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Foreword
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Newborn screening (NBS) is an essential public health service focused on testing every newborn for certain congenital
diseases, groups of diseases, and/or phenotypic differences, including hearing differences, that can result in significant
morbidity and/or mortality without early intervention.! Screening tests are not diagnostic. Rather, they separate
newborns at higher risk of having a disease, group of diseases, or phenotypic difference from newborns at low risk.
Therefore, newborns who have screen-positive results, indicating higher risk, must undergo additio gstic testing
and clinical evaluation to confirm their status as affected or unaffected.

A complete NBS system comprises six parts: education, screening, follow-up, diagnosis, intery,
and evaluation.? Although the NBS system historically focused primarily o
public health laboratory, it is now understood that education, follow-up,
evaluation are equally important. An effective NBS system provides the infra
rapid follow-up for at-risk newborns. Parents and/or legal guardians; hospital, bi
health care providers (HCPs); and the NBS program should collaborate to ensure tha
and efficiently, providing maximum benefit to the family.

The primary aim of the NBS system is to provide early interventiong , RS, nostic follow-up
r NBS systems are
portality, is vital to evaluating the
ety.? The quality of follow-up
services directly affects the lives of families with at-risk and affecte . This gui e outlines the role of follow-up
services within an NBS system and provides guid i nta) ective follow-up services, as well
as on educating parents and legal guardians; h i ili ’ry personnel; and HCPs on their roles
in ensuring the success of NBS systems.

Overview of Changes
This guideline replaces the previ i guideline, NBS02-A2, published in 2013. Several changes

related to follow-up
of postdiagnostic follow-up needs for affected individuals and families

+ Outlining consi lons for use of advanced screening technologies and their effect on education and follow-up

needs

+ Describi w-up considerations for new diseases or groups of diseases added to screening panels
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NOTE: The content of this guideline is supported by the CLSI consensus process and does not necessarily reflect the views

of any single individual or organization.
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congenital heart disease newborn hearing screening short-term follow-up

dried blood spot screening newborn screening

long-term follow-up quality assurance

Uses of HL7®, LOINC®, and SNOMED CT® in this guideline are not endorsements on the p
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© Introduction

1.1 Scope

The primary goal of this guideline is to enhance the overall quality and continuity of newborn screg
follow-up and education services offered through public health or other NBS programs. The ti
and effectiveness of these services directly affect the health and well-being of babies and thei
the effectiveness of the NBS system.

and health outcomes after diagnosis. In general,
contributing to the NBS goals of quickly detecti
babies.

The NBS program should assess the re

programs, the details of these components are not included in this guideline.
or NBS programs to ensure that follow-up and education activities are accounted for
,and advisory structures by including program elements such as health education,

U) and long-term follow-up (LTFU) staffing needs, materials development and

s with specialty centers, and coverage of medical foods and formulas.

within funding, regul
short-term follow-
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2 © Clinical and Laboratory Standards Institute. All rights reserved.



NBS02-Ed3

1.2 Standard Precautions

Because it is often impossible to know what isolates or specimens might be infectious, all patient and laboratory
specimens are treated as infectious and handled according to “standard precautions.” Standard precautions are
guidelines that combine the major features of “universal precautions and body substance isolation” practices.
Standard precautions cover the transmission of all known infectious agents and thus are more comprehensive
than universal precautions, which are intended to apply only to transmission of bloodborne pathogens. Published
guidelines are available that discuss the daily operations of diagnostic medicine in humans and
encouraging a culture of safety in the laboratory.* For specific precautions for preventing
transmission of all known infectious agents from laboratory instruments and materia
for the management of exposure to all known infectious diseases, refer to CLSI docu

ainals while

1.3 Terminology

possible. Harmonization is a process of recognizing, understanding, and ex g steps
to achieve worldwide uniformity. CLSI recognizes that medical conventions in al metrological community
have evolved differently in different countries and regions a i , regional usage,

global application of standards and guidelines. Table
following terms.

Table 1. Common Terms or Phrases With Intendg

Term or Phrase

“Needs to” or “must”

a regulatory, dccreditation, performance,
ement or a requirement or specification identified in an

“Require”

and postanalytig
term analysis is

ace of preexamination, examination, and postexamination. Additionally, the
examination. However, the terms preanalytical, analytical, and postanalytical are
components of NBS. For POC NBS, in alignment with CLSI documents that cover
terms preexamination, examination, and postexamination remain more appropriate. Although
ong these terms might exist between new CLSI NBS documents and already published NBS

e contradictions will be reconciled as documents go through the routine revision process.

both (or either) age groups, the term baby is used.

© © ¢ 0 0 0000000000000 00000000000 0000000000 0000000000000 000000000000 000000000000 000 0000 0
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In this guideline, special care baby unit and/or neonatal intensive care unit (SCBU/NICU) is used to identify facilities
providing care above the level provided for newborns rooming with the mother or in well-baby nurseries,
acknowledging that SCBUs generally provide less intensive care than some higher-level NICUs.

Use of the terms disease, disorder, and condition varies among NBS programs, systems, and stakeholders when
they are referring to newborns with confirmed positive NBS test results. NBS tests are performed to detect

newborns at an increased risk for a disease that has a known, underlying cause and that necessitates treatment,
so the term disease is used for consistency throughout this guideline, with a few exceptions. The term gisgrder

is used only when the term is part of a disease name (eg, lysosomal storage disorders, fatty acid g

acknowledge that phenotypic differences not typically considered a disease (eg, h
trait) are also detected through NBS.

Many terms are used to describe professionals who provide health cg

primary health care
provider and specialty care provider are defined and used spec i or roles typically

involved in NBS follow-up processes. In situations that do not app brimary health care
provider or a specialty care provider, the generic term

The terminology used to report NBS results vari
as screen negative, normal, low disease probabili

results might be reported
glogy. Reporting of out-of-

ssible, or similar terminology. When a borderline
cimen), the newborn is usually referred for diagnostic testing
tions and actions are usually limited to diseases, or specific
hich delaying final results while obtaining an additional
aboratory’s specimen submitters, HCPs, and follow-up personnel
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The Quality Management System Approach
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Clinical and Laboratory Standards Institute (CLSI) subscribes to a quality management system (QMS) approach in the
development of standards and guidelines that facilitates project management, defines a document structure using
atemplate, and provides a process to identify needed documents. The QMS approach applies a core set of “quality
system essentials” (QSEs), basic to any organization, to all operations in any health care service’s path of workflow
(ie, operational aspects that define how a particular product or service is provided). The QSEs provide the framework
for delivery of any type of product or service, serving as a manager’s guide. The QSEs are:

+ Organization and Leadership + Supplier and Inventory Management  « Information Managsg

+ Customer Focus + Equipment Management nconforming Eve anageg
+ Facilities and Safety Management + Process Management
+ Personnel Management + Documents and Records Management -

The QSEs covered by NBS02 and its related CLSI documents are available on the CLSI websi

c_)’b'

© © ¢ 0 0 0000000000000 00000000000 0000000000 0000000000000 000000000000 000000000000 000 0000 0

://clsi.org/8

86 © Clinical and Laboratory Standards Institute. All rights reserved.



Discover How CLSI Can Improve @
/
Your Organization 7CLS|

The leading source for the latest medical laboratory standards.

CLSI membership awudirectlyin t"'  cpractice
standards usedtoim,  ~patientca (ldwide—s*  Jards
you use every day. Mem.  “ip provide. with'<* 5 cards
access, volunteering oppor.  ‘es, influen.. -tandards
development process, netwoi.  ~pportunities, discounts,
and more.

Discover thr .embershi, ‘on for y. . ut clsi.org/join.

aducational ¢ «raining . grams provide convenient, cost-
en. ‘e continuing education and training resources to help you
adva.  ur professional development. We have a variety of
easy-to online educational resources and in-person
trainings wnat make learning stress-free and convenient for you
and your staff.

2 our current offerings at clsi.org/global-training.

Ensure high-quality laboratory testing with CLSI standards.
eCLIPSE Ultimate Access™, our complete online library of
standards, makes it easy for you and your staff to quickly

find the CLSI resources you need. Read, search, link, annotate,
bookmark, and share notes with your staff, all within one easy-
to-use platform.

Learn more at clsi.org/eCLIPSE.




<
PRINT ISBN 978-1-68440-180-2 /
ELECTRONIC ISBN 978-1-68440-181-9

NBS02-Ed3






