SCREEBABY SCREEN:

PERSPECTIVES ON NEWE( nd

SCREENING

For sound, stream audio through your speakers.
If you are having trouble accessing sound, please send a message
using the chaboxon the left hand side of the screen.

Alone we are rare. Together we are strong.




This webinar Is being recorded.
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Question and Answer Session

Submit your guestions using the chat function.
It can be found at théeft hand side of the window.
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Newborn Screening Awareness Month

September is Newbor8creening Awareness Month!
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National Organization for Rare Disorders

Newborn Screening

J. Abdenur, M.D.
ChiefDivisiomof MetabolicDisorders
Director, MetabolicLaboratory
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Objectives

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

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

C:cHoccChidrens | GNG LIVE CHILDHOOD 6




Definitions

ANewborn 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

assoclated mortality and morbidity

Il RFLWISR FNRY abSg02Ny { ONBSYyAy3a ¢l :
Pediatrics 2000; 106: 3887
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AObtained at the birth hospital
AUsually 2424 h after delivery

€: CHOC Childrens.
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Utah Newborn Screening
SEE BACK FOR BLOOD SPOT COVER

SE SCREEN
Genoral instructions
Collact spacimen after 7 days of ke,

COLLECTION INSTRUCTIONS

1. Logibly print ALL infoemation in Spac0S proviced using
block capital leders.

2. Collect specmen with heel slick. Ses newtiom
screening handbook for deteded nstructions.
3. Fill all 7 circles.

4 Dry 34 hours before maiing Kit 1D Number
Used o slentify

o ‘ child
[ J COLLECT SAMPLE FROM
e =]/ SHADEDAREA.

Note Expraton Date: =
Foem CANNOT be
Masling Instructions: used afler ths date
1. Whan bicod i dry, fold §tock card (from tack of form)
over blood spots. The fiag shoud enclose tha blood spots
and reveal a bichazard symbel
2. M using he postal service, place form with blood spots
covarad Info envalope Mark all 7
that apphy

Mall to:

Saft Lake City UT 84113.9203
Prone (801) 534-8258
Mother's Information® . ==
Thss 15 wsed o demify the
beby and mother, and to
cantact mother if pecessary
For more information, call, refer to your

handbook or v$it ow wabste
Hgciwww heatt atsh. govihewtraceesingHCP_isbuctcns m

Ritdn this stwet for y
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| PEEL AWAY THIS PART HERE |
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BLOGK MONT ALL CARTALS - COMMLETE ENTIRE FORM

T TONESLL L

-

PIRLOW FOM BDO LAY ONLY - 0O NOT MARK

Sarvphs Unaccecutde ) () *

Used by UDOH kb 1o mark a
specunen unsceeptable

Fill all 7 circles wath blood. The top
two blood spots are sent off-site and
MUST be filled in addition to the
five below

FOR UDOH LAB ONLY
= Do not mark or place lahels
m uny of these areas

Samphe Collecton Date
b= Specanen cannol be processed
without ths dase.

Birthdate

Several resulls are bused on the
baby s age and cannot be
processed without the brthdate

Birth Weight

Several resulls are hased on
brth weight and cannot be
processed without it

Medical Home laformaton

L Who i called i case of an
abnoenal screen and whewe 1o
send results

Recall Screen Box

== Mark caly if instructed by
program staff. This s wsed o
another specmmen s needed
because of specimen being
unacceptable or abnormsal
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Al 'YL S GaOSKAOE Seg FT2NJ O2ftf SOUAZ2Y
ASource of valuable information about the newborn

LY Tl YOaQa yIYSEI 0ANIK aZNRKSNQa Yl ARSY |
Initial or repeat sample a2zl KSNQ&a I RRNB4Aa
Race and ethnicity Hospital ID number

Birth date, hour {dzo YAOGSNXaA O2y il C
Sample collection date and hour [FTYLIES O2ff SO02NK:
Feeding type | SIFf 0K OF NB LINR OAF
Transfusion date, hour Hearing screening results (if available)

GCHOCCh”dren’S LONG LIVE CHILDHOOD 11




¢ KS GDAdzZIKNASEé bSgo0o 2

From a 9mm blood spot, small samples are punched and are suitable
for testing with a variety of methods

AFluorometric

AColorimetric //(/

AElectrophoresis Guthrie card /

A . . ® .-
Enzymatic analysis I G e®

AMolecular testing ’p'.(.’.

ALC/MSMS (Tandem MS) | ST
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TandenMassSpectrometry

MetabolicDiseasd”anel
(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

AM{AIYATFAOLIYGE FNBI dSy da
AKnown clinical course

Significant morbidity / mortality if untreated

Neonatal, early onset manifestations ?

AAvailable effective treatment
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Criteria for NBS Program: Testing

A Diagnostic 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

A Confirmatory tests
Easily available
Rapid results

GCHOCCh”dren’S LONG LIVE CHILDHOOD 16




Recommended Universal NBS Panel (RUSP

AList of disorders recommended by tBecretary, Department of Health and Human
ServicegHHS) to the states (based sdvisory CommitteeRecommendations)

ADisorders 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 treatmen

A Currently:35 CoreConditions an®6 Secondaryconditions (disorders that can be
detected in the differential diagnosis of a core disorder).

ANewer conditions are still in process of adoption
A States have autonomy, but generally follow HHS recommendations for their NBS

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

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

Conditions
Included In
State NBS
Programs

€: CHOC Children's
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Heritable Disorders in

Newborns and Children

Home
About
Meetings
Reports
Letters
Resources

Recommended Uniform
Screening Panel (RUSP)

Nominate a Condition

Previously Nominated
Conditions

Newborn Screening
Timeliness Goals

€: CHOC Children's

Recommended Uniform Screening Panel

The RUSP is a list of disorders that the Secretary of the Department of Health and Human Services (HHS)

recommends for states to screen as part of their state universal newborn screening (NBS) programs.

Disorders on the RUSP are chosen based on evidence that supports the potential net benefit of
screening, the ability of states to screen for the disorder, and the availability of effective treatments. It is
recommended that every newborn be screened for all disorders on the RUSP.

Maost states screen for the majority of disorders on the RUSP; newer conditions are still in process of
adoption. Some states also screen for additional disorders.

Although states ultimarely determine what disorders their NBS program will screen for, the RUSP
establishes a standardized list of disorders that have been supported by the Advisory Committee on
Heritable Disorders in Newborns and Children and recommended by the Secretary of HHS.

Conditions listed on the RUSP are part of the comprehensive preventive health guidelines supported by
HRSA for infants and children under section 2713 of the Public Health Service Act. Non-grandfathered
health plans are required to cover screenings included in the HRSA-supported comprehensive
guidelines without charging a co-payment, co-insurance, or deductible for plan years beginning on or

after the d iz one year from the Secretary’s adoption of the condition for screening.
How to Nominate a Condition

Previously Nominated Conditions (Recommended and Mot Recommended for the RUSP)
Printer-Friendly Recommended Unifaorm Screening Panel (PDF - 95 KB)
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https://www.babysfirsttest.org/
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