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Introduction

# Inherited Diseaseof Copper Metabolism.
# Autosomal Recessivénheritance.

# Mutation of ATP 7B genes

# Age of Occurrence 5to 30years

# Worldwide prevalence



Introduction - Contd.

# Copper deposition in different organs
such as lentiform nucleus, d e s c e me
membraneof corneaand liver.

# Hepatic manifestation predominantly in
Childhood and in early adolescence

# Neurological manifestation In late
adolescencend adult.



Introduction -Contd.

Di agnosi s of Wil sondc
established by the following way:

Clinical Diagnosis

Initial Suspicion



Introduction -Contd.

Wi |l sonos Di sease sho
In any patient under the age of 40 with any
Of the following features:

Unexplained disorder of central
nervous system

Unexplained cirrnosis of liver



Introduction -Contd.

Chronic active hepatitis

Hemolytic anaemia in the presence
of hepatitis



Introduction -Contd.

Unexplained persistent elevation
of serum transaminase.

In any patient who has a blood
rel atirve suffTer
disease.



Introduction -Contd.

Any one of the above features plus
Kayser Fleischer Ring.



Introduction -Contd.

Low serum Ceruloplasmin ( less than
200mg/l) plus any oneof the following two:

1. Concentration of copper In liver biopsy sample
greater than 250 microgram/ gm of dry weight of
liver tissue

2. Kayser -FleischerRing by slit lamp
examination.



It Is a clinical analysisof patients of
Wi | s diseasasadmitted in CMCH,
SSMCH, BSMMU;, ( the then IPGMR)
and DMCH' betweenl1993to 2004



All the patients (20 in number)
presented with neurological symptoms
that could not be explained by any
Other neurological disease.



The combinationsof the clinical features
did not correlate with any other disease



After this clue the patients were
examinedfor the KF ring initially by
naked eyeand then by slit lamp to see
the greenishbrown discoloration in
the upper corneanear the
sclerocornealjunction.



Investigationsincluded:

ATC, DC. ESR, Hb%, Peripheral Blood
Film

A X-ray chest

A Random Blood Sugar

A Serum creatinine

A Urine R/E

A Viral markers for hepatitis

A Liver function test



Investigationsalso included:

A Xray Chest

A ECG

A USG of Whole Abdomen,

A Endoscopyof upper GIT

A Slit Lamp Examination of eye
A Serum Ceruloplasmin



Serum ceruloplasmin below 200 mg/|
In each case which along with presence
of KF ring confirmed the diagnosis of
Wil sonos diI sease.



Measurement of concentration of
copper in liver tissue, urinary copper
level and MRI of brain could not be
done due to limitation of facility.



Result & Discussion:

A Table |: Age and sex distribution
Age Male Female
10-15 3 0
15-20 0 2%

20-25 6 0
25-30 4 0
Total | 18(90%) @ 2(10%)




Table Il: Pattern of Clinical Presentation

Age | Neurological | Hepatic Both Total
group only only | Neurologic
al and
Hepatic
10-15 2 0 6 8(40%)
15-20 0 0 2 2(10%)
20-25 2 0 4 6(30%)
25-30 2 0 2 4(20%)
Total 6(30%) 0(0%) | 14(70%) |20(100%)

(%0)




Table Ill: Neuropsychiatric Presentation

Clinical Aol Age Age Age Total
Presentation | group | Group | Group | Group
10-15 | 1520 | 2025 | 2530
1 0 1 0 2(10%)
Psychiatrtic
Disorder
Dysarthria 4 0 0 0 4(20%)
Cranial 0 0 0 0 0(0%)
Nerve Lesion
Pyramidal 4 0 2 2 8(40%)

Tract Lesion




Table lll: Neuropsychiatric Presentation-contd.

Clinical Age | Age | Age | Age
Presentation [10-15|1520| 2025|2530 Total
Dystonia| 2 1 4 3 10(50%)
Extra

0
oyramidal Tremor| O 1 2 2 | 95(25%)

Teet Chore_o
Involveme | Athetosis | 0 0 2 0 [2(10%)

nt




Table lll: Neuropsychiatric Presentation-contd.

Clinical Age | Age | Age 20 | Age Total
Presentation | 10-15| 15-20 25 2530
Cerebellar 2 0 il 4 10(50%)
Involvement
Sensory 0 0 0 0 [(0L%))
Impairment
Naked| g 2 4 3 14(70%)
I.<F Eye
Ring | Slit G 2 6 4 20(100%)
Lamp




Table |V: Hepatic Presentation

Clinical Age | Age | Age | Age | Total(%)
Presentation | 10-15| 15-20| 20-25 | 2530

Jaundice 3 0 2 0 5(25%)
Ascitis 2 0 0 1 3(15%)
Stigmata of 0 0 0 0 0(0%)
Chronic Liver
Disease
Hepatomegaly| 3 1 3 2 9(45%)

Splenomegaly| 6 2 3 2 13(65%)




Table V: Investigations:

Individual KF Ring Serum
Age Group Patient Ceruloplasmin
Number mgl/l
1 Present 100
2 Present (0]
3 Present 80
4 Present 100
10-15 5 Present (0[O
6 Present 130
Tt Present 89
8 Present 77




Table V: Investigations-contd.:

Age Group | Individual | KF RIng Serum
Patient Ceruloplasmin
Number magl/l
9 Present ’f
1520 10 Present 93




Table V: Investigations-contd.

Individual Serum Cerulopalsmin
Age Group Patient KF Ring mg/|
Number

11 Present 65

12 Present 86

13 Present 03

20-25 14 Present 55
15 Present 79

16 Present 388




Table V: Investigations-contd..

Age Individual | KF RIng Serum
Group Number Ceruloplas
min mg/l |
17 Present 95
18 HERE 31l
19 Present 66
25-30
20 Present [’




