





    
  Skip to main content
  




  

    

      
        
          
              
    

    
  
    
  
    
  
      
  
  
    


  



  


  
  



  



  



  

          

        

      


      
        
              

      
        
          
                       

         

      

     
    
      
        
          [image: BMJ Journals]

                  

      

      
                  
            
                
    

    
  
    	Subscribe
	Log In 
More
	

    
  
    
  
    
  
      
  
  
    Log in via Institution
Log in via OpenAthens
Log in via RCPCH  


  
  



  
      
  
  
    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: ADC Fetal & Neonatal Edition]
      

            
          
    

    
  
    	Latest content
	Current issue
	Archive
	Authors
	Podcasts
	About

  





    
  
    
  
    
  
        

    
  
  
    
  
    
  
      
  
  
    
  Search for this keyword 
 






  


  
  



  
      
  
  
    Advanced search  


  
  



  



  


  
  


  
        

    
  
  
    	 Close
More
	

    
  
    
  
    
  
        Main menu

    
  
  
    
  	Latest content
	Current issue
	Archive
	Authors
	Podcasts
	About



  


  
  



  



  






	Subscribe
	Log in 
More
	

    
  
    
  
    
  
      
  
  
    Log in via Institution
Log in via OpenAthens
Log in via RCPCH  


  
  



  
      
  
  
    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 93, Issue 2 
	Pyridoxal phosphate-dependent neonatal epileptic encephalopathy


        

       
      
          
            Email alerts
          
        

      

          

            
          
        
          
            
                                                                                                  
    

    
  
    
    
    
    
      
        
  
      
  
  
    
    
  
    
    
      
        
  
      
  
  
    Article Text
  


  
  



      

    

    
    
      
        
  
      
  
  
    Article menu 
  


  
  



      

    

  
  
   
  
  


  


  
  



      

    

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


  


  
  



      

    

    
    
      
        
  
      
  
  
    [image: Download PDF]PDF  


  
  



  
      
  
  
    Case report


  


  
  



  
      
  
  
    
      Pyridoxal phosphate-dependent neonatal epileptic encephalopathy
        
  

  


  
  



  
      
  
  
    [image: Loading]

  
    
  
      
  
  
    	S Bagci1, 
	J Zschocke2, 
	G F Hoffmann3, 
	T Bast4, 
	J Klepper5, 
	A Müller1, 
	A Heep1, 
	P Bartmann1, 
	A R Franz1

	[bookmark: aff-1]1
Centre for Paediatrics, Department of Neonatology, University of Bonn, Germany
 
	[bookmark: aff-2]2
Institute of Human Genetics, University of Heidelberg, Germany
 
	[bookmark: aff-3]3
Department of General Paediatrics, University of Heidelberg, Germany
 
	[bookmark: aff-4]4
Department of Paediatric Neurology, University of Heidelberg, Germany
 
	[bookmark: aff-5]5
Department of Paediatric Neurology, University of Essen, Germany
 

	Dr A R Franz, Department of Neonatology, Centre for Paediatrics, Sigmund-Freud-Strasse 25, 53105 Bonn, Germany; axel.franz{at}ukb.uni-bonn.de




  


  
  



  
      
  
  
    Abstract
Pyridox(am)ine-5′-phosphate oxidase converts pyridoxine phosphate and pyridoxamine phosphate to pyridoxal phosphate, a cofactor in many metabolic reactions, including neurotransmitter synthesis. A family with a mutation in the pyridox(am)ine-5′-phosphate oxidase gene presenting with neonatal seizures unresponsive to pyridoxine and anticonvulsant treatment but responsive to pyridoxal phosphate is described. Pyridoxal phosphate should be considered in neonatal epileptic encephalopathy unresponsive to pyridoxine.
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