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Dataset

All 03,337,906

esults The number of available variations is 10,000 out of 93,337,906. @ *ﬁ% %%imﬁ =i GEM-J WEA 78,767,666

w w ) B wes JGA NGS 4,561,277
" qqrﬂ ot “ztﬁ“? ° ns\‘m“ =

% = JGASNP 1249723
1qv83272254 1:10117 ceCr... €D) | Deletion ] Intergenic variant wes  ToMMo 4.7KJPN 65,596,014

1qv83272256 15144773400 1: 10145 Deletion Intergenic variant = HOWD 554,461
1qv67071948 15779258992 1:10147
1qv83272257 151286868604 210150
1qv83272250 210151
1qv83272260 210152
1qv83272264 151164014856 210168
1gv67071950 151366371903 210173
1qv67071951 151409475383 210174

et erc® L
1w gere e e SR |
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[
%=

Deletion Intergenic variant = wies ExAC 9,107,451
Deletion Intergenic variant oz ClinVar 663,441

Deletion Intergenic variant .
Alternative allele frequency

Deletion Intergenic variant

. ) . ¢ e 1) O invert range
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FEREEE
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Variant type  §NV Ref / Alt

Position  12:112241766 (GRCh37) hgvs  12:9.1122417666G>A @ -

Other overlapping variants
Clinical significance

TogoVar ID Variant type Ref / Alt Alt frequency .
Title Clinical significance Review status Last evaluated Condition(s)
. NM_000690.4(ALDH?):c.1510G>A (p.Glu504Lys) ok ke k 2010-02-01 - AMED syndrome, digenic
no assertion criteria provided 2021-02-12 - Acute alcohol sensitivity
Frequency 2010-02-01 - Alcohol dependence
Dataset Population il\ltele count . . ((risk factor ) - Esophageal cancer, alcohol-related, susceptibility to
Sublingual nitroglycerin, susceptibility to poor response to
-
S GEMJ 10K Japanese 3,536 ¢ 15,008  0.234 - Susceplibility to hangover @ .
= JGA-NGS Japanese 52 4 250 0.20 ! 2
= JGA-SNP Japanese 90,026 ; 365930 0.24 Genome-wide association study
| Search for keywords... | Show |10 + |entries ses =
ToMMo 4.7KJPN Japanese 1,886 ¢ 9,546 0.19 -
S HGVD Japanese 451 1,890 0.23 15# and risk allele RAF P-Value OR Ci Beta Trait(s) PubMed 1D Study Details Discovery sample description Replication sample description

2,794 Japanese ancestry drinkers,

[5.56- drinking . X 733 Japanese ancesiry cases, 729 Japanese 1,521 Japanese ancestry chance
rs671-? 0.75 4e-211 NA 6.25 K 21372407 Drinking behavior .
7.14] behavior ancestry controls drinkers, 1,351 Japanese ancestry
non-drinkers

[0.33- coffee
Coffee
rsh71-7 NE As-1R3 N384 0 381 unit MA consnimntinn 31950992 152 634 Jananese ancectry individiials MA

e & DOBFE(ClinVar). GWASDE R (GWAS-catalog) & F

[ }
>\?
b
0fi
Hit
>3Jd
/
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Genomic context
Available Tracks Genome Track View Help Go Share
| X filter tracks | [} 20,000,000 40,000,000 60,000,000 80,000,000 100,000,000 120,000,000
= Frequency 6 e o @ @ @ @ 12| v | 12:112241716..112241816 (101 b) | Go x
0 Exac 112,241,725 112,241,750 112,241,775 112,241,800
M GEM-J WGA & Reférencd seqilence’,. | E|L |6 |E|¥|e|L]Q|a|Y T E|V|K|T|V|5|V|G|P\A\G|G| \GIPIVIl
L eate ~Je|v]e|r |V |rR|A|A]|G|TI s | E
(] HGVD Gene
JGA-NGS HGNC/Approved name  aldehyde dehydrogenase 2 family member =
3 JGA-SNP bl AL DL
[ ToMMo 4.7KJPN e ©.
* Gene 1 & »
Gene Transcripts
» Reference sequence 1 = Gene 5 Transcript 1D Gene symbo Consequence type HEVS(cDNA) HGVS(Amino acid seq.) SIFT PolyPhen
Reference sequence ENST00000261733 ALDH2 missense_variant ENSP00000261733.2:p.GluS04Lys Deleterious Possibly Damaging
i [ENSG00000111275 ENST00000416293 ALDH2 missense_variant ENSP00000403349.3:p.Glu57Lys Deleterious Possibly Damaging
¥ Variation
IALDH2
3_prime_UTR_variant
[ variation ENSTO000D548536 ALDHZ NMD_transcript_variant
79 )
GEM-J WGA 6 ENSTO0000549106 LD 3_pr|me_UTR_vanar!I
54 NMD_transcript_variant @ -
4 | Al >
34

Publications

Showing 1 to 10 of 766 entries Sh0W| 10 "lEmHES

PMID Reference Year Cited

Global colorectal cancer burden in 2020 and projections to 2040.

34243011 XiY, Xu P 2021- 0

(PubTatorCentral) A 10:01 B
Trans! Oncol. 2021-10;14(10):101174.

in00e0 Aldehyde dehydrogenase 2 protects against acute kidney injury by regulating autophagy via the Beclin-1 pathway. 2001

e ) LT TOY . NY Ty MNABFEETBZEGCFOER

s QNI T A EDBFEL BTV ZXT U TROBERELV TV RIUTHCER B
BRI Z D X O {8 (SIFT, Polyphen)
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Clear comdifion

©

Simple search  Advanced search

Consequence

- Transcript variant  *  Coding variant ' Splice occeptor variant | Splice region variant
Regulatory variant  *  Non-coding variant ’ Splice donor variant A sequence vanant inwhich a changs has
Varignt: & SNV & Inserfion & Delefion & Indel W Substitution Intergenic variant  *  Splice varian! * | Splice region variant ¢  Cccuned wiln e region of e splice site
Tl'ﬂl'liﬂ'ml ablation aithiar ‘withan 1-3 Dases of the &on of 3-8

bases of he inlkon
equence: IRTIENEERTTR] Ll B Not = WISl eepeaten
CIENIE  Splice region variant N B Not =

+ Add condition

I 23,456,?89 Vorianis: showing 1 1025 of 343 variants in fhe gene "PDCDN ", (filtered from 19,537,477 wariants)

; L e
S e e PO

vl rs55998931  1:10492 SNV ERE e mergenicvonam [ 0.000 [} D (E) whellectunl desability (<0)

27 189107123 110611 [ AGAG. @] Ins s=-m. @ biergenic variani L 0.070 S 0,446 | 1] Immunodeficiency 38 wilh basal gonglia cakificotion 123454 | 78601 2% |
29 2635286 1:10623 Del _=g§ @ hiergenic vorion (L) Thoracic aortic aneurysm and aortic dissection |
Ival 62028691 1:13116 G Indel DOX1ILIGD  EEFE @ wwvenvariont GD [ 0.001 ] (&) shprntzen-Goldberg syndrome

—
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* https://togovar.biosciencedbc.jp/doc/downloads

* APIZ T E
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