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Polycystic kidney disease

Adult polycystic kidney disease (APKD) is characterized by large cysts in one or both kidneys and a gradual loss 
of normal kidney tissue which can lead to chronic renal failure. The role of the kidneys in the body is to filter the 
blood, excreting the end-products of metabolism in the form of urine and regulating the concentrations of 
hydrogen, sodium, potassium, phosphate and other ions in the extracellular fluid.

In 1994 the European Polycystic Kidney Disease Consortium isolated a gene from chromosome 16 that was 
disrupted in a family with APCD. The protein encoded by the PKD1 gene is an integral membrane protein 
involved in cell-cell interactions and cell-matrix interactions. The role of PKD1 in the normal cell may be linked 
to microtubule-mediated functions, such as the placement of Na(+), K(+)-ATPase ion pumps in the membrane. 
Programmed cell death, or apoptosis, may also be invoked in APKD. Further clarification of the pathogenesis of 
the disease await further research.

The so-called 'cpk mouse' is a well known model for the human disease. Studying the molecular basis of the 
disease in the mouse is expected to provide a better understanding of the human disease, and is hoped to lead to 
more effective therapies.
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