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Abstract

Hereditary hemorrhagic telangiectasia (HHT) is a multisystem vascular disease. Its inheritance pat-
tern follows an autosomal dominant mode. Clinically, it is characterized by recurrent epistaxis,
characteristic mucocutaneous telangiectasia, and arteriovenous malformations in multiple vital or-
gans. This article reports the diagnosis and management of a 51-year-old female proband with a 3-
year history of recurrent epistaxis. Through detailed medical history inquiry, the general practi-
tioner identified a suggestive family history in her father. Physical examination showed multiple
telangiectases on the tongue tip and nasal mucosa. According to the Curacao criteria, a clinical di-
agnosis of HHT was made, and genetic sequencing confirmed an ENG gene mutation (HHT type 1).
The same mutation was also detected in her daughter. During hospitalization, systematic screening
including nasal endoscopy, chest CT, cranial MRI, and abdominal ultrasound showed no evidence of
arteriovenous malformations in the lungs, brain, liver, or other critical organs. The general practi-
tioner formulated an individualized long-term management strategy including health education,
symptomatic treatment, and regular follow-up. This case highlights the importance of clinical vigi-
lance for rare hereditary diseases such as HHT in patients with recurrent epistaxis. As health gate-
keepers, general practitioners play an irreplaceable role in early identification, appropriate refer-
ral, integration of examination results, and lifelong follow-up. Establishing a regional management
network led by general practitioners is crucial to improve prognosis and quality of life in these pa-
tients.
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Figure 1. Sanger sequencing validation result of the proband (the pa-
tient in this case)
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Figure 2. Sanger sequencing validation result of the proband’s daughter
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Figure 3. The genetic test report of the proband indicates a heterozygous mutation of ¢.760C>T
(p-GIn254*) in the ENG gene
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