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Indentification of causative genes of cavernous angiomas by whole exome
sequencing and targeted sequencing

Kengo, Hirota
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Familial cerebral cavernous malformation (CCM) of this condition are
autosomal-dominantly inherited via CCM1, CCM2, and CCM3 mutations. We performed targeted
resequencing of CCM1,2,3 using next-generation sequencer in 5 cases of familial CCM, 3 cases of
multiple CCM. As a result, CCM2 mutations was identified in 2 cases of familial CCM, and CCM1
mutations was identified in 2 cases of multiple CCM. One of the CCM2 mutations was a novel nonsense
mutation that had never been reported. In the case of multiple CCM, it may be possible that genetic
factors are potentially involved. Therefore, it is important to genetic screening in the case of
multiple CCM. In addition, genetic analysis using a next-generation sequencer targets point
mutations and small indels, improving the analysis method are needed to identify for other causes
such as large deletion and copy number variant.
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