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HGMD (The Human
Genome Mutation Database,
https://portal.biobase-international.com/c
gi-bin/portal/login.cgi( )) dbSNP
(NCBI) PolyPhen (prediction of
functional effect of human nsSNPs)
http://genetics.bwh.harvard.edu/pph/



1
1 8 2 6
2 3
1 6 2
DNA PCR
DNA
IHlumina

Miseq Life Technologies lon PGM lon

Proton

Human
Genomic DNA

G138

25 35 97

Myotonic Dystrophy DMPK 28
Niemann-Pick Disease NPC1 20
type C
Gaucher disease GBA 9
Fabry disease GLA 4
Porphyria PPOX, AIP 4
Enlarged Parietal ALX4, 3
Foramina MSX2
GM1 gangliosidosis GLB1 3
Mowat-Wilson syndrome ZEB2 3
Von Hippel-Lindau VHL 3
disease
Duchenne muscular DMD 2
dystrophy
Greig cephalopolydactyly GLI3 2
syndrome
Joubert syndrome AHI1 2

GNAS, 2

CDC73
Benign hereditary chorea NKX2-1 1
Galactosialidosis CTSA 1
Gardner's syndrome AXIN1 1
Gelatinous drop-like TACSTD2 1
corneal dystrophy
Melanoma CDKN2A 1
Metachromatic ARSA 1
Leukodystoropy
Niemann-Pick disease, NPC2 1
type C2
Rett syndrome/ MECP2 1

MECP2-Related Disorders




Sialidosis NEU1

Spinal muscular atrophy SMN1

Tay-Sachs disease HEXA

Tuberous sclerosis TSC1,TSC2
PCR

2. DNA PCR DNA
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