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In this study, we analyzed how mutations associated with the genetic
disorder 3MC syndrome, which causes severe developmental deficiencies in humans, affect the
functions of the causative genes for collectins CL-K1 and CL-L1. Normally, CL-K1 and CL-L1 form a
heterocomplex, CL-LK. however, in 3MC syndrome-associated mutants, the formation of the CL-LK
complex was impaired. Additionally, it was revealed that the heterocomplex CL-LK interacts with
another 3MC syndrome-associated factor, MASP-3.
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