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Abstract: Objective This article analyzes the germline mutation of VHL gene in a family of a patient with familial bilateral
clear cell renal cell carcinoma, and discusses the possible molecular genetic pathogenesis based on its clinical characteristics.
Methods Collected the patient’s family history, imaging, hospital admission and follow-up data, extract the peripheral blood
DNA and RNA of the patient and family members, and use PCR-DNA sequencing, fluorescent quantitative PCR, RT-PCR
fragment length and sequence analysis to analyze the VHL gene Screening and verification of pathological germline mutation
sites. Results PCR-DNA sequencing analysis results showed that no point mutation in the coding region of the VHL gene was
found in the members of this family. The quantitative analysis data of the VHL gene exon copy number showed that the VHL
gene exon 2 copy number was reduced. RT-PCR product the results of electrophoresis and sequencing showed that the proband
and his brother had pathological germline mutations caused by the loss of heterozygosity in the second exon of the VHL gene.
Conclusion The germline mutation screening of VHL gene in familial renal cell carcinoma families can be used as an effective
method to predict the prognosis of patients and guide clinical practice.
Keywords: familial renal cell carcinoma; VHL gene; germline mutation
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