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Pedigree Analysis of Polycystic Kidney Disease 1 Caused by PKD1
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Abstract: Objective Analyze a family with kidney disease spanning three generations and seven individuals. Methods DNA was collected from peripheral blood,
amniotic fluid cells, and the husband's blood for next generation sequencing. Oral shedding cells from family members were also tested for mutations using
Sanger sequencing. Abnormal results were analyzed and detected. Results A c.9977G>A(p.Gly3326Asp)heterozygous mutation in the PKD1 (NM_001009944.3)
gene was found in the proband through whole exome sequencing. The same mutation was also detected in the fetus through amniotic fluid cells, confirming
it came from the proband. The proband's mother, cousin, aunt, grandfather, second great-aunt and third great-aunt, also had this mutation, while others were
wild type. Conclusion Analyzing the variation of this site could lead to structural changes in the PKD1 protein, potentially causing polycystic kidney disease in
multiple family members. Detection of the ¢.9977G>A(p.Gly3326Asp)variation may enhance understanding of the disease's pathogenesis.
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