





    
  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 45, Issue 5 
	We need a detailed phenome in the phenomenon of genetics and congenital heart disease


        

       
      
          
            Email alerts
          
        

      

          

            
          
        
          
            
                                                                                                  
    

    
  
    
    
    
    
      
        
  
      
  
  
    
    
  
    
    
      
        
  
      
  
  
    Article Text
  


  
  



      

    

    
    
      
        
  
      
  
  
    Article menu 
  


  
  



      

    

  
  
   
  
  


  


  
  



      

    

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


  


  
  



      

    

    
    
      
        
  
      
  
  
    [image: Download PDF]PDF  


  
  



  
      
  
  
    Correspondence
PostScript


  


  
  



  
      
  
  
    
      We need a detailed phenome in the phenomenon of genetics and congenital heart disease

        
  

  


  
  



  
      
  
  
    [image: Loading]

  
    
  
      
  
  
    	M G Posch1, 
	F Berger2, 
	A Perrot1, 
	C Özcelik1

	1
Charité - Universitätsmedizin Berlin, Department of Molecular Cardiology, Campus Buch and Max-Delbrück Center for Molecular Medicine, Berlin, Germany
 
	2
German Heart Institute Berlin, Department of Congenital Heart Disease and Otto-Heubner Centrum, Charité Campus Virchow Klinikum, Berlin, Germany
 

	Dr M G Posch1, Charité - Universitätsmedizin Berlin, Department of Molecular Cardiology, Campus Buch and Max-Delbrück Center for Molecular Medicine, Wiltbergstr. 50, 13125 Berlin, Germany; maximilian.posch{at}charite.de




  


  
  



  
      
  
  
    

  


  
  



  
      
  
  
    https://doi.org/10.1136/jmg.2007.057117

  


  
  



  
        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.

  


  
  



  
        

    
  
  
    
  


  
  



  
      
  
  
    In their interesting manuscript, Tomita-Mitchell et al present four novel GATA4 sequence variations as pathogenic substrates for congenital heart disease (CHD) in humans.1 CHD is the most common birth defect and affects almost 1% of all newborns. With the substantial improvement in surgical approaches that has occurred over the past decades, the number of adults living with CHD has increased. This fact demands better insights into the genetics and heredity of CHD. 
The authors identified a variety of synonymous variants with a potential effect on the translational kinetics of GATA4. Interestingly, all 18 CHD-associated synonymous sequence variants were exclusively found in patients with septal or conotruncal … 
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