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[June 30th, 2022] 38KJPN frequency panel: 38KJPN, an SNV/INDEL allele and genotype frequency panels from about 38,000 Japanese individuals, were released. Allele fr... MORE
Search jMorp database List of categories in jMorp database
Input your query here * Genome Sequence
o JRGA (JG1,JG2): Japanese Reference Genome Sequence
Examples: * Genome Variation

Gene Symbol: CPS1, ALDH2, NFE2L2, GATA1 / Emsembl Gene ID: ENSG00000115415 / dbSNP ID:
rs587777628 / HGVS.c: NM_007315.3(STAT1):c.537C>A / Region on a reference genome:
chr2:210477778, chr1:12345-23456 / / Metabolite name: Glycine, Creatinin / m/z of metabolite measured
by MS: 100<mz<200, / GWAS Trait name: BM|
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o 38KJPN: Short-read WGS based SNV/INDEL analysis
o 38KJPN-HLA: Short-read WGS based HLA analysis
o 8.3KJPN-SV: Short-read WGS based SV analysis
o JSV1: Long-read WGS based SV analysis
* Methylome
o IMM 3cell analysis
¢ Transcriptome
o ToMMo ISO-Seq
o IMM 3cell analysis
* Metabolome
o Metabolome 2021
* Phenome
o Pharmacogenomics (PGx) 2021
o Metagenome 2021
* Repositorv
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Gene Expression (IMM 3cell analysis) % IE, I‘EE 2

Cell FPKM (mean £ SD) CD4T [IMONO [ NEU

€4t 0.76£0.19 o
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() Showing GRCh37 coordinate o3

All genome coordinates on this page are written in GRCh37 unless explicitly specified.You can switch to one of the following other versions: GRCh38 0.1

W neu 1.07£0.39

Frequency

10g10(FPKM+0.1)

2 / GENCODE Gene ID: ENSG00000111275& Gene Expression (ToMMo 1SO-Seq analysls) | ﬁ W G S i 6 % Iﬁ’i II\% $'§ |

Gene information

Gene ID Entrez Gene ID: 2

Gene Symbol snd eynonyme ALDH2, ALDH-E2, ALDH, ALOM Transcript @ Normal (FPKM mean  SD) Stressed (FPKM mean £ SD) Transcript Structure

Description aldehyde dehydrogenase 2 family member ENST00000416293.7% 033082 133327 | | AREL | | |
Position (RefSeq) ¢hr12: 112,204,737 - 112,255,336 ENST00000261733.6@ 73.67 £ 62.31 63.67 + 67.90 | I T 1 |

External links COXPRESdbE / C4S DBE

ENST00000548536.1 0.67 +0.82 033:082 | | U HHH (| | I

FEEWGSI- £ 5SNV/INDELY L VBER® | [(COBET LIy T AR 5MI-GWAS |

—
Filter by Keyword
m 4 Rows perpage: 20 ~ 1-20 of 5016 12 3 4 5 251 >
Q m ¢ Rows per page: 20 ~ 1-20 of 40 1 2 >
T™MM gnomAD gnomAD gnomAD
Position/Alleles dbSNP ID JPA ¥
Y Y Y 38KJPN AF Y Global AF Y EAS AF v PopMax AF Y
chr12:112234738 TA/ $60351551@
chr12:112234738 TA/T 1560351551 1.000000 1.000000 1.000000 1.000000 e e T s T o0 D067 | bt T 00
chriz 585292 = R = pe
chii2:) 852 B HA LD toent AL TGA000005 2:Hydroxyvaleric acid || 3-Hydroxyvaleric acid [ chr12:112241766 G/ 156718 3.26e8 023  Manhattan & QQ
ch1211 VESV2 D200 Lo20LLy OoLuos QB TGA00000S LPE 20:1(112) [TCI004064) 112241766 G/A 156712 2.24e-5 018  Manhattan & QQ
chr1z:11 0.920000 0.520675 0.950450 0.950450 TGAQ00005 3-Methyl-2-Oxovalerate [TC chr12:112241766 G/A 156712 1.18e15 0.16  Manhattan & QQ
5110660284 44
11066028 0872100 KA 09288 DSCR2ee TGA000005 2-Oxolsocaproate [TCNO00008] chr12:112241766 G/A 3.52e-24 020  Manhattan & QQ
58009333 4
5800933 5855000 LA 0591857 0831857 TGA000005 2-Hydroxybutyrate [TCNO00010] chr12:112241766 G/A 2.05e13 015  Manhattan & QQ
— TGA000005 3-Methyl-2-Oxobutyric Acid [TCN000038) chr12 766 GIA 156718 2.48¢-1 013 attan & QQ
ESES
IMM 3cell Methylation analysis | )< ) l/’ft j /r I\ | B q&ﬁ |
TGA00000S Citrate [TCNOQOD41] chr12:112241766 G/A 8.97¢8 011  Manhattan & QQ
TGA000006 Chronic kidney disease (CKD) ¢hr12:112230019 G/C 4.00e-6 004  Manhattan & QQ
Q m & Rows perpage: 20 ~ 1-20 of 856 12 3 4 5 . 43 >
TGA000007 Albumin chr12:112230019 6/C 154646776 7.10e7 007  Manhattan & QQ
Position in A et 7
T + Y CDAT mean Y CD4T SD Y CDATRI Y Mono mean Y Mono SD Y Mono RI Y Neu mean Y Neu SD TGA000007 Cystatin C 467762 1.50e-32 0.10 Manhattan & QQ
chr
TGAD00007 eGFR (cys) 154646776 8.20e-32 .10  Manhattan & QQ
flezotte ) L X 02 L o2 LS TGA000007 Systolic blood pressure (SBP) (1st) 156718 6.60e-15 ©0.07  Manhattan & QQ
112204761 410 4,52 13.22 25 3.39 8.7 512
112204765 5.49 498 1563 336 552 12 a4

= Genome Variation / Methylome / Transcriptome / GWAS %
112204780 393 3.53 11.28 325 36 875 223 !‘-'EEE 1’2_ E %iﬁ t L TE&'E&}E X E $A = 9 %;*\"J L Tﬂi‘iﬂﬁﬁﬂ'ﬁ%
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REFSEQ GENCODE (6)

Gene symbol Transcript ID Annotation HGVS.c HGVS.p

Chr‘l 2'] ’I 224'] 766 G / A ALDH2 NM_000690.4%  Canonical missense variant ¢15106>A p.GluS04Lys
%2’:'[‘%5 %& ( p O S |t| O n , rS#, C | | n V a r%) ALDH2 NM_001204889.202 missense variant €.1369G>A p.Glud57Lys

General information MIRS48C unassigned_transcript_2025 downstream gene variant n.*4103G>A
MIRS548Z unassigned_transcript_2026 downstream gene variant n.*4059G>A
JMorp variation ID 16358563308¢00000
MIR6761 NR_106819.1@ downstream gene variant n.*4057G>A
jMorp variation name NP_000681(ALDH2):p.Glu504Lys
Position chr12:112241766
GWASEEITHE R
Alleles (REF/ALT) G/A GWAS hits TR
NP 56712
ez — Study Trait p-value beta Plots
Gene annotation ALDH2 / NM_000690.4 / missense_variant TGAD00009 HDL 250614 018 Manhattan && QQ
Clinvar annotation drug_response@ TGA000009 AST (GOT) 1.50e-9 0.15 Manhattan && QQ
Japonica Array @ Japonica Array v1 | | Japonica Array v2 | | Japonica Array NEO TGA000009 ALT (GPT) 9.00e-8 013 Manhattan && QQ
Overlapping genome variations No over )9 ariat TGA000009 ¥-GTP 5.70e-31 ©0.28  Manhattan && QQ
TGA000009 eGFR (cre) 3.20e6 M Manhattan && QQ
TGAQ00009 ankle-brachial pressure index (ABI) (right) 4.90e-7 012 Manhattan &8 QQ
Allele/Genotype frequency @ %_,_% VVG Sﬁq: 7|(}:|' /D < S N V/I N D E I_ } : S o e -
TGA000002 Sunburn 1.90e-5 -0.06 Manhattan &8 QQ
Dataset Subset Filter Allele Frequency Allele Count Allele Number # of homozygous individuals Allele frequency comparison TGAD00005 2-Hydroxyvaleric acid Il 3-Hydroxyvaleric acid [TCI003559] 3.26¢-8 023 Manhattan && QQ
ToMMo 8.3KJPN Global (hide breakdown) PASS 0.194988 3,268 16,760 322 Wl TGA000005 LPE 20:1(112) [TCI004064] 22405 018  Manhattan &8 QQ
KJPN XY PASS 0.194026 1,520 7,834 153 [ | | TGA000005 3-Methyl-2-Oxovalerate [TCNOO0006) 1.18e-15 -0.16 Manhattan &8 QQ
XX PASS 0195832 1,748 8926 169 TGA000005 2:Oxoisocaproate [TCNO0000S] 352024 020  Manhattan && QQ
lllumina HiSeq 2500 162PE PASS 0192578 1261 6548 128 e TGA000005 2:-Hydroxybutyrate [TCN000010] 2.05e13 .15 Manhattan && QQ
lllumina HiSeq 2500 259PE PASS 0.221643 340 1,534 38 [ [ ] I_ i ft O V e r
- LiftOver
K N lllumina NovaSeq 6000 150PE PASS 0.194256 1434 7.382 3 [ | | .~ o N I I
T/ LT TIVA~DYVY)
KJPN MG DNBSeq G400 150PE PASS 0178510 206 1154 21 HE Genome assembly (15—’2- P / J > / -
ToMMo 4.7KJPN Global (show breakdown) PASS 0197570 1,886 9,546 1% . GRCh38 chr12:111,803,962
ToMMo 3.5KJPNv2 Global (show breakdown) PASS 0195946 1,392 7.104 142 EE GRCh37 (Current Page chr12:112.241,766
gnomAD v2 Genome Global (show breakdown) PASS 0.013398 420 31,348 58 | J621.0 che12:111,887,379
CHM13v2 chr12:111,780,873
gnomAD v2 Exome Global (show breakdown) PASS 0.018882 4,582 242,666 590 I
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Metabolome > TCNOOO

Glycine

Metabolite information /(‘%E%TJ I’-I:% 0) %j:ll‘%i %& = —~
ToMMo compound ID@® TCN000033 Correlation bety other metabolites Ttggtj’ﬂf%@ 0)1(5 Eg T & b

HMDB0000123

Full name @ Glycine
ALL MALE FEMALE

Common name Glycine (3 metabolites has the same common name)

Analysis method NMR /\ Q m & Rowsperpage: 10 + 110048 ¢ 1 2 3 4 5 >
— HOOC NH,

« Human Metabolome Database: HMDB0000123&

External links

* KEGG; C00037& TCB000003 LC-MS/TMet/Kit180 Asn 031 33.23
TCB000007 LC-MS/TMet/Kit180 Glu -0.24 2091
Intensity Distribution -|— I\/l M a5 ] < l\ (/ - j;,; Lj_ % N=::| }—'—” / \E TCB000008 LC-MS/TMet/Kit180 Gly 0.90 Infinity
—
/)E 2 jj TCB000017 LC-MS/TMet/Kit180 Ser 0.44 70.69
Al EMale [ Female B Male [ Female TCB000018 LC-MS/TMet/Kit180 Thr 0.25 2132
5,500 o] TCI004631 LC-MS/GMet/HILIC/Neg/v2 2-Hy acid || 3- acid || 4 acid -0.20 28.67
$.000-1 200-] TCI007261 LC-MS/GMet/HILIC/Neg/v2 Adenine 0.29 56.24
500
-~ a0 TCMO000007 LC-MS/TMet/Kit500 Glu -0.22 78.33
4000~
o 5 o TCMO000008 LC-MS/TMet/Kit500 Gly 085 Infinity
3 &
? 3,600 2 300 o ' 8 TCM000017 LC-MS/TMet/Kit500 Ser 0.44 Infinity
£ 2o ] £ ol i |
2cc0.] g .. Rows per page: 10 100f48 < @D 2 3 4 5 >
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) % 10 150 200 250 200 3% 40 450 800 880 208 208 ws 08 s 708 803~ Top hit genome variation
TCNOODO33 (M) Age Study Plots
Genome variation p-value beta
Sex/ Age difference® [TGAD00001] The metabolome genome wide ass. chr2:2115405 /A 0.0e+0 0.58  Manhattan & QQ

Sex difference [p-value) NGET) [TGA000003] Identification of critical genetic var ¢hr2:211540507 C/A 0.0e+0 046  Manhattan & QQ
[TGA000005) Metabolome genome-wide associa. chr2:211514995 G/T 0.0e40 049  Manhattan & QQ

Age difference (Both male and female) [p-value] 1.32e35

Age difference (Male only) [p-value] 2.93e-53

Age difference (Female only) [p-value] 2.69¢-10
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GWASEEATHE R = — 2]

GWAS Studies > TGA000001 > Analyses

TGA000001 > Glycine [TCNO00033]

> Glycine [TCN000033]

Manhattan plot / QQ plot

Manhattan plot@ 75 QQ plot® 7 Pop out
[l 0.0100 s MAF < 0.0410(1505002)
55— . 13- 0.0410 s MAF < 0.1380(1505002)
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wl I 0.2990 < MAF < 0.5000(1505003)
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1-50 of 525 1 2

Q m ¢ Rows per page: 50 « 1-50 of 525 1 234 5 ThE
Position/Alleles Y dbSNP Y Gene Y Gene annotation Y Clinvar Y p-value Y beta Y TMM AF Y gnomAD AF

¢hr1:65101015 C/T 15784353590 CACHD1 1.27e-6 o1 0.030400 0.00472
chr1:106679935 A/G 15575621439& 3.16e7 0.22 0.007800 0.0000€
chr1:181845428 C/T 1511691 4.02e7 0.22 0.015900 0.00567
151180447288 4.36e7 0.22 0.015900 0.00567

1962 Clorf21 9.76e-7 o021 0.028000 0.0027¢C

15121206042 Clorf21 1.57e-6 0.20 0.134200 0.1800¢

chr1:184441463 G/C 151179066102 Clorf21 9.76e-7 o1 0.028200 0.0027¢C
chr1:222107563 C/G 151474006622 LINC02257 477e8 0.23 0.011600 0.00003

Rows per page: 50 ~
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Summary statistics files

/\ The files listed below are associated to the GWAS study dataset “TGA000001". Before downloading these files, you have to agree with Data Transfer agreement associated to the dataset

Name & Size

tommo-gwas-TGAQ00001-koshiba_et_al_2016-TCN000033-summary._statistics.tsv.gz (151 MB)
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