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Introduction

The term “OCHRONOSIS” was first described by Virchow
in 1866 as a brownish-yellow pigment that gets deposited in
the connective tissue of various organs. Ochronosis can be en-
dogenous or exogenous in origin. Endogenous ochronosis is
caused by deficiency of ochronosis is caused by deficiency of
the enzyme homogentisic acid oxidase which causes deposition
of ochronotic pigmented. In contrast, exogenous ochronosis
presents as gray-brown or blue-black macules, hyperchromic,
pinpoint papules in photo-exposed regions in a symmetrical
pattern and occurs secondary to the topical application of hy-
droquinone, phenol, resorcinol or even by oral administration
of antimalarials.

Endogenous ochronosis is also called Alkaptonuria is a rare
metabolic autosomal recessive disease which affects 1:1000000
people. Alkaptonuria though present at birth, but usually mani-
fested in adults, starting after the age of thirty years.

Case presentation

We report a case of endogenous ochronosis in 45 year old
man who presented with a blackish wound over the lower pos-
terior part of right leg and blackish discoloration of face and
both palms (Figures 1,2). With clinical examination and urine
examination (Figure 3), a provisional diagnosis of ochronosis
was made. We received a specimen of right tendoachilles (Fig-
ures 2,5). Microscopically revealed fibrocollagenous tendinous
tissue showing homogenous and granular deposits of brownish
pigment (Figures 6,7,8) [1-3].

Discussion

Endogenous ochronosis is a rare metabolic autosomal reces-
sive disorder with tolat deficiency of homogentisic acid oxidase
enzyme. The homogentisic acid is part of metabolic pathway of
phenylalanine and tyrosine. The deficiency of the enzyme that
metabolises it (homogentisic acid oxidase) leads to its accumu-
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Fig: 7

lation, that will be polymerised in a melanin-like pigment that
presents high affinity for connective tissue, espically cartilage,
resulting in an ocher color (for this reason it carries the name
of ochronosis).

In children its main symptom is darkening of urine after a
long period of rest or in contact with the environmental or al-
kali air, as well as blackened spots in babies diapers, whereas in
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adults, after the fourth decade in life, the main manifestation
is osteoarthritis, followed by changes in eyes, ears, skin and in
genitourinary, cardiovascular and musculoskeletal system.

Its excess in deposition mainly in cartilaginous tissue, mu-
cous, skin, bone surface and internal cardiac structures, as well
as excreted in biological solutions (urine, sweat and semen).
The main complications of alkaptonuria are vascular calcifi-
cations and osteoarthritis, mainly in the joints of the cervical
spine, besides dark pigmentation of skin, cartilage, sclera and
other connective tissues. The deposition of pigment is observed
in joints that suffer great pressure, like in the lumbar and large
articulations. This occurs because the ochronosis pigment has
high affinity for the collagen fibers of articulations.

The diagnosis is done through the clinical history and from
changes in the coloration of urine in environmental or alkali air
and confirmed by dosage of homogentisic acid in urine, which
is gold standard. Currently there is no effective treatment for
alkaptonuria and management is symptomatic. Arthropathy is
usually treated with NSAIDs; however, in advanced cases, join
replacement surgery provides significant relief from symptoms.

Conclusion

Endogenous ochronosis is a rare metabolic autosomal reces-
sive disorder with total deficiency of homogentisic acid oxidase
enzyme that leads to the deposition of a melanin-like pigment
in various tissues.
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