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Hereditary hemorrhagic telangiectasia: A rare 
genetic disorder causing recurrent anaemia
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Description

A female in her 40s presented with a history of gradually 
progressive easy fatigability for 12 years. On the subsequent 
inquest, the patient revealed a history of occasional spontane-
ous nose bleeds from 20 years of age but she did not have a 
history of recent significant nose bleeds. Detailed family history 
revealed that her father had a history of recurrent epistaxis. 
On examination, the patient had pallor, and the lower palpe-
bral conjunctiva showed the presence of tortuous and dilated 
vessels suggestive of telangiectasia (Figure 1A). An Esophago  
Gastro Duodenoscopy (EGD) and colonoscopy also showed the 
presence of telangiectasias (Figure 1B, C, D and E). Based on the 
presence of recurrent epistaxis and mucosal telangiectasia in a 

patient with a family history of epistaxis, according to Curacao 
criteria, the patient was diagnosed with Hereditary Hemorrhag-
ic Telangiectasia (HHT). Her triple-phase computed tomography 
and angiography of the abdomen revealed abnormal communi-
cation of the portal vein and hepatic artery with volume redis-
tribution. However, there was no evidence of cirrhosis, ascites 
or portal hypertension. The patient was started on the tablet 
Thalidomide 100 mg once a day. On follow-up, her hemoglo-
bin improved, with no further episodes of bleeding from any 
site. HHT is an autosomal dominant hereditary disorder with 
incomplete penetrance. Around 80% of patients with HHT pres-
ent with recurrent epistaxis, whereas skin lesions appear late in 
the disease course [1]. Stomach and small bowel involvement 
are found in 64 to 91% of patients which can be picked up on 
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Gastrointestinal (GI) vascular lesions are one of the most common 
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the diagnosis.
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Figure 1: (A): The lower palpebral conjunctiva showing the presence of telangiectasia; (B,C,D,E): Esophagogastro-
duodenoscopy and colonoscopy images showing the presence of telangiectasias; (F): A computed tomography 
scan showing a suspected communication of the portal vein and hepaticartery with out any other evidence of 
vascular malformations.

endoscopy [2]. The liver can also be involved in HHT. Abnormal 
vascular connections in the liver are seen in 70% of the patients, 
and mostly they are asymptomatic [3]. Conservative manage-
ment options include family screening, iron replacement ther-
apy for anemia, genetic counselling, and anti-angiogenic drugs 
[4].
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