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variant nomenclature by human genome variation society) , EIFFIKZTMIERIN
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5-UTR
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ATCGATCGATCGATCGATATATATATATATATATGCATCGATCGAT CGATC GATCGATCGATCGATCG
—
c.17_18del c.33_34del 3-UTR
5.UTR c.17_20delATCT
—_— L0
ATCGATCGATCGATCGATCTAATCGATCGATCGTATATG CATCGATCGATCGATCGATCGAT CGATC
v «—
3-UTR

c.18_21delTCTA

[EB-1 %12 T 2 HGVS Ay %2 FF IE HO 51 F .

EBl: BFc. 17Fc. 42 —FEHAT, HRIMBE—MATEKRE, AIAAZEEIZXENS
MIE, MHGVSHFIE/S, IEFAYE&=~c. 33_34del.
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C. 1 $EBHIEREE

C. 1.1 dbSNPEIEREE
https://www. ncbi. nlm. nih. gov/projects/SNP
C. 1.2 ExACHIEE

exac. broadinstitute. org

C. 1.3 ESP6500% 4

esp. gs. washington. edu

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

C. 2 IR RBIBIEE
C.2.1 OMINEIBEE
https://www. ncbi. nlm. nih. gov/omim

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

C.2.3 ClinVar¥iigE

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

C. 2. 4 HGMDEHEREE

www. hgmd. cf. ac. uk

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

C. 3 ThRETHM BB

dbNSFP #(3EF: € &SIFT. polyphen2, LRT., MutationTaster., MutationAssessor.
FATHMM. PROVEAN. VEST3. CADD. fathmm-MKL_coding, MetaSVM. MetalREF X1
BERIE R BRI R TN .
http://varianttools. sourceforge. net/Annotation/DbNSFP
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http://annovar. openbioinformatics. org/en/latest/
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