
        
    
        
            
            
                
            

            
        
    

        
    
        
            
            
                
            

            
        
    


        
    




        

        
    Skip to main content

    

    
    
        
            
                
                    
                        [image: SpringerLink]
                    
                
            
        


        
            
                
    
        Log in
    


            
        
    


    
        
            
                
                    
                        
                            
                        Menu
                    
                


                
                    
                        
                            Find a journal
                        
                    
                        
                            Publish with us
                        
                    
                        
                            Track your research
                        
                    
                


                
                    
                        
                            
                                
                                    
                                Search
                            
                        

                    
                    
                        
 
  
   
  Cart
 


                    
                

            

        
    




    
        
    
        
            
                
                    
    
        
            	
                        Home




	
                        Pediatric Nephrology

	
                        Article

Mutational analysis of COL4A5 gene in Korean Alport syndrome


                    	Genetic renal disease / Original Article
	
                            Published: January 2000
                        


                    	
                            Volume 14, pages 117–121, (2000)
                        
	
                            Cite this article
                        



                    
                        
                        
                    

                
                
                    
                        
                            
                            
                                
                                [image: ]
                            
                            Pediatric Nephrology
                        
                        
                            
                                Aims and scope
                                
                            
                        
                        
                            
                                Submit manuscript
                                
                            
                        
                    
                

            
        
    


        
            
                

                

                
                    
                        	H. I. Cheong1, 
	H. W. Park2, 
	I. S. Ha1 & 
	…
	Y. Choi1 

Show authors
                        
    

                        
                            	
            
                
            273 Accesses

        
	
            
                
            16 Citations

        
	
                
                    
                3 Altmetric

            
	
            Explore all metrics 
                
            

        


                        

                        
    
    

    
    


                        
                    
                


                
                    Abstract 
Mutational analysis of the COL4A5 gene in X-linked Alport syndrome (AS) requires an expensive and time-consuming procedure with a detection rate of 50%, at best. There have been three multicenter collaborative studies of mutation analysis in the COL4A5 gene using systematic screening of entire coding regions of the gene. This is a similar study executed in a single center in Korea. Twenty-five unrelated Korean patients with AS in whom the diagnosis was confirmed pathologically were included in the study. By systematic screening of all 51 exons of the gene using polymerase chain reaction/single-strand conformation polymorphism analysis, ten mutations were detected in 10 unrelated patients. These included one medium-sized deletion involving exon 49–51, one single base pair deletion, one nonsense point mutation, one splice site mutation, and six missense point mutations. Of the six missense mutations, four involved a glycine residue and disrupted the Gly-X-Y repeats in the collagenous domain. The overall detection rate of mutations was 40%. Although DNA analysis in AS is currently not applicable to routine clinical diagnosis due to several practical and technical problems, it is likely to replace morphological diagnosis in the near future.



                    
    


                    
                        
                            
                                
                                    
                                        
                                    
                                    
                                        This is a preview of subscription content, log in via an institution
                                    
                                    
                                        
                                     to check access.
                                

                            

                        

                        
                            
                                
                                    Access this article

                                    
                                        
                                            
                                                
                                                    Log in via an institution
                                                    
                                                        
                                                    
                                                
                                            

                                        
                                    
                                    
                                        
 
 
  
   
    
     
     
      Buy article PDF USD 39.95
     

    

    Price excludes VAT (USA)

     Tax calculation will be finalised during checkout.

    Instant access to the full article PDF.

   

  

  
 

 
  
   
    Rent this article via DeepDyve
     
      
     

   

  

  
 


                                    

                                    
                                        Institutional subscriptions
                                            
                                                
                                            
                                        

                                    

                                

                            
                        

                        
                            
                        

                    

                    
                        
                    


                    
                        
                            
                                
        
            
                Similar content being viewed by others

                
                    
                        
                            
                                
                                    [image: ]

                                
                                
                                    
                                        A family case of X-linked Alport syndrome patients with a novel variant in COL4A5
                                        
                                    

                                    
                                        Article
                                         Open access
                                         06 October 2018
                                    

                                

                                Yasuyo Kashiwagi, Shinji Suzuki, … Hisashi Kawashima

                            
                        

                    
                        
                            
                                
                                    [image: ]

                                
                                
                                    
                                        Expanding the genotype–phenotype correlations in Alport syndrome: novel mutations, digenic inheritance, and genetic modifiers
                                        
                                    

                                    
                                        Article
                                         Open access
                                         13 October 2023
                                    

                                

                                Ibrahim Sahin, Nefise Kandemir & Hanife Saat

                            
                        

                    
                        
                            
                                
                                    [image: ]

                                
                                
                                    
                                        A novel COL4A5 splicing variant causing X-linked Alport syndrome: A case report
                                        
                                    

                                    
                                        Article
                                         Open access
                                         31 August 2022
                                    

                                

                                Naonori Kumagai, Yuji Matsumoto, … Yohei Ikezumi

                            
                        

                    
                

            
        
            
        
    
                            
                        
                    

                    

                    

                    
Author information
Authors and Affiliations
	Department of Pediatrics, Seoul National University Children’s Hospital, 28 Yongon-Dong, Chongro-Gu, Seoul 110-744, Korea e-mail: cheonghi@plaza.snu.ac.kr Tel.: +82-2-7602810, Fax: +82-2-7433455, , , , , , KR
H. I. Cheong, I. S. Ha & Y. Choi

	Seoul City Boramae Hospital, Seoul, Korea, , , , , , KR
H. W. Park


Authors	H. I. CheongView author publications
You can also search for this author in
                        PubMed Google Scholar



	H. W. ParkView author publications
You can also search for this author in
                        PubMed Google Scholar



	I. S. HaView author publications
You can also search for this author in
                        PubMed Google Scholar



	Y. ChoiView author publications
You can also search for this author in
                        PubMed Google Scholar







Additional information
Received: 22 March 1999 / Revised: 21 May 1999 / Accepted: 21 May 1999


Rights and permissions
Reprints and permissions


About this article
Cite this article
Cheong, H., Park, H., Ha, I. et al. Mutational analysis of COL4A5 gene in Korean Alport syndrome.
                    Pediatr Nephrol 14, 117–121 (2000). https://doi.org/10.1007/s004670050025
Download citation
	Issue Date: January 2000

	DOI: https://doi.org/10.1007/s004670050025


Share this article
Anyone you share the following link with will be able to read this content:
Get shareable linkSorry, a shareable link is not currently available for this article.


Copy to clipboard

                            Provided by the Springer Nature SharedIt content-sharing initiative
                        


	Key words Alport syndrome
	COL4A5 gene
	Polmerase chain reaction/single-strand conformation polymorphism
	Mutations
	DNA diagnosis








                    
                

            

            
                
                    

                    
                        
                            
    

                        

                    

                    
                        
                    


                    
                        
                            
                                
                            

                            
                                
                                    
                                        Access this article


                                        
                                            
                                                
                                                    
                                                        Log in via an institution
                                                        
                                                            
                                                        
                                                    
                                                

                                            
                                        

                                        
                                            
 
 
  
   
    
     
     
      Buy article PDF USD 39.95
     

    

    Price excludes VAT (USA)

     Tax calculation will be finalised during checkout.

    Instant access to the full article PDF.

   

  

  
 

 
  
   
    Rent this article via DeepDyve
     
      
     

   

  

  
 


                                        

                                        
                                            Institutional subscriptions
                                                
                                                    
                                                
                                            

                                        

                                    

                                
                            

                            
                                
    
        Advertisement

        
        

    






                            

                            

                            

                        

                    

                
            

        

    
    
    


    
        
            Search

            
                
                    
                        Search by keyword or author
                        
                            
                            
                                
                                    
                                
                                Search
                            
                        

                    

                
            

        

    



    
        Navigation

        	
                    
                        Find a journal
                    
                
	
                    
                        Publish with us
                    
                
	
                    
                        Track your research
                    
                


    


    
	
		
			
			
	
		
			
			
				Discover content

					Journals A-Z
	Books A-Z


			

			
			
				Publish with us

					Publish your research
	Open access publishing


			

			
			
				Products and services

					Our products
	Librarians
	Societies
	Partners and advertisers


			

			
			
				Our imprints

					Springer
	Nature Portfolio
	BMC
	Palgrave Macmillan
	Apress


			

			
		

	



		
		
		
	
		
				
						
						
							Your privacy choices/Manage cookies
						
					
	
						
							Your US state privacy rights
						
						
					
	
						
							Accessibility statement
						
						
					
	
						
							Terms and conditions
						
						
					
	
						
							Privacy policy
						
						
					
	
						
							Help and support
						
						
					


		
	
	
		
			
				
					
					54.196.142.0
				

				Not affiliated

			

		
	
	
		
			[image: Springer Nature]
		
	
	© 2024 Springer Nature




	






    