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Changes of cerebral metabolites detected by proton MR spectroscopy in two cases of infantile neuroaxonal dystrophy are described. A 6 11/12-year-old boy and a girl (aged 4 1/12 years at the first and 5 2/12 years at the second examination) with infantile neuroaxonal dystrophy were investigated by magnetic resonance imaging and spectroscopy of the basal ganglia. The signal intensity of the cerebellar cortex was increased on T2-weighted, proton density, and fluid attenuated inversion recovery images. The long echo time (135 ms) spectra revealed the presence of lactate in the basal ganglia of both cases in all investigations. The N-acetylaspartate/creatine ratio was reduced in Case 1 and in the second investigation of Case 2. The choline/creatine ratio was always increased.


        
As the diagnosis of infantile neuroaxonal dystrophy is made by a synopsis of various clinical, neuropathological, neurophysiological, and neuroradiological data, the presence of lactate in the basal ganglia spectra may help to narrow down the diagnosis and can support the decision to perform more invasive diagnostic procedures (such as biopsies of skin, conjunctiva or even of the brain).


      

Key words

Infantile neuroaxonal dystrophy - INAD - MR spectroscopy - Lactate






References


	
[bookmark: R004-1]1 
              Aicardi J, Castelein P. 
              Infantile neuroaxonal dystrophy. 
              Brain. 
              1979; 
              102 
              727-748 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R004-2]2 
              Barlow J K, Sims K B, Kolodny E H. 
              Early cerebellar degeneration in twins with infantile neuroaxonal dystrophy. 
              Ann Neurol. 
              1989; 
              25 
              413-415 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R004-3]3 
              Cowen D, Olmstead E V. 
              Infantile neuroaxonal dystrophy. 
              J Neuropathol Exp Neurol. 
              1963; 
              22 
              175-236 
            





PubMedGoogle Scholar





	
[bookmark: R004-4]4 
              Elleder M, Jirásek A. 
              New enzymatic findings in neuroaxonal dystrophy. 
              Acta Neuropathol. 
              1983; 
              60 
              153-155 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R004-5]5 
              Farina L, Nardocci N, Bruzzone M G, D'Incerti L, Zorzi G, Verga L. et al .
              Infantile neuroaxonal dystrophy: neuroradiological studies in 11 patients. 
              Neuroradiology. 
              1999; 
              41 
              376-380 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R004-6]6 
              Nardocci N, Zorzi G, Farina M D, Binelli S, Scaoli W, Ciano C. et al .
              Infantile neuroaxonal dystrophy: clinical spectrum und diagnostic criteria. 
              Neurology. 
              1999; 
              52 
              1472-1478 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R004-7]7 
              Kreis R, Ernst Th, Ross B D. 
              Development of the human brain: in vivo quantification of metabolite and water content with proton magnetic resonance spectroscopy. 
              Magn Reson Med. 
              1993; 
              30 
              424-437 
            





CrossrefPubMedGoogle Scholar





	
[bookmark: R004-8]8 
              Ramaekers V Th, Lake B D, Harden B, Boyd S, Harden A, Brett E M. et al .
              Diagnostic difficulties in infantile neuroaxonal dystrophy: a clinicopathological study of eight cases. 
              Neuropediatrics. 
              1987; 
              18 
              170-175 
            





PubMedGoogle Scholar





	
[bookmark: R004-9]9 Seitelberger F. Eine unbekannte Form von infantiler Lipoidspeicher Krankheit des Gehirns. In: Proceedings of the First International Congress of Neuropathology 1952. Rome, Torino; Rosenberg and Sellier 1956: 323-333 



Google Scholar





	
[bookmark: R004-10]10 
              Simonati A, Trevisan C, Salviati A, Rizzuto N. 
              Neuroaxonal dystrophy with dystonia and pallidal involvement. 
              Neuropediatrics. 
              1999; 
              30 
              151-154 
            





Article in Thieme ConnectPubMedGoogle Scholar





	
[bookmark: R004-11]11 
              Tanabe Y, Iai M, Ishii M, Tamai K, Maemot T, Ooe K. et al .
              The use of magnetic resonance imaging in diagnosing infantile neuroaxonal dystrophy. 
              Neurology. 
              1993; 
              43 
              110-113 
            





PubMedGoogle Scholar









[bookmark: SIG1]M. D. Irina Mader



Section of Experimental Magnetic Resonance of the CNS Department of Neuroradiology Tübingen University School of Medicine




Hoppe-Seyler-Str. 3




72076 Tübingen




Germany




Email: irina.mader@med.uni-tuebingen.de
























  >
  
  

    
  

  
    
      
        

      

    

    
      
        
        


      

    

  


  

  
  
    
      
      
    
    
      
        
        
      

    
  




  
  
    
      
      
    
    
      
        
        
      

    
  



  







    
    


















  






      

      

  
    Top of Page
  

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

      
        Your Current IP Address: 50.19.159.160
      

    

    

  




      


  
    
  
  
  
    
    
      
        
        
        
        
      
      
      
      
    
  
  




    

    






    

    
      
        
      
    

    
    


    
      
      
      
    

  