Jemds.com

Case Report

Wilsons Disease Presenting as Acute Fulminant Hepatic Failure
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INTRODUCTION

Wilson’s disease (WD) is a genetic disorder characterised by mutations in copper
metabolism. Adenosine triphosphate (ATPase) ATP7B gene is responsible for
disturbance in copper metabolism that leads to accumulation of copper mainly in
liver and also in extra hepatic organs (like brain, cornea, heart and kidney).! Heavy
metal accumulation in brain (mainly in basal ganglia) leads to neuropsychiatric
manifestations.2 Kayser Fleischer (KF) ring is golden brown ring distributed along
the periphery of cornea. It is due to abnormal deposition of copper in the Descemet’s
membrane of cornea. Kayser Fleischer (KF) ring is a pathognomonic sign of Wilson’s
disease. Fulminant hepatic failure can be the first presentation of WD. Patients
presenting with fulminant Wilson’s disease (FWD) clinically present as acute liver
failure with encephalopathy and coagulopathy. The mortality of patients is high and
orthotropic liver transplantation is the only option, which has been shown effective
in patients with Fulminant Wilson’s disease.3 We are report a case of a young male
who presented as acute liver failure first time in life and later was diagnosed as FWD.

PRESENTATION OF CASE

A 19-years-old male patient presented to us with complaints of yellowish
discoloration of sclera and loss of appetite for 15 days, altered sensorium for 3 days
and haematemesis (4 episodes) for 1 day. There was no history of nausea, melena,
pain in abdomen, distension of abdomen or fever. He was non-alcoholic and non-
smoker. On examination - pulse 112 bpm, BP: 110 / 80 mm of Hg supine and 92 / 74
mm of Hg standing for 3 minutes. Deep icterus was present along with Kayser-
Fleischer ring which was clearly visible in naked eye which was later confirmed by
slit lamp examination. (Figure 1). Following investigations were done. Hb: 8.4 gram
%, WBC: 3500 / mm,3 platelets: 0.51 / mm,3 ALP: 30 IU, total bilirubin: 17.4 mg / dL,
conjugated bilirubin: 14.2 mg / dL, unconjugated bilirubin: 3.2 mg / dL, AST: 280 IU
/ L, ALT: 521U / L, albumin: 1.9 mg / dL, serum ammonia: 191 p / dL, prothrombin
time - 52 seconds / INR: 5.08, LDH: 800 IU, Coomb’s test was negative, 24 hours
urinary copper: 3.2 umol / 24 h (normal 1.5 micromol). Serum ceruloplasmin - 9 mg
/ dl (normal: 20 - 40 mg / dl). HBs Ag, Ig M anti HBC, Ig M HAV, were negative. KFT
was normal. Nazer index was 7.

DISCUSSION OF MANAGEMENT

Patient was treated with intravenous glutathione, fresh frozen plasma (FFP)
transfusions, intravenous dextrose, lactulose enemas, oral lactulose solution, tab
rifaximin 550 mg BD, tab trientine 250 mg 4 times a day (QID), zinc 50 mg 3 times a
day (TDS) and other supportive management. The patient gradually recovered over
next 2 weeks and was discharged.
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%4 Figure1.

Icterus and Kayser
Fleischer Ring in
Both Eyes

‘ DISCUSSION ‘

“Acute liver failure” is characterised by coagulopathy and any
grade of hepatic encephalopathy in the absence of any pre-
diagnosed liver disease.

Diagnosis of Wilson’s disease is based on -
e  Low serum-ceruloplasmin level (< 20 mg / dL).
e  Presence of KF ring in cornea.
e  Hepatic copper content (250 pg / 24 h).

FWD is characterised by acute liver failure in a case of WD.
It may be the primary presentation of WD even if it is often not
considered in the WD spectrum of manifestations.+567 A study
has suggested that WD should be excluded in any patient who
presents with acute liver failure.8

Nazar et al. described a prognostic index in FWD where the
treatment modalities have been noted. The index takes into
account a scoring system (in a scale of 0 - 4) based on serum
bilirubin, prothrombin time, serum aspartate transaminase
(AST). A score < 7 requires medical management, score from 7
- 9 requires medical versus liver transplant according to
clinical course, and a score > 9 requires orthoptic liver
transplant.®

Berman et al. identified a ratio of alkaline phosphatase to
total bilirubin < 2.0 and an AST to alanine aminotransferase
(ALT) ratio > 4.0 for the diagnosis of fulminant Wilson’s
disease.10

Treatment of fulminant Wilson’s disease includes
conservative management and orthotopic liver
transplantation when deemed necessary. Conservative
management includes copper chelators (D-penicillamine,
trientine and tetrathiomolybdate), zinc salts and dietary
elimination of copper rich food (organ meats, oysters, nuts,
seeds) but, most of patients require liver transplantation in
cases of FWD.

In our case diagnosis of fulminant Wilson’s disease was
made on the basis of presence of KF ring, decreased serum
ceruloplasmin, increased 24-hour urinary copper, evidence of
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haemolysis, coombs negative haemolytic anemia and acute
liver failure increased urinary copper excretion along with
acute liver failure. Our patient had a Nazer score of 7 and
responded to conservative management. High index of
suspicion for Wilson’s disease is required in patients with
acute liver failure.
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