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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 prevalenct~ among .Jordanians at this region 

Materials and l\-1ethods: This study was b<:ased on screening of first and second degree relatives 
of three already diagnosed patient~, and random scn!ening of 300 persons from both sexes "'rith 
the age group from 6-18 years, living in Al-Taybah 10 kilometers from Peh·a. 

Results: Alkaptonul'ia was found in 2 cases among relatives of the affected patients. Random 
screening reveals the p1·esence of 4 cases. 

Conclusion: Even though AJkaptonw·ia 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 
propea· methods to contr·ol the progr·ession of this disonler . 
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Alkaptonuria is a rare melabolic disorder resulting from loss 
ofhomogentisate 1.2 uioxygenase activity. it has a particuhu· 
place in tile history or human genetics a,<., it was the first 
disease to be interpreted as a mendilian recessive trait by 
Garrod in 1902 . At least 600 cases had been reported with 
the pre\'ale nce of 3-5 per milllonl.3. 

Large quant ities of homogene..;;tic acid which i'l an 
intermed iary product of tyrosine calabolism. accumulate 
in the affected indi viduals leadin~ to darkenin~ of urine. 

~ ~ 

depo~ition in connective tissues causing ochronosis and later 
on causing debilitating arthritis '.3·5 (~ee pictures taken of 
our patients at the end of this subject). 

METHODS 

This study was based on screenjug of firsi and second degree 
relatives of three already diagnosed alkaptonuric pat ients 
and random screening of three hundred persons from both 
sexes with the age group from 6-18 years living in Al-Taybah 
(in the south of Jordan I 0 Km from Petra), with a population 
of 4000 Jordan ians: screening performed by taking fa mily 
history, clinical examin<ttion and urine samples. 

Figure J Dark colouration qf urine on exposure ro air 

RESULTS 

Urine or tbe invol ved persons was exami ned by naked eye 
appearance after exp0sure to air and by using Bendects 
reagent which makes pos iti ve sample~ brovm in co lor 
(Fig I). To avoid false pos iti ve resull~. positive samples 
were reexamined by u~ing saturated "il ver ni trate soluLion 
which g ives brmvn precipitate. 

Nine <.:ases of alkaptonuria were found in this area. Two 
cases were discovered whi.le analyzing the family tree of 
the rhree patients already diagnosed, 4 cases were discovered 
while peiforming the random screening. All patients new·Jy 
diagnosed have no compbinrs and do not know about their 
disease . 
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DISCUSSION 

Alkaptonuria is a rare metabolic di!->ea~->e . the incidence of 
the disease i..;; 3-5 per million u _ but in the study: done at AI

Taybah , we found two cases of alkaptonuria after J"amily 

screenin g of rhree patients pre vious ly diagnosed to have 
Alkaptonuria and four (;a:-.e" in the rand~)m study -thi ~ i-, a 

very high incidence if we compare il wid1 intern~ttional 
pre\·alence or alkaptonuria. :-.owe ha' e to l"ind out rhe causes 
of this hi!!;h incidence. This rna\· be a~ a result of con:-.an-.... ~ 

guineous marriage. and as a result or inbreeding, w ith in 
.._. l.-' ._ 

iso lated harnlets of this reg ion . The class ical lri<td of 
darken in!! of urjne. ochrono~is and anhriLi.s were found in 

~ 

all of the early three diagnosed patient:-. (picmre I. 1 & 3 ). 
one of them had epilepsy of two year.:.. duration and comml k d 

by antiepilipLic drug -. . Lhi s is unusual to be found .in 

Alkaptonuria2-4-6 ): the relationship betwee n alkaptunuria 

and epilepsy is not known. we wonder whether this is 
accidentally fou nd or it i" a new as~ociation: funher studie~ 

mu -:,t be carried out to ~ee if there i~ any other "i milar 
associatinn - that wi II enable us ro .'<ty that epilepsy is a nevv 

associati on of Alkaptonuria. 

Fig ure / a : Pigmemation (~f'sclem and 
skin surrounding the eye 

Figure -,h: Pigmenwtion ofrhe hanJ 

1-"ip.ure 3: Dense colcifinuion of int,·n·crrehm/ disc spaces 

CO~CI ,USION 

Even though alkaptonuria is a •·are metabolic disorder 
world wide we have a high incident (' at the south of 

Jordan with an unusual association with epilepsy in one 

patknt. Further studies are necessar y 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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