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Disclosures (current and recent)



Early Check and Screen Plus have much in common
 Investigator-initiated projects
 Designed to advance NBS policy and 

practice
 Combine research with implementation 

studies, seen through a lens of public health 
ethics and respect for families

 Fill a gap in national capacity to gather 
policy-relevant data

 Multi-condition studies of disorders not yet 
on the RUSP

 Designed to be long-term, disease agnostic 
infrastructure resourse

 Funded by many different sources   



What is Early Check?

 An Innovation Award from NCATS, with additional support from NICHD, The 
John Merck Fund, Asuragen, Cure SMA, MDA, Sarepta

 A research study designed to
– Develop and evaluate methods to offer free, voluntary screening to 120,000 

parents/year for conditions not currently part of newborn screening (NBS)
– SMA and FXS as initial prototypes, added DMD/CKMM screening in 2019
– Acquire data to inform policy

 The foundation for
– A long-term research resource to which new conditions can be added when ready
– An envisioned future in which states offer a voluntary panel of “non-RUSP” conditions
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Early Check Flow



Some unique features of Early Check
 Multi-institutional partnership integrated 

with public health and NBS
 Systematic formative work
 Use and evaluate virtual strategies for 

multiple system components 
 Two-tiered consent for carrier results
 Screen using methods other than MS/MS
 Publish about laboratory methods
 Systems for tracking and evaluating 

everything from consent to follow-up
 Evaluation of early intervention



Lots of formative work



Use and evaluate virtual strategies for multiple system components

 Virtual recruitment
 E-consent
 Telegenetic counseling
 Family friendly web-based educational materials
 Virtual assessment
 Virtual intervention
 As a result of these virtual strategies, we have been able to 

continue the project during the COVID pandemic



Virtual recruitment methods

Postnatal 
letter/email

Social media 
ads

Information in 
health care 

settings
Patient portal 

invitations

In-person recruitment at Duke and University of North Carolina, started 2021



Evaluate and publish about virtual recruitment methods

 My Chart recruitment paper (minor revisions submitted)
 Expanded social media paper (in progress)
 Phone (and maybe text) reminder study (begins soon)



>18,000 enrollees from 100% of birthing hospitals and 99% of counties



Early Check consents by month



Self-reported race/ethnicity compared with NC population

Self-reported race/ethnicity Study Percentage NC 2020 Census

Not answered 7 -

White, non-Hispanic 57 63

Hispanic only 9 10

African American only 6 22

Asian only 8 3

Other or mixed
(African American plus something else)

12
(6)
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Electronic consent

Consent is obtained through an  
online permission portal



Telegenetic Counseling for Return of Screening Results
Technology
 HIPAA-compliant
 Multiple users can join on multiple devices 

(e.g., partner, interpreter)
 Screen sharing, multi-party document 

signing, A/V recording, provider note 
storage

 Convenient, user-friendly, easy self-service 
scheduling with automated reminders for 
all parties

 Parents appear to be at ease using online 
meeting platform from home while newborn 
sleeps nearby.



Educational Web Content



Studying and publishing about laboratory methods



Secure
connection

SFTP Server 

Specimen Gate
LIMS database

Lab 
Instruments

DBS Puncher

Shared network folder

Secure
connection

Demographic Data
Hearing Link

REDCap
Case 

Management 
System

&
Follow-up
Tracker

Companion Analysis 
Software

qPCR

CE

NCSLPH RTI 
Secure Network

Screening results

EC Portal

Sign up
Devices

GSP

SMA

DMD

FXS

Reporting

Matching
consents to specimens

Comprehensive data systems



Monthly Social Media reports



EC Follow-up Tracker

EC Dashboard

Visual interface with functionality to 
import and input data and track 
individual follow-up progress 

• Automatic data import from multiple 
sources

• Daily use to track and document 
participant status

Visualization of current EC status -
aggregated data

• Consent counts, screening counts for 
SMA, FX, DMD

EC Follow-up Tracker and EC Dashboard



Future directions

 Move from one disorder at a time 
to multiplexing a larger number 
of disorders

 Chromosome 15 disorders
– Angelman syndrome
– Prader-Willi syndrome
– Dup 15q syndrome

 Large targeted sequencing panel
 Flexible systems that can 

respond quickly to new 
transformative therapies
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Voluntary
Options?



The RTI Early Check team
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Early Check partners
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Contact information

Don Bailey
dbailey@rti.org
1-919-541-6488
www.earlycheck.org
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