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Cerebral vascular abnormality in carriers of the RNF213 risk variant detected by a n
ew genetic test
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Moyamoya disease (MMD) manifests progressive bilateral internal carotid artery ste
nosis and abnormal collateral vessels. A genome-wide association study was performed, which showed a stron
g association of chromosome 17g25-ter with MMD risk. A sin?Ie haplotype consisting of seven SNPs at the RN
F213 locus was tightly associated with MMD risk. Mutational analysis of RNF213 revealed a founder mutation
, €.14576G>A, in 73% of non-familial MMD cases and 1.4% of controls; carriers of this mutation have increa
sed risk of MMD (P=1.2x10-43, odds ratio=190.8). We developed a genetic testing method for this founder mu
tation. The new method enables us to detect the target mutation with immunechromatography without expertiz
e, which would be useful for evaluation of a risk for MMD risk in bedside and clinic.
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