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Moyamoya dissease is characterized by stenosis of occlusion of terminal
portion of bilateral carotid artery and development of fine capillary vessel network. Development of
test for risk evaluation for moyamoya disease would be desired for improvement of prognosis by the

bypass operation. We have identified the founder variant of c.14576G>A in RNF213 gene,which
increases risk for moyamoya disease by 190 hold (J Hum Genet, 2011). In this study we developed a

simple and rapid genetic test for detection of c.14576G>A in RNF213 gene. We also evaluated the

efficiency of combination test of the c.14576G>A genotyping and the blood MMP9 level. This combo did
not increased the efficiency of risk evaluation compared with the genotyping alone. A new biomarker
would be necessary for better prediction of moyamoya disease.
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