





    
  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: Journal of Neurology, Neurosurgery & Psychiatry]
      

            
          
    

    
  
    	Latest content
	Current issue
	Archive
	JNNP 100
	Authors
	Podcasts
	About

  





    
  
    
  
    
  
        

    
  
  
    
  
    
  
      
  
  
    
  Search for this keyword 
 






  


  
  



  
      
  
  
    Advanced search  


  
  



  



  


  
  


  
        

    
  
  
    	 Close
More
	

    
  
    
  
    
  
        Main menu

    
  
  
    
  	Latest content
	Current issue
	Archive
	JNNP 100
	Authors
	Podcasts
	About



  


  
  



  



  






	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 92, Issue 2 
	Refining NGS diagnosis of muscular disorders


        

       
      
          
            Email alerts
          
        

      

          

            
          
        
          
            
                                                                                                  
    

    
  
    
    
    
    
      
        
  
      
  
  
    
    
  
    
    
      
        
  
      
  
  
    Article Text
  


  
  



      

    

    
    
      
        
  
      
  
  
    Article menu 
  


  
  



      

    

  
  
   
  
  


  


  
  



      

    

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


  


  
  



      

    

    
    
      
        
  
      
  
  
    [image: Download PDF]PDF  


  
  



  
      
  
  
    PostScript


  


  
  



  
      
  
  
    PostScript


  


  
  



  
      
  
  
    
      Refining NGS diagnosis of muscular disorders
        
  

  


  
  



  
      
  
  
    [image: Loading]

  
    
  
      
  
  
    	http://orcid.org/0000-0002-4992-5157Mathieu Cerino1,2,3, 
	Emmanuelle Salort-Campana1,4, 
	Svetlana Gorokhova1,2, 
	Amandine Sevy4, 
	Nathalie Bonello-Palot1,2, 
	Nicolas Levy1,2,5, 
	Shahram Attarian1,4, 
	Marc Bartoli1, 
	Martin Krahn1,2

	
1
Aix-Marseille Université, Inserm, U1251-MMG, Marseille Medical Genetics, Marseille, France


	
2
APHM, Hôpital Timone Enfants, Département de Génétique Médicale, Marseille, France


	
3
APHM, Hôpital de la Conception, Laboratoire de Biochimie, Marseille, France


	
4
APHM, Centre de référence des maladies neuromusculaires et de la SLA, CHU La Timone, Marseille, France


	
5
GIPTIS (Genetics Institute for Patients, Therapies Innovation and Science), Marseille, France



	Correspondence to
 Dr Mathieu Cerino, INSERM, Marseille Medical Genetics, U1251, Aix-Marseille Université, Marseille 13284, France; mathieu.cerino{at}ap-hm.fr





  


  
  



  
      
  
  
    

  


  
  



  
      
  
  
    https://doi.org/10.1136/jnnp-2018-319254

  


  
  



  
        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.

  


  
  



  
        

    
  
  
    
  


  
  



  
      
  
  
    	muscular dystrophy
	neuromuscular
	genetics

In our original publication by Sevy et al,1 we described a cohort of patients affected with distal myopathy analysed by a large gene panel approach. Given the rapid evolution of genomic diagnostic data and interpretation standards, we now provide the re-evaluation of genetic diagnoses for this cohort. We reported in 2016 a patient (P8 in table 1) carrying a variant in KBTBD13 which led us to give a probable diagnosis implicating this gene.1 Based on the initial medical history of the patient, this case was considered as sporadic. Despite efforts to collect further family samples, only the index patient’s DNA was available for analysis at that time. Once further investigation of this family became possible, clinical examination of the patient’s mother revealed a similar phenotype as her son, suggesting an autosomal dominant inheritance. Targeted sequencing showed that she did not carry the KBTBD13 variant, arguing against the initially suggested pathogenic role of this variant. Patient P8 and the patient’s mother were then analysed by a newly designed gene panel with improved gene coverage and a larger list of genes using an actualised version of the Gene Table of Neuromuscular Disorder.2

View this table:	In this window
	In a new window



Table 1 Pathogenicity reassessment of each identified variant for Sevy et al publication1 patients with definite, probable and possible diagnoses



Doing so, we identified the c.1483G>A (p.(Gly495Arg)) variant in the DNM2 gene (NM_001005361.3) for both of these patients. Even though this variant is not yet described in the literature, we classified this variant … 
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