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A 26‑year‑old female presented with recent burning micturition 
and few skin lesions since teenage. Dermatological evaluation 

Cite this article as: Sood G, Samanta R, Pandurangan S, Sharma P, Singh A, 
Agrawal A. Retinal astrocytic hamartoma and systemic spectrum of disease in 
successive generations with tuberous sclerosis complex. Indian J Ophthalmol 
2020;68:2504-7.

This is an open access journal, and articles are distributed under the terms of 
the Creative Commons Attribution‑NonCommercial‑ShareAlike 4.0 License, 
which allows others to remix, tweak, and build upon the work non‑commercially, 
as long as appropriate credit is given and the new creations are licensed under 
the identical terms.

For reprints contact: WKHLRPMedknow_reprints@wolterskluwer.com

Access this article online
Quick Response Code: Website: 

www.ijo.in

DOI:
10.4103/ijo.IJO_891_20

PMID: 
*****

mutations in multiple loci could account for the unusual unilateral 
presentation in these diseases.[10] These findings indicate that there 
could be a separate entity of asymmetric cone dysfunction, the 
pathogenesis and genetic variation for which is still unknown.

This is the first report of a patient of Indian origin with 
asymmetric maculopathy and unilateral bull’s eye macular 
lesion and severe cone dysfunction in whom the possible 
genetic mechanism was studied.
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revealed adenoma sebaceum [Fig. 1a] and ash leaf spots [Fig. 1b 
and c] over trunk and abdomen. Her best‑corrected visual acuity 
was 20/20 in both eyes. Dilated fundus showed multiple flat 
translucent whitish‑patches along the supero‑temporal arcade 
of right eye suggestive of retinal astrocytic hamartoma (RAH; 
Fig. 1d). Corresponding Optical coherence tomography over these 
lesions showed hyperreflectivity of inner retinal layer [Fig. 1e]. 
Magnetic resonance imaging (MRI) of brain [Fig. 1f‑i] revealed 
multiple cortical tubers in bilateral frontoparietal lobes. 
Contrast‑enhanced computed tomography scan (CECT) revealed 
multiple renal angiomyolipoma [Fig. 1j] and cysts in kidney, 
ovary and liver [Fig. 1k]. Round to oval sclerotic lesions were 
also noted in spine, sacrum, and iliac bones [Fig. 1l].

Retrospective history revealed similar dermatological lesions 
in father and daughter of the affected female. Although her 
father was unavailable for investigation, 4‑year‑old daughter 
was evaluated for subnormal intelligence. Examination of 
daughter also revealed adenoma sebaceum and ash leaf 
spots [Fig. 2a and b], bilateral RAH [Fig. 2c and d], multiple 
cortical tubers [Fig. 2e‑h], subependymal nodules [Fig. 2i‑l] and 
renal abnormalities [Fig. 2m and n]. A definitive diagnosis of 
tuberous sclerosis complex (TSC) was made in both mother 
and daughter.[1] They were advised 6 monthly ocular follow‑up 
and referred to general physician for systemic manifestations.
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Figure 1: Clinical photograph (a-c) showing adenoma sebaceum (a) and ash‑leaf macules (b and c). Fundus picture (d) showing multiple retinal 
astrocytic hamartomas (RAH) in right eye; OCT (e) showing hyperreflectivity of inner retinal layers. MRI brain (f‑i) revealed cortical tubers in 
bilateral frontoparietal lobes. CECT abdomen (j and k) revealed enlarged kidneys, renal angiomyolipoma (j), and multiple cysts in kidney, ovary, 
and liver (k). Sclerotic bone lesion in spine (l) were also noted
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Figure 2: Clinical photograph (a and b) showing adenoma sebaceum (a) and ash‑leaf macules (b). Fundus picture (c and d) of both eyes showing 
retinal astrocytic hamartomas (RAH). MRI brain revealed cortical tubers (e-h) and subependymal nodules (i-l). CECT showing dilated pelvicalyceal 
system (m) and multiple subcentimetric cysts in bilateral renal parenchyma (n)
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Discussion
TSC is a rare phakomatosis characterized by multiple systemic 
hamartomas. It is inherited as autosomal dominant disorder 
with high penetrance and variable phenotypic expression.[2] 
RAH are primary ophthalmic features of TSC.[3] RAH are noted 
as subtle greying of retina and are often missed unless carefully 
searched. It can manifest morphologically as (a) translucent 
flat tumors, (b) whitish nodular (mulberry lesion) mass or (c) 
Mixed variety.[4] Dilated fundus evaluation is a simple and 
cost‑effective way to clinically diagnose such disorders before 
other invasive investigations are undertaken to confirm TSC.
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The presence of choroidal melanocytic hyperpigmentation 
without any associated scleral or skin pigmentation was first 
defined by Ausburger et al.[1] as “isolated choroidal melanocytosis” 
in 11 Caucasian individuals. Isolated choroidal melanocytosis 
must be evaluated closely; the differential diagnoses include 
ocular or oculodermal melanocytosis, choroidal nevus, 

melanoma, bilateral diffuse uveal melanocytic proliferation, and 
systemic conditions, such as Waardenburg syndrome. Only a 
few cases have been reported since,[2,3] and most reports focused 
mainly on choroidal hyperpigmentation itself, concentrating on 
the range, shape, and bilaterality of pigmentation. Herein, we 
present a unique case of bilateral isolated choroidal melanocytosis 
with hypopigmented posterior pole.

Ultrawide‑field color photographs  [Fig.  1] showed 
central hypopigmentation with peripheral choroidal 
hyperpigmentation around the 360° field in both eyes. 
Due to the depigmentation, both posterior fundi appeared 
yellow‑orange as in Vogt‑Koyanagi‑Harada disease. Fluorescein 
angiography [Fig. 2] and fundus autofluorescence [Fig. 3] were 
normal and no hyperfluorescence was found in pigmented 
lesions. Optical coherence tomography [Fig. 4] showed normal 
structures of the retinal pigment epithelial layer, choroid, and 
retina. Given the rarity of hypopigmentation among Asians, 
our case is unique, as peripheral choroid hyperpigmentation 
and central hypopigmentation existed simultaneously.

Discussion
Two possible hypothetical explanations can be proposed for 
our patient’s funduscopic findings. Autoimmunity offers one 
explanation. Similar to what is seen in Vogt‑Koyanagi‑Harada 
disease, choroidal hyperpigmentation may have triggered 
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