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Anamnese

* Identificacdo: 26 anos, sexo masculino,

* Queixa Principal: “ Lesdo na parte genital ” ha 7 meses.

 HDA: Paciente relata surgimento de lesdes pedunculadas na bolsa escrotal, com 7 meses de
evolucao, causando desconforto devido a drenagem de exsudato seroso e fétido.



Exame Fisico
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Histopatologia
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£ Clinica )
Histéria , Descriclio Dermatoldgica ¢ HipSteses Diagnésticas:
Paciente com diagnéstico clinico de Esclerose

Tuberosa desde os 6 anos, referindo lesdo em
Cor: Oumnco O"-rdo ONem bolsa escrotal com exsudato fétido.

4 ‘ Médico : Ao exame: angiofibromas em face, placa de
Data: |14 07 21 Assistente: [Dra' Anelise ] shagreen em dorso, bolsa escrotal com
Endercgo: maltiplos fibromas, sendo um deles de maior

tamanho, pedunculado com superficie erosada.

Hd: Fibroma Esclerose tuberosa.
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Compativel com Angiofibroma.




Anamnese

Esclerose Tuberosa

* Diagnostico Clinico de Esclerose Tuberosa: desde 6 anos de idade.
* Diagnostico de Epilepsia: desde 3 anos de idade.
* Possivel Historia Familial (pai)



Esclerose Tuberosa

* Doenca de Bourneville, Pringle-Bourneville, Epiloia, CET (complexo esclerose tuberosa).
* Sindrome neurocutanea complexa, multissistémica: SNC, olhos, pele, rins, coracao.
* Triade classica: epilepsia, retardo mental e angiofibromas.

e Padrao de heranca autossomica dominante. Duas alteracoes génicas independentes.
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Diagnostico

CRITERIOS MAIORES CRITERIOS MENORES CASO DEEINITIVO:

ANGIOFIBROMAS FACIAIS > 3 FIBROMAS GENGIVAIS > 2 e 2 Maiores ou
FIBROMA UNGUEAL >2 DEPRESSOES NO ESMALTE * 1 Maior + 2 menores ou
DENTARIO e Mutacao TSC1ou 2
MACULAS HIPOCROMICAS >3 /> 5 mm LESAO DE PELE “CONFETE”
PLACA DE SHAGREEN HALO ACROMICO RETINA ,
] CASO PROVAVEL:
HAMARTOMAS RETINIANOS MULTIPLOS CISTOS RENAIS « 1 Maior + 1 menor.
TUBERES CORTICAIS HAMARTOMAS NAO RENAIS.
NODULOS SUBEPENDIMARIOS POLIPOS RETAIS
ASTROCITOMAS CISTOS OSSEQS
RABDOMIOMA CARDIACO CASO POSSIVEL:

* 1 Maior ou
* >2 menores.

LINFANGIOMAMIOMATOSE PULMONAR
ANGIOLIPOMA RENAL > 2

AZULAY, L.; HANAUER, L; AZULAY, D. R; LEAL, F, 2020
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Exame Fisico

Angiofibromas faciais Placa fibrética cefalica

Arquivo IDPRDA
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Placa Shagreen
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Fibromas Periungueais

Tumor de Koenen
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Mancha hipocromica (em folha)
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Angiofibroma genital
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J Dermatal. 1999 Feb;26(2):111-4. doi: 10.1111/j.1346-8138.1999.tb03520.x.

PMID: 10091481

Cutaneous lesions are an important feature of tuberous sclerosis (T5). Facial angiofibromas usually
begin to appear at the end of the first decade of life and are considered to occur in about 88% of adults

with TS. ..Although we don't know the incidence of ..

Tuberous Sclerosis with Severe Cutaneous Manifestation and Multiples Facial
Angiofibromas.

Garcia NG, de Carli ML, Oliveira DT, Soares CT, Ribeiro Junior NV, Sperandio FF, Hanemann JA.

Head Neck Pathol. 2016 Dec;10(4):542-546. doi: 10.1007/512105-016-0723-8. Epub 2016 May 2.
PMID: 27140177 Free PMC article.

Tuberous sclerosis is an extremely variable disease that can affect virtually any organ in the body.

..Considering that tuberous sclerosis is a disease with a highly variable clinical presentation, thus
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Angiofibroma genital

The Journal of Dermatology
Vol. 26: 111-114, 1999

Genital Angiofibromas in Tuberous Sclerosis:
Two Cases

Marcello Menta Simonsen Nico, [.uci Mari Ito and Neusa Yuriko Sakai Valente

Abstract

Cutaneous lesions are an important feature of tuberous sclerosis (TS). Facial angiofi-
bromas usually begin to appear at the end of the first decade of life and are considered to
occur in about 88% of adults with TS. They are only rarely reported on sites other than the
face or front. In this paper, we report two patients with the complete syndrome of TS that
had, in addition to classic facial lesions, multiple papules on the genital area. Histopathol-
ogy confirmed the diagnosis of angiofibroma. One patient’s lesions were misdiagnosed as
genital warts and were so being treated before the correct diagnosis was made. Although
we don’t know the incidence of genital angiofibromas in TS patients, we believe that they
might be underreported, because dermatologists generally don’t look for them when they
see these patients.

Key words:  tuberous sclerosis; angiofibromas; genital lesions

Fig. 2. Case 1. Angiofibromas on scrotum and
shaft of penis.
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Fig. 3. Case 2. Multiples angiofibromas on

scrotal skin.
(NICO, M. M. S, et al, 1999)



Angiofibroma genital

Tuberous sclerosis presenting
with late onset seizures and
scrotal angiofiboromas

Sir,

Tuberous sclerosis, also known as Bourneville's disease,
is an autosomal dominant genetic disorder classically
characterized by the triad of mental retardation,
seizures and facial angiofibromas. Neurological
presentation of tuberous sclerosis occurs typically in
children with seizures and intellectual impairment.
However, approximately 50% of patients who fulfill
the diagnostic criteria have normal intellect and 15%
remain free from seizures. Genetic studies have shown
that two-thirds of cases do not have affected parents,
and in such cases the disease results from a new

Letters to the Editor

day prior to presentation. There was no preceding
history of fever, cough, diarrhea or fall. He gave no
history of seizures in the past. He was referred to the
dermatology department for skin lesions on the face,
which were present since childhood. There was no
history of similar skin findings or associated symptoms
in siblings or parents. On examination, he was found to
have facial angiofibromas [Figure 1a and b], forehead
plaques [Figure 1c], hypopigmented plaques over
lower back and gluteal region suggestive of shagreen
patch [Figure 1d]. He also had coarse pits on the teeth,
longitudinal grooves over toe nails of both feet and a
few periungual fibromas [Figure 2a]. He also had an
incidental finding of nevus sebaceous [Figure 2b] on
the right side of scalp present since childhood. Genital
examination revealed skin colored to erythematous,
asymptomatic, sessile and pedunculated lesions over
scrotum, which was present since childhood [Figure 3].

~ 1 .2 ' ' . '

Figure 3: Acrochordon like scrotal angiofibromas

(RAY, R.; et al, 2015)




Manifestacoes extra-cutaneas

Neuroldgicas: Pulmonares:

e Convulsoes (90-95%) * Linfangiomiomatose

e Disfun¢ao comportamental e cognitiva e Cistos na pleura e pulmoes
* Fibrose intersticial

Orais:

e Pitting dental Cardiovasculares:

* Fibromas gengivais  Rabdomioma

Renais: Oculares:

 Angiolipoma * Hamartomas retinianos

* Cistos renais * Astrocitoma de retina

Enddcrinas: Gastrointestinais:

* Desenvolvimento sexual precoce e Pdlipos hamartomatosos

Ossea:

* Cistos 6sseos



Acompanhamento

= Multidisciplinar.

= Exames complementares: RNM, EEG, Teste Genético, ECO, ECG, USG vias urinarias, TC de
torax, Prova de Funcao Pulmonar.

Fonte:
https://studylibpt.com/doc/1680495/
esclerose-tuberosa



Tratamento das lesoes cutaneas

Sintomatico:

* Eletrocoagulacao, shaving, crioterapia, dermabrasao e laser.

* Sirolimo tépico (0.03 - 1%) gel, creme ou pomada manipulado 1x/dia.

* Inibidores da via mTOR orais e venosos: Sirolimo, Everolimo e Tensirolimo
(usado se astrocitoma de células gigantes subependimais, angiolipomas renais
ou linfangioleiomiomatose).

» Efeitos colaterais: dislipidemia, hipertrigliceridemia, infeccdes recorrentes

e linfopenia transitoria.



Motivos da Apresentacao

 Demonstrar um caso raro de angiofibromas na regiao genital associado a CET.

e Apresentar casos com quadros clinicos ricos e exuberantes em manifestacoes
cutaneas da Esclerose Tuberosa.
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