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Alternative Names 

ADAMTS18 

 

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 

607512 

 

Mode of Inheritance 

N/A 

 

Gene Map Locus 

16q23.1 

 

Description 

 

The ADAMTS18 provides instructions for making 

a member of the ADAMTS (A Disintegrin and 

Metalloproteinase with Thrombospondin Motifs) 

protein family.  This family consists of a group of 

secreted proteases that control several cell 

functions.  In all, there are 19 secreted 

metalloproteinases within this family that share 

several distinct protein modules, including a 

propeptide region, a disintegrin-like domain, a 

metalloproteinase domain, and a thrombospondin 

type 1 (TS) motif, while they differ in the number 

of C-terminal TS motifs, and some of the proteins 

have unique C-terminal domains.   

 

There is evidence pointing towards ADAMTS18 

metalloproteinase having multiple functions.  

However, the exact function of this protein in 

various pathophysiological processes is not clear.  It 

has been shown to be a bone mass candidate, and is 

known to be associated with some inherited retinal 

dystrophies, MMCAT syndrome, and white matter 

integrity degeneration.  IN addition, it functions as 

a tumor suppressor gene, and also maintains 

hemostatic balance by inducing platelet 

fragmentation.   

 

Molecular Genetics 

 

The ADAMTS18 gene, located on 16q23.1, has 23 

coding exons spanning about 187 kb in the genomic 

DNA.  The encoded protein comprises 1221 amino 

acids with a molecular weight of 135 kDa.  

Genetically, it shares about 85% identity with the 

catalytic domain of ADAMTS16.  The 

ADAMTS18 protein contains a signal peptide, a 

pro-domain containing a pro-protein convertase 

cleavage site, a metalloproteinase domain, a 

disintegrin domain, a central TS-1 domain, a cys-

rich domain, a spacer, and a TS-1 like repeat 

domain.   

 

Epidemiology in the Arab World 

 

Saudi Arabia 

Khan et al., (2012) described a consanguineous 

Saudi family with an 8 year old girl affected with 

Knobloch syndrome.  She was found to carry a 

homozygous mutation in the ADAMTS18 gene 

(c.536C>T; p.S179L).  
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