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Genetic testing for risk evaluation of Moyamoya disease
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Moyamoya disease is characterized by progressive bilateral internal carotid
artery stenosis/occlusion and development of abnormal collateral vessels. A genome-wide association study
was performed, which resulted in a strong association of RNF213 gene region with risk for Moyamoya
disease. Mutational analysis identified a founder mutation c.145/6G>A in 73% cases with Moyamoya disease
and 1.4% of control individuals, suggesting that the mutation carriers have increased risk for Moyamoya
disease, odds ratio, 190.9 (P=1.2x10-43). We developed a genetic testing for this founder mutation by
combination of immunochromatography and allele specific oligonucleotide hybridization. We performed this
genetic test and MRl angiography in Moyamoya disease patients and their families for development of
presymptomatic diagnosis of Moyamoya disease.
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