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#U22MC240768 to APHL by the Genetic Services Branch of the Health Resources and Services 

Administration (HRSA). 

 

APHL Vision 

A healthier world through quality laboratory systems.  

 

APHL Mission 

Shape national and global health outcomes by promoting the value and contributions of public health 

laboratories and  continuously improving the public health laboratory system and practice.  

 

NewSTEPs Vision 

Dynamic newborn screening systems have access to and utilize accurate, relevant information to achieve 

and maintain excellence through continuous quality improvement. 

 

NewSTEPs Mission 

To achieve the highest quality for newborn screening systems by providing relevant, accurate tools and 

resources and to facilitate collaboration between state programs and other newborn screening partners. 
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BACKGROUND 



The Foundation for SCID Newborn Screening 



Addition to the RUSP: February 2010 

It is with these issues in mind that the Committee 
recommends a tiered approach to the screening of 

SCID and related T-cell related lymphocyte 
deficiencies. 
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Challenges in SCID NBS Implementation 

Approval/Legislation 

– Funding 

– Priorities 

Laboratory 

– Equipment/Work flow 

– Training 

– Technical Challenges and 

Analysis 

 

Follow-up and Clinical 

– Availability of Immunologists 

– Developing Relationships 

Education 

– Staff 

– Leadership 

– Clinicians 

– Community/Advocacy 

 



SCID Current Status | August 2015 
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PROGRESS IN SCID IMPLEMENTATION 



2008 
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SCID Technical Assistance 

• Funding Opportunities 

• CDC Technical Assistance and Trainings   

• Monthly Call: NBSTRN/NewSTEPs 

• Technical Assistance In-Person Meeting (July 2015) 

• 12 Grantees awarded up to $150,000/year for two years 

from APHL for SCID Implementation 

• Resources shared on www.nbstrn.org and www.newsteps.org 

 

 

 

 

 

http://www.nbstrn.org/
http://www.newsteps.org/
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SCID Grantees 

 

• Educational Resources 

• Technical Assistance 

• Molecular Screening 

Capacity 

• In-House Screening 

• Expert Advisors 

• Clinical Referral Networks 

• Algorithm Development 
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SCID Updates 



 



Measuring the Impact of SCID NBS 

• NewSTEPs Repository  

– Count newborns identified by NBS with SCID 
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SCID Summary 

• 72% of newborns in the U.S. are born in states with 

universal screening for SCID. 

• By the end of 2016, 86% of newborns in the U.S. will be 

born in states offering universal screening for SCID. 

• Universal screening for SCID is influenced by a dynamic 

environment.  

 

 

 



Critical Congenital Heart Disease (CCHD) 



The Foundation for CCHD Newborn Screening 



Addition to the RUSP: September 2011 

I have decided to adopt the 
SACHDNC’s first recommendation to 

add CCHD to the RUSP 



Challenges and Opportunities 

CCHD NBS Implementation 

• Approval/Legislation 
– Funding 

– Priorities 

• Point of Care Testing 
– Equipment/Work flow in hospitals  

– Training/Education of nursery staff 

– Determining best algorithm 

• Special populations 
– NICUs 

– Home births 

– High Altitude 

– Rural areas/lack of cardiology support 

 



Unique Challenges and Opportunities   

CCHD NBS Implementation 

• Data Collection 
– State authority to collect data 

– Mechanisms to collect data  

– Hospital time and buy-in to report data 

– Defining minimum data set 

– Funding for surveillance 

– Quality assurance/Quality control 

• Birth Defects Registry  
– Partner to collect long-term follow-up data  

– Identify false negatives 

• Education 
– Staff 

– Leadership 

– Clinicians 

– Community/Advocacy 
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CCHD Screening Progression  
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MMWR Summarizes CCHD Experience in U.S. 

• Data Collection: 
– States that have implemented/ 

planning to implement CCHD 
screening 

• 24 current data collection,  
• 14 future data collection 
• 13 no plans for data collection  

– Types of data collection: 
• Aggregate data collection only 
• Pass/fail results on all newborns 
• O2 saturation results on all 

newborns,  
• O2 saturation results on failed 

newborns only 

 



Mechanisms to collect CCHD NBS Data 

• Electronic Birth Certificate 

• Birth defects registry      

• Hospital electronic medical record 

• Dried blood spot card 

• Paper forms 

• Health level-7 messaging; automatic file transfer 

 

 



 



Measuring the Impact of CCHD NBS 

• NewSTEPs Repository  
– Count newborns identified by NBS with CCHD 

 

 

 

 

 

• Birth Defects Registries  
 



 

Technical Assistance Webinars 

 Initiated by NYMAC 
Regional Genetics 
Collaborative (New York 
and Mid-Atlantic Region) 

Responsibility transferred 
to NewSTEPs in 2013 

Recorded and transcribed, 
(available at 
www.newsteps.org)  

 

http://www.newsteps.org/
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POMPE 
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Addition to the RUSP: March 2015 

I accept the DACHDNC 
recommendation to add 

Pompe disease to the 
RUSP. 
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2015 2013 2014 2015 

Missouri begins Pilot Testing 

1/11/2013 

ACHDNC recommends Pompe be added to the RUSP, 
sends letter to Sec. of HHS 

6/2/2013 

Sec. of HHS interim response to ACHDNC, 
ICC to review 

1/27/2014 

New York begins Universal Screening 

10/1/2014 

Sec. of HHS recommends 
Pompe to be added to RUSP 

3/2/2015 

Illinois begins Universal Screening 

6/1/2015 

Missouri begins Universal Screening 

8/3/2015 

10/1/2014 8/15/2015 NY - 33 referrals ~210,000 births 

1/11/2013 7/31/2015 MO - 107 referrals ~210,150 births 

Screening Methodologies: 

 

NY – FIA MS/MS + Molecular 

 

IL – LC MS/MS moving towards FIA MS/MS 

 

MO- Digital microfluidics fluorescent assay 

Pompe Screening in the US 



Pompe Current Status | August 2015 
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Pompe and Other LSD Activities in the US 

Pilot/Research Study 

• Missouri 

– Pompe + 3 LSDs by digital microfludics  

– Krabbe, Niemann Pick A/B by stand-alone fluorometry (in validation) 

 

• Wisconsin 

– NIH funded Pompe NBS pilot study  

– NBS for 6 LSDs bill introduced: Krabbe, Fabry, Pompe, Niemann−Pick, 

Gaucher, MPS-1  
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Pompe and Other LSD Activities in the US 

 

• New York 

– NIH funded Pompe NBS pilot study  

– Pilot testing (Four NY City hospitals: Fabry, Gaucher, Niemann-Pick A/B, 

MPS-1) 

– Live screening: Krabbe, Pompe  

• Washington 

– Pompe, Fabry and Gaucher 

– De-identified samples, FIA-MS/MS + molecular 

– Recently expanded to include 3 more LSDs 

 

 



Digital microfluidics fluorescent assay 

Tandem mass spectrometry assay 
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Future Pompe Screening 

Status of Pompe Screening NBS Program 

Required but not fully implemented New Jersey 

Kentucky 

Texas 

Michigan 

Being considered, not yet approved Colorado 

Ohio 
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Challenges in Pompe NBS Implementation 

• Progression of disease – late onset 

• Cost of treatment 

• Recently added to RUSP 

• Dedicated instrumentation 

• LIMS software 

• Staffing 
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Timeline of adding to state panel 



Analysis. Answers. Action. www.aphl.org 

Public Health Impact Assessment 

• Past: Limited and lack of formal public health impact 

assessments conducted prior to recommending the addition of 

CCHD, SCID and Pompe to the RUSP. 

• Present: 

– MPS-1 Public Health Impact Assessment: Complete 

– X-ALD Public Health Impact Assessment: Complete 

• Future: Public Health Impact remains a key component of 

assessment when evaluating additional conditions to be added to 

RUSP. 

 



Number of Core Disorders Screened 
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