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RELATOS DE CASOS | Case Reporrs

Choroidal melanoma in a patient with congenital bilateral chorioretinal
coloboma: a case report of an extremely rare association of ocular comorbities

Melanoma de cordide em um paciente com coloboma congénito coriorretiniano bilateral:
relato de caso de uma extremamente rara associacao de comorbidades oculares
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ABSTRACT

Clinicopathologic findings of a 44-year-old Caucasian male who presented
with a congenital bilateral chorioretinal coloboma and later developed alarge
choroidal melanomain his best seeing eye. The eye containing the malignant
tumor was enucleated and the histopathologic findings confirmed the clinical
diagnosis of choroidal melanoma, and in this case, an epithelioid cell type.

Keywords: Coloboma/diagnosis; Eye abnormalities; Melanoma/secondary;
Choroide neoplasms; Case reports

RESUMO

Achados clinicopatoldgicos de um paciente de 44 anos, branco, do sexo mas-
culino, que apresentava coloboma bilateral congénito de retina e cordide e
que, posteriormente, desenvolveu um grande melanoma da cordide no seu
olho de melhor visdo. O olho contendo o tumor maligno foi enucleado e os
achados histopatolégicos confirmaram o diagndstico clinico de melanoma de
cordide, neste caso do tipo celular epitelidide.

Descritores: Coloboma/diagndstico; Anormalidades do olho; Melanoma/se-
cunddrio; Neoplasias da cordide; Relatos de casos

INTRODUCTION

olobomata are congenital malformations that result from

an anomaly of the embryonic fissure. This anomaly can occur

in the iris, lens, ciliary body, retina, choroid, and optic
nerve. Retinochoroidal colobomas are frequently associated to
numerous ocular and systemic anomalies, especially with
retinal detachment in the affected eyes!.

Choroidal melanomas are the most frequent primary ma-
lign intraocular tumors occurring much more commonly in white
adults. The prevalence of this lesion reaches 5 or 7 cases per one
million inhabitants per year®.,

This report describes the clinicopathologic findings of a pa-
tient who presented a congenital bilateral retinochoroidal co-
loboma and latter developed a large choroidal melanoma in his
best seeing eye. The eye containing the malignant tumor was
enucleated and the histopathologic findings disclosed a
melanocytic epithelioid cell-type choroidal melanoma.

CASE REPORT

Approximately 3 years ago, a 44-year-old man presented
with a complaint of blurred vision in his left eye (OS) for the
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past 30 days. The patient reported during his first visit that his
left eye was always his best seeing eye. During the ophthalmic
exam, both eyes presented low visual acuity, hand motion in
OD, and counting fingers in OS. Anterior segment biomicros-
copy was unremarkable in both eyes. Intraocular pressure
measured by Perkins applanation tonometer was 18 mmHg in
OD and 22 mmHg in OS. Fundus exam OD revealed a typical
chorioretinal coloboma located inferiorly and extending from
the periphery to the posterior pole also affecting the papillo-
macular region. This finding explains the very low vision de-
tected in this eye (Figure 1, right). Indirect ophthalmoscopy OS
also disclosed a large chorioretinal coloboma inferiorly that
spared the papillo-macular region. Furthermore, a large pig-
mented choroidal mass underlying the superotemporal vas-
cular arcade of the retina with an associated serous retinal
detachment was affecting the macular region of the OS. The
clinical appearance of the mass was consistent with the diag-
nosis of choroidal melanoma. The lesion was located in the
superior retina and far from the colobomatous area (Figure 1,
left). Fluorescein angiography of the presumed tumor showed
many described features of choroidal melanoma such as an
independent vascular system or double-circulation; diffuse
hyperfluorescence with blurred margins with leakage of dye
from the vascular tumor network; many hyperfluorescent
small spots (pin-points); late increase of leakage of dye and
partial blocked fluorescence with irregular leakage into the
subretinal space. The B-scan ultrasound of the OS revealed a
large ocular mass consistent with choroidal melanoma measu-
ring approximately 8.5 mm in thickness, 17 mm in basal vertical
dimension, and 15.5 mm in basal horizontal dimension and with
a suspicious image suggestive of scleral invasion by the tumor.
Kappa-angle, suggestive for choroidal melanoma by echoes
attenuation, was identified in the A-scan. The patient was
referred to the Oncology Service where the hypothesis of me-
tastatic dissemination of the circumscribed intraocular cho-
roidal melanoma was ruled-out. After that, and due to the
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large size of the lesion coupled with the absence of any visual
potential, enucleation was indicated. The eye containing the
malignant tumor was enucleated with a good surgical outco-
me. After surgery, the macroscopic assessment of the enuclea-
ted globe revealed a 10 mm thick melanocytic mass associa-
ted with a serous retinal detachment. The basal size of the
lesion was 17 mm by 16 mm. Tumor dimension findings were
similar to the previous imaging study. Microscopic evaluation
showed a tumor composed of approximately 95% epithelioid
cells with scleral invasion as suggested by the ocular ultrasound
(Figure 2).

A few weeks after enucleation, the patient was adapted
with an external ocular prosthesis that presented a satisfactory
cosmetic result, and was able to perform most of his daily tasks
with the remaining subnormal vision of his right eye. Neither
tumor recurrence nor metastatic disease was detected until
July 20009.

DISCUSSION

Ocular coloboma is a congenital, common, and heteroge-
neous malformation which includes a spectrum of anomalies
ranging from iris coloboma to clinical anophthalmos. As an
isolated defect, it is usually inherited as an autosomal dominant
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disorder, although autosomal recessive inheritance also occurs.
Patients with multiple malformations and coloboma may have a
recognized malformation syndrome of unknown etiology, a
single gene disorder, or chromosomal abnormality®.

The typical coloboma occurs in the inferonasal quadrant,
caused by defective closure of the fetal fissure. Congenital
anomalies by defective embryogenesis can involve all layers of
the eye and have numerous causes, most commonly of deve-
lopmental genetic origin®. Some patients with many malfor-
mations can have severely impaired vision, whereas others
have only a cosmetic manifestation, and still others may have
no symptoms and may go undiagnosed or may be detected
incidentally on routine eye examination. Although choriore-
tinal colobomas may be totally asymptomatic, and may be
present early in life, in most cases a hereditary pattern could
not be established, as in the patient described herein.

Choroidal melanomas are known to be the most frequent
primary malignant intraocular tumor occurring mainly in
adults®. Melanomas exhibit metastatic dissemination in the
first five years after being diagnosed in approximately 50% of
patients. The factors that are known risk factors for metastatic
disease include the tumor size, ciliary body location, scleral
and/or extra-scleral extension, histological cell type, among
others. Large size choroidal melanomas not only have the po-
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Figure 1. Left: Color fundus photography of the left eye showed a typical retinochoroidal coloboma affecting posterior pole
including opticdiskand macula; Right: Left eye fundus examination disclosed a typical inferior retinochoroidal coloboma sparing
the papillo-macular region, and a large superior pigmented choroidal mass underlying the superotemporal arcade of retinal
vessels with an associated sectorial serous retinal detachment affecting the macular region.

present (right).
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CHOROIDAL MELANOMA IN A PATIENT WITH CONGENITAL BILATERAL CHORIORETINAL COLOBOMA:
A CASE REPORT OF AN EXTREMELY RARE ASSOCIATION OF OCULAR COMORBITIES

tential to cause severe visual loss, but also high risk of metas-
tasic disease to the liver, the lung, and rarely other organs®®.
Once metastasis occurs, the death rate is 80% in the first year
and 92% by two years".

Enucleation has been the treatment of choice for many years
in eyes with large size choroidal melanomas. Eyes containing
large lesions and no potential of visual recovery such as the one
we described, do not have features that justify an attempt to
salvage the eye. Because it is known that treating large tumors
with radiation would require a high dose to the sclera and
tumor base, eyes with an ocular malformation such as a colo-
boma would pose a higher risk of severe complications such as
scleral necrosis and extra-scleral/orbital tumor extention®.

We presented a rare association of bilateral congenital
chorioretinal coloboma that affected the fovea and optic ner-
ve in one eye, and that was associated with a large size choroidal
melanoma occurring in the best seeing eye. To the best of our
knowledge, this association has never been described before.
We used literature search in Medline, PubMed and LILACS da-
tabases to search related clinical cases using keywords as
choroidal and chorioretinal coloboma, and melanoma or
choroidal melanoma, which leads us to assume that the asso-
ciation of both ocular comorbities in this patient most likely

happened by chance. Furthermore, it seems very strange that
in spite of both clinical entities as colobomas and melanomas
being of frequent appearance in ophthalmic daily practice,
their association in the same patient seems to be extremely
rare.
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