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Vision
Dynamic newborn screening 
systems have access to and utilize 
accurate, relevant information to 
achieve and maintain excellence 
through continuous quality 
improvement.

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.



Recommended Uniform Screening Panel 



How Conditions Are Added by the ACHDNC to the RUSP

• RUSP = Recommended Uniform Screening Panel
• ACHDNC = Advisory Committee on Heritable Disorders in 

Newborns and Children

Evidence Review ACHDNC Vote Secretary of HHS 
Acceptance

Addition to State 
Screening Panels

Engagement of Advocacy Groups State by state discretion
State Advisory Committees

Not a mandate



State Considerations for Adding a 
Disorder to Panels
• Cost to screen
• Technology
• Algorithms
• Fee Increases
• Accepted treatment
• Access to care
• Clinical referral networks

• Late onset versus early 
onset

• Insurance factors
• Health equity and public 

health service 



I accept the ACHDNCS’s 
recommendation to add Pompe 

disease to the RUSP.



I accept the ACHDNCS’s 
recommendation to expand the 
RUSP to include the addition of 

X-ALD.
I accept the ACHDNCS’s 

recommendation to add MPS I 
to the RUSP.



Progress in Pompe NBS Implementation



2016



Pompe: Current Day



Progress in MPS I NBS Implementation



2016



MPS I: Current Day



Progress in x-ALD NBS Implementation



2016



x-ALD: Current Day



Readiness Tool



New Conditions NBS Implementation Stages: Four-Tier Model 



Why?

To gain an understanding as to how long it takes to 
go from the first step towards beginning screening 
to statewide implementation.

To look into the timing of the steps and variability 
across programs. 

And. . . to connect states to find solutions to make 
the implementation process more efficient for all.









Goals for this Meeting
• States to gain an understanding of what 

questions they should ask with regards to 
screening for MPS I, X-ALD, and Pompe

• NewSTEPs to identify technical assistance 
needs of states with regards to screening for 
MPS I, X-ALD, and Pompe

• Understanding how the Readiness Tool can 
help inform others about how much time is 
needed to begin screening for a new disorder



What have we learned from the 
Readiness Tool so far . . . .
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Describe and ensure adequate space for testing (n=32)

Develop adjusted workflow to accommodate new test (n=31)

Identify need for additional equipment and procure (n=32)

Identify/modify laboratory space; install  equipment (n=31)

Calibrate equipment (n=31)

Describe and ensure adequate space for testing (n=29)

Develop adjusted workflow to accommodate new test (n=30)

Identify need for additional equipment and procure (n=30)

Identify/modify laboratory space; install  equipment (n=30)

Calibrate equipment (n=29)

Describe and ensure adequate space for testing (n=30)

Develop adjusted workflow to accommodate new test (n=31)

Identify need for additional equipment and procure (n=31)

Identify/modify laboratory space; install equipment (n=31)

Calibrate equipment (n=31)
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Phase 2: Lab Facility/Infrastructure Readiness 

Completed Started Not Started NA
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Develop staffing plan and ensure adequate staffing

Develop and gain buy-in on STFU protocols

Develop and gain buy-in on LTFU protocols

Identify medical specialists/treatment center; establish contract

Develop staffing plan and ensure adequate staffing

Develop and gain buy-in on STFU protocols

Develop and gain buy-in on LTFU protocols

Identify medical specialists/treatment center; establish contract

Develop staffing plan and ensure adequate staffing (n=31)

Develop and gain buy-in on STFU protocols (n=31)

Develop and gain buy-in on LTFU protocols (n=31)

Identify medical specialists/treatment center; establish contract (n=30)
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Phase 2: Follow-up Readiness 
Completed Started Not Started NA
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Identify/modify family edu materials to be state-specific (n=30)
Initiate a strategy for family edu materials/create own materials

(n=29)
Identify/create measures to track impact of edu materials (n=30)

Family education materials distributed (n=29)

Identify/modify provider edu materials to be state-specific (n=30)
Initiate a strategy for provider edu materials/create own materials

(n=30)
Identify/create measures to track impact of edu materials (n=30)

Provider education materials distributed (n=30)

Identify/modify general public edu materials to be state-specific
(n=30)

Initiate a strategy for public edu materials/create own materials
(n=30)

Identify/create measures to track impact edu materials (n=30)

General public education materials distributed (n=30)
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Pompe-Phase 3: Status of Education Activities (n=33)

Completed Started Not Started NA



MPS I – Authority to Screen







What is next?

• We need updated data so we can tell the full 
story
– The story can help us set realistic implications for  

other new disorders that are added
– The story can help us explain what is involved 

when these disorders are added with data, not 
estimates

NBS



Ground Rules for the Meeting
• We need each other

– We all have expertise in at least one part of the 
process of screening for new disorders

• Actively participate
– Ask questions
– Share experiences

• Share challenges, fears, failures
• Do not assume other’s motivations or skills



Thanks To Our Village

Our Meeting Planning Team
• Michele Caggana
• Patrick Hopkins
• Mei Baker
• Kimberly Piper
• Tony Steyermark
• Amelia Mulford
• Rasoul Koupaei

The Data Team
• Sarah McKasson
• Joshua Miller
• Marci Sontag

The Logistics Team
• Kshea Hale
• Ruthanne Sheller
• Funke Akinsola



Contact Information

Sikha.singh@aphl.org

Yvonne.kellar-guenther@ucdenver.edu
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