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Introduction
A 26-year-old woman (patient 1 on the family tree—figure 1) gave a 6-year history of dysarthria, occasional jerks and progressive gait unsteadiness with frequent falls, and had become bedridden. On examination, she had dorsal kyphosis and pes cavus. There was severe truncal and appendicular ataxia, generalised action myoclonus, hyporeflexia, hypotonia and bilateral extensor plantar reflexes. Electromyography with nerve conduction studies identified a sensorimotor polyneuropathy, with intermediate conduction velocities.

Figure 1 Family tree depicting genetic and phenotypic status of the family members.



Her medical history was unremarkable, with a normal development. She had experienced one recent generalised tonic–clonic seizure. She had an older sister (patient 2 on the family tree—figure 1) with a rapidly progressive nephrotic syndrome starting at the age of 17, becoming steroid resistant and needing haemodialysis after a few months. She also had a normal development and unremarkable medical history. At age of 21, she had developed action myoclonus of the lower limbs, with subjective loss of strength and frequent falls, later progressing to the upper limbs. She started having generalised tonicclonic seizures and lost walking ability in the next year. At aged 28 years, she underwent renal transplantation and died 5 years later due to graft-related complications. Their parents were consanguineous (they were half-siblings) and they had a healthy sister.



  





Question 1
How can you localise her myoclonus and what should be the initial steps in the evaluation?
Clinical assessment of pathological myoclonus requires a systematic approach. On neurological examination, it is important to note if the myoclonus appears at rest, on posture or during action. If present at rest, a spinal or brainstem source is more likely, whereas, if action induced, a cortical source should be suspected. Distribution is also important: cortical myoclonus is typically focal or multifocal, spinal segmental myoclonus can also be focal (but usually is stimulus sensitive and not action induced), while generalised myoclonus is generally subcortical (brainstem or propriospinal). Generalised myoclonus … 




View Full Text
  


  
  



  
      
  
  
    Footnotes
	Twitter Miguel Pereira @neur0ghost

	Contributors MP: Study concept and design, acquisition of data, analysis and interpretation, drafting/revising the manuscript for content. JD: revising the manuscript for content. MdCM: acquisition of data, analysis and interpretation of data, revising the manuscript for content.

	Funding The authors have not declared a specific grant for this research from any funding agency in the public, commercial or not-for-profit sectors.

	Competing interests None declared.

	Patient consent for publication Parental/guardian consent obtained.

	Provenance and peer review Not commissioned. Externally peer reviewed by Henry Houlden, London, UK, and Richard Appleton, Liverpool, UK.





  


  
  



  
      
  
  
    


  



  


  
  



  
        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

    
  
  
    	The progressive myoclonic epilepsiesNaveed Malek et al., Practical Neurology, 2015

	Myoclonus: a pragmatic approachDora Lozsadi, Practical Neurology, 2012

	Lafora body disease: a case of progressive myoclonic epilepsyRanjot Kaur et al., BMJ Case Reports, 2020

	Neurological disorders presenting mainly in adolescenceS Macleod et al., Archives of Disease in Childhood, 2007

	Genetics of childhood epilepsyRobert Robinson et al., Archives of Disease in Childhood, 2000

	Adult-onset Kufs diseaseAlbert Kelly et al., Practical Neurology, 2023

	Fulminant subacute sclerosing panencephalitis (SSPE) presented with acute hemiparesis in a 13-year-old girl with perinatally acquired HIV infectionTushar Ashok Vidhale et al., BMJ Case Reports, 2021

	Genetics of epilepsyDimitri M Kullmann, Journal of Neurology, Neurosurgery & Psychiatry, 2002

	Higher order visual dysfunction and myoclonic-atonic seizure: an atypical presentation of CLN6 neuronal ceroid lipofuscinosisDebaleena Mukherjee et al., BMJ Case Reports, 2022

	Novel mutations consolidate KCTD7 as a progressive myoclonus epilepsy geneMaria Kousi et al., Journal of Medical Genetics, 2012




  


  
  



      

    

  
  
   
  
  


  


  
  



      

    

  
  
   
  


  



  

          

        


        
        
      

    

   

 


    
    
      
          
    

    
  
    
  	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. 

      

    

  
      
    
        
    

    
  
    
  
    
  
      
  
  
    


  



  


  
  



  



  



  

    

  

  
  


