





    
  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: Practical Neurology]
      

            
          
    

    
  
    	Latest content
	Current issue
	Archive
	For authors
	Podcasts
	About
	Hosted content

  





    
  
    
  
    
  
        

    
  
  
    
  
    
  
      
  
  
    
  Search for this keyword 
 






  


  
  



  
      
  
  
    Advanced search  


  
  



  



  


  
  


  
        

    
  
  
    	 Close
More
	

    
  
    
  
    
  
        Main menu

    
  
  
    
  	Latest content
	Current issue
	Archive
	For authors
	Podcasts
	About
	Hosted content



  


  
  



  



  






	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 13, Issue 6 
	Niemann–Pick type C: a potentially treatable disorder?


        

       
      
          
            Email alerts
          
        

      

          

            
          
        
          
            
                                                                                                  
    

    
  
    
    
    
    
      
        
  
      
  
  
    
    
  
    
    
      
        
  
      
  
  
    Article Text
  


  
  



      

    

    
    
      
        
  
      
  
  
    Article menu 
  


  
  



      

    

  
  
   
  
  


  


  
  



      

    

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


  


  
  



      

    

    
    
      
        
  
      
  
  
    [image: Download PDF]PDF  


  
  



  
      
  
  
    Neurological rarities


  


  
  



  
      
  
  
    
      Niemann–Pick type C: a potentially treatable disorder?
        
  

  


  
  



  
      
  
  
    [image: Loading]

  
    
  
      
  
  
    	Ammar Kheder1, 
	Camilla Scott2, 
	Simon Olpin2, 
	Marios Hadjivassiliou1

	[bookmark: aff-1]
1Academic Department of Neurosciences, Royal Hallamshire Hospital, Sheffield, UK

	[bookmark: aff-2]
2Department of Clinical Chemistry, Sheffield Children's Hospital, Sheffield, UK


	Correspondence to
 Professor Marios Hadjivassiliou, Academic Department of Neurosciences, Royal Hallamshire Hospital, Glossop Rd, Sheffield S10 2JF, UK; m.hadjivassiliou{at}sheffield.ac.uk





  


  
  



  
      
  
  
    Abstract

Niemann–Pick disease refers to a group of autosomal recessive lipid storage disorders associated with a variable degree of neurological manifestations in addition to other organ involvement. Niemann–Pick disease is divided into types A–C. Of interest to neurologists is Niemann–Pick type C because of the association with neurological manifestations that are not confined to childhood. The clinical presentation of Niemann–Pick type C is variable, depending on age at onset. Neurological symptoms vary with age: hypotonia, delay in developmental motor milestones, falls, seizures, learning difficulties, ataxia with cognitive deficits and psychosis. The definitive diagnosis of Niemann–Pick type C requires demonstration of abnormal intracellular cholesterol trafficking using the ﬁlipin test. Therapeutic interventions are few but one that is of interest is miglustat, which has been approved for specific treatment of the neurological manifestations. It showed improvement in horizontal saccadic eye movement and a trend towards improvement or stabilisation in swallowing, hearing and walking. Niemann–Pick type C should be considered in patients with early-onset ataxia associated with progressive learning/cognitive difficulties even in the absence of vertical gaze palsy.


	BEHAVIOURAL DISORDER
	CEREBELLAR ATAXIA
	COGNITION
	DEMENTIA
	DYSTONIA




  


  
  



  
      
  
  
    


  



  


  
  



  
      
  
  
    https://doi.org/10.1136/practneurol-2013-000525

  


  
  



  
        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.

  


  
  



  
        

    
  
  
    
  


  
  



  
      
  
  
    	BEHAVIOURAL DISORDER
	CEREBELLAR ATAXIA
	COGNITION
	DEMENTIA
	DYSTONIA



View Full Text
  


  
  



  
      
  
  
    

  


  
  



  
        Read the full text or download the PDF:

    
  
  
    
  
    
  
    
    
      
        
  
      
  
  
      


  
  



      

    


    
      
        
  
      
  
  
    Subscribe  


  
  



      

    

    
    
      
        
  
      
  
  
    Log in   


  
  



  
      
  
  
    
  
    
  
      
  
  
    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?




  


  
  



  



  


  
  



      

    

  
  
   
  
    



  


  
  



  





  


  
  



  
        Read the full text or download the PDF:

    
  
  
    
  
    
  
    
    
      
        
  
      
  
  
      


  
  



      

    


    
      
        
  
      
  
  
    Subscribe  


  
  



      

    

    
    
      
        
  
      
  
  
    Log in   


  
  



  
      
  
  
    
  
    
  
      
  
  
    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?




  


  
  



  



  


  
  



      

    

  
  
   
  
    



  


  
  



      

      
    

    
    
      
        
  
      
  
  
      


  
  



      

    

  
  
   
    
    
    
      
        
  
      
  
  
    
    
  
    
    
      
        
  
      
  
  
    
  
      
  
    
  




  


  
  



      

    

    
    
      
        
  
        Other content recommended for you

    
  
  
    	Niemann-Pick type C: contemporary diagnosis and treatment of a classical disorderMeher Lad et al., Practical Neurology, 2019

	Patient with Niemann-Pick disease type C: over 20 years' follow-upKazuo Abe et al., BMJ Case Reports, 2017

	Niemann-Pick disease type C or Gaucher’s disease type 3? A clinical conundrumSuresh Pandi et al., BMJ Case Reports, 2014

	Six novel NPC1 mutations in Chinese patients with Niemann–Pick disease type CC-C Yang et al., Journal of Neurology, Neurosurgery & Psychiatry, 2005

	Complications associated with intrathecal drug delivery in a paediatric patient with Niemann-Pick type CJose Ignacio Rodriguez Rodriguez Ciancio et al., BMJ Case Reports, 2021

	Intrathecal cyclodextrin in the treatment of Niemann-Pick disease type CMaria Roch Santed et al., European Journal of Hospital Pharmacy, 2017

	Niemann–Pick type C disease in a 68-year-old patientG Trendelenburg et al., Journal of Neurology, Neurosurgery & Psychiatry, 2006

	Claustrum hyperintensity: a rare radiological correlate in Niemann-Pick diseaseDebaleena Mukherjee et al., BMJ Case Reports, 2021

	Proton magnetic resonance spectroscopic imaging in the clinical evaluation of patients with Niemann-Pick type C diseaseG Tedeschi et al., Journal of Neurology, Neurosurgery & Psychiatry, 1998

	Isolated splenomegaly as the presenting feature of Niemann–Pick disease type CJ Imrie et al., Archives of Disease in Childhood, 2001




  


  
  



      

    

  
  
   
  
  


  


  
  



      

    

  
  
   
  


  



  

          

        


        
        
      

    

   

 


    
    
      
          
    

    
  
    
  	Content	Latest content
	Current issue
	Archive
	Browse by collection
	Most read articles
	Curriculum Index
	Responses


	Journal	About
	Editorial board
	Sign up for email alerts
	Subscribe
	Thank you to our reviewers


	Authors	Instructions for authors
	Submit an article
	Editorial policies
	Open Access at BMJ
	BMJ Author Hub


	Help	Contact us
	Reprints
	Permissions
	Advertising
	Feedback form





  



  

      
            
        
            
    

    
  
    
  
    
  
      
  
  
    	 RSS
	 Twitter
	 Facebook
	 Blog
	 SoundCloud

  


  
  



  



  



  

        
      

          

  
      
    
      
    

    
      
        	Website Terms & Conditions
	Privacy & Cookies
	Contact BMJ


        
        Cookie Settings
        
        Online ISSN: 1474-7766Print ISSN: 1474-7758

        Copyright © 2023 BMJ Publishing Group Ltd. All rights reserved. 

      

    

  
      
    
        
    

    
  
    
  
    
  
      
  
  
    


  



  


  
  



  



  



  

    

  

  
  


