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has 378 amino acids including a putative 21 amino acid
-terminal signail peptide. Molecular cloning of the cDNA
for LAL has {we&g@d significant amino acid similarity with
human gastric lipase and rat fingual lipase (58 and 57%
aring acid sequence identical, respectively), indicating
that these enzymes belong to a common family of acid
lipases {Anderson and Sando, 1891). However, no similarity
was found with neutral lipases, such as lipoprotein lipase,
hepatic lipase and pancrealic lipase, suggesting different
gene families of acid and neutral lipases {Ameis ef al,
4%':’5%@2; Hide ef al.,, 1992}, )
Deficiencies of human LAL have been found in two
autosomal recessive storage disorders, cholesteryl ester
storage disease (CESD) and Wolman disease (Assman and
Seedorf, 1985). In both C;?%S@s"dez‘s the enzyme deficiency
leads o a progressive accumulation of cholesteryl esters
and it a@}; § voercls in lysosomes Of affected tissues. Even
h disorders are characterized by deficiencies
wity, they f:%iis;:ﬁay a striking difference of clinical
and biochemical phenotypes. In Wolman disease, death
usually occurs within 6 months after birth with massive
and widespread intraceliular storage of cholesteryl esters
and iriglvcerides, On the other hand, CESD has a less
severe phenotype. Moderate dyslipidemia and hepato-
megaly are clinical signs of CESD. Low plasma level of
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and production of a Haelll restrictior

’}. Tabde 1. All

Population analysis of the mutation Populatic

When the fmtaﬁ@ﬂ was analyzed in 221 control population,
frequencies of allele T and Fwere 0.710 and 0.280, res-
pectively ‘s“ab;e 1). The genolype distribution was 110
TT, 94 ?f and 17 PP, which was well agreed with the
Hardy-\ mben‘g equilibrium (¢%=0.2¢ :
bserved and expecied heterozygosities were
1.29 ’m espectively. The frequencies of aliel
from the 86 FH group were 0.703 and 0. i":i%f
The genotype distribution was 47 77, 2 )
The cobserved number of PP g@mﬁ;‘w;ﬁ}& was somewhs
high compared 1o the expecied number, however, the
genotype d ata‘@a‘i ion was shown 1o it the Hardy-Weinberg
equilibrium «;;*« 5.229, P>0.050}). The observed and ex-
pected heterozygosities of FH group we
respectively. Within the fotal 307 examined ss
altele frequencies of T and P were estim
and 0.2 respectivaly.
Concentrations of plasma
HDL-cholesterol were determined o ¢
between lipid profiles and genoclype. As shown in Ta
2, an increase of aboul 60 mg/dl of triglyceride laval was
observed in TP heterczygotes of FH group, however
was no slatistically si Wzaf cant difference 2
genolypes. The serum lipids levels belween two gwup@
were not compared in this study, since the averag
contral groups and patient groups are mark
{average ages of control groups and FH Here, we inves
and 37, respectively). ?H%“ %*”Y‘?Eﬁ
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DISCUSSION

The human Lf»‘aé 5 recguired fo

esters and triglycerides
Table 2. Genotype distribution and serum lipid values between control and FH groups.
FH
Lipids — " S .
Tr re PR 77 T
Observed number 110 (111.4a) 94 (91.0) 17 (18.6) 47 {42 .5)
Total-cholesterol 178 £ 35 173 £ 17 182 x 41 270 =47
LD -cholesteral 109 £ 27 103 x 42 203 49 200 = 27
37x8 39x9 40 %12 38x8
glycerides 96 + 45 89 x 31 132 + 56 199 + 106 140 = 41

Lipid values are mean =80 {(mg/di}.
2 The expecied numbers are indicated In parentheses.
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