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What’s the diagnosis?

A 68-year-old man presented for evaluation of numerous telangiectases that developed 
on the cheeks, nose, lips, tongue, and fingers. He denied any history of gastrointestinal 
tract bleeding but admitted to numerous nosebleeds in the recent past. Family history 
indicated that his maternal grandmother died of an aneurysm, his mother died of a cere-
bral hemorrhage, 2 paternal cousins had hemochromatosis, and 2 brothers were healthy. 

Telangiectases on the Cheeks and Nose  
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Physical examination of our patient revealed 
multiple fine punctate telangiectases on the 
bilateral cheeks and the dorsum of the nose. 

Further examination revealed matlike telangiectases 
on the distal aspect of the tongue (Figure), buccal 
mucosa, palms, and fingers. Since diagnosis he has 
experienced several episodes of severe gastrointestinal 
tract bleeding. He underwent an esophagogastro-
duodenoscopy and was found to have bleeding gastric 
antral vascular ectasia that was treated with argon 
plasma coagulation. One year later he had a second 
esophagogastroduodenoscopy performed because of 
heme-positive stools and was found to have addi-
tional bleeding vascular ectasia that was treated again 
with argon plasma coagulation. 
	 Hereditary hemorrhagic telangiectasia (HHT), 
also known as Osler-Weber-Rendu syndrome, is an 
autosomal-dominant disorder that is characterized 
by mucocutaneous and visceral telangiectases, re-
current hemorrhages, and a familial occurrence.1 In 
North America, the overall incidence is approximately 
1 per 5000 to 10,000 individuals per year.2 Although 
this disorder generally has an autosomal-dominant 
transmission, approximately 20% of cases do not have 
a familial component.2
	 Clinically these patients most commonly pres-
ent with a recurrent episode of epistaxis that occurs  
within the first 2 decades of life. Shortly after the onset 
of these recurrent episodes, patients begin to develop 
punctate or splinterlike telangiectases on the lips, 
oral mucosa, upper extremities, nail beds, and trunk. 
These cutaneous telangiectases are a cosmetic prob-
lem and can sometimes cause hemorrhage, especially 
from the tongue and fingers.1 The serious complica-
tions of HHT arise from internal organ involvement. 
Gastrointestinal telangiectases and arteriovenous 
malformations (AVMs) can result in acute gastro-
intestinal hemorrhages or iron deficiency anemia 
in approximately 16% of patients. Central nervous 
system AVMs result in migraines, brain abscesses,  
paraparesis, ischemia, strokes, transient ischemic 
attacks, seizures, and both intracerebral and sub-
arachnoid hemorrhage. Pulmonary AVMs can cause 
a right-to-left shunt, leading to hypoxemia and em-
bolic events due to the bypass of the lungs, which act 
as a filtering capillary bed.3

	 Genetic linkage analysis has revealed 2 genes 
that are responsible for HHT. The first gene, ENG, 
encodes endoglin and is found on band 9q33-34.3 
The second gene, ALK1, encodes activin receptorlike 
kinase 1 and is found on band 12q11-12. Both of these 

gene products are involved with vascular remodeling. 
They are integral membrane glycoproteins mainly ex-
pressed on vascular endothelial cells and act as surface 
receptors for transforming growth factor β. Mutations 
in ALK1 are associated with a generally more benign 
course, whereas mutations in ENG more commonly 
have pulmonary AVMs.3
	 The diagnosis of HHT is established if 3 of the  
following features are present: (1) epistaxis (ie, spon-
taneous recurrent nosebleeds); (2) telangiectases in 
characteristic sites (ie, oral cavity, lips, nose, fingers); 
(3) visceral lesions, such as gastrointestinal telangiec-
tases (with or without bleeding), pulmonary AVM, he-
patic AVM, cerebral AVM, or spinal AVM; (4) family 
history (ie, a first-degree relative with HHT).3 Similar 
diseases with telangiectases should be considered in 
the differential diagnosis including CREST syndrome 
(characterized by calcinosis, Raynaud phenomenon, 
esophageal motility disorders, sclerodactyly, and  
telangiectasia), generalized essential telangiectasia, 
and ataxia telangiectasia.2

	 Patients diagnosed with HHT who have a family 
history of the disease should be evaluated for pulmo-
nary AVM through chest computed tomography and 
pulmonary angiography because they are at the highest 
risk. Magnetic resonance imaging is useful to rule out 
central nervous system involvement. Treatment of cu-
taneous telangiectases consists of electrocauterization; 
sclerotherapy; and a variety of lasers and light sources 
including the Nd:YAG laser, intense pulsed light, ar-
gon laser, or pulsed dye laser.1,2,4 An extremely useful 
resource for patients with HHT and family members is 
the HHT Foundation (http://curehht.org). 

The Diagnosis: Hereditary Hemorrhagic Telangiectasia

Matlike telangiectases on the distal aspect of the tongue.
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