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A Case Report of Bilateral iris, lens and chorioretinal Coloboma
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Abstract: Colobomas can arise anywhere along the line of fusion of the embryonic fissure, which extends
posteriorly from the optic disc to the inferior pupillary frill of iris anteriorly. Inadequate closure of the superior
end causes optic disc coloboma while more widespread failure to close causes retinochoroidal coloboma. We
present a rare case report of bilateral lens (which is very rare), iris, and retinochoroidal coloboma, in a 30 yrs
old patient who came with a history of diminution of vision in both eyes. The visual field of each eye displayed
an absolute scotoma corresponding to the size and location of the coloboma. The patient was given best
possible refractive correction in left eye and was advised regular follow up because complications may occur at
any time.
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I.  Introduction

Ocular coloboma results from incomplete closure of the embryonic fissure of the neuroectodermal
optic cup around 5-8 weeks of gestation.2! Closure starts at the equator and continues anteriorly and posteriorly.
Any insult during this period results in defects of varying size and location. A coloboma may extend from the
iris margin to the optic disc and involve one or more defects along the fusional lines.

A coloboma affecting the posterior segment of the eye can be unilateral or bilateral. It is bilateral in
about 60% of cases. If the foetal fissure fails to close posteriorly, then a coloboma affecting the retinal
pigment epithelium (RPE), neurosensory retina, or choroid may occur. The defect is essentially a bare sclera
with the overlying RPE, retina, or choroid missing. In some cases, although the retina is present, it is
hypoplastic and gliotic.E! Coloboma typically occurs in the inferonasal quadrant, and may extend to the optic
nerve. Chorioretinal coloboma is usually asymptomatic despite significant upper visual field defects .A lens
coloboma is usually a unilateral rarely bilateral commonly seen in lens periphery, which occurs as a result of a
localized absence of zonules and it may be associated with colobomas of iris, ciliary body or choroid or
associated with ectopia lentis, spherophakia or localized lens opacities. It may occur because of persistence of
mesodermal vascular capsules remnants which prevents the development of zonules in that area.

Chorioretinal coloboma have numerous associated systemic conditions involving the cardiovascular,
central nervous, musculoskeletal, gastrointestinal, genitourinary and nasopharyngeal systems.! One such
syndrome is CHARGE Syndrome [coloboma , heart disease , choanal atresia, retarded growth, genital
hypoplasia ,ear anomalies with or without deafness] .Papillorenal syndrome is an autosomal dominant condition
in which renal & urinary tract abnormalities are associated with chorioretinal coloboma, congenital optic pits
and morning glory disc anomaly. A mutation of PAX 2 gene has been associated in 50% of such patients. It has
been associated with retinal detachment, foveal hypoplasia & pigmented macular atrophy.

Il.  Case report

A 30 Year old male patient presented with complaints of diminution of vision in both eyes from 3 yrs.
His visual acuity in the right eye was counting finger 3meters unaided with no pinhole improvement and 6/12
unaided improving to 6/12 with pin hole in the left eye.

Slit lamp examination revealed iris coloboma in the inferonasal quadrant and lens coloboma in the
inferior part of the lens in both eyes. [pic nos.1land2]

On fundus examination right eye optic disc was slightly pale with blurred margins and surrounding
gliosis. There was a choroidal coloboma in the inferonasal quadrant with pigmentary degenerative changes
extending to the macula [pic.no.3]. Left Eye optic disc was normal and there was a choroidal coloboma
[pic.no.4]

Intraocular pressure & axial lengths were within normal limits in both eyes.
Visual fields in both eyes showed absolute scotoma corresponding to the site and location of the coloboma
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Right eye [pic. No.1] Left eye [pic. No.2]
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I11.  Discussion

Chorioretinal colobomas are congenital.®! They can be sporadic or inherited. Bilateral chorioretinal
coloboma is usually inherited in an autosomal dominant fashion with variable penetrance, ! but some cases of
recessive inheritance have been reported, ™ especially if the individual is the offspring of a consanguineous
marriage as noted in a southern Indian population.® There is evidence of mutation in the PAX6 gene. In a
patient with chorioretinal coloboma, Asai-Coakwell et al. 2 identified a chromosome 8q21.2—q22.1 segmental
deletion.

Chorioretinal colobomas are usually asymptomatic, although relatively large they are located in the
mid-periphery away from the macula or the optic disc. However complications are not uncommon and they
often cause diminished visual acuity or distorted vision especially when they extend to the macula or optic
disc.®) The most common complications are retinal detachment, which occur in 8.1-43% of cases B-11+12.13.14.
15381 for which surgical Itreatment has variable success, X7 and choroidal neovascularization!**#1%%°! Thjs
latter complication often involves the optic nerve head.? %2224 21 The risk of a complication can develop at
any age throughout life. Of the few cases of chorioretinal colobomas in which choroidal neovascularization
occurred that have been reported in the literature, two were aged 1 year old 2® four were in their 20s %
*25 and two were aged 65 and 70 years old, respectively. 22
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