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APC mosaicism is briefly mentioned in the recently published BSG guidelines on hereditary colorectal cancer.1 We wish to present a family that underlines its relevance.
A 26-year-old woman presented at the department of Clinical Genetics at Leiden University Medical Center with osteomas, lipomas, extra tooth and bowel problems. Using Sanger sequencing on leucocyte DNA, a pathogenic APC variant (NM_000038.6:c.4391_4394delAGAG) was detected with variant allele frequency of 20%–40%, indicating mosaicism. Subsequent colonoscopy and gastroduodenoscopy showed >200 colorectal adenomas in a patchy pattern and large variation in size and morphology, extended duodenal and gastric fundic gland polyposis. As summarised in table 1, targeted next-generation sequencing (NGS) on three adenomas and multiple normal tissues showed the same APC variant in all samples, suggesting an extensive mosaic pattern.
View this table:	In this window
	In a new window



Table 1 Overview of all tissues tested with NGS and variant allel frequencies of the detected mosaic variant



Seven years earlier, her father presented with >40 colorectal adenomas without germline pathogenic APC or MUTYH variants. However, NGS on colorectal adenomas showed another mosaic APC variant (NM_000038.6:c.3712_3713delAG) … 


View Full Text
  


  
  



  
      
  
  
    Footnotes
	Contributors DT: acquisition of data, analysis and interpretation of data, drafting of the manuscript. FH, MS: acquisition of data, critical revision of the manuscript. AB, SR: providing mutational signature knowledge, critical revision of manuscript. AMJL: acquisition of clinical data, interpretation of data, critical revision of the manuscript. CT, MEvL: interpretation of data, critical revision of manuscript. CJvA: acquisition of clinical data, revision of manuscript. EKB: providing probability measurement knowledge, critical revision of manuscript. TvW, HM and MN: study concept and design, obtained funding, analysis and interpretation of data, critical revision of the manuscript.

	Funding This study is supported by the Dutch Cancer Society, project number: 11292.

	Competing interests None declared.

	Provenance and peer review Not commissioned; internally peer reviewed.





  


  
  



  
      
  
  
    


  



  


  
  



  
        Read the full text or download the PDF:

    
  
  
    
  
    
  
    
    
      
        
  
      
  
  
      


  
  



      

    


    
      
        
  
      
  
  
    Subscribe  


  
  



      

    

    
    
      
        
  
      
  
  
    Log in   


  
  



  
      
  
  
    
  
    
  
      
  
  
    Log in via Institution
Log in via OpenAthens
Log in via BSG  


  
  



  
      
  
  
    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 via BSG  


  
  



  
      
  
  
    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?




  


  
  



  



  


  
  



      

    

  
  
   
  
    



  


  
  



      

      
    

    
    
      
        
  
      
  
  
      


  
  



      

    

  
  
   
    
    
    
      
        
  
      
  
  
    
  
      
  
     
          

          

          

          

          




  


  
  



      

    

  
  
   
  


  



  

          

        


        
        
      

    

   

 


    
    
      
          
    

    
  
    
  
    
  
      
  
  
    	[image: British Society of Gastroenterology]

  


  
  



  



  



  

      

    

  
    
    
      
          
    

    
  
    
  	Content	Latest
	Current issue
	Archive
	Browse by collection
	Visual Abstracts
	Most read articles
	Top cited articles
	Responses


	Journal	About
	Editorial board
	Sign up for email alerts
	Subscribe
	Thank you to our reviewers


	Authors	Instructions for authors
	Submit an article paper
	Editorial policies
	Open Access at BMJ
	BMJ Author Hub


	Help	Contact us
	Reprints
	Permissions
	Advertising
	Feedback form





  



  

      
            
        
            
    

    
  
    
  
    
  
      
  
  
    	 RSS
	 Twitter
	 Facebook
	 Blog
	 Soundcloud
	 YouTube

  


  
  



  



  



  

        
      

          

  
      
    
      
    

    
      
        	Website Terms & Conditions
	Privacy & Cookies
	Contact BMJ


        
        Cookie Settings
        
        Online ISSN: 1468-3288Print ISSN: 0017-5749

        Copyright © 2023 BMJ Publishing Group Ltd & British Society of Gastroenterology. All rights reserved.

      

    

  
      
    
        
    

    
  
    
  
    
  
      
  
  
    


  



  


  
  



  



  



  

    

  

  
  


