







    Skip to main content




    
        
        Thank you for visiting nature.com. You are using a browser version with limited support for CSS. To obtain
            the best experience, we recommend you use a more up to date browser (or turn off compatibility mode in
            Internet Explorer). In the meantime, to ensure continued support, we are displaying the site without styles
            and JavaScript.


    




    

    
            

            
                
                    Advertisement

                    
        
            
    
        
            
                
        

    


        
    
                

            
        

    
        
            
                
                    
                    
                    
                        
                        
                            
                                
                                
                            
                        
                    
                    

                    
                    	
                            
                                View all journals
                            
                        
	
                            
                                Search
                            
                        
	
                            
                                Log in
                            
                        


                

            

        

        
            
                
                    
                        	
                                    
                                        Explore content
                                    
                                
	
                                    
                                        About the journal
                                    
                                
	
                                        
                                            Publish with us
                                        
                                    
	
                                    
                                        Subscribe
                                    
                                


                        	
                                    
                                        Sign up for alerts
                                    
                                
	
                                    
                                            RSS feed
                                    
                                


                    

                

            

        
    


    
    
        
            
                	nature



	nature genetics

	articles

	
                                    article


    
        
        
            
            
                
                    	Article
	Published: 01 July 1995



                    Mutations in exon 17B of cartilage oligomeric matrix protein (COMP) cause pseudoachondroplasia

                    	Jacqueline T. Hecht1, 
	Laura D. Nelson1, 
	Eric Crowder1, 
	Yang Wang1, 
	Frederick F.B. Elder2, 
	Wilbur R. Harrison2, 
	Clair A. Francomano3, 
	Christa K. Prange4, 
	Gregory G. Lennon4, 
	Michelle Deere1 & 
	â€¦
	Jack Lawler5Â 

Show authors

                    

                    
                        
    Nature Genetics

                        volumeÂ 10,Â pages 325â€“329 (1995)Cite this article
                    

                    
        
            	
                        442 Accesses

                    
	
                        302 Citations

                    
	
                            6 Altmetric

                        
	
                    Metrics details

                


        

    
                    
                

                
                
    
    

    
    

                
            


        
            Abstract
Pseudoachondroplasia (PSACH) is a well characterized dwarfing condition mapping to chromosome 19p12â€“13.1. Cartilage oligomeric matrix protein (COMP), a cartilage specific protein, maps to the same location within a contig that spans the PSACH locus. Using single strand conformation polymorphism (SSCP) analysis and nucleotide sequencing we have identified COMP mutations in eight familial and isolated PSACH cases. All mutations involve either a single baseâ€“pair change or a three baseâ€“pair deletion in exon 17B. Six mutations delete or change a well conserved aspartic acid residue within the calciumâ€“binding type 3 repeats. These results demonstrate that mutations in the COMP gene cause pseudochondroplasia.
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