
        
    
        
            
            
                
            

            
        
    

        
    
        
            
            
                
            

            
        
    


        
    




        

        
    Skip to main content

    
    
        
            
                Advertisement

                
                    
                        
                            [image: Advertisement]
                        
                    

                

            

        

    



    
    
        
            
                
                    
                        [image: SpringerLink]
                    
                
            
        


        
            
                
    
        Log in
    


            
        
    


    
        
            
                
                    
                        
                            
                        Menu
                    
                


                
                    
                        
                            Find a journal
                        
                    
                        
                            Publish with us
                        
                    
                        
                            Track your research
                        
                    
                


                
                    
                        
                            
                                
                                    
                                Search
                            
                        

                    
                    
                        
 
  
   
  Cart
 


                    
                

            

        
    




    
        
    
        
            
                
                    
    
        
            	
                        Home




	
                        European Journal of Pediatrics

	
                        Article

SEPN1-related myopathy in three patients: novel mutations and diagnostic clues


                    	Case Report
	
                            Published: 16 January 2016
                        


                    	
                            Volume 175, pages 1113–1118, (2016)
                        
	
                            Cite this article
                        



                    
                        
                        
                    

                
                
                    
                        
                            
                            
                                
                                [image: ]
                            
                            European Journal of Pediatrics
                        
                        
                            
                                Aims and scope
                                
                            
                        
                        
                            
                                Submit manuscript
                                
                            
                        
                    
                

            
        
    


        
            
                

                

                
                    
                        	Anna Ardissone1, 
	Cinzia Bragato2, 
	Flavia Blasevich2, 
	Elio Maccagnano3, 
	Franco Salerno2, 
	Claudia Gandioli1, 
	Lucia Morandi2, 
	Marina Mora2 & 
	…
	Isabella Moroni1 

Show authors
                        
    

                        
                            	
            
                
            1099 Accesses

        
	
            
                
            15 Citations

        
	
                
                    
                1 Altmetric

            
	
            Explore all metrics 
                
            

        


                        

                        
    
    

    
    


                        
                    
                


                
                    Abstract
Mutations in SEPN1 cause selenoprotein N (SEPN)-related myopathy (SEPN-RM) characterized by early-onset axial and neck weakness, spinal rigidity, respiratory failure and histopathological features, ranging from mild dystrophic signs to a congenital myopathy pattern with myofibrillar disorganization. We report on clinical and instrumental features in three patients affected with a congenital myopathy characterized by prevalent neck weakness starting at different ages and mild myopathy, in whom we performed diagnosis of SEPN-RM. The patients presented myopathic signs since their first years of life, but the disease remained unrecognized because of a relatively benign myopathic course. In two cases, myopathic features were stable after 2 years of follow-up, but respiratory involvement worsened. The muscle MRI and muscle biopsy showed a typical pattern of SEPN-RM. Molecular diagnosis revealed two novel homozygous mutations in SEPN1, c.1176delA and c.726_727InsTCC.

                        Conclusion: This report underlines the clinical diagnostic clues of early neck and axial weakness to suspect a SEPN-RM and the usefulness of muscle MRI in conjunction with clinical features to achieve the diagnosis. Our data confirm the slow progression of respiratory involvement in spite of the relatively stable course of myopathy. We report two previously undescribed mutations in SEPN1.
	
                            What is known:
                          
• Mutations in SEPN1 cause myopathy characterized by early-onset axial and neck weakness spinal rigidity and respiratory failure.
                                       
• SEPN-related myopathies have been initially associated with four distinct histopathological entities that however appear more mixed in recently described cases.
                                       

	
                            What is New:
                          

                            • SEPN-related myopathies can remain unrecognized because of the normal early motor development and relatively benign myopathic course of the disease.
                          

                            • Our study adds two novel homozygous mutations to the number of reported pathogenic SEPN1 variants.
                          






                     


                    
    


                    
                        
                            
                                
                                    
                                        
                                    
                                    
                                        This is a preview of subscription content, log in via an institution
                                    
                                    
                                        
                                     to check access.
                                

                            

                        

                        
                            
                                
                                    Access this article

                                    
                                        
                                            
                                                
                                                    Log in via an institution
                                                    
                                                        
                                                    
                                                
                                            

                                        
                                    
                                    
                                        
 
 
  
   
    
     
     
      Buy article PDF USD 39.95
     

    

    Price excludes VAT (USA)

     Tax calculation will be finalised during checkout.

    Instant access to the full article PDF.

   

  

  
 

 
  
   
    Rent this article via DeepDyve
     
      
     

   

  

  
 


                                    

                                    
                                        Institutional subscriptions
                                            
                                                
                                            
                                        

                                    

                                

                            
                        

                        
                            Fig. 1[image: ]


Fig. 2[image: ]



                        

                    

                    
                        
                    


                    
                        
                            
                                
        
            
                Similar content being viewed by others

                
                    
                        
                            
                                
                                    [image: ]

                                
                                
                                    
                                        Novel compound heterozygous variants in the GFPT1 gene leading to rare limb-girdle congenital myasthenic syndrome with rimmed vacuoles
                                        
                                    

                                    
                                        Article
                                        
                                         13 January 2021
                                    

                                

                                Yanyan Ma, Ting Xiong, … Dingguo Shen

                            
                        

                    
                        
                            
                                
                                    [image: ]

                                
                                
                                    
                                        BAG3 mutation in a patient with atypical phenotypes of myofibrillar myopathy and Charcot–Marie–Tooth disease
                                        
                                    

                                    
                                        Article
                                        
                                         25 August 2018
                                    

                                

                                Seung Ju Kim, Soo Hyun Nam, … Byung-Ok Choi

                            
                        

                    
                        
                            
                                
                                    [image: ]

                                
                                
                                    
                                        Pathologic Variants of the Mitochondrial Phosphate Carrier SLC25A3: Two New Patients and Expansion of the Cardiomyopathy/Skeletal Myopathy Phenotype With and Without Lactic Acidosis
                                        
                                    

                                    
                                        Chapter
                                        
                                         © 2015
                                    

                                

                                
                            
                        

                    
                

            
        
            
        
    
                            
                        
                    

                    

                    

                    Abbreviations
	ALT:
	
                      Alanine aminotransferase

                    
	AST:
	
                      Aspartate aminotransferase

                    
	CK:
	
                      Creatine kinase

                    
	LDH:
	
                      Lactate dehydrogenase

                    
	MRI:
	
                      Magnetic resonance imaging

                    
	NADH:
	
                      Dihydronicotinamide adenine dinucleotide dehydrogenase

                    
	SEPN-RM:
	
                      SEPN-related myopathy

                    
	VC:
	
                      Vital capacity

                    
	WISC-R:
	
                      Wechsler Intelligence Scale for Children-Revised
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