
    
    

    
    

    

    
    
    
      
    
    journal of pediatric genetics


    
    
    
    



    

      

  
    	
          
            DE
          
        
	
          EN
        
	
        
          Home
        
      
	
        Products
        	
            
              Journals
            
          
	
            
              Books
            
          
	
            
              Book Series
            
          


        

      
	
        Service
        	
            
              Library Service
            
          


        

      
	
        Help
      
	
        
          Contact
        
      
	
        
          Portal
        
      


  

  
    
    
      
        JPG
      
    

    

  
    
    
      
        
          Full-text search
        

      

      	Full-text search
	Author Search
	Title Search
	DOI Search
	Metadata Search


    

    
    
    
    
  




  

  
    


  



  	
	
	
	
	
	
        
          Journal
        
        	
                Aims and Scope
              
	
                Editorial Board
              
	
                German National License
              


      
	
        
          Authors
        
        	
                Instructions for Authors
              
	
                Manuscript Submission
              


      
	
          
            Subscription
          
          	
                  Subscription Information & Contacts
                
	
                  Institutional Licensing
                


        





    	
        
        
        
        
        
        
          
          
            
              Not Logged In
            
             
              Login
            
            
              	
                  
                    
                      
                      
                      
                      
                        Username or e-mail address: 
                        
                      

                      
                        Password:
                        
                      

                      
                        
                      

                      Forgot Access Data?
                      
                        Register Now
                      
                      
                        OpenAthens/Shibboleth Login
                      
                    

                  
                


            

          
        
        

        

      
	
        
        
          Shopping Cart
        
        









        
        
      


  

  
    
      
    

    
    
      
    
    
    
    
    
    
    
    
    
      
        
          
        

      
    
  




      

      

      
        




  



  

  
    
    
      [image: ]
      
    

    
    
      
        
          
          
          
          
            Year (Archive)
            
              
                
                  2019
                

              

              	
                      
                      
                      
                      
                        2024
                      
                    
	
                      
                      
                      
                      
                        2023
                      
                    
	
                      
                      
                      
                      
                        2022
                      
                    
	
                      
                      
                      
                      
                        2021
                      
                    
	
                      
                      
                      
                      
                        2020
                      
                    
	
                      
                      
                      
                      
                        2019
                      
                    
	
                      
                      
                      
                      
                        2018
                      
                    
	
                      
                      
                      
                      
                        2017
                      
                    
	
                      
                      
                      
                      
                        2016
                      
                    
	
                      
                      
                      
                      
                        2015
                      
                    
	
                      
                      
                      
                      
                        2014
                      
                    
	
                      
                      
                      
                      
                        2013
                      
                    
	
                      
                      
                      
                      
                        2012
                      
                    


            

          

          
          
          
            Issues
            

          

        


        	
                Table of Contents
              
	
            
              
                Current Issue
              
            
          
	
              
                Free Sample Issue (01/2023)
              
            


      
    

    
    
      

  
  
    
      
      
    
    
      
        
        
      

    
  



    
    
    

    

    

    
        
      
        
      
        
      
        
      
        
      
        
      
        
      
        
      
        
      
        
      
    
      
    
      
        
      
    
      
        
          
            
              Related Journals
            

            
              	
                      
                        

                        
                          Journal of Pediatric Epilepsy
                        

                      
                    
	
                      
                        

                        
                          Journal of Pediatric Infectious Diseases
                        

                      
                    
	
                      
                        

                        
                          Journal of Pediatric Intensive Care
                        

                      
                    
	
                      
                        

                        
                          Journal of Pediatric Neurology
                        

                      
                    
	
                      
                        

                        
                          Journal of Child Science
                        

                      
                    
	
                      
                        

                        
                          Global Medical Genetics
                        

                      
                    
	
                      
                        

                        
                          American Journal of Perinatology
                        

                      
                    


            

          

        
      
    
      
        
          
            
              Related Books
            

            
              	
                      
                        

                        
                          Pediatrics
                        

                      
                    


            

          

        
      
    
      
    
      
    
      
    
      
    
      
    
      
    
  

    
  

  
  
  






  
  

  
    

  
  
    
      
      
    
    
      
      
    
  



    


  

    

    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    
      
    

    
    
    

    
      
        
          Subscribe to RSS

          Please copy the URL and add it into your RSS Feed Reader.

          
          https://www.thieme-connect.de/rss/thieme/en/10.1055-s-00029027.xml
        

      

    

    

    

    
      
        [bookmark: saveLink]
      
    

    
      
        
      

      
        
      

      
        
          Share / Bookmark

          Facebook
          X
          Linkedin
          Weibo
        

      

    

    

    

    
      
          
              
          
      
    

    

    

    
      
        
        
          
          
          
        
      
    
  


  
    
      
        
          
            
              Download PDF
            
          
        
      

      
        
          
            
          
        
      

    

  

  

  
  
    
  
  




    
    
J Pediatr Genet 2019; 08(02): 063-068
DOI: 10.1055/s-0038-1672135


Case Report



Georg Thieme Verlag KG Stuttgart · New York
Interpreting Osteogenesis Imperfecta Variants of Uncertain Significance in the Context of Physical Abuse: A Case Series


Jennifer Canter


1
           
        Department of Pediatrics, New York Medical College, Valhalla, New York, United States


2
           
        Department of Pediatrics, Maria Fareri Children's Hospital at Westchester Medical Center, Valhalla, New York, United States



, 


Vinod B. Rao


1
           
        Department of Pediatrics, New York Medical College, Valhalla, New York, United States


2
           
        Department of Pediatrics, Maria Fareri Children's Hospital at Westchester Medical Center, Valhalla, New York, United States

, 


Vincent J. Palusci


3
           
        Department of Pediatrics, New York University School of Medicine, New York, New York, United States

, 


David Kronn


1
           
        Department of Pediatrics, New York Medical College, Valhalla, New York, United States


2
           
        Department of Pediatrics, Maria Fareri Children's Hospital at Westchester Medical Center, Valhalla, New York, United States

, 


Michal Manaster


1
           
        Department of Pediatrics, New York Medical College, Valhalla, New York, United States


2
           
        Department of Pediatrics, Maria Fareri Children's Hospital at Westchester Medical Center, Valhalla, New York, United States

, 


Robin Altman


1
           
        Department of Pediatrics, New York Medical College, Valhalla, New York, United States


2
           
        Department of Pediatrics, Maria Fareri Children's Hospital at Westchester Medical Center, Valhalla, New York, United States

› Author Affiliations

Further Information


Publication History


        30 March 2018



        17 August 2018


Publication Date:
21 September 2018 (online)












	
Abstract

	
Full Text

	
References




 

[image: SFX Search]

 Buy Article Permissions and Reprints



[image: ]



[bookmark: N10913]
Abstract


Unexplained childhood fracture(s) warrant consideration of physical abuse and osteogenesis imperfecta (OI). Genetic OI testing may identify “variants of unknown significance (VUS).” Interpretation of VUS in context of potential abuse may have protective, criminal, and medical impacts. This case series explores practices regarding clinicians' interpretation of VUS during child abuse evaluations. Variability was noted regarding factors considered for interpreting clinical significance. Based on these cases, recommendations for careful and thorough evaluation are detailed, including proposed use of a limited follow-up skeletal survey in 3 months, as a consideration to assess healing of prior fractures and to look for any additional injuries.
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