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Considerations for Design, Development, and Analytical Validation of Next

Generation Sequencing (NGS) — Based In Vitro Diagnostics (IVDS) Intended

to Aid in the Diagnosis of Suspected Germline Disease. (2018, U.S. FDA)

Use of Public Human Genetic Variant Databases to Support Clinical Validity

for Genetic and Genomic — Based In Vitro Diagnostics. (2018, U.S. FDA)

Standards and guidelines for the interpretation of sequence variants: a joint

consensus recommendation of the American College of Medical Genetics and

Genomics and the Association for Molecular Pathology. (2015)

¥ FRL

HHFHE

Exome Aggregation Consortium
(EXAC)
http://exac.broadinstitute.org/

4%+ 61,486 B & 4p M B REE (7 0
M RR o Sk e R
A ERERETRE - 20
SRR ARM BT

Exome Variant Server
http://evs.gs.washington.edu/EVS

BB R R LR FERA S
A HR L F BT LB 2 i
HBEFHE - ¢ § A REF K
B @R B LEHh

1000 Genomes
http://browser.1000genomes.org

26 BaEEeFRESLE
BREISAFIZAEPRATIT
BopE s otE 2 cn$ B TR o 4p
f. Exome Variant Server # & g

- dap <7 SN T LY
2 By R ¢ FARK BRI
ey o

18




dbSNP
http://www.ncbi.nlm.nih.gov/snp

S RRehEA TR E TRL
*H<B0 Bak AF) o 7oAk
LRAFAE & T RpBERR -

M~ e

dbVar
http://www.ncbi.nlm.nih.gov/dbvar

§ 2 KRS HERE TRE (£
B 5 50dAH L F) o

P R

ClinvVar BTk TR MR LI G
http://www.ncbi.nlm.nih.gov/clinv ARERBE I T FTHE -

ar

OMIM Rp &R AR M

http://www.omim.org

SENRR AL

Human Gene Mutation Database
http://www.hgmd.org

ke ’Z:E‘%*’??‘/;J%t’ Sk R
ik TRE SR G R
HE3 R

2 A TR RIE R E 6 AR BT R

B

Human Genome Variation Society
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RefSeqGene
http://www.ncbi.nlm.nih.gov/refse
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Locus Reference Genomic (LRG)
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