





    
  Skip to main content
  




  

    

      
        
          
              
    

    
  
    
  
    
  
      
  
  
    


  



  


  
  



  



  



  

          

        

      


      
        
              

      
        
          
                       

         

      

     
    
      
        
          [image: BMJ Journals]

                  

      

      
                  
            
                
    

    
  
    	Subscribe
	Log In 
More
	

    
  
    
  
    
  
      
  
  
    Log in via Institution
Log in via OpenAthens
  


  
  



  
      
  
  
    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: Practical Neurology]
      

            
          
    

    
  
    	Latest content
	Current issue
	Archive
	For authors
	Podcasts
	About
	Hosted content

  





    
  
    
  
    
  
        

    
  
  
    
  
    
  
      
  
  
    
  Search for this keyword 
 






  


  
  



  
      
  
  
    Advanced search  


  
  



  



  


  
  


  
        

    
  
  
    	 Close
More
	

    
  
    
  
    
  
        Main menu

    
  
  
    
  	Latest content
	Current issue
	Archive
	For authors
	Podcasts
	About
	Hosted content



  


  
  



  



  






	Subscribe
	Log in 
More
	

    
  
    
  
    
  
      
  
  
    Log in via Institution
Log in via OpenAthens
  


  
  



  
      
  
  
    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 16, Issue 3 
	Untreatable genetic disorders: to test or not to test


        

       
      
          
            Email alerts
          
        

      

          

            
          
        
          
            
                                                                                                  
    

    
  
    
    
    
    
      
        
  
      
  
  
    
    
  
    
    
      
        
  
      
  
  
    Article Text
  


  
  



      

    

    
    
      
        
  
      
  
  
    Article menu 
  


  
  



      

    

  
  
   
  
  


  


  
  



      

    

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


  


  
  



      

    

    
    
      
        
  
      
  
  
    [image: Download PDF]PDF  


  
  



  
      
  
  
    Editorial


  


  
  



  
      
  
  
    
      Untreatable genetic disorders: to test or not to test
        
  

  


  
  



  
      
  
  
    [image: Loading]

  
    
  
      
  
  
    	Mary M Reilly

	Correspondence to
 Professor Mary M Reilly, MRC Centre for Neuromuscular Diseases, National Hospital for Neurology and Neurosurgery and UCL Institute of Neurology, Queen Square, London, WC1N 3BG, UK; m.reilly{at}ucl.ac.uk





  


  
  



  
      
  
  
    

  


  
  



  
      
  
  
    https://doi.org/10.1136/practneurol-2016-001415

  


  
  



  
        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.

  


  
  



  
        

    
  
  
    
  


  
  



  
      
  
  
    	Untreatable Genetic Disorders

Some neurologists argue that having made a clinical diagnosis of an untreatable genetic condition, there is no need to undertake genetic testing to identify the precise genetic diagnosis. This nihilistic attitude is not uncommon in the increasingly financially challenging health service environment.
In this issue, Ingram et al1 eloquently report the process of identifying a rare mutation in the SLC5A7 gene as a cause of distal hereditary motor neuropathy with vocal cord paresis. Their paper provides an ideal opportunity to review the arguments for doing molecular testing for untreatable genetic conditions.



  




The most compelling reason to do molecular genetic testing is that patients want an accurate diagnosis. It is important not to underestimate the benefit for patients of receiving an accurate diagnosis, especially in terms of them coming to terms with their disease. A precise genetic diagnosis also allows a much more accurate prognosis and can have implications for medical management, for example a child with a slowly progressive axonal neuropathy that clinically resembles Charcot Marie Tooth disease type 2 (CMT2) … 
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