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The etiology of Moyamoya disease (MMD) is still largely unclear, despite
identification of RNF213 as the most significant susceptibility gene in Japanese patients. Following
up our previous study confirming genetic heterogeneity in Japanese patients with MMD, we
extensively surveyed novel candidate genes for a new perspective on the etiology of this disease.
Next-generation sequencing and following rare-variant association analysis identified CCER2 as a
novel susceptibility gene to MMD. Although CCER2 molecular function is not well characterized, it is
a secretory protein expressed in the brain; therefore, it constitutes a potential biomarker of MMD.
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