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Novel RASA1 mutations in Japanese pedigrees with capillary
malformation-arteriovenous malformation
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The purpose of this reserch is that we reveal the genetic back ground of
the Japanese patients with capillary malformation-arteriovenous malformation (CM-AVM).

Whole-exome sequencing in the two probands identified novel heterozygous mutations in RASAl, which
were co-segregated with the disease in each family and were not reported in large-scale sequencing
databases. There were no other genes commonly disrupted among these probands. RASAL was a major
causative gene even in Japanese patients with CM-AVM.
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