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Kenny-Caffey syndrome (KCS) is a syndrome characterized by severe short
stature and delayed closure of the anterior fontanel. We previously identified that mutation in
FAM111A is associated with KCS2, however, there is little knowledge of physiological function of
FAM111A on skeletal tissue. We showed that overexpressing mutated human FAM111A in mice cause
dramatic shortening of the limbs and delayed closure of the anterior fontanel. Furthermore, we found

that FAM111A protein is processed to fragments and this processing fragments are markedly increased
in the mutants. These results demonstrated that mutated FAM111A suppresses chondrocyte and
osteoblast differential proliferation leading to KCS2 phenotype.
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