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Abstract  

Aim: To describe clinical and prognostic characteristics of irido-chorio-retinal colobomas through 3 cases.

Observations: The average age of the three patients was 12,66 years. The sex-ratio was 0,5 with female predominance (66,7%). The three 
patients were admitted for a severe visual impairment and automated refraction test did not work for the two eyes. They all presented a nuclear 
cataract and an inferior iris coloboma for the two eyes. All the patients had bilateral chorio-retinal colobomas including papilla. The pediatric 
examination found one case of cryptorchidism but was normal for the two other patients. B-scan ocular ultrasound found a chorio-retinal defect 
facing the optical nerve for one patient. We managed the low vision and prescribed sunglasses to avoid photophobia. A cataract surgery was 
realized, and we also gave a genetic counselling. No patient had a retinal detachment.

Discussion & Conclusion: Chorio-retinal coloboma is a rare and serious disease, because of its evolution and complications. It requires 
early, appropriate, and multidisciplinary treatment. 
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Introduction

Eye colobomas are congenital malformations of the eye 
secondary to an abnormality of closure of the embryonic fissure. 
All eye structures may be affected [1]. Chorio-retinal coloboma is 
an abnormality of choroid and retinal development. The purpose 
of our work was to describe the clinical and prognosis aspect of 
irido-chorio-retinal colobomas through three cases.

Observations 

Case 1

It was a male subject, 12 years old, taken in consultation 
by his parents for school difficulties. Personal history was not 
unique. Her older sister had an iris coloboma and a chorio-
retinal coloboma in both eyes. The ophthalmological examination 
showed: a reduced visual acuity in the fingers at one meter in 
both eyes, a bilateral horizontal nystagmus, an iris coloboma 
at the bottom taking the appearance of a keyhole in both eyes 
(Figure 1), a nuclear cataract in both eyes, and a chorio-retinal 
coloboma taking the lower half encompassing the papilla in both 
eyes (Figure 2). A cryptorchidism was diagnosed and managed in  

 
a pediatric surgery department. We did low vision rehabilitation, 
prescription sunglasses to avoid photophobia, genetic counseling. 
Cataract surgery was performed without improving visual acuity.

Case 2 

She was a 14-year-old female subject who was taken to a 
consultation by her parents for school difficulties. Personal history 
was not unique. Her younger brother (previous observation) had 
an iris coloboma and a chorio-retinal coloboma in both eyes. No 
parental inbreeding was found. The ophthalmological examination 
showed: a reduced visual acuity to account the fingers at one meter 
in both eyes, a horizontal bilateral nystagmus, an iris coloboma 
at the bottom taking the appearance of a keyhole in both eyes, 
a nuclear cataract in both eyes, and a chorio-retinal coloboma 
taking the lower half encompassing the papilla in both eyes. 
The pediatric examination revealed no particularities. Genetic 
testing was requested but was not available in our laboratories. 
The treatment consisted of low vision management, prescription 
sunglasses to avoid photophobia, genetic counseling, and 
monitoring. Cataract surgery was performed without improving 
visual acuity.
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Figure 1: Iris coloboma in keyhole appearance.

Figure 2: White appearance of the chorio-retinal coloboma taking the lower half of the retina.

Case 3

She was a 12-year-old female subject who had been receiving 
visual blur in both eyes since birth. Personal history was not 
unique. No parental inbreeding was found. The ophthalmological 
examination showed: a visual acuity of 0.5/10 in the right eye and 
reduced to a light perception in the left eye, a bilateral inferior 
iris coloboma (Figure 3), a dense nuclear cataract in the left eye, 

limiting the examination of the fundus; and right eye: a chorio 
retinal coloboma taking the lower half encompassing the papilla 
(Figure 4). The B-Mode ocular ultrasound showed a chorio-retinal 
defect in the optic nerve (Figure 5). The pediatric exam was normal. 
The treatment consisted of low vision management, prescription 
of sunglasses to avoid photophobia, genetic counseling, and 
monitoring. Cataract surgery was performed without improving 
visual acuity. 
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Figure 3: Iris coloboma in keyhole appearance.

Figure 4: Chorio-retinal coloboma taking the lower half encompassing the papilla.

Figure 5: Chorio-retinal defect in the optic nerve at left eye.
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Discussion 

Chorio-retinal colobomas are rare congenital pathologies, 
with a prevalence of 0.4% of the general population [2]. Its 
incidence is 1/100,000 births [3]. They represent the most 
common types of all coloboma eye conditions [4]. Over 5 years 
(between June 2014 and June 2019), we found 3 cases of chorio-
retinal coloboma out of a total of 23,270 visits or a frequency of 
0.00013 or 0.013%. Colobomas are congenital malformations of 
the eye that are present from birth. The average age of our patients 
was 12.66. This delay in diagnosis is linked to the socio-economic 
level, the lack of awareness about the signs of calls, unknown 
by pediatricians, midwives, and parents, who are the first to be 
in contact with children. All patients had low visual acuity that 
could not be improved. Visual acuity is very variable depending 
on the location of the deficit. It is lower if the macula and optic 
nerve are affected [5]. All our patients had nuclear cataracts. 
This association is also described in the literature [6], as well as 
microphthalmia [7]. The iris coloboma objectified in our patients 
is also described by several authors. Hafidi [8] in 2014, found in a 
7-year-old girl, a full-thickness iris coloboma in both eyes. Denis 
[3] in 2013 had found in a series of 35 cases that coloboma was 
bilateral in 54.2% of cases and unilateral in 45.8% of cases. The 
inferior nasal localization of chorio-retinal colobomas is also 
reported in the literature [5]. 

This inferior nasal localization is explained by the fact that 
during embryonic development, between the 5th and 7th week of 
life, there is the invagination of the optical vesicle and the closure 
of the fetal fissure. The embryo has the shape of a bud, then a kind 
of cupule that will gradually close at the level of the fetal fissure 
[9]. DIALLO [10] found in a 6-year-old child, on the examination of 
the fundus at the level of the 2 eyes a very extensive chorio-retinal 
coloboma ranging from 3 hours to 10 hours encompassing the 
entire papilla. ESSALIME [11] in his study, had a 9-year-old boy 
who had a total retinal detachment on a chorio-retinal coloboma 
in the right eye and a chorio-retinal coloboma in the left eye.

Chorio-retinal colobomas may be isolated or associated with 
other malformations such as CHARGE syndrome [12]. We had 
found an association with a surgical cryptorchidism in a pediatric 
surgery department. KAMOUN [13], in a 15-month-old infant 
describes an association with a malformative syndrome of KLIPPEL 
FEIL, characterized by a very short neck, low implantation of the 
hair, extreme limitation of head motion and welding of cervical 
vertebrae to spine radiography. Hafidi [8], shows in his study the 
interest of additional tests in the search for pathologies associated 
with colobomas and in the search for possible complications.

There is no significant link between the severity of the 
coloboma and the abnormalities found (p =1.0) nor between the 
abnormalities of gyration and the severity of the coloboma attack 
(p =1.0) [3]. Our management procedure is in line with what 
is done in the literature which also proposes the treatment of 
associated complications such as retinal detachment or nuclear 

cataract [5]. Cataract surgery was performed in all our patients 
but without improvement. 

During retinal detachment on chorio-retinal coloboma, the 
dehiscence is often at the level of the hypoplastic retina in the 
coloboma area. They are difficult to identify and treat, often 
requiring prolonged internal tamponing. In case of peripheral 
dehiscence, conventional surgery often provides good results 
[11]. Retinal detachment associated with ocular coloboma 
accounts for 0.5% of retinal detachments in children [13]. These 
detachments are more often acquired than congenital. In our 
study, none of our patients had developed retinal detachment. The 
prevention of these retinal detachments consists in performing a 
complete and frequent eye examination, as well as Argon laser 
photocoagulation.

Conclusion 

Chorio-retinal colobomas are rare congenital abnormalities 
of the eye, secondary to an abnormality of closure of the 
embryonic fissure. These are serious abnormalities because they 
involve the functional or anatomical prognosis of the eye. They 
therefore require a comprehensive ophthalmological and general 
examination for other associated malformations.
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