Kidney Health Information

Autosomal Dominant Polycystic Kidney Disease (ADPKD)

(sometimes known as the ‘adult’ form)

What is ADPKD and what are the causes?

ADPKD is short for Autosomal Dominant Polycystic Kidney Disease
(ADPKD). In ADPKD, the kidney is gradually replaced by slow-growing
cysts. The cysts grow at different rates and may never cause trouble in

some people. In others, they can cause serious kidney trouble any time
from your 20s to your 80s.

In ADPKD Kidneys can be up to 30cms long.

A ‘normal’
kidney is
11to 12 cms
or 4'2inches

long.
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About one in a thousand people have polycystic kidneys, both
kidneys are always affected

ADPDK is inherited - passed down in a gene from an affected
father or mother

‘Autosomal Dominant’ means that you just need one copy of the
abnormal gene to have the condition

Because a child gets 50% of each parent’s genes, the chance of

inheriting the ADPKD gene is one in two

ADPKD can affect other organs as well as the kidneys

Cysts may also develop in the liver -occasionally causing
symptoms, but they do not cause liver failure. (There are other
causes for liver cysts without kidney cysts)

Around 20% of patients may develop a leaky heart valve (a
‘murmur’), known as a Mitral Valve Prolapse. Treatment is not
usually needed

Some patients with ADPKD develop weaknesses in the walls of arteries

in the brain, causing enlargements called aneurysms. These can press

on surrounding nerves or rupture, causing a subarachnoid

haemorrhage.

About 10% of those with ADPKD may have aneurysms but they
occur in some families more than others

If suspicious symptoms occur - a new, severe, persistent
headache or a sudden headache with neck stiffness or double
vision - these should be reported to your doctor

Generally, tests to look for aneurysms are only recommended
for those with symptoms, or possibly if other family members

have aneurysms
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Patients with ADPKD are more likely to develop colonic diverticulosis
- ‘pockets’ form in the large colon of the bowel. There are few
problems unless the pockets become infected or burst, causing

diverticulitis (a bit like appendicitis).
What symptoms and problems do patients have?

In the first 20 - 30 years there are relatively few problems. Some
people get loin discomfort and pain, particularly if there is some

bleeding into a cyst.

High blood pressure is very common in ADPKD, as with many other
kidney diseases. It is bad for the kidneys, so needs to be treated.

Treating it doesn’t stop the cysts growing though.

A raised blood pressure places extra strain on the heart and can lead
to strokes. Medication to control blood pressure will offered as it is
needed. There are many different drugs, all effective, but some suit

some patients better than others.

Blood in the urine (haematuria ) occurs in about 50% of patients. An
understandable cause of anxiety, it usually stops without treatment.
Often there is no obvious cause but bleeding can be caused by an
injury or blow to the area. Episodes of haematuria do not need to be
reported to your GP unless severe and continue for more than three or
four days. If you are over 40, and the bleeding is new, it is best to
check there isn’t another cause. Drink plenty of fluids while you have

haematuria.
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Kidney stones develop in some patients, causing pain, blockage or
infection of the kidney. Severe pain in the loin radiating to the front of
the abdomen should be reported to your doctor. Strong painkillers
may be required and sometimes the stones will need to be removed.

Follow the link to Kidney Stones for more information.

Infections in cysts will make you feel unwell, with fever and shivering.

Long courses of antibiotics are needed, chosen for their ability to

penetrate the cysts.
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A few of the issues for ADPKD patients



http://kidneyresearchuk.org/content/view/339/413
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Polycystic kidneys 6 Diagnosis

e An ultrasound scan of the kidneys will reveal fluid-filled cysts.

e Because the cysts take time to grow, the test should be delayed
in family members without symptoms until about 20 years of
age

e A clear scan at this stage means that ADPKD is unlikely, but
cannot be confirmed until a clear scan at around 30 years of age

e CT or MRI scans can also be used

e ADPKD cannot be reliably detected before birth by scans of the
unborn baby

End-stage renal failure o prevention and treatment

About half of those with ADPKD will develop end-stage renal failure
(ESRF) needing dialysis or transplantation at some time in their lives.
That means half never do. Some families have milder disease and
severe renal failure is even less frequent. Talk to your medical team to

see what needs to be done.

The most important measure is control of blood pressure. Physical
activity is not harmful, but body-contact sports, such as rugby may be

best avoided if the kidneys are very large.

Some medications can damage the kidneys, especially when already
diseased, so unnecessary medication (especially anti-arthritis drugs)

should be avoided. See Over the Counter Medicines on our website



http://kidneyresearchuk.org/content/view/255/320/
http://kidneyresearchuk.org/content/view/498/657
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Should I be tested for ADPKD?

You need to balance the PROS and CONS

PROS

e You’'ll know far more

e You’ll be more careful about blood pressure, etc, if you know

e New treatments to slow the disease will probably become
available

e |If you can prove you’ve not got it, the test should help!

Problems with ADPKD are very rare in young children and scanning is
not definitive for many. Screening is recommended when the young
person can make an informed choice, usually after schooling is

complete.

CONS

e [|’ll never get insurance? This shouldn’t be a real concern - if
your mum or dad have it, you’ll have to tell the insurance
company anyway

e It might make me miserable

e A diagnosis of ADPKD may limit job or career options (for

example the Armed Forces)
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Should patients with ADPKD have children?

This is for each couple to decide, and is often influenced by the
family’s experience of the condition. Of course, there’s a 50% chance
that a child will not inherit ADPKD. Even if a child were to develop
renal failure in adulthood, a full life is possible thanks to advances in
dialysis and transplantation. Treatments will be different by the time
your children have grown up. Pregnancy is not very dangerous for

women with ADPKD, who have good kidney function.
Who else needs to know?

Your GP and other doctors treating you should be informed.

Your employer, bank, building society and insurance company need to
be told only if they ask for a medical history, or require you to inform
them of any change in your health. Holders of HGV or PSV driving
licences must tell the DVLC of the diagnosis when giving details of

their medical history.

Your nephrologist can give a medical report, but only with your

permission.

Telling spouses, potential marriage partners and children is a very

personal matter, but it is usually best to be as open as possible.
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What are the important things you should do if you have
ADPKD?

Lead a full and healthy life

e Have your blood pressure and kidney function checked annually
or more frequently if your doctor advises

e Do not smoke!

e Maintain an ideal body weight and keep fit

Running towards a healthier lifestyle
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Finding out more

Polycystic Kidney Disease from the website of EDREN

The Polycystic Kidney Disease Charity home page

Information on Polycystic Kidney Disease - the adult form

Adult Polycystic Kidney Disease - from the pages of the National
Kidney Federation

The Polycystic Kidney Disease Foundation, based in the US.

Euro PKD Friends - Support, Information, chat and more

Some research projects we have supported

2007 Dr Albert Ong. Blocking the increase in cell growth ¢ an

opportunity for early treatment in Autosomal Dominant Polycystic
Kidney Disease (ADPKD.) ADPKD is the most common genetic kidney
disease, caused by mutations in one of two genes. Declining kidney

function eventually leads to renal failure.

2006. Dr Mark Pfuhl. Towards a better understanding of a protein

important in polycystic kidney disease by the investigation of that
proteinds ¢ihding out more about how mutated proteins

cause PKD.


http://renux.dmed.ed.ac.uk/EdREN/EdRenINFObits/PCKDLong.html
http://www.pkdcharity.co.uk/index.html
http://www.pkdcharity.org.uk/adpkd.html
http://www.kidney.org.uk/Medical-Info/kidney-disease/pckd.html
http://www.pkdcure.org/
http://groups.msn.com/EuroPKDFriends-PolycysticKidneyDisease/welcome.msnw
http://kidneyresearchuk.org/images/pdfs/research/albertong.pdf
http://kidneyresearchuk.org/images/pdfs/research/mpfuhl2006.pdf
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2006 Dr Richard Sandford Common mechanisms in the

development of polycystic kidney diseases

A study of the reactions of more than 20 genes associated with PKD

1999. Dr N Sheppard. Identification of drugs which affect salt
transport inside the kidney. (No link available for this)

PKD is characterised by the development of fluid filled sacs within the
kidney. It is hoped that these drugs can be used to affect the growth

of these sacs.

Please be aware that we have made every effort to ensure this information is accurate,
however we cannot guarantee that there are no mistakes. Also, the best management
plans for individual patients may vary from those outlined here. Only the doctors caring
for the patient will be able to advise on this. Please consult your own doctor.

All content is copyright Kidney Research UK. If you wish to reproduce this information for
anything other than personal use, please contact Kidney Health Information on the
number below.

Hustration produced by Beth Shortt (www.bethshortt.com)

Kidney Research UK, Kings Chambers, Priestgate, Peterborough PE1 1FG
Kidney health Information telephone number: 0845 300 1499
Or email: kidneyhealth@kidneyreseachuk.org
If you would like to make a donation please call free on 0800 783 2973

Registered Charity Numbers: 252892 and SC039245 SM10/08
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