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RNF213, a susceptibility gene for moyamoya disease, markedly increases the
risk of disease onset. However, the penetrance is lower than 1%, suggesting a synergistic
relationship with additional environmental and genetic risk factors.

In this study, we examined the relationship between RNF213 and endoplasmic reticulum stress
occurring under inflammatory conditions and found that RNF213 suppression reduces endoplasmic
reticulum stress through an increase in SEL1L, which is responsible for degradation of misfolded
proteins. This study indicates that RNF213 plays an important role in the regulation of endoplasmic
reticulum stress and suggests that endoplasmic reticulum stress caused by inflammation may be
involved in the pathogenesis of moyamoya disease.
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