Michele A. Lloyd-Puryear, MD, PhD
International Conference on Newborn
Screening: North Africa and the Middle East

November 13, 2006

The Newborn Screening System:
A theoretical framework

Michele A. Lloyd-Puryear, MD, PhD

Health Resources and Services
Administration

4 e o it i

Newborn Screening

= Each year, more than 4
million U.S. infants are
screened to detect
conditions that threaten their|
life and long-term health.

= Newborn screening
programs are located in
state public health agencies.

What is Newborn Screening?

= An essential public health program that prevents
catastrophic health consequences.

= A complex system of testing, evaluation, and
treatment.

Environmental Context (U.S.)

Nation with culturally diverse population
Advances in science - Human Genome Project
Advances in Information technology

Public health agency roles changing-less direct
services

Federal-state division of responsibility
Health care delivery and financing

— More children using publicly-subsidized health
coverage

Principles for Developing
Newborn Screening Programs

= Infants should benefit from/be protected by
newborn screening programs

= Public health agencies should assume
responsibility for oversight of newborn
screening systems

Principles for Developing
Newborn Screening Programs

= Standards and guidelines for newborn
screening should be consistently applied

= Uniformity benefits families,
professionals, and public health
agencies

= Newborn screening systems should link
to a medical home
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Newborn Screening

Newborn Screening System Map
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U.S. Health Administration and Newborn Screening
e Components of Newborn Screening System
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Components of Newborn Screening System Components of Newborn Screening System

Screening:
*Newborn initial test
*Analysis of test
*Repeat, as necessary

Screening:
*Newborn initial test
*Analysis of test
*Repeat, as necessary

Follow up:

Follow up:
*Receive results Diagnosis:

*Give physician/family results
«Obtain diagnostic tests
sLink to diagnosis/ treatment

*Receive results
*Assessment by specialist *Give physician/family results
+Results shared with family *Obtain diagnostic tests
sLink to diagnosis/ treatment
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Components of Newborn Screening System

Management: Screening:
*Treatment *Newborn initial test

*Analysis of test
*Repeat, as necessary

eLong-term follow up
*Specimen storage

Components of Newborn Screening System

Management: Screening:
*Treatment *Newborn initial test

*Analysis of test
*Repeat, as necessary

sLong-term follow up
*Specimen storage

Evaluation:
*Quality assurance
*Outcome evaluation

«Cost effectiveness
Follow up: Follow up:

*Receive results

*Give physician/family results
*Obtain diagnostic tests
sLink to diagnosis/ treatment

Diagnosis: *Receive results Diagnosis:
*Give physician/family results *Assessment by specialist

+Obtain diagnostic tests *Results shared with family
sLink to diagnosis/ treatment

*Assessment by specialist

*Results shared with family

Components of Newborn Screening System Parent/Professional Education

Management: Screening:
*Treatment *Newborn initial test
<Analysis of test

Education ) «

Newborn Screening
— @ .
Disorders

Diagnosis: *Receive results
*Give physician/family results
*Obtain diagnostic tests

sLink to diagnosis/ treatment

*Assessment by specialist
*Results shared with family

“Need-to-know” Information Parent/Professional Education
for Parents

- All babies are screened

- Screening will benefit the baby

- Testing is safe- not harmful

- The baby may need to be retested

Parents will be notified if retesting is
needed
Its important to act quickly if retesting is

necessary
Cost of screening and consent are not important

Quick Reference to Newbarn Screening Disorders
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Professional
Education
Basic

Information
for Physicians

7 Things Parents Want to Know
About Newborn Screening from Their Child’s Health
Professional

The Health Professional’s Guide for Brief Prenatal
Discussion with Parents

1) All newborn babies are required by the State to
get tested for some rare disorders before they
leave the hospital.

2) Babies with these disorders may look healthy at
birth.

3) Serious problems can be prevented if we find out
about the disorders right away.

4) To do the tests, a nurse will take a few drops of
blood from your baby's heel.

5) Your baby's health professional and the hospital
will get a copy of the test results. Call your baby's
pediatrician if you would like to talk about the
results.

6) Some babies will need to be retested. If your
baby needs to be retested, you will be notified. It
is very important to get retested quickly.

7) If you have further questions, you can call the
clinic or the State Health Department.
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Professional

Education

Basic
Information
for Physicians

ACMG

Newhorn Scrcening ACT Sheet
|Primary TSH test/Elevated TSH|
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Genetics
Meédicine

Newbaen Screening: Toward a Uniform
Se nel and System

Contact Information

Michele Lloyd-Puryear, M.D., PhD
Maternal and Child Health Bureau
Health Resources and Services Administration

mpuryear@hrsa.qov

301-443-1080
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Newborn Screening is more than
a test—it is a complex system of
services
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