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Developing Prioritising Criteria 
for Advanced Therapies for 
Rare Diseases
Guiding ATMP Development Through Structured Criteria 
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Meet the Team
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• Guide decision process by transparent, 
fair prioritisation of rare diseases

• Support strategic research investment 
and equitable access

• Enable faster development of advanced 
therapies (ATMPs)

Purpose of the Prioritisation Criteria 
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Rare Disease Potential for ATMP Development Framework

Domain 1: 
Unmet Medical Needs

Domain 2: 
Psychosocial and 

Societal Impact

Domain 3: 
Research and 

Infrastructure Readiness
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Severity Prevalence Urgency
Available 

Treatments

Age of disease onset

Domain 1 – Unmet Medical Needs

Life-threatening 
potential

Extent of disability

Disease penetrance and 
clinical variability

Disease Prevalence: 
Rarity 

(known numbers of 
patients) 

Disease nature (acute 
vs chronic diseases) 

and 
Speed of disease 

progression 

Availability and access 
to treatments and 
standards of care 

Safety and efficacy of 
available and accessible 

treatment and 
standards of care
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Burden of available 
treatments and 

standards of care



Domain 2 – Psychosocial and Societal Impact
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Psychosocial 
impact 

(individual and 
family) 

Functional impact 
of the rare 

disease on the 
daily life and 

independence of 
the patient

Impact on 
social 

participatio
n for the 
patient

Social 
isolation and 

impact on 
relationships 

for the patient 
and family

Caring 
burden on 

family 
caregiver(s)

Level of stigma and discrimination faced by the patient in 
diverse community settings 

Pain: Includes 
frequency and 

intensity 

Psychological 
distress caused by 

the disease on 
patients and family 

Impact on daily life and social participation Health-related qualityof life (QoL) 
and well-being

Societal 
impact 

Social system 
burden ranging 
from duration, 

types and number 
of social benefits 

required by 
patients 

Equity and ethical 
considerations on 
access and use of 

health and social care 
services 

Healthcare 
system burden, 
encompassing 
frequency and 

types of services 
used by the 

patient 



Domain 3 – Research and System Readiness

Scientific Research Maturity

Clinical Knowledge Base/ Availability and quality 
of natural history data 

Scientific and Translational Readiness: knowledge 
of disease mechanisms, therapeutic targets, 

biomarkers, models and clinical endpoints 

Research Infrastructure Readiness

Availability and quality of 
patient registries 

Competitive therapeutic 
landscape: Number and phase 

of development of ongoing 
therapy research studies 

Organisation and research-
oriented maturity of the 

patient community 

Readiness of the 
diagnostic 

infrastructure and 
early patient 

identification (e.g. 
NBS panels and 

time to get a 
confirmed 
diagnosis) 

Existence and efficiency of 
centres of expertise and 
patient referral networks 

for the disease 
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Health-related qualityof 
life (QoL) and well-being

Healthcare system burden, encompassing 
frequency and types of services used by 

the patient 

Severity

Age of disease onset Prevalence:Rarity

Life-threatening 
potential

Extent of disability

Disease penetrance 
and clinical 
variability

Urgency: Disease nature 
and progression

Available Treatments

Availability and access to 
treatments and standards of 

care 

Safety and efficacy of 
available and accessible 

treatment and standards of 
care

Impact on daily life and social participation

Functional impact of the 
rare disease on the daily 
life and independence of 

the patient

Impact on social 
participation for the 

patient

Social isolation and impact on 
relationships for the patient and 

family

Caring burden on 
family caregiver(s)

Level of stigma and discrimination faced by the patient 
in several community settings 

Pain: Includes frequency 
and intensity 

Psychological distress 
caused by the disease on 

patients and family 

Social system burden ranging from 
duration, types and number of social 

benefits required by patients 

Equity and ethical considerations on access 
and use of health and social care services 

Clinical Knowledge Base/ 
Availability and quality of 

natural history data 

Scientific and Translational 
Readiness: knowledge of 

disease mechanisms, 
therapeutic targets, 

biomarkers, models and 
clinical endpoints 

Availability and 
quality of patient 

registries 

Competitive therapeutic landscape: 
Number and phase of development of 

ongoing therapy research studies 

Organisation and 
research-oriented 

maturity of the patient 
community 

Readiness of the diagnostic 
infrastructure and early patient 
identification (e.g. NBS panels 

and time to get a confirmed 
diagnosis) 

Existence and efficiency of centres of 
expertise and patient referral networks 

for the disease 
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Domain 1: 

Unmet Medical Needs

Domain 2: 

Psychosocial and 
Societal Impact

Domain 3: 

Research and System 
Readiness

Burden of available 
treatments and standards of 

care

Scientific Research 
Maturity Research Infrastructure Readiness
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Explore the Full Framework in Detail!



Now It’s Your Turn
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Take the survey and help us to define how Rare Diseases 
should be prioritised for future ATMP development.

http://tiny.cc/ATMP

http://tiny.cc/ATMP
http://tiny.cc/ATMP
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