A GUIDETO

WILSON’S
DISEASE

This leaflet will provide you with information about
Wilson’s disease, including symptoms, causes
and current treatments

This leaflet is not intended as a substitute for professional medical advice. Always seek the advice of your physician or another qualified health provider.



What is the cause of Wilson’s disease?

Wilson’s disease is a rare genetic disorder that affects approximately 1 in 30,000 Wilson’s disease is an inherited genetic disease. It arises when a faulty gene is
people worldwide." It causes excess copper to build up in the body, particularly in passed to a child from both parents.” A gene is a segment of our DNA that has
the liver and brain.? the instructions for making a specific protein in the body. The faulty gene in
Wilson’s disease is responsible for making a protein called ATP7B, which helps to
remove copper from the liver.! This gene is abnormal in Wilson’s disease, causing
ATP7B not to function properly.” This means the body cannot properly control
copper levels, resulting in a build-up of copper in the organs.’

Small amounts of copper, an essential nutrient, are required by our body to perform
many important functions.™ The body cannot make copper, but acquires it from
foods in our diet, such as potatoes, nuts, seeds, chocolate, meat and shellfish.’
While it is essential for health, too much copper can damage our organs, so our
bodies carefully control the amount that is removed (‘excreted’).? In Wilson’s disease,

the copperis insufficiently excreted and builds up in the body.? How does excess copper build up in the body

IFWilson’s disease is not diagnosed early and appropriately treated, the build-up of and cause symptoms in Wilson’s disease?'*
copper will cause serious damage to organs and may result in death.™? This means
that early diagnosis and prompt treatment of Wilson’s disease is very important.’

We take in a small
Symptoms may appear at any time, but usually between the ages of 5 and 35 years.* amount of copper

They also vary widely between people with Wilson’s disease.’ in our diet

A golden, brown or green ring may appear around the colored
part of the eye —this is known as a Kayser-Fleischer ring’

Some of the
copper we take in
In people with Wilson’s is transported to
Symptoms relating to the brain and disease, toxic levels of 'the.ll.ver. In healthy
o s nervous system’ copper in the blood lead individuals, any
to the build-up of copper €Xcess copper is
Physical in other organs, such as excreted into the

the brain. This results in intesFine via bile
the neurological symptoms (@ fuid Produced
of Wilson’s disease by the liver)

* Movement disorders
L\ * Problems with speech
* Drooling

* Problems with balancing and walking Increased ‘free’ Copper in the bile is then

Psychiatric copper in the blood excreted in the stool
* Personality disorders

* Mood disorders

* Psychosis Less copper excreted
» Cognitive impairment in the bile

People with Wilson’s disease have a faulty version

of the ATP7B protein, which would normally transport

copper in the liver. This causes less copper to be

* Jaundice (yellow discoloration of the skin or whites of the eyes) excreted into the bile, leading to a toxic build-up of

* Swelling of the abdomen copper in the liver, resulting in damage. The faulty

« Atendency for bruising and prolonged bleeding protein also causes levels of ‘free’ copper in the blood
to rise to toxic levels

Symptoms relating to the liver’




How is Wilson’s disease treated?

Currently, there is no cure for Wilson’s disease, but there are several oral medications
that can help to improve symptoms and prevent disease progression. The available
medications do this by reducing the amount of copper that has built up in the body
and keeping it at acceptable levels.? These medications need to be taken throughout

a patient’s life. A low-copper diet can also help to limit the amount of copper in the body.'

There are two main types of medication:’

* Copper chelators, which bind to the copper that has built up in the body so that
it can be eliminated through the urine
* Zincsalts, which prevent the gut from absorbing copper from the diet

For patients with severe liver damage due to Wilson’s disease, who do not respond
sufficiently to the available medications, a liver transplant may be considered.’

People with Wilson’s disease should also be careful to limit the amount of copper
in their diet. Foods such as nuts, seeds, chocolate, organ meat (liver in particular)
and shellfish are high in copper content.’

@® Vivet Therapeutics is conducting a clinical trial to
1 evaluate the effects of a new treatment for Wilson’s
disease. If you would like to know more about the trial,
talk to your treating specialist

For Further information on Wilson’s disease:

Wilson Disease Association (www.wilsonsdisease.org )
National Organization for Rare Disorders (https://rarediseases.org/organizations/wilson-disease-association/)
EuroWilson (http://www.eurowilson.org)
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