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In March 2002, a young man of 19 from a small
village of Dera Ismail Khan District was brought to
the Medical OPD. He had involuntary movements of
right side of the body, and slurred speech. On the
first clinical examination he was considered as a
possible patient of rheumatic chorea, epilepsy or a
space-occupying lesion of the brain. He was admit-
ted in the medical unit for further evaluation. Proper
history revealed that he was normal few years back
but slowly and gradually people around him noted
that he had involuntary movements and slurring of
speech in a course of few months. His condition de-
teriorated, the involuntary movements increased in
frequency as well as duration, maoreover his slurring
of speech also increased. He was taken to various
doctors, spiritual healers and Hakeems, most of them
labeled him epileptic and treated as such. Spiritual
healers as usual blamed “ghosts” for their notorious
act on his body. As his condition did not improve he
was taken to a teaching hospital where he was diag-
nosed and treated as epileptic. With passage of time
he developed generalized weakness, blurring of vi-
sion and difficulty in swallowing and chewing.

His past history revealed an attack of jaundice
two years back and family history revealed death of
a sibling with jaundice and similar symptoms few
years back.

He had normal sleep and bowsl habits but
locked apathetic and depressed. He used to be a
smoker but left it five months back.

Physical examination revealed a slight yellow
tinge of his sclera. Systemic examination was gen-
erally un-remarkable except for neurological signs
of slurring of speach, involuntary movements espe-
cially of right side of the body and reduced power 4/
5 on Medical Research Council (MRC) scale in the
lower limbs.

Varied neurological features, history of jaun-
dice, family history and young age prompted us to
the diagnosis of Wilson's Disease (WD), Careful ex-
amination of eyes revealed Kay-Fleischer ring over
the corneal margin (it is a ring of brownish green
pigments around the corneal margin due to deposi-
tion of copper). Ophthalmologist confirmed it by slit
lamp examination. Laboratory investigations showed
low serum ceruloplasmin and copper while high 24
hours urinary copper excretion. Other investigations
were unremarkable except slightly raised Alanine
aminotransferase and slightly enlarged liver on ab-
dominal ultrasonography. He was started on D-
Penicillamin and carefully monitored. All his symp-

toms improved dramatically except his speech which
remained slurred for few months. In order to avoid
unwanted side effects of penicillamin his blood com-
plete and routine uring examination was performed
on each visit. He regularly visits our clinic and is
symptom free after a year.

Wilson's Disease (WD) or Hepato-lenticular de-
generation is an autosomal recessive disorder with
variable clinical presamtation, It may prasent ba-
tween the ages 6-80 years. Disturbance of copper
metabolism may result in accumulation of excess
copper in the liver, basal ganglia (lenticular
degenration), the kidneys, cornea (Kayscher-
Fleischer rings) & other tissues.' The gene respon-
sible is located on chromosome 13.2 Molecular &
genetic analysis is complex, as more than 200
unique mutations have been identified & most indi-
viduals are compound hetrozygotes.? Elucidation of
molecular genetic basis of WD has permitted new
insights into the mechanism of cellular copper ho-
meostasis.®

Wilson's disease can be effectively treated so
it is extrermnely important for physicians to learn o
recognize & diagnose the disease,

Patients suffering from Wilson's disease can
be divided into two main sub-groups: Meurological
& non-neurological WD.% The clinical symptoms are
due to copper deposition in various tissues includ-
ing liver, Brain, Kidneys, Cornea & others.”

WD should be considered as a possible diag-
nosis in any child, adolescent or young adult with
liver damage without other explanation when
haemolysis is present. It may also present in adoles-
cent or young adults with neurclogical signs con-
fined to the motor system. The diagnosis of WD is
frequently overlooked; non-specific symptoms and
multi system involvement may mimic other disease
states such as neurological and psychiatric disor-
ders.'® The age of liver dysfunction patients is sig-
nificantly younger than that of CNS manifestation
patients.? Presentation in Childhood may include
chronic hepatitis, cirrhosis or acute liver failure. In
young adults neuro-psychiatric symptoms predomi-
nate & include hysteria, tremors, personality changes
& cognitive impairment secondary to copper depo-
sition in CNS.*

Diagnosis of WD depends on a combination of
clinical and laboratory findings. Twenty four hours
urinary copper excretion seems o be the most sen-
sitive test for diagnosis of Wilson's disease particu-
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