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The Human Gene Mutation Database (http://www. hgmd. cf. ac. uk/ac/index. php)
dbSNP (https://www.ncbi. nlm nih. gov/projects/SNP/)
ExAc (http://exac. broadinstitute. org/about)

3/6



1JGVD (https://ijgvd. megabank. tohoku. ac. jp/)

() ERHMEBICRIREZITI 2 L &I IREMOHHA
RS2 Lo AREIIREMEAZET 2 b0 THH Y FHA,

(4) BREIZETDHIHE
RSP B2 BN S 60 H 2% H LI,

(5) WEZZFETIHEICHo T, EBRICHEZIT 5 HERERFOLTF
HIEDZEFETH D 8 A,

(6) MREDOTRISRM
EEHEHSRNC TR D A BIRIRAUC DV THCHEIT L ARAED H LiAL 05
AT D,

() BIEOEIAZ
EAAL 1D iidk 7~V AR SR 2 AR
(BEZe s BRIEL % EDTA-2K (F 7213 Na) Ek7)

(8) MRADIREE
BRIMAE 2 RIZFNFR Inl YL EF oM &8+ 5,

(9) BEOREFM
PRI 1T, SRR E T2 TR R E T 5,

(10) BRfEDRH FM
FE (7). (8). (9) &M= TRIKIZONT, RAKIAD OFIAF o — LFITA
NTRIRIC TAFNCHERT 5, EEAOBAICEET S L2l T 5,

(11) REEEERCRIED 7~V OFLHEER
RRARALGS 7~ ZIXEA AL 1D 72 5 ONSRIAE LA 1D 25T 5,
RAEREEIL, YREEREORXEZHENT 5, FREHEA 2 FIoRT,
- T OREEE (FEA, A o— FES. BRI

- [EPREEESIE
BT ) T ST DR R B R E
 FEOREEAHE

4 /6



- AL 1D

(12) BEZ ERERE D CRERERT (fMOBERERICHEZEKET 2561
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HERFNZLABMENTWAE ) LY 77 L AR (GRCh38/hg38) Lit#k L, EHBMEOEEREKR, HVEERIIOKE -
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ZORKER, KONV TV bR ENE L,

/8 7> kNo. Gene_Name Feature_ID Genotype Annotation |HGVS.c HGVS.p Position
1|genel NM_000000.0 [heterozygous |miss_sense |c.XXXC>T |p.ArgYYY.Trp |chrZ:1234567
BRERE XY 7 FNoliZ DWW T

ClinVar®F —# ~_—Z C& lPathogenic] & EhTWET (rs0000000) .
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BE . BWienRY 7 MEEE#ST — ¥ X —2R : ExAc, Exac03 release 1, Nature 536, 285-291 (18 August
N 2016), http://exac. broadinstitute. org/ ; CLINSIG, Clinvar_201802250) % M {##t:HGMD, The Human Gene
Mutation Database (Professional), http://www. hgmd. cf. ac. uk/ac/index. php,
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