IC Vol. 6, No. 1, 1993

REPORT
ALKAPTONURIA

Mohammad Javed, Imranullah Khan, Nadeem Afzal

a, also termed ochronosis is a rare metabolic disorder due to a deficien-
> homogentisic acid oxidase'?.

1 pyruvic acid

id

| HGA-oxidase
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clic acid

on preferentially in the cartilages, tendons and other tissues as a
black pigment. HGA is also excreted in the urine turning it black
ile.

Alkaplonuria may present;

ly life with dark urinc or brown staining of urine soiled clothes.
life with ochronotic arthritis.

matologist with abnormal pigmentation.

itive test for glycosuria.

tic features in the spine on an abdominal X-ray.

ronosis is encountered in patients in whom phenol dressings
tancous ulcers, or with the use of hydroquinone bleaching
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year old farmer from Balakot presented to the Medical Out Patients with pain
» knees. On examination he had dark brown lesions over the dorsum of both
ig-1). These were ilchy and some of them were secondarily infected. Similar
found over both the ear lobes. Movements at the right knee joint were
painful. Crepitus was present in both the knee joints. The rest of the clini-
on was unremarkable.

the diagnosis of ochronosis was suspected. His urine turned black on

freshly voided urine turns black if alkali is added to it). X-ray of the
ical changes and with calcification in the intervertebral discs (Fig-3).

is inherited as autosomal recessive. It has been reported in an
y from the year 3500 BC.*

x of suspicion is required in patients presenting with arthritis manifesta-
ination should usually reveal the typical pigmentation.

crapy is available though joint manifestations can be decreased by
of phenylalanine and tyrosine.® Ascorbic acid might help by decreasing
erization of HGA.

this disorder so far is mainly supportive.
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