Adult polycystic kidney disease at a glance

Fig. A A polycystic kidney. There are multiple cysts of
different sizes, some filled with blood.

Fig. B Ultrasound of a polycystic kidney. Cysts of different
sizes are scattered throughout the kidney substance and can
be seen as round black shapes.
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Clinical features

e Chronic renal failure

e Loin pain

¢ Haematuria

* Palpable large kidneys

* Infection

e Subarachnoid haemorrhage

Background

¢ 1in 1000 live births

¢ Autosomal dominant

¢ 90% PKD1 on chromosome 16
mutations in polycystin protein
¢ 10% PKD2 on chromosome 4
¢ New mutations are common

Family history is
not always present

Investigations

* Imaging: USS, CT, MR

* Creatine? Ureat

e Urinalysis and culture
to exclude infection
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Management

* Genetic counselling
¢ BP control

e Infection control

Kidney cysts
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¢ Infection

* Bleeding

e Stone formation
* Renal damage



