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Genetic analysis of lipid related genes in patients with hypertriglyceridemia
and low HDL cholesterolemia
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The primary goal was to clarify the genetic factors affecting dyslipidemia
in Japan. Exome analysis was performed on 23 cases whose serum triglyceride (TG) level exceeded 1000
mg/dL at Fukuoka University Hospital. Genetic analysis of 49 genes that have been reported to be
associated with serum TG levels was performed. In this analysis, four novel mutations, APOB(p.
14533L), MLXIPL(p.M4901),NCAN(p.L152M) and TIMD4(p.S264T) were found. Furthermore, according to
previous reports and algorithm analysis, it was suggested that GPIHBP1 (p.C14F), APOA5 (p.T184S; p.
G185C), APOE (p.E262K, p.E263K), GCKR (p.V103M; c.354 + 1G> A; p.P446L), LMF1 (p.M159V; p.G410R),
MLXIPL (p.Q241H) and LRP1 (p.G813R; p.R2173Q2; p-.AN4054L2) were part of the causes of
hypertriglyceridemia. The genetic analysis of hypo-HDL-cholesterolemia four cases including severe
low HDL-cholesterolemia was performed. We found ABCAl deficiency due to homozygous mutation p.
V635fsX658 from one case of severe hypo-HDL-cholesterolemia.
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