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Analysis of latent imaging findings in healthy subjects with moyamoya disease
susceptibility gene RNF213 polymorphism using artificial intelligence

Sonobe, Shinya
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Moyamoya disease is a cerebrovascular disease. It is characterized by the
small diameter of the terminal part of the internal carotid artery. Patients with moyamoya disease
often have the p.R4810K polymorphism in the RNF213 gene (RNF213 mutation). However, it was not known

how the RNF213 mutation affects the development of moyamoya disease. In this study, we showed that
those with the RNF213 mutation had a smaller diameter of the terminal part of the internal carotid
artery, even without moyamoya disease. This result indicates that the RNF213 mutation affects
cerebral blood vessels, and that the cumulative effect causes moyamoya disease.
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