 0 ~0.05 Exclude filtered out variants # %X

Add condition oup  Ungroup  Delete

s
=

Results The number of available variations is 10,000 out of 30,350 Statistics

x® w . i ot gene®
1 o “‘5}\? v gerio® aet! I\ et ot h“\(e,DP (‘,ul‘se‘q oF Dataset

tgy2158 ¢ 15201365517 1:612688 | CTC ) Deletion E ) Intron variant
1gv67086890 © 1s1553174279~ 1:974792 [ )GC Insertion AGRN © E = |2 Intron variant GEM-J WGA
1gv22068 © 1557527288 1:1092563 [G) SNV E :g. Intergenic variant EkNGS

- JGA SNP
tgy23923 © 1535247267 1: 1123284 Deletion TTLL10« E = [z Intron variant : ToMMo 8.3KIPN
tgv30173 © 1$1126727747  1:1223626 [T)C| SNV scnwibe [z [ B intron variant W5 HGVD
tqv30244 © 151977348~ 1: 1225579 SNV sennibe [ E E intron variant S gromAD genomes

AD
tov30526 © rs2273276:7 1:1226292 |G SHV SCHNID € E E_ = Synonymous variant gn_om EEe
8 ClinVar

tov31621 152297234 1: 1233580 SNV ACAP3 ¢ E = |z MNon coding transcript exon variant

Variant type
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TogoVar

Datasets Downloads Terms Contact About History Help

)@) Filters

Disease:Breast-ovarian cancer, familial 2 Gene:ALDH2  refSHPrs114202595 TogoVartgud21843  HGVSc:NM_000690:c.1510G=A HGVSpALDHZ:p.Glus04lys Position(GRChIT/hg19):16:48258198

e
=

INF

o WES

JGA NG5
JGA SNP

4626,776
1,249,724

1:10147
1:10147
1:10150
1:10150
1:10131
1:10152
1:10153
1:10153
1:10156
1:10157
1:10157
1:10157
1:10158

mVAR A comprehensive Japanese genetic variation database
<Search for disease or gene symbol or rs...
Region{GRCh37/hg19):10:73270743-733769
Results The number of available variationg|
R W P » J
rs14577236
1quB3272355 1s13852519
tgv122011874 1515574264 J
tov122011875
tqvB3272256 rs14477340
1s15574264
tgv122011876
tgv67071948 15779258992
1s1557426745
tqvB3272257 151286868604
1122011877 15371194064
tgvB3272259
tqvB3272260 1s1557426747
tgv122011879
tov122011880 151331781659
tgv122011882 rs1264289758
1gvB3272761 1s1487252449
tgv122011883 151570391843
tovB3272262
51557426750

T

s

AACC...

]

) |

Deletion
Insertion
Deletion
SNV
Deletion
Deletion
Insertion
SNV
Deletion
Deletion
SNV
SNV

Deletion

togovar

RFE
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[ | OO | O | N | O | |

L)y —

Intergenic variant
Intergenic variant
Intergenic variant

Intergenic variant
Intergenic variant
Intergenic variant
Intergenic variant
Intergenic variant

Intergenic variant

Intergenic variant

Dataset
Al

GEM-J WGA
JGA NGS

JGA SHP
ToMMo 8.3KJPN
HGVD

gnomAD genomes

gnomAD exomes
ClinVar

Configuration

320,351,666

81,560,747
4,626,776
1,249,724

86,010,804
554,461
232,877,353
15,199,750
773,085

Alternative allele frequency

) O invert range

r T T T T T T T
00 o102 0E 04 05 06 07

T T
0E 09

O for all datasets @ for any datasst

Variant calling quality

Exclude filtered out variants in all datasets

Variant type
Al

SNV
Insertion
Deletion
Indel
Substitution

320,351,666

293,830,077
14,496,129
21,670,386

98,668
256,406
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NFKB1 Fre

== ‘ ]

Genes i

-
{1 HL
||| m
[ 11]

Results The number of available variations is 27 out of 27.
Symbol: NFKB1&

ot \® © et Pt e oo™ wPoe a9 Alizs: KBF1, p105, NFKB-p50, p50, NF-kappaB,
1w sV ® st e Get® pn ot ? o NFkappag, NF-kB1
toviB081589© 151609993 4: 103514658 SNV nekelo §  EBEE  synonymous variant not provided
1q18081608©  rs4648049 = 4:103514737 SNV NekBlo  EE EHEE  intronvariant not provided External links ~
tgvl 100 154646050 = 4: 103514741 SNV nrkBlo  BE NBEE  Intron variant not provided wefSHP: r546480405F
tqu18 15192833502  4:103516041 [C)T)| SNV NEKBlo [ E  splice region variant not provided Clinver: VEVOO1168687 -
tgv180 48065 4:103517463 [COT| SNV NFKB1 © Missense variant ¢C>'0® not provided "
- ¥ - encies ~
tgv18081 = 4: 103518700 SNV NFKB1 © Missense variant [ 0.09 ] (0.031 ] Immunodeficiency, common variable, 12 (+1)
. Dataset It Total Frequency
T . " ‘ NEK DRENDSEE 0.006 not provided =ucs GEM-JWGA 574 1 15,64 3.80e-2
=), NFK By== =JB. (&) Immunodeficiency, common variable, 12 (+1) = JGANGS 137 250 5.20e-2
NFK BN DR 0.239 not provided S JGASNP !
qv1808160 = 2 wes ToMMo
: NFK [ 0.003 ] (L2) Immunodeficiency, common variable, 12 (1) 83K0PN 668 1 16,760 3.99%-2
Varlam type - SNV Ret/an [EHT) = 9, not provided -
Postion 4103514737 (GRCHIT) fgvs 4y 103514737C-T NFK = — p .WES HGvD 814 Lﬁ?‘i 484e2
y i (7) not provided S s gnomAD 2,073 1 31,352 6.61e-2
Other overlapping variants " genomes
Hio CiRal VATIANTE on 16 £ame icahion NEK 0.152 n'Ot .WES gnomAD
: 1,217 1243016 4.62e-2
NFK] not provided exomes
Frequency
Oatast Foputston g (= g ¢ Filie Quaity
| et Hulusscore
A Ret
= GEM-J WEA Japaness 674 5 15164 D03E N FARSFURI99
= JGANGS Japanese Wy 250 0052  mm PASS4.7T
= ToMMo DIKJPN  Japanese 688 ¢ 16760 0Q.040 WIN FASS
= HGVD Japaness Bl 1674 0048 PASS
= gromAD Genomes ™ Total PO 3352 0066 MM PASSO4T002.1
Alrican-American/African 098 3608 0115 mIM
Ashkenar| Jewich 11 7HE 0007 WM
East Asian BT/ 1554 005  HIE
Finnish 08 ;3462 0.060 g
Leting g 848 0032 WM
Nl:ﬂnnlm Furopean 097 r 15414 0045 WM E Eﬂﬂ&ﬂ%;&;\ 28
[her 54, 1088 0050 QW E 3|
= grnumAD Excmes * Tolal 11217 5 243,016 0.045 WM PASS 13641364 ﬁiﬁgﬁﬁgﬁﬁ
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NFKB1 Q Pre
[} 0 i pag D
Genes -~
Results The number of available variations is 27 out of 27.
Symbel: NFKB1&
a0 o M Alias: KBF1, p105, NFKB-p30, p50, NF-kappaB
‘0@‘ mfsl@ PI!Q“W“ “ﬁ‘ | [\ ee e w“@@mﬂ C,@SM 5“_‘ ?W Wmﬁ ias: NFkahEaﬂa ,NF-kB‘Ip , pa0, ppak,
1ovi8081589© 151609993 = 4: 103514658 SNV nekelo §  EBEE  synonymous variant not provided
1q18081608©  rs4648049 4:103514737 SNV NekBlo  EE EHEE  intronvariant (&) not provided External links “
10v180816100 54648050 4:103514741 SNV nekBlo BE EBEE  intron variant (&) not provided wefSHP: r546480405F
1gviB081641© 15192833502  4:103516041 [CHT) SNV B1o | [J OE  Splice region variant not geayided e
1q18081713© 54648065 4:103517463 T| SNV | © Missense variant not . X
€T EQ @ 0® - Alternative allele frequencies ~
Iqv18081760©  rs4648072~ 4: 103518700 b E Missense variant son variable, 12 (+1)

. Dataset Al Total Frequency
tgv18081844 © y-—%,\ $E/\O)U\ 9 = vcs GEM-JWGA 574 7 15,164 3.80e-2
1v18081954© <N I8 e s JGANGS 131 250 5.20e2
Ig}{]ﬂs]gsgo s, m\rlt B cormraten v ey ot varats dadane Mome Dotaets owsloads AP Cemi fostact Abod Wawy Wen | o @ ESNP JGA SNP !

= : _ - = wes ToMMo
1gv18081966 © | . . | == Acute myslold leukemia P 668 / 16760 3.99e-2
1gv18081990© o = i = : &= Howp 81/ 1674 48402
1qv18082034 © o == T Emriet ; & ves gromAD 2,073 1 31,352 6.61e-2
S 3 = et . i et genomes
tgv18082075 © i - ; o i e o S o = ves gromad
=i omsks = e 11,217 1243016 4.62e-2
1qv18082223 © = . _ exomes
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TogoVar®APIE LG PWET |
SwaggerzFIFH UZAPI Ra1 A > b ETHRZEF|ZE 7o) §E

TogoVar API D@

TogaVar APT version 0.9.1 spacification

Servers
[ https://togovar.biosciencedbc.jp/api v

search ~

|m /search/variant \/|
| /search/gene vl

search

T FIE2.MTry it outlzoUys

|ﬂ /search/disease
Porameters
|m /search/disease
& FIE 1 RESTEOERTS,

o } (‘UT\/ I\O)*ﬁ% :‘;:L:: If set, response body will be nicelv formatted.
BT oy FIR4 . ZORREAHIHUT

* yﬁ% Request body Tru eb\fa |Seb\%E}Rﬂ ﬁ\E l application/json -

MName Description

Schema for searching variant

Examples:

L.ist vat_'iants by identiﬁe.rs (tav, r-s) - . - % quE:% . 4E_I-t“*ﬁ/§\g-5b\%\fhj:R
T e CC Cldtgvid, rsid TARZRI B3I IUHI%

List variants exist on an exact position A
List variants exist in a certain range }R
List variants range from 0.05 to 0.95 in frequency in JGA-MGS.

List variants exist on ALDH2 (Aldehyde Dehydrogenase 2 family member).

List variants associated with C2675520 (Breast-ovarian cancer, familial 2).

List variants assocdiated with MONDC_0003582 (hereditary breast ovarian cancer syndrome).

Paginate result over 10,000 records.

EIIEHIRE

i APINX—2 : https://togovar.biosciencedbc.jp/api/ 0 B RiEmms 30
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https://togovar.biosciencedbc.jp/api/
https://swagger.io/

TogoVarMOAPIHAFHULEPWET !
SwaggerzFIFH UZAPI R31 X > b ETHRRGZEIiTH]

TogoVar AP @I

Responsss

Curl
Servers i !
] https:/ftogavar, -biosciencedbe jpfapi Shatesncien ] Cu r| ] 7\ |<0){§IJ
search 2
LIS fsearch/variant o
Parameters i Cancel |
Hame Descrigtion
pretty

Examples:

/

PTT  FIE S . ExecutehMI> TR

EIHRE%E

s APIR—= : https://togovar.biosciencedbc.ip/api/ NeRimEes 31
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SO EBEMETHD. FIABEHLUTIHIE
E_EIEJ (LKE“%O

AN |

o HIRART RSN IL—-T3
RGN R
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BIEVEIES, SichhhES T VEUIE,

CABENHDFELIES. NBDCEN —AEBERES
E%bjjc\_C‘BFﬂﬁb\l/:_\D'@Qféb\o

Bam : 03-5214-8491
X=Jl : humandbs@biosciencedbc.jp

.|I|n

Click!
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