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Tuberous Sclerosis Complex (TSC) is an autosomal dominant
multisystem neurocutaneous disorder caused by mutations in the
TSC1 or TSC2 genes. According to the updated International TSC
Consensus diagnostic criteria, the presence of major clinical features
such as facial angiofibromas, cortical dysplasia, hypomelanotic
macules, and seizures strongly supports the diagnosis [1-3].
Cutaneous manifestations, especially facial angiofibromas, are
some of the earliest and most characteristic disease manifestations
and often provide an important clue to the diagnosis.

A 10-year-old female child who had several reddish-brown
elevated lesions over her central face for the previous six months
was brought to the outpatient clinic. The lesions began as small
papules over the nose and gradually increased in number and size,
spreading symmetrically over both cheeks and the nasal bridge. For
the previous year, the child had experienced recurring generalised
seizures that happened roughly twice or three times a month. Each
episode, which lasted roughly one to two minutes, was marked by
widespread tonic-clonic movements and loss of consciousness.
Although they were self-limiting, the seizures occasionally needed
medical attention. There was a recent decline in academic
performance. A contributing family history was absent.

On examination, numerous firm, dome-shaped, reddish-brown
papules were seen symmetrically distributed over the nose and
bilateral malar areas, giving the classical appearance of facial
angiofibromas (previously termed “adenoma sebaceum”). A well-
defined hyperpigmented plaque of approximately 1x1 cm was
seen on the central forehead [Table/Fig-1]. Furthermore, many
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[Table/Fig-1]: A child with TSC with several reddish-brown papular facial
angiofibromas symmetrically distributed over the nose and malar regions.
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hyperpigmented papular lesions were symmetrically dispersed
across the nose, bilateral malar regions, and perinasal area. No
comedones, pustules, or inflammatory acneiform lesions were
present. Neurological involvement was evident in the form of recurrent
generalised seizures and recent decline in academic performance.
No obvious cardiac or renal manifestations were clinically evident
at presentation, although detailed systemic evaluation could not be
performed due to financial constraints.

In view of the characteristic facial lesions along with a history of
seizures a neurocutaneous syndrome was strongly considered.
Due to financial constraints neuroimaging was not possible.
Nonetheless, the diagnosis was established clinically according
to the updated International TSC diagnostic criteria proposed by
Northrup and Krueger, in which facial angiofioromas and neurological
manifestations such as seizures constitute major clinical features
supportive of TSC diagnosis [2,3]. Differential diagnoses included
multiple trichoepitheliomas, rosacea, sebaceous hyperplasia,
angiokeratomas, nevus sebaceous, and acne vulgaris. However,
because there were no family history and no usual distribution around
the nasolabial folds, numerous trichoepitheliomas were ruled out.
Since there were no signs of flushing, telangiectasia, or erythema,
rosacea was ruled out. The lack of yellowish umbilicated papules
made sebaceous hyperplasia unlikely. Since the lesions lacked a
keratotic surface and were not violaceous, angiokeratomas were
ruled out. Because there was no linear or plague-like lesion evident
from birth, Nevus sebaceous was ruled out. Due to the early age of
onset and lack of comedones, pustules, or inflammatory lesions,
acne vulgaris was deemed implausible. The presence of multiple
symmetrical facial angiofibromas along with seizure history strongly
confirmed the diagnosis of TSC.

At the time of presentation, the child was not having active seizure
episodes. She was given oral sodium valproate in divided doses of
10-15 mg/kg/day to control her seizures. The cutaneous lesions
were treated with topical sirolimus 0.1% ointment once daily. The
patient is receiving frequent check-ups, and treatment has been
ongoing for the past three months. She is currently under regular
neurological and nephrological follow-up for evaluation of systemic
involvement.

The TSC is an autosomal dominant neurocutaneous disorder
caused by mutations in the TSC1 or TSC2 genes, which cause
dysregulation of the mammalian Target of Rapamycin (MTOR)
pathway and the development of hamartomas in several organ
systems, including the brain, skin, and kidneys [1,2]. Cutaneous
symptoms are frequently the first and most distinguishable features,
with facial angiofibromas affecting approximately 75% of patients,
who are typically aged three to 10 years [3].

Neurological involvement, particularly epilepsy, occurs in up to

80-90% of patients and has a substantial impact on long-term
neurodevelopmental prognosis [4]. However, early detection
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is sometimes delayed because facial angiofioromas are often
misinterpreted as acne or other benign dermatological conditions
[5]. This case emphasises the value of a thorough dermatological
examination as a straightforward, non-invasive screening method for
children who are having seizures. Early diagnosis can be facilitated
by quick neuroimaging and systemic assessment when distinctive
cutaneous characteristics are identified [2,6].

Topical sirolimus, an mTOR inhibitor, has demonstrated significant
improvement in the size, erythema, and cosmetic appearance of
facial angiofibromas in patients with TSC, with good long-term
safety and tolerability [7,8]. Early identification and multidisciplinary
management are essential to prevent complications and improve
long-term outcomes [6)].

This case highlights how facial angiofibromas can function as an
early clinical indication of TSC, and how early diagnosis and effective
treatment can be greatly aided by their timely detection.

Ethical Consideration: The case report was prepared in

accordance with institutional ethical standards and the principles of
the Declaration of Helsinki.

Acknowledgement
The authors sincerely acknowledge the patient and the patient’s
guardian for their cooperation.

Diagnosis: Tuberous Sclerosis Complex (TSC)

www.jcdr.net

REFERENCES

[11 Hyman MH, Whittemore VH. National Institutes of Health consensus conference:
Tuberous sclerosis complex. Arch Neurol. 2000;57(5):662-65.

[2] Northrup H, Aronow ME, Bebin EM, Bissler J, Darling TN, J de Vries P, et al.
Updated International Tuberous Sclerosis Complex Diagnostic Criteria and
Surveillance Recommendations. Pediatr Neurol. 2021;123:50-66.

[3] Northrup H, Krueger DA; International Tuberous Sclerosis Complex Consensus
Group. Tuberous sclerosis complex diagnostic criteria update: Recommendations
of the 2012 International Tuberous Sclerosis Complex Consensus Conference.
Pediatr Neurol. 2013;49(4):243-54.

[4] Chu-Shore CJ, Major P, Camposano S, Muzykewicz D, Thiele EA. The
natural history of epilepsy in tuberous sclerosis complex. Epilepsia.
2010;51(7):1236-41.

[5] Schwartz RA, Fernandes G, Kotulska K, Joswiak S. Tuberous sclerosis complex:
Advances in diagnosis, genetics and management. J Am Acad Dermatol.
2007;57(2):189-202.

[6] Curatolo P, Moavero R, Roberto D, Graziola F. Genotype-phenotype
correlations in  tuberous sclerosis complex. Semin Pediatr Neurol.
2021;37:100875.

[7]1 Wataya-Kaneda M, Tanaka M. Recent advances in topical sirolimus therapy for
TSC-associated facial angiofibromas. J Dermatol. 2020;47(7):669-76.

[8] Balestri R, Neri |, Patrizi A, Angileri L, Ricci L. Analysis of current data on the use
of topical mTOR inhibitors in facial angiofibromas in tuberous sclerosis complex.
Dermatol Ther. 2023;36(1):e15729.

PARTICULARS OF CONTRIBUTORS:

1. Postgraduate Scholar, Department of Balroga, Mahatma Gandhi Ayurved College and Hospital, Salod, Wardha, Maharashtra, India.
2. Associate Professor, Department of Balroga, Mahatma Gandhi Ayurved College and Hospital, Salod, Wardha, Maharashtra, India.

NAME, ADDRESS, E-MAIL ID OF THE CORRESPONDING AUTHOR:

Dr. Prachi Vijay Warukar,

Postgraduate Scholar, Department of Balroga, Mahatma Gandhi Ayurvedic College
and Hospital, Salodm, Wardha, Maharashtra, India.

E-mail: prachiwarukar007@gmail.com

AUTHOR DECLARATION:
¢ Financial or Other Competing Interests: None
e Was informed consent obtained from the subjects involved in the study? Yes

e For any images presented appropriate consent has been obtained from the subjects.

PLAGIARISM CHECKING METHODS: WanHetal]
e Plagiarism X-checker: Mar 05, 2026

e Manual Googling: Jul 18, 2026

e iThenticate Software: Jul 20, 2026 (1%)

ETYMOLOGY: Author Origin

EMENDATIONS: 6

Date of Submission: Feb 12, 2026
Date of Peer Review: May 02, 2026
Date of Acceptance: Jul 22, 2026

Yes Date of Publishing: Sep 01, 2026

Journal of Clinical and Diagnostic Research. 2026 Sep, Vol-20(9): SJ01-SJ02


http://europeanscienceediting.org.uk/wp-content/uploads/2016/11/ESENov16_origart.pdf

