
CLINICAL IMAGE Atypical clinical presentation of tuberous sclerosis complex 1

at the same time. Genetic testing may be useful 
to confirm the diagnosis in individuals who do 
not fulfill the definitive clinical criteria.2

Our patient met 3 major and 1 of the mi‑
nor criteria. On detailed general examination, 
she was found to have 7 hypomelanotic mac‑
ules / spots with a diameter of several millime‑
ters in various places on the skin (FIGurE 1C). She 
also had subependymal nodules along the wall 
of the ependymal lining of the lateral and third 
ventricles on magnetic resonance imaging of 
the brain (FIGurE 1D). The dome ‑shaped retinal 
lesions, primarily described as retinal inflam‑
mation, were in fact multiple retinal hamarto‑
mas—specific enough to be considered a ma‑
jor TCS criterion. A round area of hypopigmen‑
tation in the retina, found in the left eye, was 
a retinal achromic patch, one of the minor cri‑
teria for TCS diagnosis. No changes in the lungs 
or kidneys were found on imaging studies (com‑
puted tomography and magnetic resonance im‑
aging). Regular follow ‑up was recommended. 
Additionally, both the patient and her imme‑
diate family were referred for genetic testing.

The severity of TSC varies, and the symptoms 
of the disease are age ‑dependent; for example, 
epilepsy, facial angiofibroma, and hypomelanot‑
ic macules usually occur in children, while re‑
nal angiomyolipoma and pulmonary lymphan‑
gioleiomyomatosis typically manifest in adult‑
hood.1 Our patient was not a typical, textbook 
case of TSC. In the sixth decade of life, she still 
did not experience most of the serious symp‑
toms. Although the disease was probably diag‑
nosed in childhood, the patient was not under 
medical supervision. An accidental finding dur‑
ing an ophthalmological examination enabled 
the final diagnosis and further necessary diag‑
nostic procedures.

A 53 ‑year ‑old woman was urgently referred 
to the hospital with a suspicion of chorioret‑
initis after retinal lesions had been found by 
an ophthalmologist during a routine eye ex‑
amination. On admission, full visual acuity in 
both eyes (20/20) was noted. The anterior seg‑
ments of both eyes did not show any symp‑
toms suggesting ongoing or past inflammation, 
and there were no inflammatory cells in the vit‑
reous chamber. In the fundus examination, 
3 grayish areas were observed in the right eye 
and a single similar area was found in the left 
eye. The lesions were the size of 1.5 disc diam‑
eters, were domed in shape, and had blurred 
margins. In the left eye, there was also a round 
area of hypopigmentation observed in the ret‑
ina (FIGurE 1A). Optical coherence tomography 
confirmed that the described changes were lo‑
cated in the retinal nerve fiber layer (FIGurE 1B). 
During history taking, the patient stated that 
she had been diagnosed with “some disease” 
as a child but did not remember any details. 
The disease did not cause any ailments; there‑
fore, she did not see the need to expand the di‑
agnostics or to continue with follow ‑up visits 
with any specialists.

Further diagnostic workup was planned, and 
tuberous sclerosis complex (TSC) was suspect‑
ed based on the fact that the retinal lesions 
morphologically resembled hamartomas. TSC 
is an autosomal dominant disorder caused by 
mutations in the TSC1 or TSC2 gene.1 Accord‑
ing to current recommendations, the diagnosis 
should be made based on clinical criteria (Sup‑
plementary material, Table S1). TSC is character‑
ized by a high variability of symptoms, most of 
which are not pathognomonic. To make a def‑
inite diagnosis, a patient must present at least 
2 major features, or 1 major and 2 minor features 
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FIGurE 1   
A – fundus photography 
of the left eye showing 
a dome -shaped bright 
lesion—a retinal 
hamartoma (white arrow) 
and an area of 
hypopigmentation— 
a retinal achromic patch 
(blue arrow);  
B – optical coherence 
tomography scan of 
the left eye showing 
a retinal hamartoma 
located in the retinal 
nerve fiber layer; 
C – a hypomelanotic 
macule on the skin of 
the forearm (arrows 
indicate the edges of 
the lesion); D – magnetic 
resonance imaging of 
the brain showing 
subependymal nodules 
(one of them marked with 
a red arrow)
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