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            Analysis of a large whole-genome sequencing data set of 36,441 high-quality de novo mutations (DNMs) that arose in 816 family trios provides an unprecedented view into the landscape of DNMs in the germ line. This work both refines and challenges some of the views previously held on the nature and origin of DNMs.



            
                
                    

    
        
            
                
                Access through your institution
            
        

        
            
                
                    Buy or subscribe
                
            

        
    



                
            


            
                
                    
                

            

            
                
                
                
                
                    
                        This is a preview of subscription content, access via your institution

                    

                    
                        
     
    
        
            
                Relevant articles

                
                    Open Access articles citing this article.

                    	
                                
                                    
                                        Revealing parental mosaicism: the hidden answer to the recurrence of apparent de novo variants
                                    
                                


                                
                                    	Mianne Lee
	, Adrian C. Y. Lui
	 … Brian H. Y. Chung


                                

                                
                                    Human Genomics
                                    Open Access
                                    05 October 2023
                                

                            
	
                                
                                    
                                        Advanced paternal age effects in neurodevelopmental disordersâ€”review of potential underlying mechanisms
                                    
                                


                                
                                    	M Janecka
	, J Mill
	 … C Fernandes


                                

                                
                                    Translational Psychiatry
                                    Open Access
                                    31 January 2017
                                

                            


                

            

        
    

                    
                

                

                Access options

                


                
                    
                        
                            

    
        
            
                
                Access through your institution
            
        

        
    



                        

                        

    
        
        

        
        
            
                
                Access through your institution
            
        

        
            
                Change institution
            
        

        
        
            
                Buy or subscribe
            
        

        
    



                    
                

                
    
    Subscribe to this journal
Receive 12 print issues and online access
$209.00 per year
only $17.42 per issue

Learn more


Rent or buy this article
Prices vary by article type
from$1.95
to$39.95
Learn more


Prices may be subject to local taxes which are calculated during checkout



  

    
    
        
    Additional access options:

    	
            Log in
        
	
            Learn about institutional subscriptions
        
	
            Read our FAQs
        
	
            Contact customer support
        



    

                
                    Figure 1: Gametogenesis differs in females and males.[image: ]Marina Coral Spence/Nature Publishing Group




                


                
            

            
                References
	Goldmann, J.M. et al. Nat. Genet. 48, 935â€“939 (2016).
ArticleÂ 
    CASÂ 
    PubMedÂ 
    
                    Google ScholarÂ 
                

	Kong, A. et al. Nature 488, 471â€“475 (2012).
ArticleÂ 
    CASÂ 
    PubMedÂ 
    PubMed CentralÂ 
    
                    Google ScholarÂ 
                

	Crow, J.F. Nat. Rev. Genet. 1, 40â€“47 (2000).
ArticleÂ 
    CASÂ 
    PubMedÂ 
    
                    Google ScholarÂ 
                

	Genome of the Netherlands Consortium. Nat. Genet. 47, 822â€“826 (2015).

	Rahbari, R. et al. Nat. Genet. 48, 126â€“133 (2016).
ArticleÂ 
    CASÂ 
    PubMedÂ 
    
                    Google ScholarÂ 
                

	Gao, Z. et al. PLoS Biol. 14, e1002355 (2016).
ArticleÂ 
    PubMedÂ 
    PubMed CentralÂ 
    
                    Google ScholarÂ 
                

	Vogelstein, B. et al. Science 339, 1546â€“1558 (2013).
CASÂ 
    PubMedÂ 
    PubMed CentralÂ 
    
                    Google ScholarÂ 
                

	Goriely, A. & Wilkie, A.O.M. Am. J. Hum. Genet. 90, 175â€“200 (2012).
ArticleÂ 
    CASÂ 
    PubMedÂ 
    PubMed CentralÂ 
    
                    Google ScholarÂ 
                

	Helleday, T., Eshtad, S. & Nik-Zainal, S. Nat. Rev. Genet. 15, 585â€“598 (2014).
ArticleÂ 
    CASÂ 
    PubMedÂ 
    PubMed CentralÂ 
    
                    Google ScholarÂ 
                


Download references




Author information
Authors and Affiliations
	Anne Goriely is at the Weatherall Institute of Molecular Medicine, University of Oxford, Oxford, UK., 
Anne Goriely


Authors	Anne GorielyView author publications
You can also search for this author in
                        PubMedÂ Google Scholar





Corresponding author
Correspondence to
                Anne Goriely.


Ethics declarations

              
                Competing interests

                The author declares no competing financial interests.

              
            

Rights and permissions
Reprints and permissions


About this article
[image: Check for updates. Verify currency and authenticity via CrossMark]       



Cite this article
Goriely, A. Decoding germline de novo point mutations.
                    Nat Genet 48, 823â€“824 (2016). https://doi.org/10.1038/ng.3629
Download citation
	Published: 27 July 2016

	Issue Date: August 2016

	DOI: https://doi.org/10.1038/ng.3629


Share this article
Anyone you share the following link with will be able to read this content:
Get shareable linkSorry, a shareable link is not currently available for this article.


Copy to clipboard

                            Provided by the Springer Nature SharedIt content-sharing initiative
                        








            


            
        
            
                This article is cited by

                
                    	
                            
                                
                                    
                                        Revealing parental mosaicism: the hidden answer to the recurrence of apparent de novo variants
                                    
                                

                            
                                
                                    	Mianne Lee
	Adrian C. Y. Lui
	Brian H. Y. Chung


                                
                                Human Genomics (2023)

                            
	
                            
                                
                                    
                                        A de novo pathogenic variant in the MSH6 gene in a 52 years-old woman
                                    
                                

                            
                                
                                    	Elise Pierre-NoÃ«l
	Fabrice Airaud
	Caroline Abadie


                                
                                Familial Cancer (2022)

                            
	
                            
                                
                                    
                                        Advanced paternal age effects in neurodevelopmental disordersâ€”review of potential underlying mechanisms
                                    
                                

                            
                                
                                    	M Janecka
	J Mill
	C Fernandes


                                
                                Translational Psychiatry (2017)

                            


                

            

        
    

            
        





    
        

        
            
                

    
        
            
                
                Access through your institution
            
        

        
            
                
                    Buy or subscribe
                
            

        
    



            

            
                

    
        
        

        
        
            
                
                Access through your institution
            
        

        
            
                Change institution
            
        

        
        
            
                Buy or subscribe
            
        

        
    



            

        
    


    

    
    
        
            
                Associated content

                
                    
                    
                        
                            
    
        
            
                
                    Parent-of-origin-specific signatures of de novo mutations
                

                
	Jakob M Goldmann
	Wendy S W Wong
	John E Niederhuber



                
    
        
            Nature Genetics
        
        Letter
        
        
            20 Jun 2016
        
    


            

        

    


                        

                    
                
            
        

        
    

    

    
        
            
                
                    
                        
                            Advertisement

                            
    
        
            
                [image: Advertisement]
        

    


                        

                    

                

            

            

            

        

    






    
        
            
                Explore content

                	
                                
                                    Research articles
                                
                            
	
                                
                                    Reviews & Analysis
                                
                            
	
                                
                                    News & Comment
                                
                            
	
                                
                                    Current issue
                                
                            
	
                                
                                    Collections
                                
                            


                	
                            Follow us on Facebook
                            
                        
	
                            Follow us on Twitter
                            
                        
	
                            
                                Subscribe
                            
                        
	
                            Sign up for alerts
                            
                        
	
                            
                                RSS feed
                            
                        


            

        
    
    
        
            
                
                    About the journal

                    	
                                
                                    Aims & Scope
                                
                            
	
                                
                                    Journal Information
                                
                            
	
                                
                                    Journal Metrics
                                
                            
	
                                
                                    Our publishing models
                                
                            
	
                                
                                    Editorial Values Statement
                                
                            
	
                                
                                    Editorial Policies
                                
                            
	
                                
                                    Content Types
                                
                            
	
                                
                                    About the Editors
                                
                            
	
                                
                                    Web Feeds
                                
                            
	
                                
                                    Posters
                                
                            
	
                                
                                    Contact
                                
                            
	
                                
                                    Research Cross-Journal Editorial Team
                                
                            
	
                                
                                    Reviews Cross-Journal Editorial Team
                                
                            


                

            
        

        
            
                
                    Publish with us

                    	
                                
                                    Submission Guidelines
                                
                            
	
                                
                                    For Reviewers
                                
                            
	
                                
                                    Language editing services
                                
                            
	
                                Submit manuscript
                                
                            


                

            
        
    



    
        Search

        
            Search articles by subject, keyword or author
            
                
                    
                

                
                    
                        Show results from
                        All journals
This journal


                    

                    
                        Search
                    

                


            

        


        
            
                Advanced search
            
        


        Quick links

        	Explore articles by subject
	Find a job
	Guide to authors
	Editorial policies


    





        
    
        
            

            
                
                    Nature Genetics (Nat Genet)
                
                
    
    
        ISSN 1546-1718 (online)
    
    


                
    
    
        ISSN 1061-4036 (print)
    
    

            

        

    




    
        
    nature.com sitemap

    
        
            
                About Nature Portfolio

                	About us
	Press releases
	Press office
	Contact us


            


            
                Discover content

                	Journals A-Z
	Articles by subject
	Protocol Exchange
	Nature Index


            


            
                Publishing policies

                	Nature portfolio policies
	Open access


            


            
                Author & Researcher services

                	Reprints & permissions
	Research data
	Language editing
	Scientific editing
	Nature Masterclasses
	Research Solutions


            


            
                Libraries & institutions

                	Librarian service & tools
	Librarian portal
	Open research
	Recommend to library


            


            
                Advertising & partnerships

                	Advertising
	Partnerships & Services
	Media kits
                    
	Branded
                        content


            


            
                Professional development

                	Nature Careers
	Nature 
                        Conferences


            


            
                Regional websites

                	Nature Africa
	Nature China
	Nature India
	Nature Italy
	Nature Japan
	Nature Korea
	Nature Middle East


            


        

    

    
        	Privacy
                Policy
	Use
                of cookies
	
                Your privacy choices/Manage cookies
                
            
	Legal
                notice
	Accessibility
                statement
	Terms & Conditions
	Your US state privacy rights


    





        
    
        [image: Springer Nature]
    
    © 2024 Springer Nature Limited




    

    
    
    







    

    



    
    

        

    
        
            


Close
    



        

            
                
                    [image: Nature Briefing: Translational Research]
                    Sign up for the Nature Briefing: Translational Research newsletter â€” top stories in biotechnology, drug discovery and pharma.

                

                
                    
                        
                        

                        
                        
                        
                        

                        Email address

                        
                            
                            
                            
                            Sign up
                        


                        
                            
                            I agree my information will be processed in accordance with the Nature and Springer Nature Limited Privacy Policy.
                        

                    

                

            


        


    

    
    

        

    
        
            

Close
    



        
            Get what matters in translational research, free to your inbox weekly.
            Sign up for Nature Briefing: Translational Research
            
        


    









    [image: ]







[image: ]
