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A heterozygous nonsense mutation in the FAM83H gene has been demonstrated to
cause autosomal-dominant hypocalcified amelogenesis imperfecta (ADHCAI) in humans. In the present
study, we generated genetically modified mice with a mutation in the FAM83H gene, and tested whether
the FAM83H mutation causes ADHCAI in mice; however, the FAM83H-mutant mice did not show any signs

of defects in enamel. Our results suggest that a mutation in the FAM83H gene is not sufficient to
cause ADHCAI in mice. On the other hand, mice with the homozygous mutation in the FAM83H gene showed
the phenotypes of retardation in the postnatal growth and a scruffy coat. The disorganization of
the keratin cytoskeleton, the disordered cell alignment, and the impaired intercellular adhesion
were observed in various epithelial tissues of homozzgous mutant mice. Our data suggest that FAM83H
plays an important role in the establishment of epithelial tissues through properly organizing the
keratin cytoskeleton.
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