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Figure 1: (a) Anterior segment photograph of the left eye showing 
superotemporal iris coloboma (black arrow); (b) Absent zonules in 
superotemporal quadrant of the left eye (white arrow)
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An	8‑year‑old	male	presented	with	diminution	of	vision	in	the	
left	eye	since	childhood.	Best	corrected	visual	acuity	was	6/6	
in	the	right	eye	(OD)	and	6/24	in	the	left	eye	(OS).	Refractive	
error	of	‑0.50	DC	at	180	degrees	OD	and	+5.50	DS/‑2.50	DC	at	
160	degrees	OS	was	noted.	Anterior	segment	and	fundus	were	
normal	OD.	The	left	eye	showed	a	superotemporal	coloboma	in	
the iris [Fig.	1a].	Superotemporal	zonules	were	absent	[Fig.	1b].	
Disc	and	macula	were	normal	OS.	Fundus	examination	with	
scleral	indentation	revealed	an	atypical	chorioretinal	coloboma	
in	the	superotemporal	quadrant	OS	[Fig.	2].

Discussion
Atypical	 coloboma	 involving	 the	superior	quadrants	of	 iris,	
retina,	and	choroid	is	a	rare	anomaly	with	very	few	cases	being	
reported so far.[1]	Typical	inferonasal	ocular	coloboma	occurs	
due	to	defective	closure	of	inferior	embryonic	fissure	between	
6th and 7th week of intrauterine life and may extend from the 
iris	to	the	optic	nerve	head,	involving	one	or	more	defects	along	
the fusional lines.[2]

Atypical	colobomas	are	found	outside	the	inferonasal	area	
and	do	not	originate	in	a	defect	of	embryonic	fissure	closure.	
They	 are	 thought	 to	be	 either	pathogenic	 or	 inflammatory	
in	origin	or	develop	due	 to	 faulty	differentiation	of	 ocular	
structures	or	 rotation	of	 the	 fetal	fissure.	They	may	also	be	
due	to	persistence	of	embryonic	mesodermal	tissue	blocking	
the	forward	growth	of	the	neuroectoderm,	thereby	causing	a	
defect	in	the	ciliary	body	and	iris.[3,4]

Hocking et al.,[5]	proposed	that	atypical	superior	chorioretinal	
coloboma	 results	 from	defective	 closure	of	 superior	 ocular	
sulcus:	 a	 structure	 not	 conventionally	 defined	 in	 ocular	
embryology.	This	may	result	from	variation	in	genes	encoding	

type	1	bone	morphogenetic	protein	receptor	(BMPR1A)	and	
T‑box	transcription	factor	2	(TBX2).

A	detailed	retina	examination	is	an	essential	part	of	ophthalmic	
evaluation	to	rule	out	disorders	such	as	atypical	coloboma.
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Figure 2: Mosaic fundus photograph of the left eye showing an atypical 
superotemporal chorioretinal coloboma
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