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A 25 year old man visits his general practitioner concerned after his 52 year old father suddenly died of a heart attack. His paternal uncle and grandfather died of heart attacks in their 40s. On examination he has xanthomas on the extensor tendons of his hands. Laboratory investigations reveal total cholesterol 9.3 mmol/L and low density lipoprotein (LDL) cholesterol 6.6 mmol/L. He is diagnosed with familial hypercholesterolaemia, given lifestyle advice, started on simvastatin 80 mg, and referred to a specialist for genetic testing and cascade screening of his relatives.
What is familial hypercholesterolaemia?
Familial hypercholesterolaemia is an inherited autosomal dominant genetic disorder characterised by high serum cholesterol concentrations detectable at a young age.1 2 It is associated with early cardiovascular disease, and an underlying genetic cause can be identified in about 80% of cases.2 3
How common is familial hypercholesterolaemia?
	Heterozygous familial hypercholesterolaemia affects about 1 in 500 people (about 110 000 people in the UK)1 2

	An average UK general practice with 8000 patients will have about 16 patients with familial hypercholesterolaemia clustered in five to seven families4 5

	Certain populations have a higher frequency of familial hypercholesterolaemia such as Afrikaners in South Africa (1 in 70) and French Canadians (1 in 200)1 2

	Homozygous familial hypercholesterolaemia occurs with a frequency of 1 in 1 000 000 people1





Why is familial hypercholesterolaemia missed?
Underdiagnosis is a global challenge, with correct identification ranging from less than 1% in Russia to 20% in the Netherlands and 44% in Iceland.2 In the UK only 15% of patients with familial hypercholesterolaemia are expected to have been recognised in general practice.5 6 7
It is not known why patients with familial hypercholesterolaemia are often missed in primary care, but many seem to be diagnosed in middle age when family members present with coronary heart disease.5 … 



View Full Text
  


  
  



  
      
  
  
    
  
    
  
        
      Log in    

    
  
  
    Log in using your username and password


    BMA Member Log In


    
        If you have a subscription to The BMJ, log in:

        


  Username *
 



  Password *
 


        

            
  Forgot your log in details? 
 



        

            

    	
  Need to activate 
 




	Log in via institution
	Log in via OpenAthens







Log in through your institution

  


  
  

  

  
    
  
      
  
  
    
  
      
  
    
Subscribe from £173 *

Subscribe and get access to all BMJ articles, and much more.



  




  


  
  



  
      
  
  
    Subscribe
* For online subscription
  


  
  



  
      
  
  
    
  
      
  
    

Access this article for 1 day for:
£38 / $45 / €42 (excludes VAT)

You can download a PDF version for your personal record.





  




  


  
  



  
      
  
  
    Buy this article 
  


  
  

  



  


  
  



  





  


  
  



  
      
  
  
    
  


  
  

        
      

      
        
          
  
      
  
  
    	Tweet Widget
	Facebook Like


  


  
  



  
      
  
  
    
  
      
  
    

  




  


  
  



  
      
  
  
    See other articles in issue 7860  


  
  



  
        
      Article tools    

    
  
  
    PDF7 responses  


  
  



  
      
  
  
    
  
    	
  
      
  
  
    Respond to this article

  


  
  


	
  
      
  
  
    Print  


  
  


	
  
      
  
  
    Alerts & updates
Article alerts
Please note: your email address is provided to the journal, which may use this information for marketing purposes.



  
    
  
      
  
  
    Log in or register:

  


  
  



  
      
  
  
    
  Username *
 



  Password *
 






  


  
  



  
      
  
  
    Register for alerts


 If you have registered for alerts, you should use your registered email address as your username

  


  
  

  






  


  
  


	
  
      
  
  
    Citation tools
Download this article to citation manager


  
    
  
      
  
  
      
  
      Peter J Gill, Anthony Harnden, Fredrik Karpe


  
      




























Gill P J, Harnden A, Karpe F. Familial hypercholesterolaemia  
  
      BMJ  2012;  344 :e3228 
  
      doi:10.1136/bmj.e3228
  
  
  
  
  
  	    
      
	BibTeX (win & mac)Download
	EndNote (tagged)Download
	EndNote 8 (xml)Download
	RefWorks Tagged (win & mac)Download
	RIS (win only)Download
	MedlarsDownload

    

  


  

  
  


  
        
      Help    

    
  
  
    
  
      
  
    
  If you are unable to import citations, please contact
  technical support for your product directly (links go to external sites):


  	EndNote
	ProCite
	Reference
    Manager
	RefWorks
	Zotero



  




  


  
  

  

  

  
  

	
  
      
  
  
    Request permissions  


  
  




  

  

  
  


  
      
  
  
    
  
    
  
      
  
  
    	Author citation


	Articles by Peter J Gill
	Articles by Anthony Harnden
	Articles by Fredrik Karpe



	Add article to BMJ Portfolio


  


  
  



  
      
  
  
    Email to a friend
Forward this page


  
    
  
      
  
  
    
 Thank you for your interest in spreading the word about The BMJ.
NOTE: We only request your email address so that the person you are recommending the page to knows that you wanted them to see it, and that it is not junk mail. We do not capture any email address.




  Username *
 



  Your Email *
 



  Send To *
 




  You are going to email the following 
 Familial hypercholesterolaemia



  Your Personal Message 
 









            
        
          CAPTCHA        

      
          
          
        This question is for testing whether or not you are a human visitor and to prevent automated spam submissions.      

        



  

  



  


  
  

  






  


  
  

  



  


  
  



  
        
      Topics    

    
  
  
    	Easily missed
	Lipid disorders
	Metabolic disorders
	Cardiovascular medicine
	Child health
	Genetic screening / counselling
	Screening (epidemiology)
	Screening (public health)
	Epidemiologic studies
	Adolescent health
	Dermatology
	General practice / family medicine
	Clinical diagnostic tests

	more
	less



  


  
  



  
      
  
  
    
  
      
  
    


  




  


  
  



  
      
  
  
    
  
      
  
    
  




  


  
  



  
      
  
  
    [image: ]




  


  
  



  
        
      This week's poll    

    
  
  
    
  
      
  
    






Read related article

See previous polls



  




  


  
  

        
      
  
  

  
     
  
      
  
  
     Back to top  


  
  



  
      
  
  
    
  
      
  
    

  




  


  
  

 

  

  



 
  
                
                            
        
        
                    
                
                    
                          
    

      
  
  
    
      
  
        
      Follow us on    

    
  
  
    
  	Twitter
	Facebook
	YouTube
	RSS



  


  
  

    

    
      
        
          
  
        
      Content links    

    
  
  
    
  	Collections
	Health in South Asia
	Women’s, children’s & adolescents’ health
	Zika virus
	Research
	Education
	News and views
	BMJ Opinion
	Rapid responses
	Archive



  


  
  

        

        
          
  
        
      About us    

    
  
  
    
  	About us
	Editorial staff
	BMJ in the USA
	BMJ in South Asia
	Advisers
	Policies
	Submit your paper



  


  
  

        

        
          
  
        
      Resources    

    
  
  
    
  	Authors
	Reviewers
	BMA members
	Readers
	Subscribers
	Advertisers and sponsors
	Media
	Recruiters



  


  
  

        

        
          
  
        
      Explore BMJ    

    
  
  
    
  	Our company
	BMJ Careers
	BMJ Learning
	BMJ Masterclasses
	BMJ Journals
	BMJ Student
	Academic edition of The BMJ
	BMJ Best Practice
	The BMJ Awards



  


  
  

        

        
          
  
        
      My account    

    
  
  
    
  	Email alerts
	Activate subscription



  


  
  

        

        
          
  
        
      Information    

    
  
  
    
  	Contact us
	Complaints



  


  
  

        

      

    

  


  
    
      
  
      
  
  
    
  	Cookie settings
	Cookie Policy
	Privacy policy
	Website T&Cs
	Revenue Sources
	HighWire Press
	Sitemap



  


  
  



  
      
  
  
    
Copyright © 2024 BMJ Publishing Group Ltd

  


  
  

    

  





 
  

                     
                

            

        
        
     
 
  










  



[image: ]




  
  
