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Identification of molecular mechanisms of RNF213-related occlusive
cerebrovascular diseases and development of new treatment strategies
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(1) We compared the characteristics of endothelial cells differentiated
from patient-derived mutant iPS cells and their genetically repaired cell lines, and identified
molecules that are responsible for differential tube formation capacity. (2) We compared gene
expression in blood from patients and carriers with the RNF213 p.R4810K mutation and identified
molecules that facilitate the progression of moyamoya disease. (3) We identified daily alcohol
drinking as a risk factor for contralateral progression of unilateral moyamoya disease and clarified

the association of several environmental factors including viral infection. (4) We clarified the
effect of p.R4810K mutation on the morphology and hemodynamics of intracranial arteries in patients

with moyamoya disease. These findings will facilitate the development of disease models, which is
critical to understand the pathogenesis of the disease.
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