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Introduction: Wilson's Disease

Wilson's disease is a rare genetic disorder in which the body cannot
properly eliminate excess copper. Over time, copper builds up in vital
organs—especially the liver, brain, and eyes—causing damage that can lead
to serious health problems. Symptoms often appear gradually and may
include jaundice, tremors, fatigue, or mood changes, making early
detection difficult. Because the condition is inherited, it often runs in
families and requires lifelong management. With proper diagnosis and
treatment, such as medication or lifestyle adjustments, patients can
control copper levels, prevent complications, and maintain a healthier
quality of life.

Key Takeaways

« Wilson's disease is a rare inherited disorder causing copper buildup in
the body.

« Excess copper mainly affects the liver, brain, and eyes.

« Symptoms may be physical (jaundice, tremors) or psychiatric (mood
changes).

o Early detection is critical to prevent irreversible organ damage.

o Lifelong treatment with medications and monitoring allows most
patients to manage the condition effectively.
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What Causes Wilson's Disease?

Known Causes:

Genetic mutation in the ATP7B gene

Impaired transport and excretion of copper from the body
Excess copper accumulation in the liver, brain, and eyes
Autosomal recessive inheritance (both parents must carry the
defective gene)
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Common Signs & Symptoms

Wilson's disease may cause fatigue, jaundice, abdominal swelling, and
tremors. Patients often develop difficulty with movement, slurred speech, or
mood changes such as depression or irritability. A distinctive sign is copper
deposits in the eyes, called Kayser-Fleischer rings.

Core Symptoms

Include:

Yellowing of skin and eyes (jaundice)

Swelling in the abdomen from liver damage

Tremors or uncontrolled body movements

Muscle stiffness and coordination problems

Slurred speech or difficulty swallowing

Kayser-Fleischer rings (copper deposits in eyes)

Emotional or behavioral changes such as depression or irritability

Severe cases can

also cause:

Advanced liver failure or cirrhosis

Severe neurological disability with loss of mobility
Cognitive decline and memory impairment

Severe psychiatric disorders, including psychosis
Kidney problems such as kidney stones or renal failure
Life-threatening complications requiring liver
transplantation
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Diagnosis & Medical Testing

Doctors use blood tests to check copper and ceruloplasmin levels, urine
tests for copper excretion, and eye exams for Kayser-Fleischer rings. Liver
biopsy or genetic testing confirms diagnosis. Early, accurate testing is
critical for preventing long-term organ damage.

Diagnostic Tools:

Blood tests — measure copper and ceruloplasmin protein levels

24-hour urine test — checks copper excretion amounts

Eye examination - slit-lamp test to detect Kayser-Fleischer rings

Liver biopsy — assesses copper buildup in liver tissue

Genetic testing - identifies ATP7B gene mutations for confirmation and
family screening
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Patients with Wilson's disease should avoid copper-rich foods like shellfish,
nuts, chocolate, mushrooms, and organ meats. A balanced diet
emphasizing fresh fruits, vegetables, lean proteins, and whole grains
supports overall health. Safe drinking water should also be tested for
copper.

Key Insights:

Wilson's disease is a lifelong genetic disorder requiring continuous
management.

Early diagnosis prevents irreversible liver, brain, and kidney damage.
Kayser-Fleischer rings are a classic diagnostic clue.

Medications can control copper buildup when taken consistently.
Family screening is important to detect the condition early.
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Medications & Treatment Options

Treatment focuses on removing excess copper and preventing
accumulation. Chelating agents like penicillamine or trientine help eliminate
copper, while zinc therapy blocks absorption. Long-term medication, regular
monitoring, and dietary adjustments are essential. Severe cases may
require liver transplantation evaluation.

Treatment Options

Chelation therapy with penicillamine or trientine to remove copper

Zinc therapy to block copper absorption in the intestines

Regular monitoring of copper levels and organ function

Dietary modifications to avoid high-copper foods

Liver transplantation for advanced or life-threatening liver failure
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Advanced Therapies & Procedures

In severe Wilson’s disease, advanced options include liver transplantation for
patients with irreversible liver failure. Experimental approaches, such as
gene therapy, are being studied to correct ATP7B mutations. Close
monitoring, combined with lifelong therapy, helps prevent advanced disease
progression.

Therapy Options:

Chelation therapy — medications that bind and remove excess copper
Zinc therapy - reduces copper absorption from the digestive tract
Nutritional therapy - diet planning to limit high-copper foods
Psychological therapy - support for mood changes, anxiety, or depression
Liver transplant therapy - for end-stage or treatment-resistant liver failure
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Coping With Wilson's Disease

Living with Wilson's disease requires lifelong treatment and regular
monitoring. Patients benefit from consistent medication, dietary adjustments,
and supportive care. Emotional support, counseling, and patient education
help manage stress, while family involvement ensures better adherence and
long-term quality of life.

Practical Strategies

Take prescribed medications consistently without skipping doses
Avoid copper-rich foods like shellfish, nuts, chocolate, and mushrooms
Test drinking water for copper levels before use

Schedule regular blood and urine tests for monitoring

Seek counseling or support groups for emotional well-being

Encourage family members to get screened for Wilson's disease
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Q1: What is Wilson's disease?
A: Wilson's disease is a genetic disorder causing copper buildup in the
body’s organs.

Q2: How is Wilson's disease diagnosed?
A: Doctors use blood tests, urine tests, eye exams, genetic testing, and
sometimes liver biopsy.

Q3: Can Wilson's disease be treated?
A: Yes, lifelong medications, dietary changes, and regular monitoring help
control copper and prevent complications.

Q4: Who is at risk for Wilson's disease?
A: It affects individuals inheriting defective ATP7B genes from both
parents, following an autosomal recessive pattern.



Take Action

If you notice unexplained jaundice, tremors, or mood changes, seek medical
evaluation immediately. Early diagnosis of Wilson's disease allows effective
treatment. Follow prescribed medications, avoid copper-rich foods, and
ensure regular monitoring to protect long-term liver, brain, and overall
health.

For additional resources, visit GastroDoxs.com.

Your health starts with knowledge.
Take the first step today!

SCHEDULE AN APPOINTMENT
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