





    
  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: Archives of Disease in Childhood]
      

            
          
    

    
  
    	Latest content
	Current issue
	Archive
	For authors
	Podcasts
	About

  





    
  
    
  
    
  
        

    
  
  
    
  
    
  
      
  
  
    
  Search for this keyword 
 






  


  
  



  
      
  
  
    Advanced search  


  
  



  



  


  
  


  
        

    
  
  
    	 Close
More
	

    
  
    
  
    
  
        Main menu

    
  
  
    
  	Latest content
	Current issue
	Archive
	For 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 102, Issue Suppl 1 
	G176(P) A case of kocher-debre-semelaigne syndrome (KDSS) associated with renal dysfunction


        

       
      
          
            Email alerts
          
        

      

          

            
          
        
          
            
                                                                                                  
    

    
  
    
    
    
    
      
        
  
      
  
  
    
    
  
    
    
      
        
  
      
  
  
    Article Text
  


  
  



      

    

    
    
      
        
  
      
  
  
    Article menu 
  


  
  



      

    

  
  
   
  
  


  


  
  



      

    

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


  


  
  



      

    

    
    
      
        
  
      
  
  
    [image: Download PDF]PDF  


  
  



  
      
  
  
    British Society for Paediatric Endocrinology and Diabetes and British Society of Paediatric Gastroenterology, Hepatology and Nutrition


  


  
  



  
      
  
  
    
      G176(P) A case of kocher-debre-semelaigne syndrome (KDSS) associated with renal dysfunction
        
  

  


  
  



  
      
  
  
    [image: Loading]

  
    
  
      
  
  
    	J Fordham, 
	Y Kumar, 
	T Aamir

	[bookmark: aff-1]Royal Cornwall Hospital Trust, Truro, UK





  


  
  



  
      
  
  
    Abstract
Aim To report an unusual case of KDSS with the rare combination of renal dysfunction.

Methods Description of the case with review of the literature.

Results A 14 year old boy was referred with elevated creatinine found on investigation for leg cramping. Further history included reduced activity, poor appetite, daytime sleepiness and constipation for 2 years duration. On examination were typical facial and body habitus of a child with longstanding severe hypothyroidism. There was also marked hypertrophy of the calf muscles.
Blood tests revealed elevated TSH (>100 mIU/L), repressed T3 and T4 (0.3 mcg/dL), elevated creatine kinase (5378 IU/L) and elevated thyroid peroxidase antibodies (41.7 IU/mL). Renal ultrasound scan showed a slightly small right kidney but cortical preservation bilaterally. Muscle ultrasound and follow-up blood tests are pending.
Treatment with thyroxine was commenced based on a diagnosis of KDSS. This is an association of hypothyroidism and muscular pseudohypertrophy seen in childhood. The underlying thyroid defect can vary from acquired (autoimmune, as in this case) to congenital. As such the syndrome, though rare worldwide, is significantly more so in countries that screen for congenital hypothyroidism1. At presentation, features of hypothyroidism are usually florrid and complications such as acute compartment syndrome and rhabdomyolysis may occur1. Muscle biopsy is rarely necessary and if performed, histology tends to be non-specific. Muscle cramping is a known association with the muscular pseudohypertrophy in this syndrome. These abnormalities, as well as the clinical features of hypothyroidism, revert with treatment of the hypothyroidism, though final height may still be reduced2.
To our knowledge renal dysfunction as an isolated association with this syndrome has never been reported.

Conclusion This case highlights a rare cause of myopathy that is important not least because of its often complete reversibility with treatment of the underlying hypothyroidism. It also introduces an association with renal dysfunction.
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