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Analysis of signal pathway control mechanism of Moyamoya disease susceptibility
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RNF213 was initially identified as the susceﬁtibility gene for Moyamoya
disease (MMD) but is now also associated with vascular stenosis of the pulmonary and coronary
arteries. Although recent evidence suggests the involvement of RNF213 in various cellular and
signaling pathways, the precise and primary functions of RNF213 remain unclear. In this study, I
have focused on Protein X, which I found to physically and functionally interact with RNF213.
Through analysis of the regulation of both RNF213 and protein X functions, 1 found that genetic
mutations in RNF213 regulate intracellular signaling by protein X. | also demonstrate that protein X
affects RNF213-dependent signaling pathways. Furthermore, | identified that the interaction between
RNF213 and ﬁrotein X may modulate vascular endothelial cell functions and lead to the changes in
vascular architecture that result in stenosis and development of MMD.
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