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typically present later and progress
more slowly.3 The clinical presentation is
summarised in box 1, above.

Diagnosis
The diagnosis of ADPKD has
traditionally been based on ultrasound
imaging. In at-risk individuals aged 
15-39 years old, ≥ 3 cysts unilateral or
bilateral is diagnostic. As simple renal
cysts become more common with age,

≥ 2 cysts in each kidney is the criterion in
those aged 40-59 years old.4

Genetic testing is very rarely carried
out as the PKD1 and PKD2 genes are
very large, extremely intricate, and
ADPKD can be caused by different
mutations at the same locus. It is also
currently unclear if all mutations cause
disease. 

Genetic analysis may be considered
when imaging is equivocal or when
consideration for kidney donation is
being undertaken, using linkage or
sequence analysis of DNA. 

Screening
It is common for a patient with PKD to
ask about screening of other family
members. A normal ultrasound scan in
those under 30 years old is not conclusive.
In the light of this, the absence of
specific therapy to minimise cyst
growth, and the potential detrimental
impact in terms of employment or life
insurance, it is not recommended 

Table 1
Common causes of inherited renal disease
Cystic kidney disease

Familial glomerular syndromes

Inherited disorders of sodium 
and water handling

*Congenital anomalies of the kidney 
and urinary tract

* hereditary component present in some forms of congenital anomaly only

Box 1  
Clinical presentation of autosomal
dominant polycystic kidney disease 
• Asymptomatic but with positive
family history
• Hypertension 
• Flank pain (caused by cyst
haemorrhage, infection or calculi) 
• Haematuria (visible or non-visible)
• Renal insufficiency 
• Proteinuria (very uncommon in
isolation)

Table 2 

Management of polycystic kidney disease
Category
Symptomatic relief

Progressive 
chronic kidney 
disease

that children are screened. 
Once individuals are 18 years old, they

can make an informed choice with
regard to screening. As a minimum, all
should have an annual blood pressure
check; hypertension precedes
deterioration in renal function and is a
modifiable factor in minimising disease
progression. 

Adults with a new diagnosis of PKD
should be encouraged to discuss this
with their siblings who should attend
their own GP. Screening will reduce the
incidence of a late diagnosis when renal
disease is advanced. Appropriate
counselling before investigation should
be provided. Those who choose not to
be screened should be offered regular
blood pressure monitoring and general
health screening.

Treatment
The management approach is twofold;
symptomatic relief when required and
minimisation of the rate of progression

Problem
Cyst haemorrhage

Cyst infection

Renal/ureteric calculi

Hypertension

Cyst expansion

Management
Bed rest
Analgesia
Antibiotic

Bed rest
Analgesia
ACE inhibitor
Other agents
Tolvaptan

Comments
Visible haematuria can appear very dramatic but
hospitalisation is very rarely required
Treat with agents with good cyst penetrance e.g.
ciprofloxacin for 14 days
Encourage fluid intake of ≥3 litres daily

Hypertension almost always predates a rise in
creatinine, often by years
Not yet licensed for this indication, currently in
phase lll trials

• Autosomal dominant polycystic kidney disease
• Autosomal recessive polycystic kidney disease
• Medullary sponge kidney
• Tuberous sclerosis
• von Hippel-Lindau disease
• Alport’s syndrome
• Thin basement membrane disease
• Fabry’s disease
• Nail-patella syndrome
• Gitelman’s syndrome
• Liddle syndrome
• Apparent mineralocorticoid excess
• Gordon syndrome
• Renal dysplasia
• Pelvi-ureteric junction obstruction
• Posterior urethral valves
• Vesicoureteric reflux




