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SMA EUROPE The importance of 
patient input across CTs.

SPINAL MUSCULAR ATROPHY JOURNEY

Rare, neuromuscular, life-threatening disease.

HISTORICAL DATA ON SMA

Natural history: Progressive disease with 
spectrum clinical manifestations. 

Biomarker as severity predictor.

Data collection & measurement tools  designed to 
register motor decline.

SoC linked to inevitable decline: benefit-burden 
balance
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BEFORE DMTs

• Genetic registries: Incidence information.
• Natural history: clinical purposes: 

underrepresentation of groups

CLINICAL TRIAL ERA

• Registries to facilitate recruitment
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• Urgent unmet need: asap.
• Natural history data for clinical purposes
• Measurement tools to register inevitable 

decline 
• Under representation of patient 

subgroups.
• Endpoints: hard endpoints & pre-existing 

validated measurement tools. 
• Exploratory: validated QoL tools.

3 DMTs: ASO (2017), GT (2020), SM (2021).
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SOME EXAMPLES IN WHICH RWE HAS CONTRIBUTE TO 

REGULATORY DECISIONS

Harbouring four SMN2 gene copies does not 
guarantee a milder phenotype: SMA Registry in 
Spain M.G. Cattinari1, M. De Lemus1,2,3, E. Tizzano4

ODD: significant benefit for patients

- Subgroups not accessing to DMT: spinal fusion
- Impact of expected effects on everyday life: fatigue

Input in Protocol and Scientific Advices:

- Patient preferences, disease & protocol burden.

DMT MA Assessment Procedures:
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• Promote creation of patient registries to 
generate RWE 

• Develop Patient Relevant Outcomes

• Establish minimally significant gains in 
different patient subgroups.

• Link validated measurements to everyday 
life gains

• Express expectations on the DMTs: surveys: 
Value of stabilisation.

SMA PATIENT’S EFFORTS IN RWE
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RWE on SMA

Post MARKETING AUTHORISATION ERA

• Security and efficacy
• New phenotypes
• Pat relevance

COMMON PROBLEMS IN PATIENT DATA USE

• FFP
• Trust: effective use
• Data today still not addressing  the 

questions patients need answered:
- Trajectories: which drug works better 
for my son?
- Biomarkers: is he receiving enough 
stable SMN protein?

CAN WE DO BETTER? 
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“By 2025 the use of Real-World Evidence will have been 
enabled and the value will have been established 

across the spectrum of regulatory use cases.”

- European Medicines Regulatory Network (EMRN) 
strategy to 2025

HAVE WE ACHIEVED THIS GOAL?

REGULATORY EFFORTS TOWARDS USE OF PATIENT 
DATA

- DARWIN 
- Reflection papers
- Guides, reports
- Workshops 
- Multistakeholder meetings
- Registry Qualification 
- …

https://www.ema.europa.eu/en/documents/other/european-medicines-agencies-network-strategy-2025-protecting-public-health-time-rapid-change_en.pdf
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• Early & sustained engagement with registry 
holders.

• Maintain/establish ambitious goals on the 
data use.

• Use technologies to reduce burden.

• Take bold steps towards the use of patient 
input. 

WHAT WOULD I LIKE TO SEE IN THE COMING YEARS?
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menciadelemus@sma-europe.eu
—
sma-europe.eu

• THANK YOU!
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