





    
  Skip to main content
  




  

    

      
        
          
              
    

    
  
    
  
    
  
      
  
  
    


  



  


  
  



  



  



  

          

        

      


      
        
              

      
        
          
                       

         

      

     
    
      
        
          [image: BMJ Journals]

                  

      

      
                  
            
                
    

    
  
    	Subscribe
	Log In 
More
	

    
  
    
  
    
  
      
  
  
    Log in via Institution
Log in via OpenAthens
Log in via RCPCH  


  
  



  
      
  
  
    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?




  


  
  



  



  






	Basket 
	Search 
More
	

    
  
    
  
    
  
      
  
  
    
  Search for this keyword 
 






  


  
  



  
      
  
  
    Advanced search  


  
  



  



  







  



  

            

          

                

    
        
      
                [image: Archives of Disease in Childhood]
      

            
          
    

    
  
    	Latest content
	Current issue
	Archive
	For authors
	Podcasts
	About

  





    
  
    
  
    
  
        

    
  
  
    
  
    
  
      
  
  
    
  Search for this keyword 
 






  


  
  



  
      
  
  
    Advanced search  


  
  



  



  


  
  


  
        

    
  
  
    	 Close
More
	

    
  
    
  
    
  
        Main menu

    
  
  
    
  	Latest content
	Current issue
	Archive
	For authors
	Podcasts
	About



  


  
  



  



  






	Subscribe
	Log in 
More
	

    
  
    
  
    
  
      
  
  
    Log in via Institution
Log in via OpenAthens
Log in via RCPCH  


  
  



  
      
  
  
    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?




  


  
  



  



  






	BMJ Journals

  


  
  




  



  



  

      

          

          
  
        
      
        
          You are here
	Home
	Archive
	Volume 97, Issue 9 
	Diagnosing fetal alcohol syndrome: new insights from newer genetic technologies


        

       
      
          
            Email alerts
          
        

      

          

            
          
        
          
            
                                                                                                  
    

    
  
    
    
    
    
      
        
  
      
  
  
    
    
  
    
    
      
        
  
      
  
  
    Article Text
  


  
  



      

    

    
    
      
        
  
      
  
  
    Article menu 
  


  
  



      

    

  
  
   
  
  


  


  
  



      

    

  
  
   
    
  
    
    
      
        
  
      
  
  
    	Article 
Text
	Article 
info
	Citation 
Tools
	Share
	Rapid Responses
	Article 
metrics
	Alerts


  


  
  



      

    

    
    
      
        
  
      
  
  
    [image: Download PDF]PDF  


  
  



  
      
  
  
    Original articles


  


  
  



  
      
  
  
    
      Diagnosing fetal alcohol syndrome: new insights from newer genetic technologies
        
  

  


  
  



  
      
  
  
    [image: Loading]

  
    
  
      
  
  
    	Sofia Douzgou, 
	Catherine Breen, 
	Yanick J Crow, 
	Kate Chandler, 
	Kay Metcalfe, 
	Elizabeth Jones, 
	Bronwyn Kerr, 
	Jill Clayton-Smith

	[bookmark: aff-1]Genetic Medicine and Manchester Academic Health Science Centre, University of Manchester, Central Manchester University Hospitals NHS Foundation Trust, Manchester, UK


	Correspondence to Sofia Douzgou, Clinical Fellow in Clinical Genetics, Central Manchester University Hospitals Foundation Trust, Manchester Academic Health Sciences Centre, Genetic Medicine, 6th Floor St Mary's Hospital, Oxford Rd, Manchester M13 9WL, UK; sofia.douzgou{at}cmft.nhs.uk




  


  
  



  
      
  
  
    Abstract



Objective A genetic opinion is frequently requested in the assessment of a child with suspected fetal alcohol spectrum disorders (FASD). We studied the outcome of genetic assessment of 80 children referred to a regional genetics centre between 2004 and 2010 to identify the value of the genetic assessment in cases of suspected FASD.





Design Retrospective case series.





Patients 80 patients, aged between 1 month and 26 years.





Methods Data from the medical records was abstracted, entered onto a standard study pro forma, recorded in an Excel spreadsheet and analysed using simple frequency analysis.





Results In 20% of cases fetal alcohol syndrome was confirmed at the genetic consultation. The most common facial features were thin upper lip (86.6%) and short palpebral fissures (82%). A lip–philtrum score of 4 or 5 was identified in two-thirds of cases. The most common alternative diagnosis was a chromosome disorder, representing 8.75% of the FASD referrals.





Setting A regional genetics service in the North West of England.





Conclusions Genetic assessment was of particular value in excluding other diagnoses and providing information to carers. Two-thirds of the children referred were subject to a care order increasing the difficulty to obtain a family and alcohol exposure history. Classification of FASD was difficult in children under a year old when data on growth and development were limited. Structural malformations were not common in the group overall and some previously reported diagnostic signs were not found to be reliable markers of FASD. Chromosome disorders showed phenotypic overlap with FASD and are an important differential diagnosis.
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