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New A7/7 mutations in patients with piebaldism

KIT KIT stemcell factor
W
75 KIT
DNA PCR- KIT
genotype  phenotype
142delG, 1768-1769delAG, 2139delC, 2246-2249delAAAG
M541L, Y870C KIT
mild phenotype dominant negative
KIT 75 severe  phenotype
dominant negative moderate
phenotype KIT phenotype
genotype  phenotype
KIT W
75 KIT
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phenotype
142delG, 1768-1769delAG, 2139delC,

2246-2249de 1 AAAG M541L, Y870C KIT
142delG mild phenotype 1768-1769delAG, 2139delC,2246-2249delAAAG M541L
moderate phenotype Y870C severe phenotype
mild phenotype dominant
negative KIT 75 severe phenotype

dominant negative
moderate  phenotype

KIT phenotype genotype  phenotype

KIT
genotype phenotype
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