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|dentify, develop, and test the most
promising screening technologies

Develop treatments and management strategies for
conditions that can be detected through NBS

Generate and provide research findings and data for
conditions under review by the ACHDNC

Conduct pilots of conditions recommended or candidates
for pilots or nationwide screening
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Accelerating Discoveries in
Newborn Screening

Every day, babies born in the United States receive comprehensive
screening for treatable diseases. Newborn screening saves lives,
and discoveries by researchers make it possible!
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NBSTRN leverages the multi-component, multi-
stakeholder system of NBS to facilitate research
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The NBS system offers a unique opportunity to
conduct long-term follow-up
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Clinical Care and
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NBSTRN worked with
researchers, healthcare
professionals, families, advocacy
groups, state newborn screening
programs, and partners to
create a data tool to facilitate

long-term follow-up.



LPDR

Longitudinal Pediatric
Data Resource

The ability to capture clinical information early in the clinical course of a disease,
even before clinical symptoms appear, advances disease understanding, helps to
establish the efficacy of new treatments and management approaches, informs
the community at large about the value of early identification and treatment

through newborn screening, and identifies areas for improvement in disease
management throughout the lifespan.

Informs Assessment of the Benefit of Early Identification Through Newborn Screening



1 Screening

al Research

Care
Guidelines

Secondary
Use and
Research

Steering
Committee

IT Security

Evidence
Review

Patient
Registries
Treatment



BabySeq

Project Cure Spinal Muscular
Atrophy (SMA) - Natural
History Data Repository

IBEMC MCAD Cohort

IBEMC PKU Cohort

World Wide Krabbe Registry

Sickle Cell Disease NBS
Follow-Up Program

SPOT SMA (Spinal Muscular
Atrophy) - Longitudinal
Outcomes Repository for
NBS-identified SMA cases
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Long-term follow-up tools designed for all
stakeholders and including data dictionaries,
electronic case report forms, HPO mappings, NIH
CDE repository, case level data dashboards
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Efforts Utilizing NBSTRN

Snapshots of Our Data

e 10-year Natural History Study

A central goal for NBSTRN is to foster collaboration between research teams, NBS
programs, clinicians, advocacy groups, patients and families. NBSTRN houses millions of

o Sta te N B S P rog ra m F O I I OW_ U p data points from ground-breaking studies available for data mining, visualization and

sssss dary research.

* Pilot of Conditions Recently
Recommended to RUSP q 33 ses il 1,830,493

* Pilot of Candidate Conditions

: 8 8,833 2,370
® PrOSpECtlve SIVIA Outcomes StUdy OF DATA - PARTICIPANTS GENOMIC DATA POINTS
* Patient Registry Transformation

* Community Organization Based
NBS Follow-Up Program



Translational Research
Metwork

22 NBSTRN :
g Case Study — IBEMC Natural History

25 Clinics Across the United States Ages Birth to 92 years

e

724,474 Data Points
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NBSTRN
NevbornSereenng NBSTRN + NCC Follow-Up Effort

Network

* Goal was to create a minimum set of questions and answers from the
LPDR CDEs for use by State NBS Programs
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Key information on conditions that are part of, or candidates for newborn screening
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Genome Data Viewer

The NCBI Genome Data Viewer (GDV)
is a genome browser supporting the
exploration and analysis of eukaryotic
RefSeq genome assemblies.
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Prenylketonuria (commonly known as PKU) is an inherited disorder that increases the levels of a

RUSP, Pilot and Candidate Disorders g
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Helping Investigators Navigate

State NBS Programs
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<2 NBSTRN
Connect and Follow Us

Translational Research
Metwork

To get resources and updates on newborn screening research at
www.nbstrn.org and follow us on social media:

ﬁ Facebook Group at NBSTRN G YouTube Channel NBSTRN
l@' Instagram @NBSTRN m LinkedIn NBSTRN

@ Pinterest @ NBSTRN g Twitter @ NBSTRN



http://www.nbstrn.org/
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Translational Research
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This project has been funded in whole or in part with Federal funds
from the NICHD, National Institutes of Health, Department of Health
and Human Services, under Contract No. HHSN275201800005C.
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Translating Genes Into Health®
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