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Telangiectasia, Hereditary Hemorrhagic, Type 2 

 
Alternative Names 
HHT2 
Pulmonary Arterial Hypertension, Hereditary 
Hemorrhagic Telangiectasia-Related 
 
Record Category 
Disease phenotype 
 
WHO-ICD 
Diseases of the circulatory system > Diseases of 
arteries, arterioles and capillaries 
 
Incidence per 100,000 Live Births 
11-50 
 
OMIM Number 
600376 
 
Mode of Inheritance 
Autosomal dominant 
 
Gene Map Locus 
12q13.13 
 
Description 
Hereditary hemorrhagic telangiectasia (HHT) is an 
autosomal dominant disorder of angiogenesis which 
causes arteriovenous dilatations.  Affected patients 
have chronic epistaxis, telangiectasia, and 
hemorrhages in the brain, liver, lungs, or other 
organs.  There are several types of HHTs that can 
be distinguished by the underlying genetic cause.  
In HHT type 2, there is a high risk of liver 
involvement.   
 
The estimated prevalence varies from 1/5,000 to 
1/8,000.  Penetrance is almost complete after the 
age of 50.  Diagnosis of the condition can be made 
clinically and molecularly.  Management consists 
of anemia management, liver transplantation, as 
well as prevention and treatment of epistaxis. 
 
Molecular Genetics 
HHT type 2 is a genetic disorder caused by a 
mutation in the ACVRL1 gene that is involved in 

the signaling pathway of the beta transforming 
growth factor (TGF).  ACVRL1 is known to play a 
major role in the development of blood vessels.   
 
Epidemiology in the Arab World 
Saudi Arabia 
El-Harith et al., (2006) described a multi-generation 
Saudi family in which several individuals were 
affected with HHT Type 2.  Consanguinity was 
frequently present.  In total, 95 individuals provided 
their consent to participate in the study, of which 51 
individuals met the criteria for probable or definite 
diagnosis of HHT.  Molecular testing identified a 
heterozygous (p.Q490X) mutation in the ACVRL1 
gene.  El-Harith et al., (2006) indicated that they 
found the mutation in three healthy individuals in 
addition to the affected ones. This could be 
explained by the fact that they are still at a young 
age (3, 4 and 11 years) and HHT could manifest in 
adulthood.  The authors also found that 11 
individuals lacked the mutation despite having 
epistaxis.  Re-evaluation of the 11 cases revealed 
that nine of them did not have HHT.  Therefore, the 
authors concluded that the frequent observation of 
epistaxis in non-Q490X carriers seemed to be a 
phenocopy rather than a symptom of HHT.   
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External Links 
https://ghr.nlm.nih.gov/condition/hereditary-
hemorrhagic-telangiectasia# 
http://www.orpha.net/consor/cgi-
bin/OC_Exp.php?Expert=774 
 
Contributors 
Ameera Balobaid: 22.7.2016 

 

https://ghr.nlm.nih.gov/condition/hereditary-hemorrhagic-telangiectasia
https://ghr.nlm.nih.gov/condition/hereditary-hemorrhagic-telangiectasia

