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Parents	of	a	one	month	old	girl	sought	consultation	
regarding	brownish	discolouration	of	their	daughter’s	
clothes,	 diapers	 and	napkins	 noted	 since	 about	 5th	
day of birth. The baby was the irst issue born of non-
consanguineous	marriage.	Medical	history	as	well	as	
family	history	was	unremarkable.	Physical	examination	
revealed	no	abnormality.	Single	spot	urine	on	collection	
appeared	clear	and	yellow	but	it	turned	dark	brown	to	
black	on	prolonged	exposure	to	atmosphere	and	also	
rapidly	on	addition	of	ten	percent	liquor	ammonia	or	
sodium	or	potassium	hydroxide.	The	urine	sample	was	
sparingly acidic with speciic gravity 1.010 and without 
any	pus	cell,	red	blood	cell,	hemoglobin	or	protein.	The	
urine	sample	was	subjected	to	the	qualitative	tests	for	
homogentisic acid (HGA) (on the basis of its strong 
reducing property) as follows: - 

Tests (urine sample) Results

Boiling	 with	 Benedict’s	
solution

Brownish	precipitate

Mixing	 with	 10	 percent	
ferric	chloride

g r e e n i s h 	 b r o w n	
precipitate

Mixing	 with10	 percent	
liquor	 ammonia	 and	 3	
percent	 silver	 nitrate	
solution

Black	colour	was	produced	
from	precipitate	of	silver	

Urinary	 HGA	 was	 measured	 quantitatively	 by	
spectrophotometry or chromatography (1). Urinary 
creatinine level was measured by modiied kinetic 
Jaffe’s	method.	Urinary	HGA	 to	 creatinine	 ratio	was	
found	4.11	(in	non-alkaptonuric	person	the	ratio	is	<	
0.01 mmol / millimoles of creatinine) (2). X-ray knee, 
hip	and	lumbar	spine,	ultrasonography	of	kidney,	ureter	
and	bladder	and	echocardiography	were	normal.	Thus	
it was conirmed that the baby had alkaptonuria.

Alkaptonuria	 rarely	 reported	 from	 Indian	
subcontinent,	is	a	rare	autosomal	recessive	disorder	
of homogentisic acid oxidase deiciency characterized 
by	 homogentisic	 aciduria,	 ochronosis	 and	 arthritis	
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resulting	from	accumulation	of	HGA	and	bezoquinone	
acetic acid in the body (3). Sir Garrod described an 
alkaptonuric	baby,	born	of	a	consanguineous	marriage,	
whose	urine	darkened	 in	 its	napkin	on	standing	and	
on	exposure	to	air	on	3rd	day	onwards	after	birth	as	
because it contained HGA (4). The condition is very 
rare,	affecting	one	 in	250,000	to	one	million	people	
worldwide (3). Male children are affected equally but 
sooner	and	more	severely	in	comparison	to	females.	
Homogentisic	 aciduria	 is	 the	 only	 manifestation	 in	
childhood.	Though	alkaptonurics	usually	are	born	out	
of	 consanguineous	 marriages	 yet	 the	 present	 case	
is	 an	 exception.	 Early	 detection	 can	 pave	 the	 way	
for	 prevention	 or	 limitation	 in	 the	 development	 of	
complications.	 Restriction	 of	 protein,	 administration	
of	ascorbic	acid,	nitisinone	and	avoiding	unnecessary	
use	of	any	other	drugs	can	be	helpful	in	delaying	the	
progress of the disease. Finally, there is no deinitive 
management	available	till	today.	

REFERENCES
1.		 Varley	H,	Gowenlock	AH,	Bell	M	Alkaptonuria,	Homogentisic	

acid in urine. In: Varley H, Gowenlock AH, Bell M (eds). 
Practical	 Clinical	 Biochemistry	 vol	 I.	 5th	 edn.	 William	
Heinemann Medical Books Ltd, London. 1980:1192-3.

2.		 Phornphutkul	C,	Introne	WJ,	Perry	MB	et	al.	Natural	history	
of	alkaptonuria.	N	Engl	J	Med.	2002;347:	2111-2121.

3.		 La	Du	BN.	Alkaptonuria.	In:	Scriver	CR,	Beandet	AL,	Sly	
WS, Valle D (eds). Metabolic & Molecular Basis of Inherited 
Diseases. 8th edn. McGraw Hill, New York. 2001: 2109-
2123.	

4.		 Bearn	AG.	Archibald	Garrod	and	the	Individuality	of	Man.	
Oxford University Press, Oxford. 1993. 

From :	 Department	 of	 Pediatrics,	 Burdwan	 Medical	
College,	West	Bengal,	India.	

Address for Correspondence:	Dr.	Pallab	Basu,	Akriti,	
13, Dr. Nilmoni Sarkar Street, Kolkata -700090, P.O. 
-	 Noa-	 Para,	 P.S.	 -	 Baranagar,	 India,	 West	 Bengal.		
E-mail	basu_pallab@yahoo.co.in

E-published: November 2009. 

VIEWER’S CHOICE (LETTER TO EdITOR)

Pediatric Oncall
presents

Seminar on Common GI problems in children
on

28th March 2010, Sunday for general practitioners

Topic Speaker Time

Grand Rounds (Interactive case presentations) Dr Ira Shah 9:30-10am

Diarrhea Dr Ira Shah 10-10:30am

Constipation Dr Vivek Rege 10:30-11am

Tea - Break 11-11:15am

Approach to hepatosplenomegaly Dr Ira Shah 11:15 – 11:45 am

Hernias and hydrocele Dr Vivek Rege 11:45 am – 12: 15 pm

Box lunch and valediction 12:15 pm – 12: 45 pm

Venue:	Auditorium,	Sir	Harkisondas	Hospital,	Raja	Ram	Mohan	Roy	Road	Khetwadi,	Mumbai

Registration: Free but compulsory before 15th March 2010. Limited to only 100 delegates on irst cum irst basis. 
Contact for registration: Dr. Ira Shah, Pediatric Oncall, 1/B Saguna, 271/B St. Francis Road, Vile Parle (W), 	
Mumbai		400056.	Tel:	022-	32217624


