







    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

                    
        
            
    
        
            
                [image: Advertisement]
        

    


        
    
                

            
        

    
        
            
                
                    
                    
                    
                        
                        
                            
                                
                                [image: Nature Genetics]
                            
                        
                    
                    

                    
                    	
                            
                                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 October 1995



                    A gene (PEX) with homologies to endopeptidases is mutated in patients with X–linked hypophosphatemic rickets

                    	F. Francis1,4, 
	S. Hennig1,4, 
	B. Korn2,4, 
	R. Reinhardt1,4, 
	P. de Jong3,4, 
	A. Poustka3,4, 
	H. Lehrach1,4, 
	P.S.N Rowe5,9, 
	J.N. Goulding5,9, 
	T. Summerfield5,9, 
	R. Mountford6,9, 
	A.P. Read6,9, 
	E. Popowska7,9, 
	E. Pronicka7,9, 
	K.E. Davies8,9, 
	J.L.H. O'Riordan5,9, 
	M.J. Econs10,11, 
	T. Nesbitt10,11, 
	M.K. Drezner10,11, 
	C. Oudet12,13, 
	S. Pannetier12,13, 
	A. Hanauer12,13, 
	T.M. Strom14,16, 
	A. Meindl14,16, 
	B. Lorenz14,16, 
	B. Cagnoli15,16, 
	K.L. Mohnike15,16, 
	J. Murken14,16 & 
	…
	T.  Meitinger14,16 

Show authors

                    

                    
                        
    Nature Genetics

                        volume 11, pages 130–136 (1995)Cite this article
                    

                    
        
            	
                        1611 Accesses

                    
	
                        848 Citations

                    
	
                            9 Altmetric

                        
	
                    Metrics details

                


        

    
                    
                

                
                
    
    

    
    

                
            


        
            Abstract
X–linked hypophosphatemic rickets (HYP) is a dominant disorder characterised by impaired phosphate uptake in the kidney, which is likely to be caused by abnormal regulation of sodium phosphate cotransport in the proximal tubules. By positional cloning, we have isolated a candidate gene from the HYP region in Xp22.1. This gene exhibits homology to a family of endopeptidase genes, members of which are involved in the degradation or activation of a variety of peptide hormones. This gene (which we have called PEX) is composed of multiple exons which span at least five cosmids. Intragenic non–overlapping deletions from four different families and three mutations (two splice sites and one frameshift) have been detected in HYP patients, which suggest that the PEX gene is involved in the HYP disorder.
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