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Identification and Analysis of Mutations in VHL Patients*
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ABSTRACT Objective: To determine characters and distributions of VHL gene mutations and discuss the pathogenic, clinical
characteristics, diagnosis and treatment progress of VHL disease. Methods: Using genome DNA PCR (polymerase chain reactions) amp-
lify all 3 exons of VHL gene and 5'UTR (un-transcribed region). PCR products were analyzed and sequenced. Results: There are no mut-
ations in exon 1 and exon 2 of VHL. A missense mutation ¢.499C>G (p.R167Q) in exon 3 was identified to lead to the onset of the VHL
family by DNA sequencing. Conclusions: Mutations of VHL gene are mainly found in the « 8 function domain. Mutation of p.R167Q is
the reason for the VHL patients.
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Table 1 Primers for gene diagnosis of VHL
Primer name Primer sequence F Primer sequence R
VHLEXON1 AGCGCGTTCCATCCTCTAC GCTTCAGACCGTGCTATCGT
VHLEXON2 CTCCCAAAGTGCTGGGATTA AGCCCAAAGTGCTTTTGAGA
VHLEXON3 GCAAAGCCTCTTGTTCGTTC CAAAAATGCCACCACCTTCT
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Fig.1 Map of the pedigrees of VHL disease
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Fig.2 Map of PCR DNA electrophoresis and DNA sequencing data for VHL gene
Panel A. the map of DNA electrophoresis, Panel B. data of sequencing sites of mutation are marked by red arrows
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