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Introduction

Screen4Care Project
Shortening the path to rare disease diagnosis by using newborn genetic screening and digital technologies
• 5-year project funded by IMI (public private partnership)

EURORDIS’ involvement in the S4C Project 

• To facilitate networking through its stakeholder Newborn Screening Working Group.
• Stakeholder workshops on NBS (NBS Forum)
• Patient Advisory Board
• Rare Barometer Survey on NBS
• Focus groups
• …..
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Newborn Screening Working Group

• 30+ Members 
• 15 countries
• A multistakeholder 

working group 

Position Paper available 
in 13 languages

Czech       English 
German  

Georgian         Greek 
Italian   

Macedonian      Portuguese
Serbian

Slovenian         Spanish 
Turkish

1. Screening should identify opportunities to help the
newborn and the family as broadly as possible. That is,
screening should identify actionable diseases including
treatable diseases.

• Avoid the diagnostic odyssey

• Plan for the newborn’s care and therapy

• Make informed decisions on future pregnancies

• Support research
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RB Survey on Newborn Screening
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NBS Forum 

• 1.8 NBS Forum

• Lead : EURORDIS & Pfizer

• 3 online meetings
• 3 F2F meetings 
• NBS Forum Agreements

Share the updates from the S4C project
The landscape of gNBS
Define the criteria on actionability

• 40 participants
• 20 NBS Forum members
• 20 Screen4Care members
• NBS Follow up 



ACTion plan

1. Define 4 to 5 areas of actionability 
2. Compose a ‘Screen4Care Actionability Information Package’ combining Eurordis barometer findings, 
task 3.1 preference study results from the systematic literature search, and NBS forum discussion 
outcome, including the definition of areas of actionability and possible sources of information
3.Get agreement from NBS forum and S4C task 3.2b members ()
4.Send out call for nominations to (first half of December) 

• NBS forum members
• EURORDIS partners - NBS WG
• S4C members, S4C Scientific Advisory Board (SAB), S4C Ethical-Legal-Societal task force (ELST)
• ERNs

5.Combine all information and input to generate ‘ACT starting list’ (second half of December)
6.Apply disease-specific criteria on the ‘ACT starting list’ (onset, severity, knowledge, penetrance, NGS 
applicability) (second half of December)
7.Finalize with representative list of actionable diseases
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Areas of Actionability
From the break-out groups during the NBS Forum meeting on October 9th 

Groups of actionable diseases – disease characteristics
• Availability of intervention beyond psychosocial support such as physiotherapy, symptom control (seizure control), hearing 

aids, prevention of complications,… with a positive impact on quality of life in general.
• For diseases associated with long diagnostic odyssey, often with multi-organ involvement 

Importance for reproductive choices
• Guided by lists of diseases screened in pre-implantation genetic testing?

• Or broader and guided by lists of diseases screened in carrier testing?

Availability of support
• Availability of Centers of expertise, ERNs, Patient organizations or communities, how resourced they are (it can also be umbrella 

organization)
Research and development

• Pending or active clinical development on the particular disease
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ACT Process
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Colating information from
the Survey and SLR 

Preparing the information
package

ACT Panel Form for
proposals

Follow up calls &
Refining categories

Adding resources

Action plan for preparing
the ACT Panel  



Early results from the RB Survey on Newborn Screening
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S4C ACT INFORMATION PACKAGE
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•Screen4Care background
•Input from the systematic literature review 
•Five areas of Screen4Care actionability and resources
•Executive summary of the NBS Forum meeting in Barcelona, Oct. 9th
•Early results from the Rare Barometer survey on NBS including a 
proposed list of actionable rare
diseases according to the results of the EURORDIS Rare Barometer 
survey on Newborn Screening

Distribution list:
•Screen4Care NBS Forum members
•Screen4Care members
•ERN coordination teams
•EURORDIS partners (including EURORDIS NBS-WG)
•Screen4Care Scientific Advisory Board (SAB) and Ethical-Legal- Societal 
impact (ELSI) members



TIMELINE
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January 
February 

2024

Final consultation with all 
Screen4Care clinicians for final 
deliberation and validation of 

the ACT Panel.

20 - 31 
December

Apply disease-specific criteria

30 November-
6 December

Collect nominations from the 
contacts on the distribution list.

6 - 20 
December

The list of actionable diseases 
to be finalized

31 
December

Collect feedback from NBS 
Forum members



ACT-Panel Update
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NEXT STEPS

• New deadline: 31 March 2024
• Finalizing the deliverable report
• Review by WP3 leaders
• Review by 3.2b task partners
• Submission of the ACT-panel
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