Q5 Renal RNSH 2003
Man comes in for Ix of RUQ pain.  Hx of sudden death from stroke in family (around 5th to 6th decade).  CT abdomen is shown: (multiple cysts in liver and kidneys).  What is the least likely to occur:

a) hepatic cysts

b) aortic dissection

c) polyuria

d) periportal fibrosis

e) haematuria

Autosomal dominant polycystic kidney disease (ADPKD) is associated with cysts in the kidneys and, in many cases, asymptomatic cysts in the liver and pancreas that can be helpful in confirming the diagnosis. In addition, patients may have a variety of other abnormalities, many of which are consistent with a generalized defect in epithelial cell differentiation and/or extracellular matrix function as a primary expression of the genetic abnormality in this disorder.  The major extra renal complications of ADPKD are:

· Cerebral aneurysms

· Hepatic cysts

· Cardiac valve disease

· Colonic diverticula

· Abdominal wall and inguinal hernia
The incidence of hepatic cysts in ADPKD increases with age from approximately 10 percent below the age of 30 to greater than 40 percent over the age of 60.  The cysts, which appear to be derived from biliary epithelium, are more commonly observed in patients with advanced renal disease. Hepatic cysts occurring in ADPKD are different from autosomal dominant polycystic liver disease. The latter disorder is not associated with kidney involvement or cerebral aneurysms and results from a mutation in the PRKCSH gene that encodes a protein called hepatocystin.
Most patients remain asymptomatic with preserved hepatic function. However, some patients develop pain (which may require decompression of the cyst if it is persistent and severe), and/or cyst infection.
Valvular abnormalities can be detected by cardiac ultrasonography in 25 to 30 percent of patients with ADPKD, most often mitral valve prolapse and aortic regurgitation.
Colonic diverticula are found in the majority of ADPKD patients on maintenance dialysis but may not occur with increased frequency in those without end-stage renal disease. Symptoms that may occur include abdominal pain (that may be difficult to distinguish from the pain induced by the renal cysts), diarrhea, and heme-positive stools.

An association between abdominal aortic aneurysms and ADPKD has been proposed. However, a recent study of 139 patients with ADPKD and 149 controls was unable to demonstrate by ultrasonography an increase in either aortic diameter or the incidence of aneurysm formation in the patients with ADPKD. Although aortic aneurysms do not appear to be an intrinsic feature of ADPKD, there may be some increase in risk in patients with uncontrolled hypertension.

Autosomal dominant polycystic kidney disease (ADPKD) often leads to progressive renal failure due in part to continued enlargement of the cysts. Other renal manifestations that can occur include, urinary tract infection, haematuria (35-50%), nephrolithiasis (up to 20%- uric acid stones most common) , acute or chronic flank and abdominal pain, and perhaps renal cell carcinoma (Renal cell carcinoma is an infrequent complication of ADPKD. It does not appear to occur with increased frequency when compared to the general population but there are a number of different clinical characteristics- Patients frequently present with fever, The tumors are more often bilateral at presentation); protein excretion is generally not a prominent feature.  In patients with advanced renal insufficiency, plasma erythropoietin levels in polycystic kidney disease are roughly twice as high as those seen in renal diseases.
Hypertension is a common early finding in ADPKD, occurring in 50 to 70 percent of cases before any significant reduction in glomerular filtration rate.

