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                    Summary
Two unrelated patients with clinical features of 11p13 deletion syndrome, 3 years old and 3 months old, are reported. The clinical features of the patients included mental retardation, aniridia, nystagmus, blepharophimosis, and genitourinary abnormalities. Both patients were apparently free from Wilms' tumor and gonadoblastoma. Prometaphase banding analyses revealed a 46,XY,del(11)(p 1300p 1500) karyotype in one patient and 46,XX,dir ins(11;2)(p13;q12q23) in the other. Catalase activities in the erythrocytes in the two patients were respectively 65% and 56% of those of normal controls, close to the expected values in hemizygosity of the catalase gene. These findings confirmed a close linkage of the gene for catalase and those for the aniridia-Wilms' tumor or gonadoblastoma complex.



                    
    


                    
                        
                            
                                
                                    
                                        
                                    
                                    
                                        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

                
                    
                        
                            
                                
                                    

                                
                                
                                    
                                        Trisomy 13 Syndrome
                                        
                                    

                                    
                                        Chapter
                                        
                                         © 2017
                                    

                                

                                
                            
                        

                    
                        
                            
                                
                                    

                                
                                
                                    
                                        Trisomy 13 Syndrome
                                        
                                    

                                    
                                        Chapter
                                        
                                         © 2016
                                    

                                

                                
                            
                        

                    
                        
                            
                                
                                    

                                
                                
                                    
                                        Novel 12 Mb interstitial deletion of chromosome 8p11.22-p21.2: a case report
                                        
                                    

                                    
                                        Article
                                         Open access
                                         06 June 2022
                                    

                                

                                Jincheng Dai, Jun Zeng, … Benqing Wu

                            
                        

                    
                

            
        
            
        
    
                            
                        
                    

                    

                    

                    References
	Beutler E (1975) In: Red cell metabolism. A manual of biochemical methods, 2nd edn. Grune and Stratton Inc, New York, pp 89–90

                    Google Scholar 
                

	Beutler E, West C, Blume KG (1976) The removal of leukocytes and platelets from whole blood. J Lab Clin Med 88:328–333

                    Google Scholar 
                

	Ferrell RE, Riccardi VM (1981) Catalase levels in patients with aniridia and/or Wilms' tumor: utility and limitations. Cytogenet Cell Genet 31:120–123

                    Google Scholar 
                

	Francke U, George DL, Brown MG, Riccardi VM (1981) Gene dose effect: Intraband mapping of the LDH A locus using cells from four individuals with different interstitial deletions of 11p. Cytogenet Cell Genet 19:197–207

                    Google Scholar 
                

	Fryns JP, Beirinx J, Sutter E de, Derluyn J, Francois J, Berghe H van den (1981) Aniridia—Wilms' tumor association and 11p interstitial deletion. Eur J Pediatr 136:91–92

                    Google Scholar 
                

	Gödde-Salz E, Behnke H (1981) Aniridia, mental retardation and an unbalanced reciprocal translocation of chromosomes 8 and 11 with an interstitial delection of 11p. Eur J Pediatr 136:93–96

                    Google Scholar 
                

	Ikeuchi T, Sasaki M (1979) Accumulation of early mitotic cells in ethidium bromide-treated human lymphocyte cultures. Proc Japan Acad 55:15–18

                    Google Scholar 
                

	Ikeuchi T, Tonomura A, Nakajima H, Kawasaki C, Nemoto H (1981) A simple high-resolution chromosome banding technique, and its application to regional mapping ofPGM 1 by exclusion on chromosome Ip (Abstract). Proceeding of VIth International Workshop on Human Gene Mapping, Oslo. Cytogenet Cell Genet (in press)

	ISCN (1981) An international system for human cytogenetic nomenclature —high-resolution banding (1981). Cytogenet Cell Genet 31:1–23

                    Google Scholar 
                

	Junien C, Turleau C, Grouchy J de, Said R, Rethoré M-O, Tenconi R, Dufier JL (1980) Regional assignment of catalase (CAT) gene to band 11p13. Association with the aniridia—Wilms' tumor—gonadoblastoma complex. Ann Génét 23:165–168

                    Google Scholar 
                

	Riccardi VM, Sujanski E, Smith AC, Francke U (1978) Chromosomal imbalance in the aniridia—Wilms' tumor association: 11p interstitial deletion. Pediatr 61:604–610

                    Google Scholar 
                

	Takahara S, Hamilton HB, Neel JV, Kobara TY, Ogura Y, Nishimura ET (1960) Hypocatalasemia: A new genetic carrier state. J Clin Invest 39:610–619

                    Google Scholar 
                

	Turleau C, Grouchy J de, Dufier JL, Phuc LH, Schmelck PH, Rappaport R, Nichoul-Fékété C, Diebold N (1981) Aniridia, male pseudohermaphroditism, gonadoblastoma, mental retardation, and del 11p13. Hum Genet 57:300–306

                    Google Scholar 
                


Download references




Author information
Authors and Affiliations
	Department of Pediatrics, Hokkaido University School of Medicine, N-15, W-7,060, Japan
N. Niikawa & Y. Fukushima

	Biochemistry Laboratory, Cancer Institute, Hokkaido University School of Medicine, N-15, W-7, 060, Japan
N. Taniguchi & S. Iizuka

	Department of Pediatrics, Yamaguchi University School of Medicine, Ogushi, 755, Ube, Japan
T. Kajii


Authors	N. NiikawaView author publications
You can also search for this author in
                        PubMed Google Scholar



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



	N. TaniguchiView author publications
You can also search for this author in
                        PubMed Google Scholar



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



	T. KajiiView author publications
You can also search for this author in
                        PubMed Google Scholar







Rights and permissions
Reprints and permissions


About this article
Cite this article
Niikawa, N., Fukushima, Y., Taniguchi, N. et al. Chromosome abnormalities involving 11p13 and low erythrocyte catalase activity.
                    Hum Genet 60, 373–375 (1982). https://doi.org/10.1007/BF00569223
Download citation
	Received: 09 February 1982

	Issue Date: December 1982

	DOI: https://doi.org/10.1007/BF00569223


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
                        


Keywords
	Normal Control
	Catalase
	Metabolic Disease
	Mental Retardation
	Catalase Activity








                    
                

            

            
                
                    

                    
                        
                            
    

                        

                    

                    
                        
                    


                    
                        
                            
                                
                            

                            
                                
                                    
                                        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
						
						
					


		
	
	
		
			
				
					
					18.232.58.26
				

				Not affiliated

			

		
	
	
		
			
		
	
	© 2024 Springer Nature




	






    