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Illinois Department of Public Health

Office of Health Promotion

Division of Health Assessment and Screening
2005 Newborn Screening Program Follow-up Services

Preliminary Process Data
Total newborn screening specimens 






182,774
High-risk abnormal and other abnormal specimens* requiring concentrated follow-up services 
    2,007

Low-risk abnormal specimens* requiring some degree of follow-up services**


    9,378




Disorder Type




        
293 Diagnosed Cases***
Number of Abnormal Specimens 
Amino acid disorders




 
(26) cases

Abnormal amino acids
Phenylketonuria (PKU)




 
(24)

   
High risk abnormal
 
32

    Classical 



       

 

10


Borderline abnormal

123
    HyperPhe 



        
 


(14)


Abnormal due to TPN

441
           Treated





   

3  


          

           Not treated with medical formula 


  
11 
    Biopterin defect                                                                     
0
Argininosuccinic aciduria 



                 
2

    

Maple syrup urine disease (MSUD)

                 

1

Organic acid disorders



                
5 cases


Abnormal acylcarnitines
Isovaleric acidemia (IVA) 



  

3


(includes both organic acid and Methylmalonic acidemia/Homocystinuria-Cobalamin defect   
1


fatty acid oxidation disorders)

3-methylcrotonyl-CoA carboxylase def. (3MCC)

  
1



Fatty acid oxidation disorders




30 cases

High risk abnormal 
 
82
Medium chain acyl-CoA dehydrogenase def. (MCAD)       

13


Borderline abnormal 

331

Short chain acyl-CoA dehydrogenase def. (SCAD) 
        

10


Abnormal due to TPN

189 

Isobutyryl-CoA dehydrogenase def. (IBCD)                           
3



Very long chain acyl-CoA dehydrogenase def. (VLCAD) 
 
2

Long chain hydroxyacyl-CoA dehydrogenase def. (LCHAD)  
1


Glutaric acidemia type 2 (GA2)


        
  
1 

Biotindase deficiency 




  
1 case

 
Abnormal-reduced Biotinidase activity
   Profound 





  

0


Initial & repeat specimens     4
   Partial






  
0

   Unclassified





  

1

Congenital adrenal hyperplasia 



12 cases 
 

Abnormal 17-OHP
   21-hydroxylase def. salt wasting



9

 

High risk abnormal
 
350
   21-hydroxylase def. simple virilizing


1



Borderline abnormal        
1,184
   Non-classical/Other
1



   Unclassified






1
Congenital hypothyroidism




95 cases

 
Abnormal TSH &/or T4
    Primary






89        


High risk abnormal
 
165
    Transient




          
 
5

 

Borderline abnormal        
1,172
    Secondary






0

    Unclassified





 
1
Galactosemia






36 cases


Abnormal Galactose&/or no GALT 

    Classical




         
  
6



High risk abnormal 
   
20
    Variants






(16)



Borderline abnormal 
 
124    
        Duarte/Galactosemia




10
        Duarte/Duarte



                
0 



        GALE (Epimerase def.)


         
  
0
          

 
        GALK (Kinase def.)



            0

        Unclassified variant




6


    Carriers






(14)
        N/G





  
3

        N/D





  
0

        Unclassified carrier




11  

  

Hemoglobin disorders




87 cases

  
Abnormal-Hemoglobinopathies (HPLC)
    Sickle cell disease (SS)



          
47

   

FS


   
61
    Sickle-hemoglobin C disease (SC)

            
23

   

FSC


   
37
    Hemoglobin C disease (CC)


          
6
     
   

FC


   
11     
    Sickle-beta thalassemia



 
5          


FSa


     
 6                  
    Beta thalassemia major




3



FNA


     
 6
    Hemoglobin E disease 


            
2

   

FE


     
 2

    Hemoglobin D disease




0



FD


     
 0 
     Other (Hemoglobin SE) 




1



Other



 1
6/27/06
*Specimen totals include initial and repeat specimens

**Includes unsatisfactory and invalid specimens requiring repeat screens 

***Case totals refer to individual infants, and infants may have multiple specimens
Note:  Several additional 2005 cases are still pending a confirmed diagnosis or resolutio

