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Biomarker Search Using the RNF213 Rare Variant of Pediatric Moyamoya Disease
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The total number of RNF213 p.R4810K mutations in 153 patients was compared
with the clinical picture, and the effect of each mutation on the 3D structure of RNF213 was
analyzed using a 3D structure model of RNF213. 110 of the 153 patients were heterozygous for RNF213
p.R4810K, 10 were homozygous and 32 were wild type. Rare variants other than RNF213 p.R4810K were
detected in 18 of 15 subjects. RNF213 homozygous mutations as well as some rare variants affected
the phenotype, especially in pediatric patients with significantly higher incidence of cerebral
infarction.
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of 151 patients with moyamoya disease
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Correlations between genotype and type at disease onset
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Correlations between genotype and type at disease onset
of 67 pediatric patients with moyamoya disease
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