CASE REPORT

Congenital simple hamartoma of the retinal pigment epithelium: a case report

Hamartoma congénito simples do epitéilo pigmentado da retina: relato de caso
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ABSTRACT

We report the case of a 56-year-old woman who presented for a routine ophthal-
mological examination without visual symptoms and had a unilateral black retinal
lesion that was detected by clinical examination. Fluorescein angiography and
optical coherence tomography findings were compatible with a congenital simple
hamartoma of the retinal pigment epithelium. It is very important to detect this
tumor and differentiate it from other pigmented fundus lesions that can com-
promise visual function or result in systemic conditions such as those caused by
malignant tumors.
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RESUMO

Relato de um caso de paciente feminina de 56 anos que compareceu auma consulta
oftalmolégica de rotina sem sintomas visuais e apresentando uma lesao retiniana
preta, unilateral, detectada ao exame clinico. As caracterfsticas da angiografia fluo-
resceinica e da tomografia de coeréncia éptica foram compativeis com hamartoma
congénito simples do epitélio pigmentado da retina. E muito importante detectar
este tumor e diferencid-lo de outras lesdes fundoscépicas pigmentadas que podem
comprometer a fungdo visual ou, além disso, afetar o paciente sistemicamente como
em tumores malignos.
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INTRODUCTION

Congenital simple hamartoma of the retinal pigment epithelium
(CSHRPE) is an uncommon condition, and few cases have been des-
cribedin the literature?. It was first discussed by Laqua in 19819, and
Gass reported three similar cases that he later published in a review of
focal congenital anomalies of the retinal pigment epithelium (RPE)®.
This lesion has particular features on fundoscopic examination, fluo-
rescein angiography (FA), and optical coherence tomography (OCT)®9.

Tumors of the RPE include congenital hamartoma, congenital
hypertrophy, combined hamartoma of the retina and RPE, and ade-
noma or adenocarcinoma’®. In one study, several authors®® reported
on five cases classified as CSHRPE according to their clinical features;
all of these lesions maintained a stable pattern during the follow-up
period.

Here we describe a case of an asymptomatic 56-year-old woman
with a unilateral circumscribed and pigmented fundus lesion sugges-
tive of CSHRPE on clinical examination and confirmed by FA and OCT.

CASE REPORT

A 56-year-old woman was referred for a routine ophthalmic exa-
mination to our institution because of a 20-year history of type 2
diabetes treated with insulin. The Snellen best-corrected visual acuity
was 20/20 in both eyes, which did not require correction in the right
eye and was corrected with a prescription of +0.75 -0.25 X 130° in

the left. Biomicroscopy examination was normal, and the intraocular
pressure corresponded to 12 mmHg and 10 mmHg in her right and
left eyes, respectively. Indirect ophthalmoscopy in the right eye
was normal, and in the left eye, there was a circumscribed black
posterior pole tumor that was inferotemporal to the fovea. There
was no evidence of macular edema, traction, retinal exudation, or
subretinal fluid.

Fluorescein angiography and OCT were performed. Angiography
revealed a nonfluorescent lesion during all the phases of the exami-
nation, including the late phases (Figure 1). OCT revealed an abruptly
elevated hyper-reflective mass with deep optical shadowing (Figure 2).
The diagnosis was compatible with CSHRPE, and the patient was
followed by observation.

DISCUSSION

CSHRPE is a benign tumor that is incidentally diagnosed and in-
volves all layers of the retina. This hamartoma is presumed to be a
congenital lesion. It is a rare tumor that can be detected during rou-
tine fundus ocular examination. On clinical examination, it appears as
a solitary macular lesion that is darkly pigmented, well-defined, and
involves the full thickness of the retina. Although FA findings were
unremarkable in the present case, hyperfluorescence is occasionally
observed in the late phases?. OCT typically shows a complete
blockage of optical transmission.
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Figure 1. Fluorescein angiography of the left eye. A well-circumscribed lesion located
inferotemporal to the fovea shows the absence of leakage and the presence of fluo-
rescence blockage.

As noted in other reported cases, in this patient, CSHRPE remai-
ned stable in size and clinical aspects during the 12 months of fol-
low-up, and the patient remains asymptomatic and without changes
in visual acuity. Because of these features, adults are generally diag-
nosed at an advanced age.

Differential diagnoses include the following: combined hamarto-
ma of the retina and RPE, congenital hypertrophy of the RPE (CHRPE),
adenoma or adenocarcinoma of the RPE, hyperplasia of the RPE, intra-
retinal foreign body, and retinal invasion from an underlying choroidal
nevus (melanocytoma) or choroidal melanoma®. All these can be
ruled out by clinical and complementary examinations, as observed
in the described patient.
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Figure 2. Optical coherence tomography.Slight elevation of theretinais observed at the
location of the lesion, which is protruding into the vitreous cavity and shows increased
optical reflectivity on its inner surface, with deep optical shadowing of the remaining
retina and the entire choroid.

OCT is a useful noninvasive examination that can help in diag-
nosis and provide information about additional features such as
vitreoretinal adhesion'?.

In conclusion, it is very important to identify congenital simple
hamartomas of the RPE and follow these patients over the long-term
to rule out tumor growth and suspicious malignant features.
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