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Abstract

Gene Diagnosis of Familial Hypercholesterolemia in Childhood
For early accurate diagnosis of familial hypercholesterolemia

(FH) in childhood, family study should include the gene diagnosis
of the LDL receptor gene using Southern blot hybridization with a
LDL receptor cDNA clone. In this study, the LDL receptor gene was
analyzed on 57 members of nine consecutive families with FH. The
data obtained in this study indicate that the origin of the mutant
LDL receptor genes tends to vary among pedigrees with FH in Japan
and that seven LDL receptor gene RFLPs (TaqI, AvaIl, ApalI/Il5,
eruII, NcoIl, PstI and ApaLI/3') are useful for the gene diagnosis
of FH in childhood.
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