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Abstract


X-linked myotubular myopathy (XLMTM) is a rare inherited neuromuscular disorder associated with mutations in the MTM1 gene on the Xq28 region. We report a severely affected girl with XLMTM, caused by maternally inherited 661 kb Xq28 microduplication identified by chromosomal microarray analysis and confirmed also on DNA from muscle biopsy with a custom-designed X-chromosome-specific microarray. X-inactivation analysis revealed a skewed inactivation pattern on the proband's muscle biopsy. Muscle biopsy histopathology was indicative of increased variability in fiber diameter, marked and diffuse endomysial proliferation of adipose and connective tissues, as well as predominance of type 1 fibers.




        

Keywords

X-linked myotubular myopathy - 
Xq28 duplication - 

          MTM1 gene
      




 




	
References


	
1 

Jungbluth H, 


Gautel M. 

Pathogenic mechanisms in centronuclear myopathies. Front Aging Neurosci 2014; 6: 339 





PubMedGoogle Scholar





	
2 

Longo G, 


Russo S, 


Novelli G, 


Sangiuolo F, 


D'Apice MR. 

Mutation spectrum of the MTM1 gene in XLMTM patients: 10 years of experience in prenatal and postnatal diagnosis. Clin Genet 2016; 89 (01) 93-98 





CrossrefPubMedGoogle Scholar





	
3 

Biancalana V, 


Scheidecker S, 


Miguet M. 

, et al.  Affected female carriers of MTM1 mutations display a wide spectrum of clinical and pathological involvement: delineating diagnostic clues. Acta Neuropathol 2017; 134 (06) 889-904 





CrossrefPubMedGoogle Scholar





	
4 

Jeon JH, 


Namgung R, 


Park MS. 

, et al.  X-linked myotubular myopathy in a family with two infant siblings: a case with MTM1 mutation. Yonsei Med J 2011; 52 (03) 547-550 





CrossrefPubMedGoogle Scholar





	
5 

Amburgey K, 


Lawlor MW, 


Del Gaudio D. 

, et al.  Large duplication in MTM1 associated with myotubular myopathy. Neuromuscul Disord 2013; 23 (03) 214-218 





CrossrefPubMedGoogle Scholar





	
6 

Laporte J, 


Biancalana V, 


Tanner SM. 

, et al.  MTM1 mutations in X-linked myotubular myopathy. Hum Mutat 2000; 15 (05) 393-409 





CrossrefPubMedGoogle Scholar





	
7 

Kristiansen M, 


Knudsen GP, 


Tanner SM. 

, et al.  X-inactivation patterns in carriers of X-linked myotubular myopathy. Neuromuscul Disord 2003; 13 (06) 468-471 





CrossrefPubMedGoogle Scholar





	
8 

Jungbluth H, 


Sewry CA, 


Buj-Bello A. 

, et al.  Early and severe presentation of X-linked myotubular myopathy in a girl with skewed X-inactivation. Neuromuscul Disord 2003; 13 (01) 55-59 





CrossrefPubMedGoogle Scholar





	
9 

Dahl N, 


Hu LJ, 


Chery M. 

, et al.  Myotubular myopathy in a girl with a deletion at Xq27-q28 and unbalanced X inactivation assigns the MTM1 gene to a 600-kb region. Am J Hum Genet 1995; 56 (05) 1108-1115 





PubMedGoogle Scholar





	
10 

Tanner SM, 


Orstavik KH, 


Kristiansen M. 

, et al.  Skewed X-inactivation in a manifesting carrier of X-linked myotubular myopathy and in her non-manifesting carrier mother. Hum Genet 1999; 104 (03) 249-253 





CrossrefPubMedGoogle Scholar





	
11 

Sutton IJ, 


Winer JB, 


Norman AN, 


Liechti-Gallati S, 


MacDonald F. 

Limb girdle and facial weakness in female carriers of X-linked myotubular myopathy mutations. Neurology 2001; 57 (05) 900-902 





CrossrefPubMedGoogle Scholar





	
12 

Lee EH, 


Yum MS, 


Park SJ. 

, et al.  Two cases of X-linked myotubular myopathy with novel MTM1 mutations. J Clin Neurol 2013; 9 (01) 57-60 





CrossrefPubMedGoogle Scholar





	
13 

Trump N, 


Cullup T, 


Verheij JB. 

, et al.  X-linked myotubular myopathy due to a complex rearrangement involving a duplication of MTM1 exon 10. Neuromuscul Disord 2012; 22 (05) 384-388 





CrossrefPubMedGoogle Scholar





	
14 

Oliveira J, 


Oliveira ME, 


Kress W. 

, et al.  Expanding the MTM1 mutational spectrum: novel variants including the first multi-exonic duplication and development of a locus-specific database. Eur J Hum Genet 2013; 21 (05) 540-549 





CrossrefPubMedGoogle Scholar










 









    
  

  
    
      
        

      

    

    
      
        
        


      

    

  


  

  
  
    
      
      
    
    
      
        
        
      

    
  




  
  
    
      
      
    
    
      
        
        
      

    
  



  







    
    


















  






      

      

  
    Top of Page
  

  
    
      ©  Georg Thieme Verlag KG | 
      
      
        Imprint |
        Privacy policy statement |
      
      Smartphone Version
      

      
        Your Current IP Address: 54.85.210.15
      

    

    

  




      


  
    
  
  
  
    
    
      
        
        
        
        
      
      
      
      
    
  
  




    

    






    

    
      
        
      
    

    
    


    
      
      
      
    

  