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Could complement pathway activating molecules be one of the new cardiac septum
shaping factors?

Mori, Kenichiro
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3MC syndrome is an autosomal recessive genetic disorder that causes
symptoms such as cardiac septal defect, ventricular septal defect, spina bifida, growth failure,
developmental delay, and cleft palate and lip, which develops independently of race, gender, or
environment. Although the pathogenetic mechanism was unknown, mutations in the complement pathway
active molecules CL-K1 and MASP-1/3 genes have been reported. In this study, we used CL-K1 gene
modified mice as a model of 3MC syndrome patients to elucidate the pathogenetic mechanism of 3MC
syndrome.
%esult of our study showed that CL-K1 is expressed during the embryonic period, that bone formation
abnormalities such as spina bifida occur in CL-K1 knockout mice, and that cardiac septal defects
are caused at a certain rate.
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