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RNF213 gene related intracranial findings and risk evaluation for moyamoya

disease
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Tohoku Medical Megabank has started screening program of brain MRI findings
two participant groups

in its resident cohort.In this study we compered brain MRI/MRA findings o
that have the c.14576G>A-mutation or not, a Moyamoya disease related mutation in RNF213. Several
findings specific to the mutation-positive group were identified. Volumes of various brain regions

were measured, which were subject to statistical analysis for significant difference between the two
groups.No metabolite has been identified to date, which plasma level differs significantly between
the mutation-positive and negative groups.
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