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1. Advanced search (F58) 4. FRZEAPI ()

mVAR A comp ive Japanese genetic variation database Datasets Downloads APl Terms Contact About History Help Configuration

Simple search  Advanced search

€ ©

Disease:Breast-ovarian cancer, familial 2 Gene:ALDH2 refSNP:rs114202595 TogoVar:tgv421843 Position(GRCh37/hg19):16:48258198 Region(GRCh37/hg19):10:73270743-73376976 HGVSc:NM_000690:c.1510G>A HGVSp:ALDH2:p.Glu504Lys

Results The number of available variations is 1 out of 1. Statistics / Filters
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tgv47264307© rs671(7 12: 112241766 SNV ALDH2© el Missense variant @ Go) (7) AMED syndrome, digenic © (:5) [l €2 Al 1
& Svoes GEM-J WGA 1
WES JGA NGS 1
SNP JGA SNP 1
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1. Advanced search

ANDEORZE AN FICL-E#MERRERAZGUITE RAIZ/ERL AT 5E
B EFARBTRETZUIVEEIZCZZEDOHA/N\N) 7 UL EER

((frequency(GEM—J WGA) >= 0.3) OR (frequency(ToMMo 8.3KJPN) >= 0.3)) BARAANERTEHEE
AND
(frequency(gnomAD genomes) <= 0.05) OR (frequency(gnomAD exomes) <= 0.05)) EHRFOREDFHETESEE

‘1’. VAR A comprehensive Japanese genetic variation database Datasets Downloads APl Terms Contact About History Help Configuration

Simple search ~ Advanced search

Alternative allele frequency/count = GEM-J WGA Pt (0.3 ~ 1 Exclude filtered out variants @ § —t t‘\ ) L 9\‘ ( d d d -t- \ ~ s E j]D )
Alternative allele frequency/count = ToMMo 8.3KJPN 0.3 ~ 1 Exclude filtered out variants Z1IN I C O n I I 0 n L

0 @9

! Alternative allele frequency/count £ gnomAD genomes Wi il 0 ~0.05 Exclude filtered out variants £ X
2
Alternative allele frequency/count £ gnomAD exomes - 0 ~0.05 Exclude filtered out variants

Add condition v Group

BREE  RETERECYT LA LI R

Statistics

Ungroup  Delete

Results The number of available variations is 10,000 out of 30,350.
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1gv22068 1557527268 1: 1092563 SNV H | intergenic variant JBANGS ~ =
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« dbSNP rsID (451l : rs671)
« SNVDRID I3y (fIl:12:112241766)
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https://togovar.biosciencedbc.jp/?mode=simple&term=ALDH2
https://togovar.biosciencedbc.jp/?mode=simple&term=Acute%20myeloid%20leukemia
https://togovar.biosciencedbc.jp/?mode=simple&term=tgv47264307
https://togovar.biosciencedbc.jp/?mode=simple&term=rs671
https://togovar.biosciencedbc.jp/?mode=simple&term=12%3A112241766
https://togovar.biosciencedbc.jp/?mode=simple&term=ALDH2%3Ap.Glu504Lys
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ﬁu ) ALDHZ(hgnc id: 404) http://togovar.biosciencedbc.ip/gene/404
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- 2SR ImE (MedGen CUI: C0023467) https://togovar.biosciencedbc.jp/disease/C0023467

mVAR A comprehensive Japanese genetic variation database Home Datasets Downloads APl Terms Contact About History Help ja en

Acute myeloid leukemia

% Ey( ﬁ % 0) M ed Ge n -G 0) Eﬁ Eﬂ Title Acute myeloid leukemia

Definition  CEBPA-associated familial acute myeloid leukemia (AML) is defined as the presence of a heterozygous germline CEBPA pathogenic variant in an individual with AML and/or family in which more than one individual has AML. In
contrast, sporadic CEBPA-associated AML is defined as AML in which a CEBPA pathogenic variant(s) is identified in leukemic cells but not in the non-leukeic cells. In the majority of individuals, the age of onset of familial AML
appears to be earlier than sporadic AML; disease onset has been reported in persons as young as age 1.8 years and up to age 50 years. The prognosis of CEBPA-associated familial AML appears to be favorable compared with (
sporadic CEBPA-associated AML. Individuals with CEBPA-associated familial AML who have been cured of their initial disease may be at greater risk of developing additional independent leukemic episodes, in addition to the risk of

Felapse flom preevsting clones, Download JSON
EDBADY2Y

neNn Links EFO: EF0_0000222 MedGen: C0023467 MeSH: D015470 MONDO: MONDO0:0018874 @
tior - Download CSV
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Clinical significance

Show | entries

| Search for keywords...

% E?ﬁ % f‘)‘\Fﬂ 1?3—6/ { I) 7\ I\t% TogoVar ID rs# Position Title Clinical significance Review status Last evaluated DOWﬂload TSV
=} ey =T 7 10v48213495 1431825334 13:32914239  NM_000059.3(BRCA2):c.5747A5G (p.His1916Arg)  (Uncertaim significance) ;’I;‘eﬁ’mpww ded, multple submitters, no conflicts 20161207 10 (
0) EE N :EL = 10v48217024  s587782860 13:32945216  NM_000059.3(BRCA2):c.8611G>C (p.GIu28716Gn) (emnsghenE) XX ) 2016-06-10 . :
an * PN ﬁ \Theenan signiieance. criteria provided, multiple submitters, no conflicts C Opy HTM L sni ppet to Cl i pboard
1gva8214235  rsS6010712  13:32915052  NM_000059.3(BRCA2)c.6560C>T (p.Pro2187leu)  (Uncer Sgniieance)  porin i confilfing Interpretafins 2016-11-07 tior
1gv17039039  1s569408054 4:55593396  NM_000222.2(KIT):c.1553C>T (p.Pro518Leu) (Uncertamsignifeance) X ovided, multiple submiters, no conflets 20181031 —— About this stanza
1gv17038078 15144933028  4:55561810  NM_000222.2(KIT):c.200C>G (p.Thr67Ser) (Uncertain significance ) :ileria provided, conflicting interpretations 2018-10-31

2 3 4 5 >» Pagell of 76
a - o

Genome-wide association study

| Search for keywords... Show |5 v |entries
s = % > rs# and risk allele RAF P-value OR cl Beta Beta unit PubMed ID Study accession Discovery sample description Replication sample description sef fe— o o -~ —
é E%ﬁ e 75\ Fﬁ 1/i\ a 6 GWAS 0) ,l‘ﬁ #ﬁ 152600685 p— . 121G I/ —_— /\_y al #3
27903959 GCST008413 e aacen_ N

(tgv9565739) 5.270e-1 Te-6 0.000e+0 "NA"  NaN
152600683-C...

218 European ancestry controls

Egivzi%%ams)“ 0.000e+0 3e-10 0.000e+0 "NA"  NaN 27903959 GCST008413 s Eﬂiﬂ.ﬂiiﬂ e oney NA
%) 1.100e1 1e7 0.000e+0 "NA"  NaN %a 27903950 GCST008413 ggga;gg::ﬂ gﬂgg:g;ggf‘fﬁﬂs NA
W) 0.000e+0 2e-12 0.000e+0 "NA"  NaN %a 27903959  GCST008413 i Eﬁ;ggg:g :ggggm cases,  NA
@%C)H 1410e1 4e7 0.000e+0 "NA"  NaN ﬁﬁ 27903050 GCST008413 ;Zgaggg::: ::gsz{mg:ﬁfo‘s NA
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"query": {
"id":
"tgv421843",
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}
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https://ddbj.nig.ac.jp/resource/jga-dataset/JGAD000220
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https://biobank-search.megabank.tohoku.ac.jp/v2/
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