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[ ABSTRACT]
holesteroleia (FH) family.

blood was used to isolate the genomic DNA.

Low Density Lipoprotein Receptor;

polymerase chain reaction (PCR) .

Familial Hypercholesterolemia;

Methods The patients’ serum lipids were analysed by enzymatic method.

Gene Mutation;  Polymerase Chain

Aim To analyse the mutation site in low density lipoprotein receptor (LDLR) gene of a familial hyperc

The peripheral whole

The genomic DNAs were used as templets to amplify 18 exons of LDLR gene by

The PCR products were analysed using polymerase chain reactiorr single strand conformation

polymorphism (PCR-SSCP) method and the exons showing abnormal band on PCR-SSCP were underwent DNA sequencing.
Results A synonymous mutation ( AGA471AGG) and a nonsense mutation (TGG483TAG) were identified by PCR-SSCP com-

bined with DNA sequencing.

The nonsense mutation ( TGG483TAG) introduced a beforehand stop codon in codon 483.

Conclusion A novel mutation of LDLC gene was detected by the PCR-SSCP methods.
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Table 1. Phenotype of individuals in the FH family

Mt F# TC TG LDLC HDLC (R LR

46 4.14 0.56 3.70 1.05 - -

®

39 9.50 1.42 8.70 0. 66 - -

Ppcci

18 9.18 0.96  8.60 0. 66 + ?
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Figure 1. Schematic illustration of exon 10 of LDLR gene
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Figure 2. SSCP pattern of exon 10 of LDLR gene
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Figure 3. Sequence analysis of exon 10 of LDLR gene
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