1216

Case report
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Osler-Weber—-Rendu disease: report
of 3 cases in a family

S. Shamsadini,’ M.H. Abbasi,? M. Varesvazirian® and A. Shamsadini*

Introduction

Osler—Weber—-Rendu disease, also referred
to as hereditary haemorrhagic telangiectasia,
is a genetic disease, an autosomal dominant
disorder characterized by telangiectasias
and aneurysms with primary involvement of
the mucosa. The reported prevalence of this
disease is 1-2 cases per 100 000 population
[/]. The disease most commonly occurs in
white patients, but has also been described
in patients of Asian, African and Arab de-
scent, and occurs with equal frequency and
severity in both sexes. The syndrome most
often presents by the third decade of life, but
may be clinically silent [/,2].

History of epistaxis is noted in 50%-90%
of affected patients. Telangiectasias are most
commonly seen on nail beds, palms, lips,
tongue, ears, face and chest skin. Similar
findings on other skin and mucosal surfaces
may be seen in this syndrome [3-5].

We describe 3 males from a single
family affected with Osler—Weber—Rendu
disease. The proband case had been ad-
mitted to a general hospital with primary
presentation of severe chronic anaemia
and with a history of blood transfusion and
diagnosis of peptic ulcer. Diagnosis of this
syndrome was considered when the patient
was referred for dermatologic consultation
because there were some telangiectatic
vasculae on his earlobe.

Case reports

Case 1

A 63-year-old Iranian man who complained
of fatigue, pale appearance, weakness and
asthenia was the proband case. He had been
hospitalized in the internal medicine ward of
Afzalipoor Hospital in Kerman for further
evaluation and to determine the cause of the
anaemia. In his past history he mentioned
many episodes of epistaxis. He had a history
of 7 blood transfusions, all of them because
of severe anaemia. All attacks of fatigue had
appeared after episodes of haematemesis
or strong melaena. Comprehensive clini-
cal observation and physical examination
of the patient were performed as well as
dermatological consultation. Many mat-like
telangiectasias were found. Erythematous
patches were apparent on the nose tip and
also on the nose wing surface. Similar erup-
tions were seen on lip vermilions and tongue
tip, all of which suggested a diagnosis of
Osler—Weber—Rendu disease. Endoscopic
examination and rectosigmoidoscopy were
performed, and showed many telangiectatic
malformations that were distributed on the
mucosal surface.

Typical telangiectasis on both lips and
on the tongue tip, along with gastrointes-
tinal telangiectasia are all supportive of a
diagnosis of Osler—Weber—Rendu disease.
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The patient had no history of any other
disorders such as heart or renal failure or
pulmonary disease. Laboratory examina-
tion showed severe anaemia (haemoglobin
=7 g/dL) with slight abnormalities in liver
function tests. No serologic evidence was
found of viral hepatitis B or C.

Case 2

This patient was a 61-year-old man, the
brother of the patient in Case 1, who had a
similar history, i.e. paleness of face, faintness
and gastrointestinal bleeding. On physical
examination he had many telangiectatic le-
sions on the nasal alae, lower lip, tongue, ears
and in both conjunctivas. He had had 2 epi-
sodes of severe anaemia in the past and had
to have blood transfusions due to a decrease
in serum haemoglobin level to 9 g/dL.

Case 3

This was a 28-year-old male, the first son
of the patient in Case 2, with a similar his-
tory, faintness, gastrointestinal bleeding and
feebleness. On physical examination we
found he had a few telangiectasias on his
lip and nasal mucosae. He also complained
of recurrent epistaxis and had a history (1
episode) of decrease in serum haemoglobin
level (10.5 mg/dL), and had been given a
blood transfusion.

Discussion

Osler—Rendu—Weber disease has multi-
ple manifestations. Severe anaemia due
to chronic gastrointestinal bleeding in our
3 cases, who were male Caucasian race,
was the first presentation of this syndrome.
All had a history of hospital admission for
gastrointestinal bleeding due to subclinical
peptic ulcer and had been given blood trans-
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fusions. Diagnosis was finally determined
through dermatological consultation.

The clinical manifestations of this con-
dition are caused by the development of ab-
normal vasculature, including telangiectases
[Z,2]. Clinically, nasal telangiectasia is more
likely to bleed than cutaneous telangiectasia.
This may be because of stronger tissue sup-
porting telangiectases in the skin compared
with the relatively weak tissue in mucous
membranes [ 2—4]. The cause may be loss of
the muscular layer and greater disturbance
of the elastic lamina of vessel walls in this
area, and this may give rise to aneurysms in
multiple organ systems [J,6].

Most commonly, telangiectases involve
the mucous membranes, the skin, the con-
junctiva, the retina and the gastrointestinal
tract. Arterial venous malformations may
found in the lungs, brain and liver [3,4].
Patients are at risk of haemorrhage from
multiple sites (especially the nasal mucosa),
pulmonary haemorrhage, high-output car-
diac failure, ischaemic stroke, migraine and
paradoxical emboli, but fewer than 10% of
patients die of complications of the disease
[3,4]. Recurrent epistaxis is observed in up
to 90% of patients; in half of these, epistaxis
becomes more diffuse and serious with
age, and blood transfusions are required in
10%-30% of cases.

None of our patients had complained
of pulmonary haemorrhage in the past.
Although patients with pulmonary vas-
cular malformation and telangiectasis of
the gastrointestinal tract are at risk of life-
threatening internal haemorrhage, pulmo-
nary vascular malformations are present in
only 15%-20% of patients, and in half of
these are usually asymptomatic [5—7], as in
the cases reported here.

Yoov o sl Ghe G Al bl dea)) Radane (ow ) B i) Aol Al



La Revue de Santé de la Méditerranée orientale, Vol. 13, N°5, 2007

References

Peery WH. Clinical spectrum of heredi- 5. Buscarini E et al. Hepatic vascular mal-
tary hemorrhagic telangiectasis (Osler— formations in hereditary hemorrhagic
Weber—Rendu disease). American jour- telangiectasia: imaging findings. Ameri-
nal of medicine, 1987, 82(5):989-97. can journal of roentgenology, 1994,
Reilly PJ, Nostrant TT. Clinical mani- 163(5):1105-10.
festations of hereditary hemorrhagic 6. Braverman IM, Keh A, Jacobson BS.
telangiectasis. American journal of gastro- Ultrastructure and three-dimensional
enterology, 1984, 79(5):363—7. organization of the telangiectasias of
Bhalala US, Parekh PR. Rendu Osler hereditary h.emorr.hag!c telangiectasia.

. . ) Journal of investigative dermatology,
Weber syndrome with bilateral, multiple .

. : 1990, 95(4):422-7.

and diffuse pulmonary arterio-venous
malformations. Indian journal of pediat- 7. Plauchu H etal. Age-related clinical profile

rics, 2004, 71(12):e68—-70.

Faughnan ME et al. Diffuse pulmonary ar-
teriovenous malformations characteristics
and prognosis, Chest, 2000, 117(1):31-8.

of hereditary hemorrhagic telangiectasia
in an epidemiologically recruited popula-
tion. American journal of medical genet-
ics, 1989, 32(3):291-7.

-

World Health Statistics 2007

This annual edition presents the most recent statistics of over 50
health indicators for WHO's 193 Member States. It includes an ex-
panded set of core statistics and a section with 10 highlights in global
health statistics for the past year.

This book has been collated from publications and databases of WHO's
technical programmes and regional offices. The core set of indicators
was selected on the basis of relevance for global health, availability
and quality of data, and accuracy and comparability of estimates. The
statistics for the indicators are based on an interactive process of data
collection, compilation, quality assessment, and estimation between
WHO technical programmes and its Member States. In this process,
WHO strives to maximize accessibility, accuracy, comparability, and
transparency of country health statistics.

Further information about this and other WHO publications is available
at: http://www.who.int/publications/en/
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