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RARE DISEASES IN EU:  SOME NUMBERS AND THIER IMPACT ON NEWBORNS SCREENING

24 European Reference Networks (ERNs) funded by EU in 2016
-in charge of about 8,000 different RDs (https://ec.europa.eu/health/ern_en) 

RDs 6-8% of EU population 
27-36 million persons 
72 % are genetics (prevalence: 23million persons 
with RDs)

NBS dimension in EU  (2020 EU data source)
EU Inhabitants 447.000.000
1,53 newborn/ women
Newborn/Year: 4.090.000 - RD real-life incidence?

v equality (every child is provided with the same health offer and 
opportunity) 

v equity (every child can benefit of the full potential of health 
and well-being tools) 

MAIN ISSUES TO BE CONSIDERED FOR GENETIC NBS:
APPLICABILITY

SUSTAINABILITY
ETHICS

DATA OWNERSHIP
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WHERE ARE WE TODAY IN EU?
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SCREEN4CARE pillar aims

1. Federate the complex RD diagnosis / NBS EU ecosystem

2. Champion a sustainable genetic NBS framework for RD early diagnosis

3. Improve accuracy & speed of patient diagnosis using innovative digital tools

S4C will screen up to 25.000 infants/1 year-TimeWindow
(Italy, Germany, France, Greece)



S4C Governance



WORKPACKAGE 3 MAIN GOALS : Genetic Newborn Screening

ü Treatable diseases selection for TREAT-panel design

ü Actionable diseases selection for ACT-panel design 

ü TREAT-panel finalized: 245 genes related to treatable diseases

ü Whole Genome Sequencing offered to all enrolled babies with early symptoms and negative at the 
genetic TREAT and/or ACT panel NBS

ü Ethical applications for real life gNBS using TREAT panel and WGS

ü Countries: France (1 site), Greece (2 sites), Italy (3 sites), Germany (3 sites)

ü Number of screened infants: up to 25.000 infants (pending, cost-dependent)
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TREAT PANEL: PHENOMICS

Category Total number of genes (245)

Blood and coagulation disorders 33

Cardiological disorders 4

Endocrinological disorders 29

Immunological disorders 26

Kidney diseases 9

Metabolic (including mithocondrial disorders, oxidation
disorders, lysosomial disorders, etc…)

106

Neurolologic/neurodegenerative and neuromuscular
disorders

25

Syndromic 6

Others 7
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TREAT PANEL: PHENOMICS
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TREAT PANEL: INHERITANCE (245 genes)
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Patients search online (e.g., various symptom checkers) throughout their diagnostic odyssey. If we can meet them where they are and point them towards the 
RareCare App, we can accelerate their access to trusted and meaningful information and resources (e.g., patient orgs, S4C SC and tracker, virtual clinics)

Conversations with HCPs (both PCPs and specialists) about RDs are often very challenging and frustrating for both patients/carers and HCPs). With our S4C SC 
and tracker we can empower both with trusted and meaningful information to facilitate a more satisfying patient/HCP interaction.

Patients find value using virtual clinic rooms to meet with other patients and Healthcare professionals, before/during diagnosis and living with the RD.

1

2

3

WORKPACKAGE 5: Improve accuracy & speed 
of patient diagnosis using innovative digital 

tools



Touching Health for 
Rare Disease 
Assessment
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Screen4care App RareCare

Liz Goodman
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Touch in 360 degrees/ then translate touch points to words in multiple languages and 
differently for lay audience and clinicians

Development of
the RareCare
‘starter‘ 
(tracer): for
diseases for
which new
algorithms are
available
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Genetic and Genomic newborn screening
INITIATIVES AND INTERNATIONAL COOPERATIONS ON gNBS

International Consortium Of 
Newborn Sequencing

ICoNS

PLANNED ACTIVITES:
-protocol sharing

-datasets co-design (annotation, nomenclature, …)
-NBS gene list sharing

-proposing to policy makers a “worldwide” gNBS
core gene list

…….



The Screen4Care 
Consortium 



Follow #screen4care

• https://www.screen4care.eu/

• https://twitter.com/screen4care

• https://www.linkedin.com/company/screen4care/

For questions:

• Aldona.zygmunt@pfizer.com

• fla@unife.it

• screen4care@unife.it
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