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Abstract 
Ocular coloboma is due to failure of the closure of the embryonic fissure. It can be can be sporadic, hereditary 

or associated with chromosomal abnormalities. We present a 12-year-old child diagnosed with unilateral 

iridochoroidal, crystalline and eyelid coloboma who was referred to our department for a full ocular examination. 

Ocular coloboma is a rare condition. It is generally located in the inferonasal quadrant. there are some 

physiopathological hypotheses, but but they are controversial. Treatment is most often conservative. Ocular 

coloboma is a unique congenital condition that can involve many ocular structures. Early screening helps prevent 

possible complications 
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I. Introduction 
The word “coloboma” defines a lack. It can involve the iris alone or several other structures such as the 

ciliary body, the lens or the chorioretina [1]. Ocular coloboma results from incomplete closure of the embryonic 

fissure of the neuroectodermal optic cup around weeks 5 to 8 of gestation [2]. The localization is always in the 

inferonasal territory [1].  The underlying etiology for each coloboma phenotype depends on the degree of lack of 

fusion of the choroidal fissure folds which may affect the cornea, the iris, the ciliary body, the lens, choroids and 

optic nerve [3]. 

 

II. Clinical Case 
A 12-year-old child presented to our hospital for vision screening. The patient had been complaining 

about very poor visual acuity. A visual screening examination revealed an uncorrected visual acuity of 0.3 OD 

and 0.1 OS using the Snellen visual acuity chart. Autorefraction revealed sphere/cylinder X axis of +1.75/−1.50 

× 20 and +2.75/−3.50 × 110 for OD and OS, respectively. Auto-keratometry and aberrometry results were 

unremarkable. Ocular motility was full. Examination of the left eye showed nasal eyelid coloboma, a superior 

nasal iris coloboma, and a lens coloboma. The zonule absence at the superior nasal level of the lens was extending 

from 8 to 11 o’clock without associated dislocation. The lesion on the left retina was 0.3-disc diameters below 

the optic disc in the inferonasal quadrants with a height and width of 0.8 and 1.1. disc diameter, respectively. The 

right eye examination reveals no abnormality. There was no complication such as retinal detachment or choroidal 

neovascularization, which can complicate this type of lesion. Optical correction and amblyopia treatment were 

prescribed. No management was necessary but a regular visual examination was advised. 

 

 
Figure 1. (A) Eyelid, iris and lens coloboma          (B) Chorioretinal coloboma 
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III. Discussion 
The prevalence of this condition is estimated to be between 2 and 14 per 100,000 births [4]. Unilateral 

cases represents 50% of the cases[5]. It may be sporadic or inherited and is often associated with systemic 

disorders. Typical colobomas are anatomically in the inferonasal quadrant and are depending on several factors 

such as the location, severity of failed closure. A continuous uveal coloboma from or “skip lesions” an occur 

where some areas are spared [6]. 

The genetic and environmental causes may contribute to the etiology [7] [8]. The role of Retinoid acid 

in optic cup development is particularly important with regard to coloboma. It is involved in the closure of the 

choroid fissure, which is the primum movens of the pathogenesis of coloboma [9]. Congenital hypothyroidism is 

also associated with an increased risk of congenital malformations [10]. The connection between congenital 

toxoplasmosis and coloboma has been suggested many times[s11]. 

Treatment of patients with coloboma is generally conservative. It  focuses on optimizing the vision of 

the eye affected by the pathology through optical correction and amblyopia treatment. Treatment of eyelid 

coloboma is based on the prevention of exposure keratopathy and referral to oculoplastics for possible eyelid 

reconstruction. Treatment of lens coloboma is conservative and  based on correcting refractive error. If significant 

cataract, lens extraction is an option to be considered with intraocular lens placement. Surgery may be complicated 

by zonular abnormalities . Chorioretinal coloboma needs regular monitoring for retinal tear or detachment [6]. 
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