





    
  Skip to main content
  




  

    

      
        
          
              
    

    
  
    
  
    
  
      
  
  
    


  



  


  
  



  



  



  

          

        

      


      
        
              

      
        
          
                       

         

      

     
    
      
        
          [image: BMJ Journals]

                  

      

      
                  
            
                
    

    
  
    	Subscribe
	Log In 
More
	

    
  
    
  
    
  
      
  
  
    Log in via Institution
Log in via OpenAthens
Log in via CCMG  


  
  



  
      
  
  
    Log in using your username and password

 For personal accounts OR managers of institutional accounts



  Username *
 



  Password *
 




Forgot your log in details?Register a new account?

Forgot your user name or password?




  


  
  



  



  






	Basket 
	Search 
More
	

    
  
    
  
    
  
      
  
  
    
  Search for this keyword 
 






  


  
  



  
      
  
  
    Advanced search  


  
  



  



  







  



  

            

          

                

    
        
      
                [image: Journal of Medical Genetics]
      

            
          
    

    
  
    	Latest content
	Current issue
	Archive
	Authors
	About

  





    
  
    
  
    
  
        

    
  
  
    
  
    
  
      
  
  
    
  Search for this keyword 
 






  


  
  



  
      
  
  
    Advanced search  


  
  



  



  


  
  


  
        

    
  
  
    	 Close
More
	

    
  
    
  
    
  
        Main menu

    
  
  
    
  	Latest content
	Current issue
	Archive
	Authors
	About



  


  
  



  



  






	Subscribe
	Log in 
More
	

    
  
    
  
    
  
      
  
  
    Log in via Institution
Log in via OpenAthens
Log in via CCMG  


  
  



  
      
  
  
    Log in using your username and password

 For personal accounts OR managers of institutional accounts



  Username *
 



  Password *
 




Forgot your log in details?Register a new account?

Forgot your user name or password?




  


  
  



  



  






	BMJ Journals

  


  
  




  



  



  

      

          

          
  
        
      
        
          You are here
	Home
	Archive
	Volume 40, Issue 7 
	A supernumerary marker chromosome 15 tetrasomic for the Prader-Willi/Angelman syndrome critical region in a patient with a severe phenotype


        

       
      
          
            Email alerts
          
        

      

          

            
          
        
          
            
                                                                                                  
    

    
  
    
    
    
    
      
        
  
      
  
  
    
    
  
    
    
      
        
  
      
  
  
    Article Text
  


  
  



      

    

    
    
      
        
  
      
  
  
    Article menu 
  


  
  



      

    

  
  
   
  
  


  


  
  



      

    

  
  
   
    
  
    
    
      
        
  
      
  
  
    	Article 
Text
	Article 
info
	Citation 
Tools
	Share
	Rapid Responses
	Article 
metrics
	Alerts


  


  
  



      

    

    
    
      
        
  
      
  
  
    [image: Download PDF]PDF  


  
  



  
      
  
  
    Electronic letters


  


  
  



  
      
  
  
    
      A supernumerary marker chromosome 15 tetrasomic for the Prader-Willi/Angelman syndrome critical region in a patient with a severe phenotype
        
  

  


  
  



  
      
  
  
    [image: Loading]

  
    
  
      
  
  
    	F Maggouta1, 
	S E Roberts1, 
	N R Dennis2, 
	M W M Veltman3, 
	J A Crolla1

	1Wessex Regional Genetics Laboratory, Salisbury District Hospital, Salisbury SP2 8BJ, UK

	2Department of Human Genetics, University of Southampton, Southampton SO9 4HA,UK

	3Section of Developmental Psychiatry, University of Cambridge, Cambridge CB2 2AH, UK


	Correspondence to:   Dr F Maggouta, Wessex Regional Genetics Laboratory, Salisbury District Hospital, Salisbury SP2 8BJ, UK;   f.maggouta{at}dial.pipex.com




  


  
  



  
      
  
  
    

  


  
  



  
      
  
  
    https://doi.org/10.1136/jmg.40.7.e84

  


  
  



  
        Statistics from Altmetric.com

    
  
  
    
  


  
  



  
      
  
  
    


  


  
  



  
        Request Permissions

    
  
  
    If you wish to reuse any or all of this article please use the link below which will take you to the Copyright Clearance Center’s RightsLink service. You will be able to get a quick price and instant permission to reuse the content in many different ways.

  


  
  



  
        

    
  
  
    
  


  
  



  
      
  
  
    	Prader-Willi/Angelman syndrome
	supernumerary chromosome
	tetrasomy

	AS, Angelman syndrome
	BP, breakpoint
	FISH, fluorescence in situ hybridisation
	PWS, Prader-Willi syndrome
	PWACR, Prader-Willi/Angelman syndrome critical region
	SMC, supernumerary marker chromosome

The proximal region of chromosome 15q is predisposed to a wide range of structural rearrangements. Deletions of this region, spanning approximately 4 Mb, can be paternally or maternally derived and result in Prader-Willi syndrome and Angelman syndrome, respectively.1 Additional copies of the Prader-Willi/Angelman syndrome critical region (PWACR) can occur as interstitial duplications and triplications or as supernumerary marker chromosomes (SMCs).2–6
SMC(15), often referred to as inv dup(15), is the most common marker chromosome in humans, representing 50% of all markers.7,8 SMC(15) can be classified into two major groups, depending on the presence or absence of the PWACR. Small SMC(15)s do not contain the PWACR, can be either paternal or maternal in origin, and seem to have no phenotypic effect.6,9 Large SMC(15)s usually contain two extra copies of the q11–13 region, are exclusively derived from the maternal chromosome 15 homologues, and are associated with various abnormal phenotypes, including mental or growth retardation, seizures, behavioural problems, and dysmorphisms.6,10,11
Mapping studies have shown that the small SMCs share the same two common proximal breakpoints, BP1 and BP2,12 as standard PWS/AS deletions, whereas the large SMCs have at least three breakpoints, one similar to the distal breakpoint (BP3) of the PWS/AS deletions.13,14
Other rare variants of the inv dup(15) that do not follow the common pattern have also been described. Mignon et al15 and Robinson et al10 each reported a patient with an asymmetrical SMC(15), containing only one copy of the PWACR. The patient described by Mignon et al15 showed several of the classic signs of PWS. The coexistence of SMC(15) with other chromosome 15 derived rearrangements has also been reported including an interstitial duplication16 and an interstitial triplication.17 The presence of two extra marker chromosomes … 
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