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Elucidation of pathogenesis of fulminant Moyamoya disease by multiple analysis
of gene mutations.
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p-R4810K genotypes was identified on 72 patients of pediatric Moyamoya
disease. Although most cases of general Moyamoya disease were heterozygote (AG) of p.R4810K,
fluminant cases were statistically related to wild type (GG). Whole-exome sequencing was conducted
for the 6 fluminent cases. As the result, an unreported functional polymorphism, p.H4058P, was
detected in one case.
Otherwise, any new polymorphism was not yet found common to multiple fuluminant cases. Whole-exome
sequencing yielded enormous gene information. As it needs a long time to process the huge
information, the genetic analysis should be continued furthermore.
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