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Newborn Screening is 
MORE than a blood test! 

Newborn Screening Is: 
A System that includes 

• Medical Practitioners (Doctors, Nurses, Mid-wives) 

• Laboratory Personnel 

• Administrative and Follow-up Personnel 

• Specialty Care Providers 

• Source(s) of Payment 

• Family Members 

• Other Interested People                              
(e.g. Policy Makers) 

Newborn Screening Is: 
Organized Differently in Different Countries 

• Usually begins as a pilot for limited 
conditions on a local level – state, city, etc. 

• Often results in a national policy of the 
Health Ministry. 

• Sometimes implementation is local.  

• May be required by law or proclamation 
(usually with signed dissent). 

• May be required to be offered by person 
responsible for birthing process (consent). 

Newborn Screening Must Be 
Developed As A System 

Management: 
•Treatment 
•Long-term follow -up 
•Specimen storage 

Screening: 
•Sample collection  

•Sample submission 
•Laboratory testing 

Evaluation: 
•Quality assurance 

•Outcome evaluation 
•Cost effectiveness 

Diagnosis: 
•Subspecialist Assessment 
•Results shared with  family 
•Counseling if necessary 

Follow-up: 
•Obtain test results 

• Get results to family   
•Repeat test(s) if needed 

•Ensure diagnostic testing 

Components of the Newborn 
Screening System 

Screening: 
•Sample collection 

•Sample submission
 testing 

-
•Obtain test results 

• Get results to family 
•Repeat test(s) if needed 

•Ensure diagnostic testing 

Diagnosis: 
•Subspecialist Assessment 
•Results shared with family 
•Counseling if necessary 

Management: 
•Treatment 
•Long-term follow up 
•S 

Education Education
Evaluation:

•Quality assurance 
•Outcome evaluation



National Newborn Screening 
Information System (NNSIS) 

U.S. Newborn Screening Data 1990-1999 

DISORDER SCREENED CASES INCIDENCE 

S,S + SC Disease 28,149,621 11,376 1:2,474 

Primary Hypothyroidism 40,214,946 13,213 1:3,044 

S,S Disease 28,149,621 7,565 1:3,721 

Cystic Fibrosis 1,459,834 372 1:3,924 

S,C Disease 28,149,621 3,811 1:7,386 

Toxoplasmosis 989,402 95 1:10,415 

Classical PKU 40,028,546 2,098 1:19,079 

U.S. Newborn Screening Data 1990-1999 
DISORDER 

Classical PKU 

PKU Variant Clin. Sig. 

 Clin. Sig. Hyperphe 

SCREENED 

40,028,546 

40,028,546 

40,028,546 

CASES 

2,098 

772

2,870 

INCIDENCE 

1:19,079 

1:51,850 

1:13,947 

Classical CAH 13,347,888 703 1:18,987 

Classical Galactosemia 35,897,634 674 1:53,261 

Biotinidase 12,754,403 208 1:61,319 

MSUD 13,801,657 60 1:230,028 

Homocystinuria 12,027,751 35 1:343,650 

  Incidence of Congenital Primary 
Hypothyroidism 
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Newborn Screening Is: 
A System that demands Quality and 

Quality Assurance 
• Educational materials and other program information 

• Birthing facility practices 

• Specimen transport systems 

• Record keeping and record keeping systems 

• Laboratory processes 

• Result transmittal and follow-up actions 

• Medical and other program services 

Are parent 
materials 
accurate? 
readable? 
distributed 
in a timely 

way? 
useful? 



 

                                           

 

                                           

                             
                                           

 

Are 
professional 

materials 
accurate? 
readable? 
distributed 
in a timely 

way? 
useful? 

PerPerfformance ormance
Evaluation and Evaluation and
Assessment Assessment
Scheme Scheme

For Newborn ScFor Newborn Screening reening

In 2004, HRSA funded development of a  
self-assessment tool for use in evaluating 

the quality of the elements of a 
comprehensive newborn screening system. 

http://genes-r-us.uthscsa.edu 

NEWBORN SCREENING PERFORMANCE EVALUATION AND 
ASSESSMENT  

SELF-ASSESSMENT PERFORMANCE CHECKLIST 
With Example References/Activities  for Improvement 

I.   CROSS-CUTTING 
II.  PRE-ANALYTICAL 
III. ANALYTICAL 
IV. POST-ANALYTICAL 
REFERENCES 

PERFORMANCE INDICATOR FINDINGS EXAMPLES/REFERENCES 

Yes    In Prep    No 

PEAS Performance Indicators 

NEWBORN SCREENING PERFORMANCE EVALUATION AND 
ASSESSMENT 

I. GENERAL NEWBORN SCREENING SYSTEM CONSIDERATIONS 

A. Education 
1. Education Plan 

NEWBORN SCREENING PERFORMANCE EVALUATION AND 
ASSESSMENT 

I. GENERAL NEWBORN SCREENING SYSTEM CONSIDERATIONS 

A. Education 
1. Education Plan 

B. Computerized Information System 
1. Scope 
2. Integrity 



 

        

 

            

     

 

                                                   
          

 

  

 

                                           
                                 

 

NEWBORN SCREENING PERFORMANCE EVALUATION AND 
ASSESSMENT  

NEWBORN SCREENING PERFORMANCE EVALUATION AND 

ASSESSMENT
 

I. GENERAL NEWBORN SCREENING SYSTEM CONSIDERATIONS 

A. Education                                                   
1. Education Plan 

B. Computerized Information System                              
1. Scope                                                      
2. Integrity  

C. Monitoring of Timely  and Universal Screening                
1. Required Screening                                         
2.  Subsequent Screens 

I. GENERAL NEWBORN SCREENING SYSTEM CONSIDERATIONS 
(continued) 

D. Program Administration and  Financing                  
1. Administration                                             
2.  Financing 

NEWBORN SCREENING PERFORMANCE EVALUATION AND NEWBORN SCREENING PERFORMANCE EVALUATION AND 

ASSESSMENT ASSESSMENT
 

I. GENERAL NEWBORN SCREENING SYSTEM CONSIDERATIONS 
(continued) 

D. Program Administration and  Financing              
1. Administration                                             
2.  Financing 

E. Contingency Plan                                             
1. Program Administration                                 
2. Laboratory                                                  
3.  Follow -up  

II. PRE-ANALYTICAL CONSIDERATIONS 

A. Personnel 
1.  Personnel Training, Recruitment, and Retention 
2.  Personnel Competency 

NEWBORN SCREENING PERFORMANCE EVALUATION AND NEWBORN SCREENING PERFORMANCE EVALUATION AND 

ASSESSMENT ASSESSMENT
 

II. PRE-ANALYTICAL CONSIDERATIONS 

A. Personnel                                                    
1.  Personnel Training, Recruitment, and Re tention          
2.  Personnel  Competency 

B. Prenatal Education                                          
1. Preparation/Distribution  of PARENT Education 

Materials 
2. Preparation/Distribution  of PROFESSIONAL  

Education Materials 

II. PRE-ANALYTICAL CONSIDERATIONS 
(continued) 

C. Screening Process 
1. Specimen Collection Device 
2. Specimen Collection/Transmittal 
3. Specimen Receipt 
4. Specimen Tracking 



 

 

   

 

                                             
                                          

 

                                             
                                          

                        
 

 

                                             
                                          

                        
 

                                
         

                                                    

 

   
          

         

             

 
-

                                      
              
                          

 

NEWBORN SCREENING PERFORMANCE EVALUATION AND 
ASSESSMENT 

II. PRE-ANALYTICAL CONSIDERATIONS 
(continued) 

C. Screening Process                                            
1. Specimen Collection Device                               
2. Specimen Collection/Transmittal  
3. Specimen Receipt 
4. Specimen Tracking 

D. Laboratory Safety                                            
1. Employee Training 
2.  Safety  Program 

NEWBORN SCREENING PERFORMANCE EVALUATION AND 
ASSESSMENT 

III. ANALYTICAL CONSIDERATIONS 

A. Testing Process 
1.  Procedures Manual 
2. Quality Assurance Program 

NEWBORN SCREENING PERFORMANCE EVALUATION AND 
ASSESSMENT 

III. ANALYTICAL CONSIDERATIONS 

A. Testing Process 
1.  Procedures Manual 
2. Quality Assurance Program 

B. Laboratory Instrumentation          
1. Instrument Operations 
2. Quality Assurance 

NEWBORN SCREENING PERFORMANCE EVALUATION AND 
ASSESSMENT 

III. ANALYTICAL CONSIDERATIONS 

A. Testing Process 
1.  Procedures Manual 
2. Quality Assurance Program 

B. Laboratory Instrumentation          
1. Instrument Operations 
2. Quality Assurance 

C. Laboratory Supplies/Reagents 
1. Quantity 
2. Quality 

NEWBORN SCREENING PERFORMANCE EVALUATION AND 
ASSESSMENT 

III. ANALYTICAL CONSIDERATIONS 

A. Testing Process                                           
1.  Procedures Manual                                 
2. Quality Assurance Program 

B. Laboratory Instrumentation                         
1. Instrument Operations  
2. Quality Assurance 

C. Laboratory Supplies/Reagents                    
1. Quantity          
2. Quality                                                     

D.  Working E nvironment  
1.   Working Environment 

NEWBORN SCREENING PERFORMANCE EVALUATION AND 
ASSESSMENT 

IV. POST ANALYTICAL CONSIDERATIONS 

A. Screening Test Results 
1. Laboratory Assay Documentation                
2. Laboratory Result Reporting       
3.  Records Storage (including reports, results, residual 

specimens) 
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NEWBORN SCREENING PERFORMANCE EVALUATION AND 


ASSESSMENT
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US
Comprehensive 
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PEAS
In the 

Philippines

NEWBORN SCREENING PERFORMANCE EVALUATION AND 
ASSESSMENT 

NEWBORN SCREENING PERFORMANCE EVALUATION AND 

ASSESSMENT
 

IV. POST -ANALYTICAL CONSIDERATIONS 

A. Screening Test Results                                       
1. Laboratory  Assay Documentation              
2. Laboratory  Result Reporting                          
3.  Records Storage (including reports, results, residual  

specimens) 

B. Short-Term Follow-up                                                 
1. Written Follow-up Procedures         
2.  Follow -up Communications 

IV. POST ANALYTICAL CONSIDERATIONS 
(continued) 

C. Follow-up Support Activities 
1. Diagnosis 
2. Parent Education 
3. Counseling (Including Nutritional, Genetic etc.) 
4.  Medical Management 

IV. POST ANALYTICAL CONSIDERATIONS 
(continued) 

C. Follow-up Support Activities                                            
1. Diagnosis 
2. Parent Education 
3. Counseling  (Including Nutritional, Genetic etc.) 
4.  Medical Management 

D. Program Evaluation                                           
1. Short-Term Program Evaluation                                   
2. Long-Term Program Evaluation  (Including  Medical  

Management) 
DepartmentDepartment 

OfOf 
HealthHealth 

NewbornNewborn 
ScreeningScreening 
ReferenceReference 
CenterCenter 

USUS 
ComprehensiveComprehensive 

PEASPEAS 

PEASPEAS 
In theIn the 

PhilippinesPhilippines 

Building Individual Country (Program) PEAS 

Developing PEAS in the Philippines 

Philippine PEAS 

� Indicators for the Newborn Screening Centers 
(laboratories) 

� Indicators for the Center for Health Development 
(Regional Implementers) 
– Evaluation  of NBS Program implementation in the  

Region 

� Indicators for the Newborn Screening Health 
Facilities (hospitals and community health centers 
– Assessment  of the NBS Program  in the Health Facilities 

Program Components Reviewed 

1. Membership 
2. Purchase Orders 
3. Handling and Transport 
4. Processing 
5. Billing and Collection 
6. Inventory 
7. Releasing of Results 
8. Generation of Reports 
9. Program and Laboratory Administration 



http://genes-r-us.uthscsa.edu 

http://www2.uthscsa.edu/nnsis/ 

http://www.marchofdimes.com/peristats/ 


