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Moyamoya disease (MMD% is a rare cerebrovascular disorder that occurs in all

races but mostly in East Asians. Mysterin (also known as RNF213), the causative gene product of
moyamoya disease, is a large intracellular protein with AAA+ ATPase activity and ubiquitin ligase
activity. Mysterin localizes to lipid droplets and involved in controlling lipid droplets quality
and quantity. This function is disrupted by moyamoya disease patient mutations, resulting in
characteristic cellular defects.
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