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HoVSHP B ME, RAXEFATEMSHENTNRTHITH AT (sequence
variant nomenclature by human genome variation society) , BlXFEFIXTFMEEELIS
BE—HEME, RTEHNHRELREIR 3-UTR XK

5-UTR
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ATCGATCGATCGATCGATATATATATATATATATGCATCGATCGAT CGATCGATCGATCGATCGATCG
b
c.17_18del c.33_34del 3-UTR
5-UTR c.17_20delATCT
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ATCGATCGATCGATCGATCTA ATCGATCGATC GTATATG CATCGATCGATCGATCGATCGATCGATC
v <
c.18_21delTCTA 3-UTR
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C. 1 MURYEE
C. 1.1 dbSNPEIEE
https://www. ncbi. nlm. nih. gov/projects/SNP

C. 1.2 ExACE#ERE

exac. broadinstitute. org

C. 1.3 ESP65001EE
esp. gs. washington. edu

C. 1.4 gnomad HiEE
http://gnomad. broadinstitute. org

C. 2 KMRREKEE
C.2.1 OMIME#BEE

https://www. ncbi.nlm. nih. gov/omim

C.2.2 CGDHUIEZE
research. nhgri. nih. gov/CGD

C.2.3 ClinVar#iEZE

https://www. ncbi.nlm. nih. gov/clinvar

C. 2. 4 HGMD¥Y &

www. hgmd. cf. ac. uk

C.2.5 gwasCatalog#IERE
http://www. ebi. ac. uk/gwas

C. 3 ThRETHM H¥EE

dbNSFP #3EFE: B &SIFT. polyphen2, LRT, MutationTaster. MutationAssessor,
FATHMM,. PROVEAN, VEST3, CADD. fathmm-MKL coding. MetaSVM, MetalRZ %3225 A
RE 215 RR A2 0 B T o
http://varianttools. sourceforge. net/Annotation/DbNSFP

C. 4 BEB%M
ANNOVAR: TAIEFRE0 AN LK EFLHETAE hgl8, hgl9, hg3s,

http://annovar. openbioinformatics. org/en/latest/
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