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\ Abstract

In clinical practice, small bowel bleeding is primarily attributed to
angiodysplasia associated with chronic kidney disease. Hereditary
Hemorrhagic Telangiectasia (HHT) represents a relatively rare condi-
tion, which poses diagnostic challenges. Herein, we present the case
of a 49-year-old male with chronic gastrointestinal bleeding. The diag-

- nosis was established based on the patient’s medical history, imaging
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Introduction

Hereditary Hemorrhagic Telangiectasia (HHT), also known as
Osler-Weber-Rendu syndrome, is an autosomal dominant ge-
netic disorder characterized by the development of abnormal
blood vessels, leading to Arteriovenous Malformations (AVMs)
and telangiectasias. These vascular anomalies can occur in
various organs, including the skin, mucous membranes, lungs,
brain, and gastrointestinal tract, leading to a range of symptoms
such as spontaneous bleeding, anemia, and organ dysfunction.

Case presentation

A 49-year-old male presented with intermittent melena over
three months. Clinical examination revealed pallor, digit hemor-
rhagic macules, and a history of epistaxis, gout, and controlled
hypertension. The patient reported no medications for bleed-
ing diathesis, had a 30-year history of smoking, and consumed
alcohol moderately. There was no significant family history.
Biochemistry results indicated microcytic anemia with iron defi-
ciency but no tendency for bleeding. Esophagogastroduodenos-
copy and colonoscopy findings were unremarkable. However,

findings, and genetic testing.
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Tc-99m RBC scintigraphy demonstrated radioactivity extrava-
sation moving to the central abdomen. Subsequently, capsule
endoscopy revealed angiodysplasia with recent bleeding in the
proximal jejunum (Figure 1A). Suspecting hereditary hemor-
rhagic telangiectasia, flexible nasal endoscopy and contrast-en-
hanced MRI of the brain and abdomen were performed, reveal-
ing dilation of nasal capillaries and angiodysplasia (Figure 1B) as
well as hepatic arteriovenous malformations (Figure 2). Genetic
testing identified a missense variant in the ACVRL1 gene. The
patient was started on thalidomide therapy (100 mg daily), with
continuous monitoring.

Discussion

Hereditary Hemorrhagic Telangiectasia (HHT), also known
as Osler-Web-Rendu syndrome, is an autosomal dominant dis-
order characterized by abnormal blood vessel formation. This
leads to large visceral Arteriovenous Malformations (AVMs) in
the brain, lungs, and liver, and smaller telangiectasias at charac-
teristic mucocutaneous sites (lips, nose, and fingers) as well as
in the gastrointestinal tract. The prevalence of HHT is similar in
Japan, Europe, and the U.S., approximately 1:8,000. The clinical
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Figure 1: (A) Capsule endoscopy showing proximal jejunal angiodysplasia (white arrow). (B)
Flexible nasal endoscopy showing dilatation of nasal capillary and angiodysplasia (Black arrow).

\\hepatic veins in early arterial phase (White arrow).

Figure 2: (A) Coronary view of contrast enhanced MRI of abdomen with T1 weighted image
showing markedly dilated celiac trunk and common hepatic artery with early opacification of
portal vein branches in early arterial phase (Black arrow). (B) Coronary view of contrast en-
hanced MRI of abdomen with T1 weighted image showing opacification of the the dilated
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diagnostic criteria, known as the Curagao criteria, established in
2000, are strongly predictive of genetic confirmation [1]. Most
pathogenic mutations associated with HHT are null alleles in
the ENG, ACVRL1, and SMAD4 genes, which encode proteins
expressed in endothelial cells involved in the BMP/TGF-B path-
ways [2]. Emerging evidence has also highlighted the involve-
ment of BMP9 (GDF2) and BMP10 [3].

The Second International Guidelines for Hereditary Hemor-
rhagic Telangiectasia (HHT) [4] underscore a comprehensive
approach for managing various manifestations associated with
this condition. For adults with confirmed or potential HHT,
MRI screenings are recommended for detecting brain Vascular
Malformations (VMs), utilizing both contrast and non-contrast
protocols to maximize sensitivity. In cases of acute brain VM
hemorrhage, immediate treatment at a neurovascular special-
ist center is essential. Additionally, all adults with brain VMs,
barring emergency bleeding situations, should seek evaluation
and personalized management at neurovascular expertise cen-
ters. Pregnant women with HHT and asymptomatic brain VMs
are advised to delay VM treatment until postpartum, following
standard obstetrical practices for delivery.

When it comes to liver VMs in HHT patients, especially
those exhibiting symptoms of complications like heart failure
or pulmonary hypertension, diagnostic assessments including
Doppler ultrasound, contrast-enhanced CT, or MRI are crucial.
Intensive management is reserved for those with symptomatic

and complicated liver VMs, recommending co-management
with specialized HHT centers for cases involving high-output
cardiac failure and pulmonary hypertension. For patients with
symptomatic high-output cardiac failure from liver VMs not
responding to initial treatments, intravenous bevacizumab is
considered. Liver transplantation may be indicated for severe
complications. However, liver biopsy and hepatic artery embo-
lization are discouraged due to their risks and temporary ben-
efits.

For pulmonary AVMs, the initial diagnosis involves transtho-
racic contrast echocardiography. Treatment primarily involves
transcatheter embolotherapy. Patients are advised to follow
long-term precautions including antibiotic prophylaxis for bac-
teremia risk procedures, careful intravenous line management
to avoid air embolism, and avoiding SCUBA diving. Regular
follow-up is imperative to monitor for the progression of un-
treated AVMs and the potential reperfusion of treated AVMs.

Addressing HHT-related epistaxis begins with moisturiz-
ing topical therapies for the nasal mucosa. If ineffective, oral
tranexamic acid is the next recommendation. For non-respon-
sive cases, options include ablative therapies such as laser
treatment and electrosurgery, or more advanced treatments
like systemic antiangiogenic agents. Dermaplasty and nasal clo-
sure are considered for unresponsive severe epistaxis. Preven-
tative measures and referral to otorhinolaryngologists with HHT
expertise are advised for comprehensive care.

www.jcimcr.org

Page 2



Lastly, for suspected HHT-related bleeding, esophagogastro-
duodenoscopy serves as the primary diagnostic tool, with colo-
noscopy recommended for those at risk for colorectal cancer
or suspected of having SMAD4-HHT. Capsule endoscopy may
be utilized when initial screenings are inconclusive. The sever-
ity of HHT-related gastrointestinal bleeding is categorized based
on the patient’s response to iron supplementation, guiding the
treatment strategy from oral antifibrinolytics to intravenous be-
vacizumab for severe cases. These guidelines emphasize a me-
thodical and specialized approach to managing HHT, aiming to
improve outcomes and quality of life for affected individuals.

Conclusion

The diagnosis of Hereditary Hemorrhagic Telangiectasia
(HHT) should be considered in cases of recurrent small intes-
tinal or nasal bleeding. Unfortunately, this condition is often
overlooked in clinical practice due to its relative rarity. We re-
port this case with the aim of increasing awareness and vigi-
lance among clinicians regarding HHT.
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