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Functional and Structural Analysis on Familial Moyamoya Disease
Associated Novel Huge Ubiquitin Ligase/ATPase
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MR OBEEE (330) : We identified mysterin/RNF213 as a familial moyamoya disease
susceptible gene, and succeeded to clone its cDNA. Further, we revealed its intracellular
distribution, ubiquitin ligase and ATPase activities, and its participation in proper
angiogenesis during normal development. Using purified mysterin protein, we revealed its
structural properties. Moreover, we identified de-ubiquitinating enzyme as a mysterin
binding protein through intracellular coimmunoprecipitation analysis, and revealed that
the enzyme functionally associates with mysterin.
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