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Research for novel genetic basis of familial hypobetalipoproteinemia
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A case of PCSK9 gene loss-of-function mutant homozygous was recognized and
reported in an English-language journal. Interestingly, no phenotypes such as liver or kidney damage
or fat-soluble vitamin deficiency were identified. We also identified overlapping families with
familial hypercholesterolemia (FH) phenotypes and FHBL phenotypes. Interestingly, we confirmed that
the phenotype of marked hyperLDL cholesterolemia was completely canceled by a loss-of-function gene
mutation in Apo B. In addition, we identified an FHBL family associated with homozygous ANGPTL3
loss-of-function gene mutation, which is thought to be the first of its kind in Japan. It was found
that liver dysfunction, renal dysfunction, and fat-soluble vitamin deficiency were not involved.
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