WAE2ER 2007 34 (5): 381-391  ISSN: 0379-4172 CN: 11-5450/R

BFITIR

mh ] NG g2 8 7 i 58 DR AR b e i I E () A O< PR A ST
ML, B, & A, XFEE, BRI, VEAHE, il AT
KRR = A B =, R 300070

Wk F 0 2006-9-11 #4191 F 3 2006-12-19 9 4% Ji & A F1 3 2007-4-17 %52 H
e

A BEAT IR SR 1A T I Pl R 5 A g v [ N s M HAE AR AR G, R PR R 2 S i i
DNAFPAINE 7735, 38641 (Hirp 1084w g Ak B, 278 iEF XD rh [ AT A0
Ao GERURBLASE DR RAZLI03L, 1M CRARP207L, 3N BYRER AR Int3/3" —ass/C(-6) —THl
W A7 LI S44TXZ AN, b R AR R AR AR AL IP20TLAR 5 7 0 M B I, JF0S SEiiE# M R i
AT THESE, AP207TLIE SN i IR MU PR R 2 —, TR LE 0 AL b A R LK Int3/3” -
ass/C(=6) =T, XFAMEMTFEIA A HAZ R MU 7 A DR 3 0 i bt 1A S B0 dR ot 0 -3 A A
i (K 22 A5 VEAL 10S447X,  BE—BWFTT N HOG T 15 AME, Rl i A i 55 PR I DR VR T B . 465
W NG IR B A AR e e IR MURE IR M+ 0 R 2 RE, OB AR 2 A T 25 3

Kt 1]

5%

N IR IDT R, JEPIRAR: PR ARE: mllE e
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in Chinese Subjects with or without Hypertriglyceride-mia
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Abstract

<P>Objective: To investigate the association between the mutations in
lipoprotein lipase gene and hypertriglyceridemia (HTG). Methods: The
lipoprotein lipase (LPL) gene was screened for mutations in 386 Chinese
subjects with (108 cases in the HTG group) or without HTG (278 cases in
the control group), by single-strand conformation polymorphism (SSCP)
analysis and DNA sequencing. Results: One novel silent mutation L103L,
one missense mutation P207L, three splicing mutations Int3/3’ -ass/C(-
6)—T, and the common S447X polymorphism has been identified in the
whole coding region and exon-intron junctions of the LPL gene were
examined. Heterozygous P207L found in the HTG group was the first
case reported in Asia and subsequently another P207L heterozygote
was found in the proband’s family, all of which suggested that P207L
was one of the causes of familial combined hy-perlipidemia, but was not
so prevalent as that in French Canadian. Int3/3’-ass/C(-6)—T was found
in both groups in the present study although it was regarded as a
pathogenic variant to HTG earlier on. Moreover about the beneficial
polymorphism S447X, there was also some supportive evidence that the
levels of triglycerides (TG) in S447X carriers were significantly lower than
non-carriers in the subjects without HTG. Conclusions: The association
between the <EM>=LPL</EM=> variants and HTG is quite complicated and
versatile, genotyping of LPL in a larger-scale screening should be
necessary and justifiable.</P>
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