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Identification of genetic and environmental risk factors for moyamoya disease
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We aimed to determine the significance of the R4810K mutation in RNF213 gene
in clinical settings. We also aimed to identify genetic factors other than RNF213 and environmental
risk factors for moyamoya disease. First, we found that the R4810K mutation was associated not only
with moyamoya disease but moyamoya syndrome or coronary artery disease. For family members of

patients with moyamoya disease, carrier of the R4810K mutation had high risk of cerebrovascular
disease as one of four carriers had stenoocclusive lesions. Whole genome sequencing of patients
without the R4810K mutation identified several candidate genes for moyamoya disease. As for
environmental risk factors, we found the non-genetic factor which was associated with disease
progression of unilateral moyamoya disease.
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