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Novel animal model of cerebrovascular malformations
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Cerebrovascular malformations are clusters of abnormal blood vessels in the
central nervous system. Animal models of the disease have been generated by introducing gene
mutations identified as germline mutations in familial cases, but these models alone have not fully
explained the pathophysiology. In this study, Mice in which the GJA4 mutation, which was newly
identified as a somatic mutation in intraorbital cavernous vascular malformations in a previous
study, was introduced specifically into vascular endothelial cells, were generated. Mice transgenic
with LoxP-stop-LoxP-mutant Gja4 (floxed mice) were generated, and these were crossed with Tie2-Cre
mice, a kind of vascular endothelial cell-specific Cre mice. It was found that mice expressing
mutant Gja4 were embryonic lethal.
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