
    
    

    
    

    

    
    
    
      
    
    journal of pediatric neurology


    
    
    
    



    

      

  
    	
          
            DE
          
        
	
          EN
        
	
        
          Home
        
      
	
        Products
        	
            
              Journals
            
          
	
            
              Books
            
          
	
            
              Book Series
            
          


        

      
	
        Service
        	
            
              Library Service
            
          


        

      
	
        Help
      
	
        
          Contact
        
      
	
        
          Portal
        
      


  

  
    
    
      
        JPN
      
    

    

  
    
    
      
        
          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)
            
              
                
                  2022
                

              

              	
                      
                      
                      
                      
                        2023
                      
                    
	
                      
                      
                      
                      
                        2022
                      
                    
	
                      
                      
                      
                      
                        2021
                      
                    
	
                      
                      
                      
                      
                        2020
                      
                    
	
                      
                      
                      
                      
                        2019
                      
                    
	
                      
                      
                      
                      
                        2018
                      
                    
	
                      
                      
                      
                      
                        2017
                      
                    
	
                      
                      
                      
                      
                        2016
                      
                    
	
                      
                      
                      
                      
                        2015
                      
                    
	
                      
                      
                      
                      
                        2014
                      
                    
	
                      
                      
                      
                      
                        2013
                      
                    
	
                      
                      
                      
                      
                        2012
                      
                    
	
                      
                      
                      
                      
                        2011
                      
                    
	
                      
                      
                      
                      
                        2010
                      
                    
	
                      
                      
                      
                      
                        2009
                      
                    
	
                      
                      
                      
                      
                        2008
                      
                    
	
                      
                      
                      
                      
                        2007
                      
                    
	
                      
                      
                      
                      
                        2006
                      
                    
	
                      
                      
                      
                      
                        2005
                      
                    
	
                      
                      
                      
                      
                        2004
                      
                    
	
                      
                      
                      
                      
                        2003
                      
                    


            

          

          
          
          
            Issues
            

          

        


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


      
    

    
    
      

  
  
    
      
      
    
    
      
        
        
      

    
  



    
    
    

    

    

    
        
      
        
      
        
      
        
      
        
      
        
      
        
      
        
      
        
      
        
      
    
      
    
      
        
      
    
      
        
          
            
              Related Journals
            

            
              	
                      
                        

                        
                          Journal of Pediatric Epilepsy
                        

                      
                    
	
                      
                        

                        
                          Journal of Pediatric Genetics
                        

                      
                    
	
                      
                        

                        
                          Journal of Pediatric Infectious Diseases
                        

                      
                    
	
                      
                        

                        
                          Journal of Pediatric Intensive Care
                        

                      
                    
	
                      
                        

                        
                          Neuropediatrics
                        

                      
                    
	
                      
                        

                        
                          Seminars in Neurology
                        

                      
                    
	
                      
                        

                        
                          American Journal of Perinatology
                        

                      
                    
	
                      
                        

                        
                          American Journal of Perinatology Reports
                        

                      
                    
	
                      
                        

                        
                          European Journal of Pediatric Surgery
                        

                      
                    
	
                      
                        

                        
                          European Journal of Pediatric Surgery Reports
                        

                      
                    
	
                      
                        

                        
                          Journal of Child Science
                        

                      
                    
	
                      
                        

                        
                          International Journal of Epilepsy
                        

                      
                    


            

          

        
      
    
      
        
          
            
              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-00029030.xml
        

      

    

    

    

    
      
        [bookmark: saveLink]
      
    

    
      
        
      

      
        
      

      
        
          Share / Bookmark

          Facebook
          X
          Linkedin
          Weibo
        

      

    

    

    

    
      
          
              
          
      
    

    

    

    
      
        
        
          
          
          
        
      
    
  


  
    
      
        
          
            
              Download PDF
            
          
        
      

      
        
          
            
          
        
      

    

  

  

  
  
    
  
  




    
    
Journal of Pediatric Neurology 2022; 20(01): 057-059
DOI: 10.1055/s-0041-1725017


Case Report



A Case of Prenatally Diagnosed Periventricular Nodular Heterotopia in a Surviving Male Patient with FLNA Mutation



Jaclyn Tencer 
      


1
           
        Division of Neurology, Department of Pediatrics, The Children's Hospital of Philadelphia, Philadelphia, Pennsylvania, United States



, 


Akash Virupakshaiah


1
           
        Division of Neurology, Department of Pediatrics, The Children's Hospital of Philadelphia, Philadelphia, Pennsylvania, United States

, 


Ian M. Campbell


2
           
        Division of Human Genetics, Department of Pediatrics, The Children's Hospital of Philadelphia, Philadelphia, Pennsylvania, United States

, 


Elaine H. Zackai


2
           
        Division of Human Genetics, Department of Pediatrics, The Children's Hospital of Philadelphia, Philadelphia, Pennsylvania, United States

, 


Deborah Zarnow


3
           
        Division of Radiology, Department of Pediatrics, The Children's Hospital of Philadelphia, Philadelphia, Pennsylvania, United States

, 


Sonika Agarwal


1
           
        Division of Neurology, Department of Pediatrics, The Children's Hospital of Philadelphia, Philadelphia, Pennsylvania, United States

› Author Affiliations
          Funding None.



      › Further Information



	
Abstract

	
Full Text

	
References




 

[image: SFX Search]

 Buy Article Permissions and Reprints



[image: ]


        
[bookmark: N10A9C]
Abstract

        

          
FLNA is a gene on the X chromosome that encodes Filamin A, a widely expressed protein crucial for forming the cell cytoskeleton and mediating cell signaling. Loss-of-function mutations have been associated with periventricular nodular heterotopia (PVNH) with associated epilepsy and intellectual deficits, as well as cardiovascular disease, connective tissue disorders, pulmonary disease, bleeding diathesis, and gastrointestinal disease. Alternatively, gain-of-function mutations have been described with otopalatodigital spectrum disorders.

        
The loss-of-function variants of FLNA associated with PVNH have historically been considered lethal in males, often prenatally or by the first year of life. However, more surviving males with FLNA variants are being described. Most of the surviving males have missense or distal truncating mutations or a degree of mosaicism. Others are thought to have splice site mutations or in-frame exon skipping leading to production of some degree of functional Filamin A as possible mechanisms of survival.

        
Here, we presented a case of a 20-month-old small but developmentally appropriate and healthy male infant who was prenatally diagnosed with PVNH, and postnatally found to have a nonsense variant of the FLNA gene. This mutation has not been previously clinically described or published to our knowledge.
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