©
2017 2020

RNF213
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RNF213 gene variants were analyzed in 84 patients with moyamoya disease, and
variants were found in 61 cases and 72.6%. RNF213 mutant group had a high rate of bleeding and was
more likely to develop posterior cerebral artery stenosis. In addition, the event incidence such as
cerebral infarction and intracerebral hemorrhage did not affect the presence of variance.
Furthermore, RNF213 screening was performed on 38 families of patients with RNF213 variants. RNF213
was found in 22 cases (57.9%). Three cases (13.6%) of these had moyamoya disease, and one case had
intracranial main artery occlusion. As a result, it was shown that screening of families of RNF213
variants cases might also be useful for early diagnosis of moyamoya disease and intracranial main
artery stenosis or occlusion.
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