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Secretary’s Advisory Committee on Heritable 
Disorders in Newborns and Children (SACHDNC) 
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Nomination and Evidence Review Process

10 Nominations
2 Approvals
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RUSP Addition RUSP Addition 

 Recommendation to add SCID in January 2010 

and endorsed by HHS Secretary in May 2010

 Outlined the following activities

 Education and Training Materials - The Health 

Resources and Services Administration [HRSA] 

 Quality Assurance - The Centers for Disease Control 

and Prevention [CDC]

 Expanded Pilots - The National Institutes of Health 

[NIH] 
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Key Components of PilotKey Components of Pilot
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Expansion of SCID Newborn 
Screening Pilots

Expansion of SCID Newborn 
Screening Pilots

 NICHD initiated project to enable increased pilot screening 
– contract to NYS held by K. Pass, PhD extended

 Key Features
 Initiates pilots in high number birth states (New York, 

California)
 High capacity assay development (New York, California)
 Regionalization model 

•Puerto Rico → Massachusetts
•Louisiana → Wisconsin

 CDC quality assurance program
 Utilize NBSTRN 

• SCID data portal – analytical validation
• Long-term Follow-Up
• Monthly conference calls to share expertise
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NBSTRN Scope of WorkNBSTRN Scope of Work
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Networks
• Clinical specialists
• State laboratories
• Federal partners
• Advocates and patients

Informatics
• Laboratory Performance Tool (R4S)
• Virtual Repository of Dried Blood 

Spots (VRDBS)
• Longitudinal Pediatric Data Resource 

(LPDR)

Facilitate Research
• Natural history studies
• Novel screening technologies
• Novel therapies
• Genomics

Focus
• Ethical, legal and social issues
• Study planning
• Data aggregation and discovery
• Statistics

Infrastructure



NBSTRN Research Tools and 
Resources

NBSTRN Research Tools and 
Resources
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R4S
• Analytical and clinical validation
• Laboratory protocols, definitions

VRDBS
• Search and request de-identified residual dried blood spots
• Secure research support and request management

LPDR
• Secure, standards-based clinical data collection and management 
• Aggregate, share, and analyze data 

Stakeholder Engagement
• Facilitate communication between experts and key stakeholders
• Monthly conference calls 



Disseminate Pilot FindingsDisseminate Pilot Findings
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Pilot FindingsPilot Findings
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Continued Efforts to Facilitate 
Implementation of SCID NBS

Continued Efforts to Facilitate 
Implementation of SCID NBS

 Disseminate Pilot Findings and Resources
 Statement of Work for National SCID Pilot 

Study
 Protocols and Algorithms
 Support the R4S SCID Data Portal

 Newer and Continuing Efforts
 Monthly Stakeholder Calls
 Expansion of R4S SCID Data Portal (e.g. 

participants and capability)
 Longitudinal Data Collection 
 Inclusion of Families and Advocacy Groups
Work with PIDTC and Other Partners
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Disseminate Established 
Resources

Disseminate Established 
Resources
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Disseminate Resources 
Developed by Additional States

Disseminate Resources 
Developed by Additional States
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NBSTRN Research Tools and 
Resources

NBSTRN Research Tools and 
Resources
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R4S
• Analytical and clinical validation
• Laboratory protocols, definitions

VRDBS
• Search and request de-identified residual dried blood spots
• Secure research support and request management

LPDR
• Secure, standards-based clinical data collection and management 
• Aggregate, share, and analyze data 

Stakeholder Engagement
• Facilitate communication between experts and key stakeholders
• Monthly conference calls 



Monthly Conference CallsMonthly Conference Calls

 Sample Standing Agenda 
 Introduction of New Participants
 Implementation Status Review and 

Stakeholder Reports
 Effort to Report on National Experience
 CDC Update
 IDF Meeting 
 Resources and Tools
 Submitted Discussion Items
 Discussion
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ParticipantsParticipants

Number of participants steadily 
growing 
Number of states steadily growing
 Participant stakeholder group
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January 2012 UpdateJanuary 2012 Update
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Number 
of 

States Shading Status

10 State-wide 
Screening

3 Partial 
Screening

16 Screening 
approved

22 Fact Finding



March 2013 Implementation 
Status

March 2013 Implementation 
Status
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Selected populations Pilots/Screening in 2013Screening Not Screening 

(12) (2*) (13) (24)



Selected StatsSelected Stats

Total 
Number of 
Newborns 
Screened 

by 
12/31/12

2.85 M

Percentage 
of Births 
Screened

45%

States 
Planning 
Pilots or 

Screening 
in 2013

13

Estimated 
Percentage 
of Births 
Screened 
by 2014

62%

Clinically 
Diagnosed 

Cases 
Since RUSP 
Addition in 

Non-
screening 

States

15++
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R4S
• Analytical and clinical validation
• Laboratory protocols, definitions

VRDBS
• Search and request de-identified residual dried blood spots
• Secure research support and request management

LPDR
• Secure, standards-based clinical data collection and management 
• Aggregate, share, and analyze data 

Stakeholder Engagement
• Facilitate communication between experts and key stakeholders
• Monthly conference calls 



Laboratory Performance ToolsLaboratory Performance Tools
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• Co-curators
• Roshini Abraham, PhD
• Fred Lorey, PhD



SCID ModuleSCID Module
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Current ParticipationCurrent Participation

 86 Registered Users 
 States Screening
 States Planning Screening
 International Groups
 NBSTRN
 NICHD
 APHL
 CDC
 Mayo
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Category Name Details

1 Typical SCID <300 autologous T cells/u; Emergent Rx –
HCT, enzyme or gene therapy

2 Leaky SCID/Omenn
Syndrome

300-1500 autologous T cells at lower limit; 
Require HCT, enzyme or gene therapy

3 Variant SCID Usually 300-1500 autologous T cells; May
or may not require HCT

4 Syndromes with T Cell
Impairment

<1500 CD3 T cells/uL; Some require HCT 
or thymus Tx

5
Secondary T Cell 
Lymphopenia Excluding 
Preterm Infants Alone

<=1500 CD3 T cells/uL; Includes 
conditions which cause non-intrinsic 
numerical T cell decrease

6

Preterm infants with T 
Cell Lymphopenia and 
No Other Recognizable 
Disorder

<=1500 CD3 T cells/uL

Definitions Used in R4S, PIDTC 
and CLSI Document

Definitions Used in R4S, PIDTC 
and CLSI Document



Distribution of True Positive 
Cases

Distribution of True Positive 
Cases
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R4S
• Analytical and clinical validation
• Laboratory protocols, definitions

VRDBS
• Search and request de-identified residual dried blood spots
• Secure research support and request management

LPDR
• Secure, standards-based clinical data collection and management 
• Aggregate, share, and analyze data 

Stakeholder Engagement
• Facilitate communication between experts and key stakeholders
• Monthly conference calls 



Effort to Report on National 
Experience

Effort to Report on National 
Experience

 Purpose – To report on the efforts and 
findings of the state-based newborn screening 
programs and the clinicians who diagnose and 
treat newborns identified with SCID and 
related T lymphocyte deficiencies.

 Scope – This report describes the screening, 
diagnosis and treatment activities of states 
that are actively screening for SCID.  This is a 
descriptive report only and will not include 
statistical analysis of the submitted data.
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Next StepsNext Steps
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• Continued Training Key 
Stakeholders in Use of SCID Module

• Utilization of SCID Module by All 
States and Programs

• Publish SCID National Pilot Findings
• Describe National Experience with 

SCID Newborn Screening
• Continue Monthly Calls to Engage 

and Inform Stakeholders
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