
Newborn Screening 2006

Get ready for some changes

In your state

And at your MTF 



Agenda

 Review 

 NBS history, principles

 Military issues

 Update

 National Policy development

 Military Policy development



History

 1960s PKU

 1970s Congenital Hypothyroidism

 1980s Sickle Cell Disease

 1990s Galactosemia, CAH, others

 2000s MS/MS

 2010s ????

Review



Guthrie’s Bacterial Inhibition Assay

Review



Review

Guthrie’s Bacterial Inhibition Assay



Newborn Screening is 

not just a bunch of tests 

but a public health program

Review



The Components of the Newborn Screening System 
must fit together to form a seamless system.



Components of the Newborn 

Screening System

Screening:

• Sample collection 

• Sample submission

• Laboratory testing 

Follow-up:
• 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

• Specimen storage

Evaluation:

• Quality assurance 

• Outcome evaluation

• Cost effectiveness
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Screening Criteria

 Disease is serious and the natural history 
well-understood

 Treatment is effective, available, and 
accepted

 Test is rapid, cheap, specific, and 
sensitive

 Follow-up and counseling are available

 Benefits outweigh costs

 Case-finding is continuous
Review
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screening disorder.)
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Military Issues

 Frequent military family PCS travel – true 

positives lost to follow-up

 Widely dispersed population – many different 

screens, lack of uniformity; high-risk newborns 

may not receive appropriate tests 

 Clinics/labs often have inexperienced 

supervisors and short institutional memories

 OCONUS arrangements foster delays in testing 

and intervention



What’s new in newborn screening

National Policy Development
 Newborn Screening Task Force. Serving the family 

from birth to the medical home: a report from the 

Newborn Screening Task Force convened in 

Washington DC, May 10-11, 1999. Pediatrics. 2000; 

106(suppl):383-427.

 HRSA/ACMG: Report on Uniform Newborn 

Screening Panel. Federal Register March 2005. 

Pediatrics. 2006; 117:296-307. DOI: 

10.1542/peds.2005-2633I.



A new paradigm for NBS



Core Panel (29) and Secondary 

Targets (24)



Advisory Committee on Heritable 

Disorders and Genetic Diseases in 

Newborns and Children

End Product: National Guidelines
29 Core and 24 Secondary Conditions

Universal Screening

Uniform Screening

Education of Physicians and Consumers

Treatment and Management Systems

Quality Assurance 



Military Health System Initiative

 Newborn Metabolic Screening Integrated 

Project Team  comprehensive, uniform 

NBS Program for all DoD infants 

(Chartered June 2005)

 Reports to Tricare Management Activity 

(TMA)/Health Affairs (HA)



What we are aiming for …

Single laboratory

Results within days, not weeks

Secure, internet-accessible data

 Immediate access to “cookbook” 

response guidelines if a result is 

abnormal



Action Sheets





What we are aiming for …

 Integrated education and training 

for providers, laboratory 

personnel

Responsive case management 

support team

Registry of newborns to track 

quality and facilitate follow-up



Good Resource

National Newborn Screening and 

Genetics Resource Center  

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

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


Questions and Comments

Thank you!



Players

 Public Health Policymakers

 HRSA, SACHDGDNC  Hon. Michael Leavitt

 Professional Organizations

 AAP, ACMG

 March of Dimes

 Genetic Alliance

 Government Accounting Office

 Politicians

 Senator Christopher Dodd, D Conn

 Senator Mike DeWine, R Ohio

http://en.wikipedia.org/wiki/Image:Christopher_Dodd_official_portrait_2.jpg
http://en.wikipedia.org/wiki/Image:Mike_DeWine_official_photo.jpg
http://www.hhs.gov/about/bios/dhhssec.html
http://www.marchofdimes.com/home.asp
http://www.geneticalliance.org/ws_display.asp?filter=home



