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Exploratory study to identify genetic defects of type 1/V hyperlipoproteinemia
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Previously we reported a case of hypoapoC-11 with severe hypertriglyceridemia
(HTG) phenotype without any mutation in the coding region of the APOC2 gene (Case 1). Whole genome
sequencing revealed a rearrangement around the APOC2 gene. Southern blot hybridization anaIKsis, array
CGH analysis, and breakpoint analysis supported the result. Other 2 cases of severe HTG with decreased
levels of plasma apoC-11 proteins were also analgzed (Case 2 and Case 3). Surprisinglﬁ, Case 2 showed the
same result as Case 1 by array CGH analysis and breakpoint analysis, indicating they have the same
rearrangements. We further genotyped tag SNPs of these 2 patients by microarray and detected a founder
haplotype. We propose a new disease entity “ hypoapoC-11" that is derived from a structural abnormality
around APOC2 gene and results in massive HTG.
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