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Moyamoya vasculopathy is a rare cerebrovascular disorder characterized by
progressive steno-occlusion around the terminal internal carotid arteries which induces abnormal
collateral networks referred to as moyamoya vessels. The idiopathic form of this condition is
defined as moyamoya disease (MMD), whereas the secondary one associated with various genetic and
systemic disorders is termed moyamoya syndrome (MMS) or quasi-moyamoya disease. Genetic epidemiology

studies have demonstrated that not only MMD but also MMS has multifactorial and polygenic etiology.

In the present study, we performed whole-exome sequensing in patients with MMMD and MMS associated
with various genetic disorders to confirm the polygenic architecture underlying moyamoya
vasculopathy.
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