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DISCUSSED CLINICAL CASES

Mesectodermal leiomyoma of the ciliary body associated
with simple hamartoma of the retinal pigment
epithelium in the contralateral eye: a case report
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ABSTRACT

Mesectodermal leiomyoma of the ciliary body is a rare benign tumor, often mistaken for melanoma and
usually diagnosed after enucleation and histopathological analysis. We report the case of a patient with
rapid and aggressive progression of a tumor in the right eye, initially suspected as malignant, which
culminated in enucleation. In addition, a congenital, non-progressive hamartoma of the retinal pigment
epithelium was detected in the macula of the contralateral eye, which was benign but caused vision
impairment. This report describes the association of two rare diagnoses that has not been previously
reported.

RESUMO

O leiomioma mesectodérmico do corpo ciliar € um tumor benigno raro, frequentemente confundido com
melanoma e geralmente diagnosticado apds enucleacdo e andlise histopatolégica. Relatamos o caso de
um paciente com progresséo rapida e agressiva de um tumor no olho direito, inicialmente suspeito de
malignidade, que culminou em enucleacéao. Adicionalmente, foi identificado um hamartoma congénito e
nao progressivo de epitélio pigmentar da retina na méacula do olho contralateral, de carater benigno mas
com comprometimento visual. Este relato reine dois diagndsticos raros e previamente ndo descritos em
associacao.

INTRODUCTION

lesions. They include mesectodermal leiomyoma of

Rare benign tumors of the eye pose significant the ciliary body and simple hamartoma of the retinal
diagnostic challenges due to their low prevalence pigment epithelium (RPE), which are both are scarcely
and characteristics that often mimic malignant described in the literature.
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Mesectodermal leiomyoma of the ciliary body is
an uncommon benign tumor, with only around 30
cases documented in the last five decades!. It was
first described in 1977 by Jakobiec et al.2. Its main
distinguishing feature is the combination of neuroge-
nic and myogenic elements, suggesting an origin in
the neural crest!*. Studies indicate that this tumor is
more prevalent among women of childbearing age, of-
ten presenting with symptoms, such as blurred vision
and preserved visual acuity above 20/200"°.

Simple RPE hamartoma is a rare benign lesion,
first described in 1981 and further explained in 1989°.
It is located between the choriocapillaris vessels and
photoreceptors in the outer retina’ and appears as
a dark lesion in the macular region. This tumor is
congenital, non-progressive, and has limited visual
impact®.

Below, we present an unprecedented case report
that illustrates the coexistence of these two rare
tumor findings in contralateral eyes, with the aim
of contributing to an understanding of their clinical
presentation and management.

This case report was approved by the ethics com-
mittee and published with the patient’s consent. This
is a retrospective report based on data obtained from
medical records.

A

Figure 1. Biomicroscopy of the right eye with a tumor expanding
into the lower nasal region, apparently, at the level of the ora serrata
toward the center with an amelanotic nature in the periphery.
Absence of obvious nourishing vessels or associated cataract.
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CASE REPORT

A 26-year-old male from Campinas-SP came to the
Ophthalmology Emergency Department at Hospital
de Clinicas of Unicamp complaining of low visual
acuity in right eye for six days, accompanied by the
perception of a dark spot in the superior temporal
visual field and floaters. He denied pain, hyperemia,
or other ocular symptoms. He reported a history of
myopia corrected with glasses and worse visual acuity
in the left eye since childhood, without previous
investigation.

On ophthalmological examination, visual acui-
ty was finger counting at 4 meters in right eye and
20/200 in left eye. Anterior and posterior examina-
tion of right eye showed a large brownish expansive
mass with a whitish halo in the lower nasal region
near the ora serrata, associated with retinal detach-
ment (Figure 1). In left eye, there was an elevated,
brownish macular lesion with no exudation and the
retina was attached (Figure 2).

In view of these findings, the initial hypothesis
was ciliary body melanoma in right eye and an
unrelated congenital lesion in left eye, prompting
further tests. Ultrasound (US) of right eye showed
a hypoechoic cupuliform mass measuring 15.3 X
18.7 mm that was homogeneous and had medium
internal reflectivity and no angle kappa (Figure 3).
In left eye, US showed a hyperechogenic flat lesion
measuring 1.1 X 1.3 mm. Optical coherence tomo-
graphy (OCT) of left eye showed focal elevation of
RPE with posterior shadowing (Figure 4), whereas
OCT angiography (OCT-A) showed anomalous su-
perficial vascularization, without deep vessels or
signs of ischemia, compatible with simple RPE ha-
martoma (Figure 5).

Magnetic resonance imaging (MRI) of the orbits
confirmed an expansive lesion in the posterior segment
of right eye, with iso-signal on T1 and hypo-signal on
T2, with no visible extraocular infiltration (Figure 6).
Systemic and laboratory tests ruled out metastases or
systemic abnormalities. Due to rapid progression of
the lesion and lack of prognosis for vision, a decision
was made to enucleate right eye.

Pathology showed a mesectodermal leiomyoma
of the ciliary body, measuring 1.8 x 1.7 X 1.4 cm,
with free margins and retinal detachment secondary
to the neoplasm. Immunohistochemical profile con-
firmed the mesectodermal origin, with positivity for
1A4, calponin, CD56, and vimentin, and negativity
for S100, which allowed ruling out the initial suspi-
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Mesectodermal leiomyoma of the ciliary body associated with simple hamartoma of the
retinal pigment epithelium in the contralateral eye: a case report

Figure 2. Retinal photography showing a brownish, elevated macular lesion with no signs of exudation. Fundus autofluorescence showing
hypoautofluorescence in the central region of the lesion, surrounded by a hyperautofluorescent ring, suggesting chronic involvement of the

retinal pigment epithelium.
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Figure 3. Ultrasound with partial cross-section (limited by the
dimensions and location of the lesion) of the right eye showing a
hypoechoic homogeneous cupuliform mass with regular internal
structure and medium internal reflectivity.

cion of uveal melanoma (Figure 7 and Table 1). After
a year’s follow-up, the lesion in left eye remained stable,
with no signs of progression.

DISCUSSION

We present an unprecedented case of the coexis-
tence of two benign hamartomas in contralateral

eyes: a mesectodermal leiomyoma of the ciliary body
and a simple RPE hamartoma.

Mesectodermal leiomyoma of the ciliary body is
a rare benign tumor of the eye derived from smooth
muscle, histologically characterized by uniform
spindle cells, elongated nuclei, eosinophilic cytoplasm,
and absence of cellular atypia or significant mitotic
activity'3. Despite being a benign tumor, it can
grow and occupy intraocular space, resulting in the
compression of adjacent structures and progressive
visual loss!. The clinical presentation, which is more
common in women, occurs at the average age of 35.8
years but can occur from the age of 8 to 80 years’.
In the early stages, the tumor may be asymptomatic
but as it grows the symptoms include low vision, eye
pain, diplopia, and inflammation.

Differential diagnosis is challenging, including
other ciliary body masses, such as melanoma, nevus,
adenoma, and epithelial adenocarcinoma'. In the
case reported herein, US and MRI of the eye were
fundamental in characterizing the extent and loca-
tion of the lesion. The imaging characteristics, such
as the absence of angle kappa on US and iso-signal
on T1-weighted MRI, were not typical of melanoma.
However, due to the rapid growth, severe visual im-
pairment, and lack of effective therapeutic alternatives,
enucleation was the chosen treatment.
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Figure 4. Optical coherence tomography showing high reflectivity and posterior shadowing of the retinal pigment epithelium in the foveal
region, resulting from a marked focal elevation caused by a localized hamartoma.
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Figure 5. Optical coherence tomography with angiography showing signal interruption in the deep retinal layers and choriocapillaris in the
lesion area.
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Figure 6. Magnetic resonance imaging of the orbits: axial T1 section (A) with iso-signal and coronal T2 section (B) with hypo-signal, showing
an expansive lesion in the posterior segment of the right eye.

Figure 7. (A and B) Spindle-shaped cells with oval or rounded nuclei on a fibrillar background, indicating neural characteristics and low mitotic
activity. (C) Hematoxylin & eosin staining showing a diffuse growth pattern of spindle-shaped cells with indistinct cell borders, eosinophilic
fibrillar cytoplasm, and oval nuclei without significant pleomorphism. (D) Positive for calponin, showing muscular characteristics. (E) Positive
for CD56, indicating neurogenic characteristics. (F) Negative for S100, a marker usually present in melanoma.
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Table 1. List of immunohistochemical markers used in the analysis of the surgical specimens

Immunohistochemistry

Marker Result

1A4 Positive for neoplastic cells

AE1AE3 Negative for neoplastic cells (internal control positive)
CALPONINA Positive for neoplastic cells

CAM5.2 Negative for neoplastic cells (internal control positive)
CD56 Positive for neoplastic cells

DESMINA Negative for neoplastic cells (internal control positive)
EMA Negative for neoplastic cells

GFAP Negative for neoplastic cells (internal control positive)
IDH1 Negative for neoplastic cells (internal control positive)
MAP2 Negative for neoplastic cells (internal control positive)
NSE Negative for neoplastic cells

S100 Negative for neoplastic cells (internal control positive)
SNF Negative for neoplastic cells (internal control positive)
VIMENTINA Positive for neoplastic cells

Ki67 Positive for approximately 5% of neoplastic cells

Immunohistochemical profile confirmed the diag-
nosis of mesectodermal leiomyoma, with positivity
for smooth muscle markers (1A4, calponin, and vi-
mentin) and negativity for malignancy markers such
as S-100 and HMB-45'%12, The prognosis for this tu-
mor is excellent, with a low risk of recurrence after
complete excision. However, regular monitoring is
essential in conservatively managed cases to assess
growth and preserve visual function.

However, simple RPE hamartoma is a rare con-
genital malformation consisting of normal RPE cells
organized in an anomalous way, without atypia or
mitotic activity”®. Clinically, the lesion presents as
a focal, flat, or slightly raised pigmented area located
at the posterior pole. It is usually asymptomatic and
is detected incidentally during eye examinations. In
the case reported herein, the lesion was diagnosed via
multimodal exams, such as OCT and OCT-A, which
showed focal elevation of RPE and anomalous super-
ficial vascularization.

The differential diagnosis of hamartoma includes
chorioretinal nevus, melanocytoma, and choroidal
melanoma. Although most cases only require regular
monitoring, complications such as macular edema
or retinal detachment can occur. Interventions are
rarely necessary, except in cases of significant visual
impairment.

From an embryological point of view, mesectoder-
mal leiomyoma is believed to originate in the neural

crest, whereas RPE hamartoma derives from ectopic
progenitor cells with incomplete differentiation du-
ring embryonic development'®. There is no eviden-
ce of a direct relationship between these lesions, and
this is the first case of this association described in
the literature.

This report highlights the importance of accurate
diagnosis, multidisciplinary management, and regu-
lar follow-up in cases of rare tumors of the eye and
contributes to the understanding of these lesions and
their clinical implications.
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