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Objectives: The aim of this study is to analyze the incidence of alkaptonuria in south of Jordan
and to point out its prevalence among Jordanians at this region

Materials and Methods: This study was based on screening of first and second degree relatives
of three already diagnosed patients, and random screening of 300 persons from both sexes with
the age group from 6-18 vears, living in Al-Taybah 10 kilometers from Petra.

Results: Alkaptonuria was found in 2 cases among relatives of the affected patients. Random

screening reveals the presence of 4 cases.

Conclusion: Even though Alkaptonuria is a rare metabolic disorder worldwide, we have a high
incidence in south of Jordan, with an unusual association with epilepsy in one patient. Further
studies are necessary to point out the incidence of Alkaptonuria in Jordan: and there must be
proper methods to control the progression ol this disorder .

Bahrain Med Bull 1999:21(2): 47-48

Alkaptonuria is a rare metabolic disorder resulting from loss

of homogentisate 1.2 dioxygenase activity, it has a particular

place in the history ol human genetics as it was the lirst
disease to be interpreted as a mendilian recessive trait by
Garrod in 1902 . At least 600 cases had been reported with
the prevalence of 3 - 5 per million!-.

Large quantities ol homogenestic acid which 1s an
imtermediary product of tyrosine catabolism ., accumulate
in the affected individuals leading ro darkening of urine.
deposition in connective tissues causing ochronosis and later

on causing debilitating arthritis=--"(see pictures taken of

our patients at the end of this subject).
METHODS

This study was based on screening of first and second degree
relatives of three already diagnosed alkaptonuric patients
and random screening of three hundred persons from both
sexes with the age eroup from 6-18 years living in Al-Taybah
(in the south of Jordan 10 Km from Petra) . with a population
of 4000 Jordanians: screening performed by taking family
history. clinical examination and urine samples.

Urine ol the involved persons was examined by naked eye
appearance after exposure to air and by using Bendects
reagent which makes positive samples brown in color
(Fig 1). To avoid lalse positive results. positive samples
were reexamined by using saturated silver nitrate solution
which gives brown precipitate.
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Fieure | Dark colouration of urine on exposure 1o air

RESULTS

Nine cases of alkaptonuria were found in this area. Two
cases were discovered while analyzing the family (ree of
the three patients already diagnosed. 4 cases were discovered
while performing the random screening. All patients newly
diagnosed have no complaints and do not know about their

disease .
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DISCUSSTION

Alkaptonuria 1s a rare metabolic disease . the incidence of
the disease is 3-3 per million!*, but in the study done at Al-
Tavbah, we found two cases of alkaptonuria after family
screening of three patients previously diagnosed to have
Alkaptonuria and tour cases in the random study -this 1s a
verv high incidence if we compare it with international
prevalence ol alkaptonuria, so we have 10 [ind out the causes
of this high incidence. This may be as a result of consun-
guineous marriage. and as a result of inbreeding within
isolated hamlets of this region . The classical triad of
darkening of urine, ochronosis and arthritis were lound 1n
all of the early three diagnosed patients (picturel. 2 & 3).
one ol them had epilepsy of two vears duration and controlled
by antiepiliptic drugs . this is unusual to be found 1n
Alkaptonuria®*-9): the relationship between alkaptunuria
and epilepsy 1s not known. we wonder whether this is
accidentally found or it 1s a new association; further studies
must be carried out to see if there is any other similar
association - that will enable us to say that epilepsy is 4 new
assoctation ol Alkaptonuria,

Figure 2a: Pigmentation of sclera and
skin surrounding the eve

Figure 2b: Pigmentation of the hand
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Figine 3 Dense calcification of interveriebral disc spaces

CONCLUSION

Even though alkaptonuria is a rare metabolic disorder
worldwide we have a high incidence at the south of
Jordan with an unusual association with epilepsy in one
patient. Further studies are necessary to point out the
incidence of alkaptonuria in Jordan ; and there must be
a national plan to eradicate the progression of this
metabolic disorder.
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