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Abstract

We purpose to report two cases of congenital hypertrophy of the retinal pigment epithelium in two different presentations in this
report. The patients included a woman, who is 38 years old and a man, who is 42 years old. Both patients were admitted to our
outpatient clinic for correction of their refractive errors and their best corrected visual acuities are 20/20 in both eyes. Intraocular
pressures of both patients were normal range in both eyes. Slit-lamp biomicroscopy revealed no pathological anterior segment sign.
In both patients, congenital hypertrophy of the retinal pigment epithelium was unilateral. Fundus examination of Case 1 revealed flat,
grouped, well-demarcated, oval and black spots at the superotemporal macula and the next of temporal macula in the left eye. In the
fundus examination of Case 2, it was observed a single well-demarcated, oval, hyperpigmented lesion with three optic disk diameters
at the lower nasal midperipheral retina in the right eye. As both patients have no multiple and bilateral lesions, they were not needed
to subject to gastroenterology clinic for the presence of familial adenomatous polyposis or any gastrointestinal malignancy. Solitary,
unilateral lesions and grouped CHRPE are restricted to the RPE with no other ocular or extracellular findings. Multiple or bilateral
CHRPE may be associated with autosomal dominant FAP. However, in all lesions, but especially the atypical lesions of CHRPE should

be monitored with retinal photographic documentation at regular follow-ups.
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Introduction

Congenital hypertrophy of the retinal pigment epithelium (CHRPE) is a congenital, well-demarcated, hyperpigmented lesion sur-
rounded hypo pigmented ring at the level of RPE [1-4]. CHRPE occurs in three different forms: either as solitary or grouped or multiple
pigmented fundus lesions. The patients are usually asymptomatic and the lesions are observed during routine ophthalmoscopy [1]. Soli-
tary CHRPE is typically a flat, round, hyperpigmented lesion with smooth or scalloped margins that is well-demarcated from normal-
appearing retinal pigment epithelium (RPE). When several lesions of varying size are arranged in a cluster, resembling the footprint of an
animal (‘bear tracks’), they are named “grouped CHRPE”. Grouped lesions are flat, well-demarcated round oval or geographic black spots
with increasing size towards the fundus periphery. Multiple CHRPE lesions in familial adenomatous polyposis (FAP) are generally smaller
(50-100 pm in diameter) compared with solitary CHRPE. They are black, brown, or light gray. Larger lesions may be surrounded by a
depigmented halo, mottled RPE; window-defect- type changes adjacent to retinal vessels, may contain depigmented lacunae, and can be
accompanied by small pigmented satellite lesions [2, 3]. Solitary, unilateral lesions and grouped CHRPE are restricted to the RPE with no

other ocular or extracellular findings. Multiple or bilateral CHRPE may be associated with autosomal dominant FAP [4-7].
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We aimed to report two cases of congenital hypertrophy of the retinal pigment epithelium in two different presentations.

Case Report

Case 1

A female patient, who is 38 years old, was admitted to our outpatient clinic for routine eye examination and correction of her refrac-
tive errors. She had no history remarkable of systemic or ocular disease. Ocular history of her family was also unremarkable. Her best
corrected visual acuity is 20/20 in both eyes. Intraocular pressures of both eyes were 14 mmHg. Slit-lamp biomicroscopy revealed no
pathological anterior segment sign. Fundus examination was normal on the right eye. Fundus examination of the left eye revealed flat,
grouped, well-demarcated, oval, hyperpigmented lesions (bear tracks) which are located at the superotemporal macula and the next of
temporal macula (Figure 1). In early and late stages of the fundus florescein angiography (FFA) (Zeiss SS 450 plus IR), multiphocal hypo
florescence in the regions of lesion due to the blockade of florescein was observed (Figure 2). As the patient has no an atypical and bilat-

eral lesion, she was not needed to subject to gastroenterology clinic for the presence of any FAP or any gastrointestinal malignancy.

Figure 1: Colour image showing bear tracks at the next of superotemporal and temporal macula in Case 1.

Figure 2: The fundus fluoresce in angiography image showing multifocal hypo fluorescence due to lesions in Case 1.

Case 2

A male patient, who is 42 years old, was admitted to our outpatient clinic for routine eye examination. He had no history remarkable
of systemic or ocular disease. His family ocular history was also unremarkable. His best corrected visual acuity is 20/20 in both eyes.
Intraocular pressures of both eyes were 16 mmHg. Slit-lamp biomicroscopy revealed no pathological anterior segment sign. Fundus
examination of the right eye revealed a single well-demarcated, oval, hyperpigmented lesion with three optic disk diameters at the lower

nasal midperipheral retina (Figure 3). Fundus examination was normal on the left eye. FFA was recommended for the patient; however,
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he did not accept it. As the patient has no an atypical and bilateral lesion, he was not needed to subject to gastroenterology clinic for the

presence of any FAP or gastrointestinal malignancy.

Figure 3: Colour image showing shows solitary hyper pigmented lesion with depigmented halo in Case 2.

Discussion

Congenital hypertrophy of the retinal pigment epithelium was described firstly Blair and Trempe in 1980 as congenital [5], well-
demarcated, hyperpigmented lesion surrounded hypo pigmented ring at the level of the RPE. CHRPE usually presents before 30 years of
age. CHRPE lesions are often incidentally discovered on dilated routine ophthalmoscopic examination because they are usually asymp-
tomatic and, most commonly located at mid-peripheral or peripheral retina. However, it may rarely involve the posterior pole and the
macula [3,5,6]. CHRPE occurs in three variant forms: either as solitary or grouped or multiple pigmented fundus lesions. Multiple CHRPE
may be associated with FAP, an autosomal dominant disease with numerous adenomatous polyps of the colon and rectum. The most
common form of disease is solitary CHRPE. It often seems as a unilateral, single, dark -gray/black or brown in colour, flat, pigmented,
round or oval lesion with well-demarcated borders usually located near the equator. The presence of depigmented lacunae in lesion is a
common finding. Juxtapapillary or juxtamacular lesion is not common. Solitary CHRPE is usually more commonly seen in the temporal
rather than nasal retina. Grouped CHRPE consist multiple, small, brown-black in colour lesions organized in a pattern simulating animal
footprints (bear-tracks). Bear tracks are typically larger in the periphery and decrease in size towards the optic disc. If these lesions are

depigmented, they are called as “polar bear tracks” [3-7].

The features of multiple lesions include, especially, bilaterality, multiplicity (number than three, largeness (diameter with more 0.5
of the optic disk diameter), oval or fusiform/spindle-shaped lesions of variable size associated with hypo pigmentation at one margin
and widely separated localization. Multiple lesions have systemic associations, including some familial colonic adenomatous polyposis
syndromes such as Gardner’s and Turcott Syndrome [5-12]. FAP is an autosomal inherited disease characterized by multiple gastrointes-
tinal polyps. When FAP was diagnosed, 75% of the cases have symptomatic colon carcinoma. CHRPE is the most common extra-colonic
manifestation of FAP, occurring in 70-75% of patients. CHRPE lesions in FAP are atypical in that they are multiple, bilateral, and familial
(multiple CHRPE) [7-12].

CHRPE lesions have no drusen and pigmentary mottling. This provides to distinguish from choroidal melanoma or nevus [1-4]. It was
considered that CHRPE lesions were stationary with no potential to grow or undergo malignant transformation. However, it is known

that in 75-80% of lesions, diameter slowly grows with time. The number and size of lacunae also typically increase over time [1-12].

Both patients have no multiplier and bilateral lesions and the association with FAP of these lesions is low, we did not need a consulta-

tion of gastroenterologist for the presence of any FAP or any gastrointestinal malignity.

Citation: Burak Turgut,, et al. “Congenital Hypertrophy of the Retinal Pigment Epithelium in Two Different Presentations”. EC Ophthal-
mology 2.1 (2015): 42-46.



Congenital Hypertrophy of the Retinal Pigment Epithelium in Two Different Presentations

45

In cases of CHRPE, fluorescein angiography typically demonstrates hypo fluorescence due to blockage of fluorescence or hyper
fluorescence in the areas of RPE atrophy. Ultrasonography shows a minimal elevation and a normal or slightly increased acoustic reflec-
tion due to CHRPE [1-12]. Differential diagnosis of CHRPE should be made from the choroidal melanoma, choroidal nevus, RPE hamar-
toma, RPE adenocarcinoma and acquired retinal pigment epithelial hypertrophy using fundus angiography and ocular ultrasonography
[1-12]. It was reported that the RPE hamartomas might be associated with FAP”. In fundus examination, congenital simple hamartoma
of the RPE seems as localized, elevate, black and small lesion usually located in the fovea. Unlike CHRPE, RPE hamartoma is distinctly

elevated lesion and usually remains stationary [13].

Conclusion

The features of atypical lesions include the bilaterality, multiplicity (number than three, largeness (diameter with more 0.5 of the
optic disk diameter), and oval or fusiform/spindle-shaped lesions of variable size associated with hypo pigmentation at one margin and
widely separated localization. In each patient with atypical lesion, even if visual acuity of the patient is 20/20, a complete ophthalmo-
logical examination also included ophthalmoscopy with wide angle lenses should be performed. In all lesions, but especially the atypical
lesions, regular follow-up and photographic documentation is recommended for future comparison. Although CHRPE is a benign lesion,
especially, the patients with atypical and multiple lesion should be directed to a gastroenterologist and they were strictly recommended

continuing the frequency of ocular screening examinations.
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