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Abstract

Hereditary hemorrhagic telangiectasia (HHT) is a very rare autosomal dominant multisystemic

disease. Patients with this disease usually present with punctate mucocutaneous telangiectasias

and arteriovenous malformations. The diagnostic criteria currently in use are the Curaçao cri-

teria. HHT is considered a clinical diagnosis; thus, no imaging or preclinical laboratory is

mandatory, and diagnosis and management are performed according to the experience of the

treating team. We herein describe a 58-year-old man with no significant medical history who

presented with a 15-day history of intermittent hematochezia. He was admitted to the hospital

and underwent a series of laboratory tests, including colonoscopy, which showed normal results.

Therefore, the patient was discharged with a diagnosis of gastrointestinal bleeding. During his

second visit to the emergency room, the doctors requested video capsule endoscopy because of

the patient’s history, and a diagnosis of HHTwas made. The entire approach and treatment were

completed with antegrade double-balloon enteroscopy. This case highlights the importance of

endoscopic methods for timely diagnosis and proper management.
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Introduction

Hereditary hemorrhagic telangiectasia
(HHT), also known as Osler–Weber–
Rendu syndrome, is a rare autosomal dom-
inant multisystemic vascular disease. The
estimated worldwide prevalence ranges
from 1/5000 to 1/8000; however, the preva-
lence is higher in some regions, such as the
Jura region in France, the island of Funen
in Denmark, and the Netherlands Antilles
of the Caribbean.1

Patients with HHT have elevated levels
of vascular endothelial growth factor and
transforming growth factor beta, which
affect angiogenesis. Characteristic vascular
lesions are punctate mucocutaneous telan-
giectasias and arteriovenous malformations
that affect organs such as the lungs, liver,
and brain. Telangiectasias close to the sur-
face of the membranes can often bleed with
mild trauma; thus, spontaneous nosebleed
(epistaxis) is the cardinal symptom. In addi-
tion, gastrointestinal bleeding can occur,
affecting approximately 25% of patients,
most of whom are in their 50s. The diag-
nostic criteria currently in use are the
Curaçao criteria, which are composed of
four clinical elements: epistaxis, telangiecta-
sia, visceral lesions, and a family history of
HHT in a first-degree relative. Beyond these
clinical criteria, there are no mandatory
imaging or laboratory tests; therefore, doc-
tors do not have a gold standard or diag-
nostic algorithm.2

Moreover, despite the medical commun-
ity’s clear knowledge of the symptoms and
genes associated with HHT, a definitive
cure is lacking; only palliative measures
and pharmacological trials are available.
The goals of treatment are control of symp-
toms and prevention of bleeding complica-
tions. We herein present a clinical case of
HHT to show the importance of a timely
diagnosis. This is crucial because HHT is
a rare condition with a low prevalence
in countries such as Colombia, where

many doctors do not initially suspect it.

Furthermore, we emphasize the importance

of enteroscopy in the exploration of small

bowel disease even when the disease is rare.

Finally, we discuss the different types

of therapeutic approaches for patients

with HHT.3

Case report

This case is reported in accordance with the

CARE checklist.4 A 58-year-old man with

no significant pathological history pre-

sented with a 15-day history of intermittent

hematochezia associated with asthenia,

adynamia, palpitations, and dizziness with

positional change. In addition, deteriora-

tion of New York Heart Association func-

tional class III/IV heart failure was

detected. He had a family history of two

brothers with Osler–Weber–Rendu syn-

drome, diagnosed after 50 years of age,

and a brother with cavernous sinus venous

thrombosis with a positive prothrombin

gene mutation.
Physical examination showed a hemody-

namically stable patient, mucocutaneous

paleness with conjunctival hypochromia,

wet oral mucosa with evidence of

telangiectatic-type lesions on the tongue,

no thoracic or abdominal abnormalities,

and normal findings of a digital rectal

examination without bleeding or dilation.

A hemogram revealed a leukocyte

count of 5� 103/mL, neutrophil count

of 2.5� 103/mL, lymphocyte count of

1.9� 103/mL, monocyte count of 0.5� 103/

mL, hemoglobin concentration of 11.3 g/dL,

hematocrit of 36.6%, mean corpuscular

volume of 88.3 fL, mean corpuscular hemo-

globin concentration of 31 g/dL, red blood

cell distribution width of 12.9%, and plate-

let count of 185� 103/mL. The patient was

hospitalized with a diagnosis of lower diges-

tive tract bleeding and hypochromic micro-

cytic anemia. Colonoscopy and endoscopy
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findings were normal, and the patient was

discharged.
Because of persistent symptoms with

rectal bleeding episodes, he was readmitted

to the hospital and scheduled for capsule

endoscopy (Figure 1). The video capsule

showed findings of angiodysplasia lesions

in the proximal midgut. We therefore decid-

ed to perform antegrade double-balloon

enteroscopy, during which angiectasis was

found in the distal duodenum (Figure 2).

The areas of angiectasis were sclerosed

with argon plasma (Figure 3(a) and (b))

without complications and with excellent

results, after which the patient was dis-
charged without evidence of new bleeding
or anemia. Outpatient follow-up with the
internal medicine and gastroenterology
departments was performed with clear rec-
ommendations and education regarding
warning signs. At the time of this writing,
the patient was in good health condition
without new bleeding episodes or the need
for new interventions.

Discussion

Identification of HHT is challenging
because of its rarity, variations in clinical
manifestations, difficulties in achieving a
diagnosis through imaging examinations
or genetic tests, and low clinical suspicion
among physicians. A timely diagnosis is
essential because the morbidity and mortal-
ity of affected patients increase proportion-
ally with age.4 In the present case, the
diagnosis was made on the second emergen-
cy visit through capsule video endoscopy
and antegrade double-balloon enteroscopy,
which are essential to visualize and treat
lesions.1 Capsule endoscopy has been
shown to have a better diagnostic capacity
for arteriovenous malformations in patients
with HHT; therefore, this technique should
be used in the study of bleeding of unknown
origin because it is a minimally invasive
procedure. Therapeutic enteroscopy can
then be used to manage the injuries.

Pharmacological therapies are used
alone or in combination with endoscopic
therapy. Given the variability of clinical
manifestations, there is no standard treat-
ment; the premise of personalized medicine
must be followed with reliance on the
experience of the referring physician.2

Therapeutic options include estrogen–
progestins, danazol, tamoxifen, thalido-
mide, lenalidomide, interferon 2 beta,
sirolimus, octreotide, aminocaproic or tra-
nexamic acid, and bevacizumab. Octreotide
is considered a therapy with the fewest

Figure 1. Endoscopic video capsule images
showing angiodysplasia lesions.

Figure 2. Antegrade double-balloon enteroscopy
findings of angiodysplastic lesions in the proximal
middle intestine.
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adverse effects that can be used as a rescue

drug in patients with active bleeding.5,6 The

choice of any of the above therapies

depends on each patient, their possible

related adverse effects, and the consider-

ation that little experimental evidence is

available.7

Although our patient developed no com-

plications or new bleeding episodes, it is

important to continue investigating this

disease. Studies of gastrointestinal manage-

ment are scarce, and although the diagnosis

was made promptly in our case, HHT is still

seldom suspected because of its low preva-

lence.8 Therefore, further studies are

required to determine the most appropriate

therapy according to the manifestations.

The present case shows that inclusion of

endoscopic images can be helpful as a diag-

nostic and therapeutic approach.

Consent to publish
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included the patient’s authorization to
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patient and the responsible doctor.
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