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PURPOSE
To report a clinical case about Combined Hamartoma of the Retina and Retinal Pigment Epithelium.

METHODS

Medical records, fluorescein angiography (FA) and Optical Coherence Tomography (OCT) analysis. 

A 22-year-old man referred to the medical retina specialist for investigation of progressive vision loss in the

right eye showed best corrected visual acuity of 20/70 on the right and 20/20 on the left eye. There was no

other significant past medical history or family history of any phakomatoses or neurofibromatosis. Fundus

examination of the right eye revealed a pigmented and elevated lesion located juxtapapillary and

proliferative vitreoretinopathy over the optic nerve. FA revelled a blocked hypofluorescent area

juxtapapillar, containing a hyperfluorescent spot. OCT presented epiretinal membrane (ERM). Further

investigations were recommended to exclude neurofibromatosis type 2. The patient keeps routine follow-up

semesterly and did not report any new or acute symptoms.

DISCUSSION
Combined hamartoma of the retina and retinal pigment epithelium (CHR-RPE) is an uncommon fundus

benign tumor habitually diagnosed in young children with symptoms of painless decreased VA and

strabismus. The tumor is usually presented as a unilateral solitary pigmented and elevated lesion. Vascular

tortuosity and lipid exudate are frequently present, ERM formation is commonly associated with the

disease. The majority of CHR-RPE occurs sporadically, most patients do not have systemic diseases.

However, it has been reported to occur in association with neurofibromatosis Types 1 and 2, tuberous

sclerosis and Gorlin syndrome. CHR-RPE patients may have neurofibromatosis investigation. CHR-RPE

should be excluded in all young patients with epiretinal membrane or vitreomacular adhesion. Visual loss over

time is still expected with this tumor. Surgery for associated ERM is still a subject of debate since visual acuity

may not improve despite membrane removal. Patients should be monitored for decrease in vision, choroidal

neovascularization, ERM formation, vitreous hemorrhage, and neovascularization periodically if non-surgical

treatment is stablished.

RESULTS

REFERENCES 
1.Waelti S, Fischer T, Sturm V, Heckmann J. Combined hamartoma of the retina and retinal pigment epithelium - MRI features of a rare paediatric
intraocular tumour. BJR Case Rep. 2020 Nov 17;7(2):20200077. doi: 10.1259/bjrcr.20200077. PMID: 33841897; PMCID: PMC8008464.

2.Shields CL, Thangappan A, Hartzell K, Valente P, Pirondini C, Shields JA. Combined hamartoma of the retina and retinal pigment epithelium in 77 
consecutive patients visual outcome based on macular versus extramacular tumor location. Ophthalmology. 2008 Dec;115(12):2246-2252.e3. doi: 
10.1016/j.ophtha.2008.08.008. Epub 2008 Nov 7. PMID: 18995912. 

3.Bora Chae, Elona Dhrami-Gavazi, Kunal K. Dansingani, K. Bailey Freund, Winston Lawrence A. Yannuzzi. Multimodal imaging of combined hamartoma of the 
retina and retinal pigment epithelium associated with an acquired vitelliform lesion. Chae et al. Int J Retin Vitr (2015) DOI 10.1186/s40942-015-0023-6

4.Schachat AP, Shields JA, Fine SL, Sanborn GE, Weingeist TA, Valenzuela RE, Brucker AJ. Combined hamartomas of the retina and retinal pigment epithelium. 
Ophthalmology. 1984 Dec;91(12):1609-15. doi: 10.1016/s0161-6420(84)34094-5. PMID: 6521994.

5.Vianna RN, Pacheco DF, Vasconcelos MM, de Laey JJ. Combined hamartoma of the retina and retinal pigment epithelium associated with neurofibromatosis
type-1. Int Ophthalmol. 2001;24(2):63-6. doi: 10.1023/a:1016316114746. PMID: 12201346.

1. Retina Curitiba 2. Instituto Santa Casa da Misericórdia de Curitiba – PR, Brasil 3. Universidade do Sul de Santa Catarina

IMAGES

Image 3: Optical Coherence Tomography

Image 1: Colour fundus photography Image 2: Red free Image 3: Fluorescein angiography


	Slide 1: COMBINED HAMARTOMA OF THE RETINA AND RETINAL PIGMENT EPITHELIUM

