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    	Genetics

A 47-year-old woman had first presented in her late twenties with complex partial seizures and became seizure-free on carbamazepine. She re-presented 13 years later with migrainous headaches. MR scan of the  brain showed several unusual, non-specific high signal intensity, lesions in the deep and subcortical white matter of both cerebral hemispheres (figure 1). The lesions were typical of subcortical tubers and, as such, a diagnosis of tuberous sclerosis (TS) was queried, although she had no other (peripheral) stigmata of TS.1

Figure 1 MRI T2 fluid attenuated inversion recovery (FLAIR) axial images showing cortical/subcortical tubers in the right occipital (A) and left frontal (B) lobes.



TS is an autosomal dominant, multisystem disorder, presenting with multiple harmatomous growths.1 It is usually caused by a mutation in either TSC1 or TSC2, coding for the proteins, hamartin and tuberin respectively.2 Although up to 90% of patients with TS experience seizures, epilepsy is not considered a diagnostic feature. There is no single pathognomonic clinical sign for this condition.3 Given the wide phenotypic variability in TS, Roach et al4 developed a set of diagnostic criteria in 1998 (see box 1 adapted from Hake1). They suggest several major and minor clinical features, but the cardinal signs for suspecting TS are the skin manifestations—in particular, periungual fibromas, adenoma sebaceum, Shagreen patches and ash-leaf macules (which may only be visualised after examination under Wood's light). Despite careful examination of the skin in our patient, there were no peripheral stigmata of TS. There were no dental enamel pits or gingival fibromas. We did not request additional investigations for the presence of rectal polyps and bone cysts. On further questioning the patient disclosed that she was adopted at birth (with no subsequent contact with … 


View Full Text
  


  
  



  
      
  
  
    Footnotes
	
CA and RP contributed equally to this paper and are joint first authors.

	

Contributors CA and RP wrote the manuscript. SC performed and interpreted the neuroimaging. ER coordinated the genetic studies, and interpreted the findings. RdS is the patient's consultant neurologist and was involved in all aspects of this case.

	

Funding None.

	

Competing interests None.

	

Patient consent Obtained.

	

Provenance and peer review Not commissioned; externally peer reviewed. This paper was reviewed by Finbar O'Callaghan, Bristol, UK.





  


  
  



  
      
  
  
    


  



  


  
  



  
        Linked Articles

    
  
  
    	Editors' ChoiceHighlights from this issue

Phil Smith
Geraint Fuller


Practical Neurology 2013; 13 209-209   Published Online First:  04 Jul 2013. doi: 10.1136/practneurol-2013-000654 







  


  
  



  
        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

    
  
  
    	Cutaneous manifestations of tuberous sclerosis complex and the paediatrician's roleMichael A Cardis et al., Archives of Disease in Childhood, 2017

	The Tuberous Sclerosis 2000 Study: presentation, initial assessments and implications for diagnosis and managementJohn RW Yates et al., Archives of Disease in Childhood, 2011

	Polycystic kidney disease and chronic renal failure in tuberous sclerosisMona Dhakal et al., BMJ Case Reports, 2013

	Tuberous sclerosis—what’s new?John P Osborne et al., Archives of Disease in Childhood, 2008

	Annual review of children with tuberous sclerosisK H Ng et al., Archives of disease in childhood - Education & practice edition, 2014

	Beyond polycystic kidney diseaseSusana Franco Santos et al., BMJ Case Reports, 2017

	Interesting pancreatic tumour in the background of Tuberous SclerosisJMV Amarjothi et al., BMJ Case Reports, 2019

	Seizures in a 9 month old girlLawrence Armstrong et al., BMJ, 2009

	Acute and repeated haemoperitoneum: a challenging case of lymphangioleiomyomatosis with uterine PEComaAnjeza Xholli et al., BMJ Case Reports, 2021

	Description of a multidisciplinary model of care in a French cohort of adult patients with tuberous sclerosis complexPierre Pfirmann et al., Journal of Medical Genetics, 2020




  


  
  



      

    

  
  
   
  
  


  


  
  



      

    

  
  
   
  


  



  

          

        


        
        
      

    

   

 


    
    
      
          
    

    
  
    
  	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. 

      

    

  
      
    
        
    

    
  
    
  
    
  
      
  
  
    


  



  


  
  



  



  



  

    

  

  
  


