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    Abstract
Familial hypercholesterolemia (FH) is a monogenic disease characterized by a lifelong exposure to high LDL-C levels that can lead to early onset coronary heart disease (CHD). The main causes of FH identified to date include loss-of-function mutations in LDLR or APOB, or gain-of-function mutations in PCSK9. Early diagnosis and genetic testing of FH suspects is critical for improved prognosis of affected individuals as lipid lowering treatments are effective in preventing CHD related morbidity and mortality. In the present manuscript, we developed a comprehensive next generation sequencing (NGS) panel which we applied on two different resources of FH in the Icelandic population: 62 subjects from 23 FH families with known or unknown culprit mutations, and a population-based sampling of 315 subjects selected for total cholesterol levels above the 95th percentile cut-point. The application of the NGS panel revealed significant diagnostic yields in identifying pathogenic LDLR mutations in both family and population-based genetic testing.

	Abbreviations
	
	ARH
	Autosomal Recessive Hypercholesterolemia
	CNV
	Copy Number Variant
	FH
	Familial Hypercholesterolemia
	LDLR
	LDL-receptor gene
	LDL-C
	LDL cholesterol
	NGS
	Next Generation Sequencing
	MLPA
	Multiplex Ligation-dependent Probe Amplification
	SNV
	Single Nucleotide Variant
	UTRs
	Untranslated Regions
	VUS
	Variant of Unknown Significance




  


  
  



  
      
  
  
    Copyright 
The copyright holder for this preprint is the author/funder, who has granted bioRxiv a license to display the preprint in perpetuity. It is made available under a CC-BY-ND 4.0 International license.


  


  
  



  





  


  
  



  
      
  
  
    View the discussion thread.


  


  
  



  
      
  
  
     Back to top  


  
  



			

		

		
		
			
			  
  
      
  
  
     PreviousNext 
  


  
  



  
      
  
  
    Posted September 27, 2018.  


  
  



  
      
  
  
    
	  
  
		
          
            
  
      
  
  
     Download PDF  


  
  



  
      
  
  
    Supplementary Material 
  


  
  



          

        

        
        
          
            
  
      
  
  
     Email

  
    
  
      
  
  
    
 Thank you for your interest in spreading the word about bioRxiv.
NOTE: Your email address is requested solely to identify you as the sender of this article.




  Your Email *
 



  Your Name *
 



  Send To *
 

Enter multiple addresses on separate lines or separate them with commas.




  You are going to email the following 
 Molecular Screening of Familial Hypercholesterolemia in the Icelandic Population



  Message Subject 
 (Your Name) has forwarded a page to you from bioRxiv



  Message Body 
 (Your Name) thought you would like to see this page from the bioRxiv website.



  Your Personal Message 
 








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










  


  
  



  





  


  
  



  
      
  
  
     Share  


  
  



  
      
  
  
    


		  
		  
  
      
  
  
    

      
      Molecular Screening of Familial Hypercholesterolemia in the Icelandic Population
    

  
      Greg Kellogg, Bolli Thorsson, Ying Cai, Robert Wisotzkey, Andrew Pollock, Matthew Akana, Rebecca Fox, Michael Jansen, Elias F. Gudmundsson, Bonny Patel, Chihyu Chang, Malgorzata Jaremko, Valur Emilsson, Vilmundur Gudnason, Oscar Puig

  
      bioRxiv 425975; doi: https://doi.org/10.1101/425975 

  
  
  


  


  
  



	  

	
  
  	
  
      
  
  
    
  
    Share This Article:
  
  
    
  
  
    Copy
  


  


  
  



  

	
		  
	    
  
      
  
  
    [image: Reddit logo] [image: Twitter logo] [image: Facebook logo] [image: LinkedIn logo] [image: Mendeley logo]
  


  
  



	  

	


  


  
  



  
      
  
  
     Citation Tools

  
    
  
      
  
  
      
  
      

      
      Molecular Screening of Familial Hypercholesterolemia in the Icelandic Population
    

  
      Greg Kellogg, Bolli Thorsson, Ying Cai, Robert Wisotzkey, Andrew Pollock, Matthew Akana, Rebecca Fox, Michael Jansen, Elias F. Gudmundsson, Bonny Patel, Chihyu Chang, Malgorzata Jaremko, Valur Emilsson, Vilmundur Gudnason, Oscar Puig

  
      bioRxiv 425975; doi: https://doi.org/10.1101/425975 

  
  
  


  

  
  	      Citation Manager Formats

        
      	BibTeX
	Bookends
	EasyBib
	EndNote (tagged)
	EndNote 8 (xml)
	Medlars
	Mendeley
	Papers
	RefWorks Tagged
	Ref Manager
	RIS
	Zotero

    

  



  


  
  



  





  


  
  



          

        

	
 	
	
	


  


  
  



  
      
  
  
    	Tweet Widget
	Facebook Like
	Google Plus One



  


  
  



  
        Subject Area

    
  
  
    	Genetics




  


  
  



  
      
  
  
    


  

  
      
  
  
    
  
      
  
    Subject Areas  




  


  
  



  
      
  
  
    
  
      
  
    All Articles  




  


  
  



  
      
  
  
    	Animal Behavior and Cognition (5178)

	Biochemistry (11644)

	Bioengineering (8682)

	Bioinformatics (29020)

	Biophysics (14866)

	Cancer Biology (12000)

	Cell Biology (17269)

	Clinical Trials (138)

	Developmental Biology (9365)

	Ecology (14085)

	Epidemiology (2067)

	Evolutionary Biology (18205)

	Genetics (12185)

	Genomics (16705)

	Immunology (11794)

	Microbiology (27860)

	Molecular Biology (11481)

	Neuroscience (60498)

	Paleontology (449)

	Pathology (1860)

	Pharmacology and Toxicology (3214)

	Physiology (4917)

	Plant Biology (10342)

	Scientific Communication and Education (1678)

	Synthetic Biology (2867)

	Systems Biology (7317)

	Zoology (1635)


  


  
  

  







  


  
  



			

		

	
	
 	
	
	


    

  


      


  

    
  
  
    
  
      







  