
SCREENBABY SCREEN: 
PERSPECTIVES ON NEWBORN 
SCREENING
For sound, stream audio through your speakers. 
If you are having trouble accessing sound, please send a message 
using the chat box on the left hand side of the screen.



This webinar is being recorded.



Question and Answer Session

Submit your questions using the chat function. 
It can be found at the left hand side of the window. 



Newborn Screening Awareness Month

September is NewbornScreening Awareness Month!

Learn more at rarediseases.org

rarediseases.org


rarediseases.org/summit-overview
rarediseases.org/summit-overview
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Objectives

ÅTo inform rare disease patients, caregivers and the public 
about newborn screening 

ÅTo communicate the importance newborn screening as a  
public health priority to prevent premature illness and death  
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Definitions

ÅNewborn Screening (NBS) in the US  is a Public Health 

program aimed at the early identification of conditions for 

which early and timely interventions can prevent or reduce 

associated mortality and morbidity 

!ŘŀǇǘŜŘ ŦǊƻƳ άbŜǿōƻǊƴ {ŎǊŜŜƴƛƴƎ ¢ŀǎƪ CƻǊŎŜ wŜǇƻǊǘέ
Pediatrics 2000; 106: 383-427
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¢ƘŜ άDǳǘƘǊƛŜέ bŜǿōƻǊƴ {ŎǊŜŜƴƛƴƎ /ŀǊŘ
ÅObtained at the birth hospital

ÅUsually 24-24 h after delivery
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¢ƘŜ άDǳǘƘǊƛŜέ bŜǿōƻǊƴ {ŎǊŜŜƴƛƴƎ /ŀǊŘ

Å{ŀƳǇƭŜ άǾŜƘƛŎƭŜέ ŦƻǊ ŎƻƭƭŜŎǘƛƻƴΣ ǘǊŀƴǎǇƻǊǘ ŀƴŘ ǎǘƻǊŀƎŜ

ÅSource of valuable information about the newborn

LƴŦŀƴǘΩǎ ƴŀƳŜΣ ōƛǊǘƘ ƻǊŘŜǊ
Initial or repeat sample
Race and ethnicity
Birth date, hour
Sample collection date and hour
Feeding type 
Transfusion date, hour

aƻǘƘŜǊΩǎ ƳŀƛŘŜƴ ŀƴŘ ǎǳǊƴŀƳŜ
aƻǘƘŜǊΩǎ ŀŘŘǊŜǎǎ ŀƴŘ ǘŜƭŜǇƘƻƴŜ
Hospital ID number 
{ǳōƳƛǘǘŜǊΩǎ ŎƻƴǘŀŎǘ ƛƴŦƻǊƳŀǘƛƻƴ
{ŀƳǇƭŜ ŎƻƭƭŜŎǘƻǊΩǎ ƛƴƛǘƛŀƭǎ
IŜŀƭǘƘ ŎŀǊŜ ǇǊƻǾƛŘŜǊΩǎ ŎƻƴǘŀŎǘ 
Hearing screening results (if available)
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From a 9mm blood spot, small samples are punched and are suitable 
for testing with a variety of methods

ÅFluorometric

ÅColorimetric 

ÅElectrophoresis

ÅEnzymatic analysis

ÅMolecular testing 

ÅLC/MS-MS (Tandem MS)

¢ƘŜ άDǳǘƘǊƛŜέ bŜǿōƻǊƴ {ŎǊŜŜƴƛƴƎ /ŀǊŘ
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TandemMassSpectrometry

MetabolicDiseasePanel

(aminoacids& acylcarnitines) 

> 30 Diseases 

One  dot of blood

Rapid  Preparation&  Analysis

High  Sensitivity

High  Specificity
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Which  diseases should  be included

in a NBS program ?
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Criteria for NBS Program: Disease

Åά{ƛƎƴƛŦƛŎŀƴǘέ ŦǊŜǉǳŜƴŎȅ ƛƴ ǘƘŜ ǇƻǇǳƭŀǘƛƻƴ

ÅKnown clinical course

Significant morbidity / mortality if untreated

Neonatal, early onset manifestations ?

ÅAvailable effective treatment 
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ÅDiagnostic methodology 

Small sample

Easy collection and transport

High sensitivity (no false negatives) 

High specificity (few false positives) 

High throughput methodology

Cost Effective

Available QC and PT programs

ÅConfirmatory tests

Easily available

Rapid results  

Criteria for NBS Program: Testing
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Recommended Universal NBS Panel (RUSP)

ÅList of disorders recommended by the Secretary, Department of Health and Human 

Services (HHS) to the states (based on Advisory Committee Recommendations)

ÅDisorders Chosen based on evidence that supports the potential benefit of screening, 

the ability of states to screen for the disorder, and the availability of effective treatments

ÅCurrently: 35CoreConditions and 26Secondaryconditions (disorders that can be 

detected in the differential diagnosis of a core disorder). 

ÅNewer conditions are still in process of adoption

ÅStates have autonomy, but generally follow HHS recommendations for their NBS

ÅSome states also screen for additional disorders (not included in RUSP)

https://www.hrsa.gov/advisory-committees/heritable-disorders/rusp/index.html

https://www.hrsa.gov/advisory-committees/heritable-disorders/rusp/index.html
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Conditions 
included in 
State NBS 
Programs 
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HHS - Health Resources and Service administration (HRSA) 
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https://www.babysfirsttest.org/

https://www.babysfirsttest.org/

