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CCM protein

Loss-of-function mutations in genes encoding KRIT1 (also known as CCM1), CCM2 (also known as OSM
and malcavernin) or PDCD10 (also known as CCM3) cause cerebral cavernous malformations (CCMs).
These abnormalities are characterized by dilated leaky blood vessels, especially in the
neurovasculature, that result in increased risk of stroke, focal neurological defects and seizures. The
three CCM proteins can exist in a trimeric complex, and each of these essential multi-domain adaptor
proteins also interacts with a range of signaling, cytoskeletal and adaptor proteins, presumably
accounting for their roles in a range of basic cellular processes including cell adhesion, migration,
polarity and apoptosis.

Cerebral cavernous malformations (CCMs) arise owing to inactivation of the endothelial CCM protein
complex required to dampen MEKK3 activity 1)
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