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Activin A Receptor, Type II-Like 1 
 
 
Alternative Names 
ACVRL1 
Activin A Receptor, Type II-Like Kinase 1 
ACVRLK1 
Activin Receptor-Like Kinase 1 
ALK1 
 
Record Category 
Gene locus 
 
WHO-ICD 
N.B.:Classification not applicable to gene loci. 
 
Incidence per 100,000 Live Births 
N/A to gene loci 
 
OMIM Number 
601284 
 
Mode of Inheritance 
N/A 
 
Gene Map Locus 
12q13.13  
 
Description 
The ACVRL1 gene provides instructions for 
making a specific kind of protein that is found in 
the lining of developing blood vessels.  This protein 
interacts with growth factors that control the 
development of blood vessels.  Mutations in this 
gene produce a deficient or defective protein which 
cannot perform its function in the tissue lining the 
blood vessels. 
 
Mutations in the ACVRL1 gene cause Hemorrhagic 
Telangiectasia Type 2, a condition characterized by 
the presence of blood vessel abnormalities.   
 
Molecular Genetics 
The ACVRL1 gene is located on the long arm of 
chromosome 12, where it spans a length of over 16 
Kb.  The gene consists of ten exons, nine of which 
are coding.  The ALK1 protein is a serine-threonine 
kinase that acts as a type I cell-surface receptor for 
the TGF-beta superfamily of ligands.  The protein 

is constituted of 503 amino acid residues and has a 
molecular size of close to 56 kDa.  It consists of a 
transmembrane domain, as well as a GS domain 
rich in glycine and serine along with the protein 
kinase domain.   
 
Several mutations in this gene leading to HHT2 
have been described in the literature.  Most of these 
are missense mutations.  A particular variant (IVS3-
35 A>G) has also been shown to be associated with 
the development arteriovenous malformations in 
the brain.   
 
Epidemiology in the Arab World 
 
Saudi Arabia 
 
El-Harith et al., (2006) described a multi-generation 
Saudi family in whom several individuals are 
affected with hereditary HHT type 2.  
Consanguinity was frequently present.  Molecular 
testing identified 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 were 
still at a young age (3, 4 and 11 years) and HHT 
could manifest later in adulthood.  
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Related CTGA Records 
Telangiectasia, Hereditary Hemorrhagic, Type 2 
 
External Links 
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http://www.genecards.org/cgi-
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