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Analysis of rare variants in RNF213 in patients of cerebral aneurysm
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The Japanese population has higher intracranial aneurysm (IA) and
subarachnoid hemorrhage (SAH) incidence rates as well as moyamoya disease (MMD), we are interested
in RNF213 as a susceptibility gene for IA and SAH. We sequenced all 68 exons of RNF213 gene by lon
Torrent sequencing in 165 familial 1A patients and found 35 rare variants, whereas 20 variants were
observed in 199 control individuals (p=0.003). The former included truncating variants of one
nonsense, and two frameshifts shared in sib-pairs, which were not detected in 199 controls and 103
¥XD patients, suggesting that loss of function variants in RNF213 might confer susceptibility to
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