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Mitochondrial disorders can present in many different ways—and not only to the neurologist. The general rule of thumb “multisystem? ... think mitochondrial” is a useful prompt, but it comes to mind all too often in routine neurological practice, particularly as the population continues to age and multiple pathologies become the norm in the neurology outpatient clinic. How can we sort out the “wheat from the chaff” in a simple and efficient way? Recent advances in molecular genetic testing have made it much easier to diagnose some mitochondrial disorders, but the broadening clinical phenotype presents new challenges. However, it is still important to rely on clinical judgement and not exclusively on the results of complicated and sometimes unreliable tests. If you really think it may be a mitochondrial disorder, do not give up at first base.
I will present a contemporary view on this difficult problem, a no nonsense guide for the general neurologist who asks the question “Could this patient have a primary mitochondrial disorder?” Unfortunately, “no nonsense” does not necessarily mean simple, and quick screening tests are rarely comprehensive. It is also important to be aware of the many secondary defects of mitochondrial biochemistry and mitochondrial DNA (mtDNA), which can present clinically in a similar way, but these are not the topic of this review and nor is the rapidly evolving clinical management of mitochondrial disease.1

      CLINICAL PATHOLOGY: AN UPDATE

      A few facts about the basic biology of mitochondria are helpful for the clinician.2 Mitochondria are small compartments within every nucleated cell and are the principal source of adenosine triphosphate (ATP). ATP is essential for all active cellular processes, so it is not surprising that a relative deficiency of ATP can lead to the dysfunction of many different organs, and ultimately cause cell death if it is severe and prolonged. Neurons, … 

      
      
      
      
      
      
    


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

    
  
  
    	Clinical mitochondrial geneticsPatrick F Chinnery et al., Journal of Medical Genetics, 1999

	Mitochondrial disease: mimics and chameleonsMika H Martikainen et al., Practical Neurology, 2015

	Inherited mitochondrial optic neuropathiesP Yu-Wai-Man et al., Journal of Medical Genetics, 2008

	Diagnosis and therapy in neuromuscular disorders: diagnosis and new treatments in mitochondrial diseasesS Rahman et al., Journal of Neurology, Neurosurgery & Psychiatry, 2009

	MitochondriaP F Chinnery et al., Journal of Neurology, Neurosurgery & Psychiatry, 2003

	Clinical features, investigation, and management of patients with defects of mitochondrial DNAPATRICK F CHINNERY et al., Journal of Neurology, Neurosurgery & Psychiatry, 1997

	SANDO syndrome in a cohort of 107 patients with CPEO and mitochondrial DNA deletionsFrank Hanisch et al., Journal of Neurology, Neurosurgery & Psychiatry, 2014

	Recognition, investigation and management of mitochondrial diseaseJames E Davison et al., Archives of Disease in Childhood, 2017

	Frequency of mitochondrial transfer RNA mutations and deletions in 225 patients presenting with respiratory chain deficienciesMichaela Jaksch et al., Journal of Medical Genetics, 2001

	Human extraocular muscles in mitochondrial diseases: comparing chronic progressive external ophthalmoplegia with Leber’s hereditary optic neuropathyA Carta et al., British Journal of Ophthalmology, 2005




  


  
  



      

    

  
  
   
  
  


  


  
  



      

    

  
  
   
  


  



  

          

        


        
        
      

    

   

 


    
    
      
          
    

    
  
    
  	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. 

      

    

  
      
    
        
    

    
  
    
  
    
  
      
  
  
    


  



  


  
  



  



  



  

    

  

  
  


