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                      Welcome to The FamilieSCN2A Foundation
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					  The global leader in SCN2A-related autism & epilepsy research, advocacy, and community.
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              Here you will find the world’s largest SCN2A community and the most complete body of research and information on SCN2A-Related Disorders (SRD).
			  

            

			  
			
              Most rare diseases do not have a cure — however, recent progress in precision medicine, drug repurposing, and gene therapy are offering hope for treating these types of disorders. Our mission is to accelerate this work.
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				Discover the difference families make.
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              A decade ago an SCN2A diagnosis meant accepting that you were alone and that no one was even studying it. Today, SRDs are at the forefront of scientific research and supported by a global community.
			  

            

          

        

      

    
	  
	
      
        
          
			  
			
              Newly Diagnosed?
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                      What are SCN2A-Related Disorders (SRDs)?
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					  SCN2A is the name of a gene that is commonly associated with early-onset epilepsy and is a leading genetic cause of autism spectrum disorder.

						
					  
  						
    						  SCN2A 

    							
      								
        									The SCN2A gene is located on the long (q) arm of chromosome 2 at position 24.3. SCN2A encodes instructions to make a protein in the brain called a sodium channel which plays a key role in a cell’s ability to generate and transmit electrical signals. Pathogenic variants that affect the SCN2A sodium channel impair the flow of sodium ions in the brain. When there is a deletion or mutation of this gene it has been identified to cause autism, epilepsy, and other neurological issues such as movement disorders, dystonia, and dysautonomia.
											

                                            SCN2A Quick Fact Sheets
      								

    							

  						

  						
    						  SCN2A Epilepsy 

    							
      								
        								Seizures and epilepsy are not the same. An epileptic seizure is a transient occurrence of signs and/or symptoms due to abnormal excessive or synchronous neuronal activity in the brain. Epilepsy is a disease characterized by an enduring predisposition to generate epileptic seizures and by the neurobiological, cognitive, psychological, and social consequences of this condition. Translation: a seizure is an event and epilepsy is the disease involving recurrent unprovoked seizures.
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    						  SCN2A Autism 

    							
      								
        								Research has shown genetic changes of the SCN2A gene are linked to a diagnosed of Autism. Studies have discovered de novo mutations in SCN2A are linked to neurodevelopmental phenotypes which include: intellectual disability, autism, and schizophrenia.
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              The FamilieSCN2A Foundation’s mission is to accelerate research, build community, and advocate to improve the lives of ALL those affected by SRDs around the world.
			  

            

          

        

       
       
    
      
      
      
        
          
            
              We are a registered 501(c)(3) organization.
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            FamilieSCN2A is an organization created by parents of children diagnosed with rare forms of Epilepsy and Autism as a result of a change in the SCN2A gene.
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