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Wilson’s disease

* Wilson’s disease (hepatolenticular
degeneration) is a rare genetic disorder.

« Autosomal recessively inherited disorder.

It iscaused by mutation in the gene that
codes for copper binding Ptype ATPase In
liver leading to defect in the transport of
copper &secretion of ceruloplasmin from the

liver.



* Thisresults in accumulation of copper in the
liver and subsequently other tissues of the

body.

* Disease is a fatal and death occurs at early

life.



Hepatomegaly

Jaundice

Acute hepatitis

Fulminant hepatic failure

Portal hypertension: bleeding varices
Cirrhosis

Proximal renal
tubular dysfunction

F

Bone

Renal Arthritis

Rickets
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Cardiac
Hemolysis
Central nervous system

\ Deterioration in school performance

| Behavioral changes

Inco-ordination (handwriting deteriorates)
Resting and intention tremors

Dystonia

Dysarthria

Excessive salivation

Mask-like facies

Dysphagia

Kayser Fleischer rings
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