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    Abstract
Patients presenting with distal weakness can be a diagnostic challenge; the eventual diagnosis often depends upon accurate clinical phenotyping. We present a mother and daughter with a rare form of distal hereditary motor neuropathy type 7 in whom the diagnosis became apparent by initial difficulty in singing, from early vocal cord dysfunction. This rare neuropathy has now been identified in two apparently unrelated families in Wales. This family's clinical presentation is typical of distal hereditary motor neuropathy type 7, and they have the common truncating mutation in the SLC5A7 gene. Advances in genetic analysis of these rare conditions broaden our understanding of their potential molecular mechanisms and may allow more directed therapy.

	SPINAL MUSCULAR ATRO
	GENETICS
	NEUROPATHY
	HMSN (CHARCOT-MARIE-TOOTH)




  


  
  



  
      
  
  
    


  



  


  
  



  
      
  
  
    https://doi.org/10.1136/practneurol-2015-001307

  


  
  



  
        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.

  


  
  



  
        

    
  
  
    
  


  
  



  
      
  
  
    	SPINAL MUSCULAR ATRO
	GENETICS
	NEUROPATHY
	HMSN (CHARCOT-MARIE-TOOTH)



View Full Text
  


  
  



  
      
  
  
    

  


  
  



  
        Linked Articles

    
  
  
    	Editors' commentaryHighlights from this issue

Phillip E M Smith
Geraint N Fuller


Practical Neurology 2016; 16 173-173   Published Online First:  13 May 2016. doi: 10.1136/practneurol-2016-001435 



	EditorialUntreatable genetic disorders: to test or not to test

Mary M Reilly


Practical Neurology 2016; 16 174-175   Published Online First:  25 Mar 2016. doi: 10.1136/practneurol-2016-001415 







  


  
  



  
        Read the full text or download the PDF:

    
  
  
    
  
    
  
    
    
      
        
  
      
  
  
      


  
  



      

    


    
      
        
  
      
  
  
    Subscribe  


  
  



      

    

    
    
      
        
  
      
  
  
    Log in   


  
  



  
      
  
  
    
  
    
  
      
  
  
    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?




  


  
  



  



  


  
  



      

    

  
  
   
  
    



  


  
  



  





  


  
  



  
        Read the full text or download the PDF:

    
  
  
    
  
    
  
    
    
      
        
  
      
  
  
      


  
  



      

    


    
      
        
  
      
  
  
    Subscribe  


  
  



      

    

    
    
      
        
  
      
  
  
    Log in   


  
  



  
      
  
  
    
  
    
  
      
  
  
    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?




  


  
  



  



  


  
  



      

    

  
  
   
  
    



  


  
  



      

      
    

    
    
      
        
  
      
  
  
      


  
  



      

    

  
  
   
    
    
    
      
        
  
      
  
  
    
    
  
    
    
      
        
  
      
  
  
    
  
      
  
    
  




  


  
  



      

    

    
    
      
        
  
        Other content recommended for you

    
  
  
    	The distal hereditary motor neuropathiesAlexander M Rossor et al., Journal of Neurology, Neurosurgery & Psychiatry, 2011

	Expanding the spectrum of genes responsible for hereditary motor neuropathiesStefano C. Previtali et al., Journal of Neurology, Neurosurgery & Psychiatry, 2019

	A practical approach to the genetic neuropathiesAlexander M Rossor et al., Practical Neurology, 2015

	Slowly progressive distal muscle weakness: neuropathy or myopathy?Yafit Nahari et al., BMJ Case Reports, 2019

	Characterising the phenotype and mode of inheritance of patients with inherited peripheral neuropathies carrying MME mutationsVincenzo Lupo et al., Journal of Medical Genetics, 2018

	Peripheral neuropathy in complex inherited diseases: an approach to diagnosisAlexander M Rossor et al., Journal of Neurology, Neurosurgery & Psychiatry, 2017

	Comprehensive analysis of the TRPV4 gene in a large series of inherited neuropathies and controlsKatherine A Fawcett et al., Journal of Neurology, Neurosurgery & Psychiatry, 2012

	Clinical phenotypic diversity of NOTCH2NLC-related disease in the largest case series of inherited peripheral neuropathy in JapanMasahiro Ando et al., Journal of Neurology, Neurosurgery & Psychiatry, 2023

	Charcot–Marie–Tooth diseases: an update and some new proposals for the classificationStéphane Mathis et al., Journal of Medical Genetics, 2015

	Clinical and genetic heterogeneity in peroneal muscular atrophy associated with vocal cord weaknessM McEntagart et al., Journal of Neurology, Neurosurgery & Psychiatry, 2002




  


  
  



      

    

  
  
   
  
  


  


  
  



      

    

  
  
   
  


  



  

          

        


        
        
      

    

   

 


    
    
      
          
    

    
  
    
  	Content	Latest content
	Current issue
	Archive
	Browse by collection
	Most read articles
	Curriculum Index
	Responses


	Journal	About
	Editorial board
	Sign up for email alerts
	Subscribe
	Thank you to our reviewers


	Authors	Instructions for authors
	Submit an article
	Editorial policies
	Open Access at BMJ
	BMJ Author Hub


	Help	Contact us
	Reprints
	Permissions
	Advertising
	Feedback form





  



  

      
            
        
            
    

    
  
    
  
    
  
      
  
  
    	 RSS
	 Twitter
	 Facebook
	 Blog
	 SoundCloud

  


  
  



  



  



  

        
      

          

  
      
    
      
    

    
      
        	Website Terms & Conditions
	Privacy & Cookies
	Contact BMJ


        
        Cookie Settings
        
        Online ISSN: 1474-7766Print ISSN: 1474-7758

        Copyright © 2023 BMJ Publishing Group Ltd. All rights reserved. 

      

    

  
      
    
        
    

    
  
    
  
    
  
      
  
  
    


  



  


  
  



  



  



  

    

  

  
  


