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    Autosomal dominant retinitis pigmentosa results from mutations in 14 known proteins, and at least two further loci have been highlighted by genetic linkage in families (reviewed by the RetNet website; http://www.sph.uth.tmc.edu/Retnet/). The known genes include those encoding components of the phototransduction cascade, retinal transcription factors and retinal structural proteins.1 The list also includes four ubiquitously expressed splicing factors: pre-mRNA processing factor 8 (PRPF8),2 PRPF31,3 PRPF34 and PAP-1, also known as RP9.5 6
Splicing is a complex process that involves the precise excision of introns from pre-mRNA by a macromolecular structure called the spliceosome. Three of the splicing factors implicated in autosomal dominant retinitis pigmentosa (ADRP) are components of the U4/U6-U5 tri-snRNP particle, an essential component of the spliceosome.7 8 Mutations in one of these, PRPF31, have been reported to cause between 5 and 20% of ADRP.9 10 In this report, a new mutation in the PRPF31 gene is described, together with the clinical phenotype.



  





Cases
The proband was a 33-year-old female with a corrected visual acuity of 58 and 51 ETDRS letters in the right and left eye, respectively (approximate Snellen equivalents of 6/18 and 6/36). She had a myopic refraction with a spherical equivalence of −2 dioptres in each eye. Nyctalopia had been present since the middle of the second decade, and she had noticed a decrease in her central vision since the beginning of the third decade. At the most recent examination, she had early … 



View Full Text
  


  
  



  
      
  
  
    Footnotes
	Competing interests: None declared.





  


  
  



  
      
  
  
    


  



  


  
  



  
        Read the full text or download the PDF:

    
  
  
    
  
    
  
    
    
      
        
  
      
  
  
      


  
  



      

    


    
      
        
  
      
  
  
    Subscribe  


  
  



      

    

    
    
      
        
  
      
  
  
    Log in   


  
  



  
      
  
  
    
  
    
  
      
  
  
    Log in via Institution
Log in via OpenAthens
Log in via AAO  


  
  



  
      
  
  
    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 AAO  


  
  



  
      
  
  
    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?




  


  
  



  



  


  
  



      

    

  
  
   
  
    



  


  
  



      

      
    

    
    
      
        
  
      
  
  
      


  
  



      

    

  
  
   
    
    
    
      
        
  
      
  
  
    
  
      
  
     
          

          

          

          

          




  


  
  



      

    

  
  
   
  


  



  

          

        


        
        
      

    

   

 


    
    
      
          
    

    
  
    
  	Content	Latest content
	Current issue
	Archive
	Browse by collection
	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
	Editorial policies
	Open Access at BMJ
	BMJ Author Hub


	Help	Contact us
	Reprints
	Permissions
	Advertising
	Feedback form





  



  

      
            
        
            
    

    
  
    
  
    
  
      
  
  
    	 RSS
	 Twitter
	 Facebook

  


  
  



  



  



  

        
      

          

  
      
    
      
    

    
      
        	Website Terms & Conditions
	Privacy & Cookies
	Contact BMJ


        
        Cookie Settings
        
        Online ISSN: 1468-2079Print ISSN: 0007-1161

        Copyright © 2023 BMJ Publishing Group Ltd. All rights reserved.

      

    

  
      
    
        
    

    
  
    
  
    
  
      
  
  
    


  



  


  
  



  



  



  

    

  

  
  


