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Molecular Dissection of hypoapoC-11 caused by defective mRNA transcription
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i Familial apolipoprotein C-11 (apoC-11) deficiency is a rare autosomal recessive di
sorder with marked hypertriglyceridemia resulting from impaired activation of LPL. In most cases of apoC-1

I deficiency, causative mutations have been found in the protein—codin? region of APOC2 gene; however, sev
eral atypical cases of apoC-11 deficiency were reported to have markedly reduced, but detectable levels of
plasma apoC-11 protein (hereafter referred to as hyanpoC-II). A case of apoC-11 deficiency was found tha
t is phenotypically identical to hypoapoC-11. We took advantage of a monocyte/macrophage culture system to
prove that transcription of apoC-11 mRNA was decreased in the patient"s cells. However, all of the fifty
single nucleotide variants detected in the patient®"s APOC2 gene were common variants that are supposedly n

ot _causative, implying that other mutations regulate apoC-11 levels. Whole-genome sequencing is underway t
o identify the causative mutation.
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