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Case for diagnosis*

WHAT IS YOUR DIAGNOSIS?
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CASE REPORT
A 73-year-old woman who was hospitalized for

hematemesis had multiple, punctiform telangiectasia
lesions all over the integument since she was 40 years
old. Lesions were most prominent in the oral mucosa,
on the tongue, hands and feet (Figures 1 and 2). She also
reported recurrent episodes of nasal and intestinal
bleeding. The patient underwent hysterectomy at age
39 due to menometrorrhagia. The son and grandson
had similar skin lesions.

Complementary exams revealed 8.5 g/dL
hemoglobin, 79 fl. mean corpuscular volume (MCV),
and 35μg/L serum ferritin, which is consistent with
iron deficiency anemia. An upper endoscopy revealed
angiectases (some were 3 mm in diameter, friable) in
the fornix, gastric body and second duodenal portion
(Figure 3). CT angiography of the chest and computed
cranial tomography showed no alterations.
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DISCUSSION
The Osler-Weber-Rendu syndrome or

Hereditary Hemorrhagic Telangiectasia (HHT) is a
systemic fibrovascular dysplasia characterized by
defects in the elastic and vascular walls of blood ves-
sels, making them varicose and prone to disrup-
tions.1,2 It is an underdiagnosed entity.3

HHC has autosomal dominant inheritance, and
homozygosity is incompatible with life. There are two
subtypes: type 1 is related to a mutation in the endo-
glin gene (ENG, chromosome 9q34.1) and pulmonary
involvement; type 2 is related to a mutation in the acti-
vin receptor-like kinase 1 gene (ACVRL 1, ALK1, chro-
mosome 12q31.34), with a mild phenotype and late
onset.2,3,4 These two mutations occur in 85% of cases.
Both endoglin and ACVRL-1 are expressed in the
endothelium, and interfere with the growth-transfor-
mation factor β (TGF-β).3,4,5 Mutations have been des-
cribed in the SMAD4 gene, also related to the TGF-β,
in patients with juvenile polyposis and HHT.5,6 TGF-β
is important in the differentiation and growth of
smooth muscle cells which form the walls of blood
vessels. For this reason, its reduction is related to the
formation of fragile vessels.7

HHT is characterized by hemorrhagic phenome-
na and punctiform telangiectasia lesions predominan-
tly located on the face, lips, oral mucosa, hands and
feet, with onset usually in the third decade of life.2,3,4,7

The most common manifestation is epistaxis (80-90% of
cases) and it regularly precedes cutaneous manifesta-
tions. Pulmonary involvement occurs in 30% of
patients due to arteriovenous malformations, causing
dyspnea, fatigue, and cyanosis. Brain, liver, gastrointes-
tinal and genitourinary involvement may occur.8

The Curaçao diagnostic criteria are: (1) sponta-
neous, recurrent epistaxis; (2) multiple telangiectases;
(3) visceral lesions; (4) positive family history (three
first-degree relatives affected.

Treatment is directed to the clinical manifesta-
tions of the condition. In the treatment of epistaxis
and digestive manifestations, endoscopic or surgical
intervention may be indicated.2,3,4,8 Bevacizumab, a
monoclonal antibody that blocks the action of VEGF
(vascular endothelial growth factor), is being used in
cases of epistaxis or gastrointestinal bleeding.9 The Nd
YAG and Pulsed Dye lasers have shown to be effecti-
ve in the treatment of telangiectasias. However, relap-
ses can occur.10

It is important to warn the patient about the
possibility of bleeding and provide pre-pregnancy
counseling due to a greater risk of complications.11 The
case reported here reinforces the importance of kno-
wing this syndrome, which presents skin changes that
are often subtle but also decisive for the diagnosis of a
condition with severe systemic involvement. q

1000 Boza JC, Dorn  TV, Oliveira FB, Bakos RM

An Bras Dermatol. 2014;89(6):999-1001.

Abstract: The Osler-Weber-Rendu syndrome or Hereditary Hemorrhagic Telangiectasia (HHT) is a systemic
fibrovascular dysplasia characterized by defects in the elastic and vascular walls of blood vessels, making them
varicose and prone to disruptions. Lesions occur in different organs and can lead to hemorrhage in the lungs,
digestive tract and brain. We describe the case of a patient with cutaneous manifestations and severe impairment
of the digestive tract. It is important for the dermatologist to recognize this syndrome, since the cutaneous lesions
may play a key role in diagnosis.
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