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Purpose of the Prioritisation Criteria

» Guide decision process by transparent,
fair prioritisation of rare diseases

e Support strategic research investment
and equitable access

« Enable faster development of advanced
therapies (ATMPs)
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Rare Disease Potential for ATMP Development Framework

Domain 1: Domain. 2: Domain 3:
Unmet Medical Needs Psychosocial and Research and |
Societal Impact Infrastructure Readiness

In 2: In 3:
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Domain 1 - Unmet Medical Needs
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Prevalence
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Domain 2 - Psychosocial and Societal Impact

Impact on daily life and social participation Health-related qualityof life (QolL)
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Domain 3 - Research and System Readiness

Scientific Research Maturity Research Infrastructure Readiness
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Domain 1;

Unmet Medical Needs

Domain 2;

Psychosocial and
Societal Impact

Domain 3;:

Research and System
Readiness

Age of disease onset

Life-threatening
potential

Severity

Extent of disability

Disease penetrance
and clinical
variability

Prevalence:Rarity

Urgency: Disease nature
and progression

Safety and efficacy of
available and accessible

Availability and access to
treatments and standards of
care

treatment and standards of
care

Available Treatments
Burden of available

treatments and standards of
care

Functional impact of the

rare disease on the daily

life and independence of
the patient

Impact on social
participation for the
patient

Caring burden on
family caregiver(s)

Level of stigma and discrimination faced by the patient

in several community settings

Impact on daily life and social participation

Social isolation and impact on
relationships for the patient and

1E: 111111

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

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

Pain: Includes frequency
and intensity

Health-related qualityof

life (QoL) and well-being Social system burden ranging from

duration, types and number of social

Psychological distress benefits required by patients

caused by the disease on
patients and family

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

Availability and

registries

Competitive therapeutic landscape:
Number and phase of development of
ongoing therapy research studies

quality of patient

Research Infrastructure Readiness

Organisation and
research-oriented

maturity of the patient
community

Existence and efficiency of centres of
expertise and patient referral networks
for the disease

Readiness of the diagnostic
infrastructure and early patient
identification (e.g. NBS panels S
and time to get a confirmed

~DERA

European Rare Diseases
Research Alliance

diagnosis)




Explore the Full Framework in Detail!

E-DERA -

ERA E-DERA

Rare Disease Potential for ATMP Development Framework - - :
DOMAIN 2: Psychosocial and societal impact

Thie Rare Disesse Potential for ATMP Development Framework is composed of 3 domains:
1- Unmet Medical Needs
2- Psychosocial and Societal Impact and

Research and System Readiness

It enoompasses the impact of the rare disease on the individeal and family, in terms of sooial participation,
health-relsted quality of life and well-being. It inclvdes the broeder sooietel impect the rere disease has
o healthoare, sooiel security syshems.

DOMAIN 3: Research and System Beadiness

It captures how far the scientific knowledge, trensiational tools, and ensbling research-care infrastructure
for @ rare condition heve matured to support the repid, lerpe-soele development end clinfcel evalvation of an
ATMP. &t includes nefural history dets, validoted tergets, registries, pebient networks, experf centres,

Criteria Item Hem dafinition

DOMAIMN 1: Unmet Medical Needs

It pssesses wnmet clincel needs of a condilion, considering its sewverty, prevelence, the urgency of
intervention (linked to disesse progression), the sveilability, benefit-risk profifs, borden and patient
compliznce with cwrrent trestments and cere standards.

Criteria Hem em datfinition
Age of diseass Ags of thes patisnis whan tha first clinical manitestations, most
onsst commarily, appear.
Sewerity: Life-Shreat=ming Azzsgses the probabibdy and eapecied ags of disgase-relabsc
Assesses the ope of | POt=niial il
disepse onsed os well | Extsnt of fAzzsnses the  exisnd ond complagty of  dissose.rslabed
an the clinical disahility impaimmeants, based on mator and sensory deficits, neurological

ar cogritive irealvermnsnt, and the nember and types of organ
systems aftacted.
condition Diseass .ﬁ..'.s-u:z:dh: d:ﬂ'e.u of :Iini!::ll.\-:.riul?!lih' ard peEnstrancs of the
penetrancs and dissase among patisnts. This variability can bs due to genetic,
clinical variability apgsnabic and erwranmental factars. It reflects how predictabls
disease onsed, presentation ard progression are amang patiernts,
Rarity Prevadence of the dis=ase, basesd an European WUriaon cefmitions
af rare and uMra-rare dissases.

senousness o
wariability of the

Frevalence:
Eveduates how rave He In the Evrapean Unicn, a disease is defined as:
disegse is hagsed o EL
definitions. &  Rars il it affscts 500 10,000 peopls
= Ultra-rare if it aflects <1 in 50,000 peopls {ie., <2 0
104, Do)
B Diseass nature Refiacis on how urgent it is to act in responss to the dissase,
Magsures the nehers af & Includes tha nature of the candition |acute’chronic), pace of

e giseEse and favw Speed of diseass progression, and the cribcol bime  wandow  Tor  effaciies
rapialy it Qrogresses, Progne ssion imberventian to preverd irreversible damage or death.
Avallability and Assasses whether any standard of care or treatmani, approved,
AcceEss o afi-labed or compassionake use programmes, exisks, s availabls
treatments and and accessibls across different regions/counknias.

standards of care
Satety and efficacy | Evoluades the salety and eflicacy - rarg@ng from symptom
of available and managemant b curative - of awailable iresimeands and standands

Awailable treatments:
Assmcses the axisieace,
sEfaly and afectvensss
of tfregbmeands as weil as

theé associeted burdan accessibie afcare.
and faw that impact e
e standards of care

atient compiignoe. -
a a Burden of awailable | Evaluaies how damanding currend treatmierts and stancards of

treatments and care are in terms of complaxily, frequency, IMasiveness, sics
standards of care afiecls, and how it impacts patients’ compliance.

Paychosocial impact
{individual and
family):
Impect that inving with @
rars géseEss has o the
dariy e and soaiEi
parhcioshion of tha
patiEnts o Heeir
Tavmilins, i
2NCOMPEssEs S50enls
such os funataral
impact, subonomy gnd
npEpenfEnce, caring
barden, shgme eund
arscrimEh D, PR,
pspohoiagical aisirass,
work, school, fsisurs
and cuitwnel
parficipafian as weil 55
sacial isoiatan amd
mpEst on
refationsiugs.

Impact on daily Life
and social
participation

Functional impact (person living with a rare disease): Describss
the dagree io which the dissase causes specific Impairmants n
fenchonal asbibfies, encompassing  commoenicabion, walking,
saping, heanng. seif-care, and remambening. [t redlects how well a
persan can perform activibies of daity Uving as wall as the degres 1o
which the persocn’s sutocnomy and indepenoence afe impacted.

Degrss of exclesion or irmitation from noemal participatian in work,
schood, sporis, {ravs], or culiural lite (people lving with a rare
diseasa):
®  Work participation (Unable to work, part-time ok, sarty
rebrement)
= School participation
*  Leisure and culturs participation {goon holideys, dosports,
oy ouural events].

Social istlation and impact on relationships (for both people
living with & rare dissase and family members: Effect of ths
condittan on parsonal relafionships and ihe risk of saocial
wilhdrawal or braakdown in socisl networks je.g., drsorce].

Caring burden {family mambers): The [direct and irdirect)
amoticnal, physical, and financial cost of care borne by family
maEmbars  or  othsr  informial  carsgivers,  incluging  tme
commitmeant, smployment cisrupton, enreimberssd costs @and
caregrer burmout.

Stigma and discrimination (people Living with o rare diseasaj
Degrss fo which the condition cavsss sxclusion, margiralisatian,
ar discriminatory sxpsnsnces in edwcation, wark, heatthcare, ar
COMImunity settings.

Hs=alth-related
quality of life [Qol)
and well-being

Pain [people living with a rare dis=ase): Inb=nsity, frequency, and
durabion of physical pain directly associabed with the rare dissass,

Paychological Distress [paopls ving with a rars dissase and
famity membsars]: The meErtal hestth berden on pabsnis @nd
family carsrs resulting fram the rare dissases. Hcan include ankisky,
siress, depression, post-trammatic stress disorder (&2 linksd toa
near ceslh experience] and guilt jgg. of havng passed on a
conditian).

Societal impact:
Broadarimpect an
hsanthaore and sacéal
spstems, incldig
heaithcare end sacéal
senace atilinebion,
fnencial strain on
pubiic budgets, and
sooietEl viedues redared
o et and sooiad
SavE @ Uity and =fthiss.

Haalthcars sysi=m
burden

H=alihcare system utilisation, encompassing frequency and typss
of servicas used |&.¢. specialised and inpatient care)] by patients as
wall o5 nssaciated costs far healthcare systsms.

Sacial systam
burden

Social system ubbisabion, ranging from durakion, fypes and numbar
of social bensfits and support requirsd by patients as well as
associsied costs for social systems.

Equity and ethical
considerations in
access and uss of
neatth and social
Gare

Degress of societal insouity Teced and morad impsrabress (=
freating ultra-rare children] inaccess and utitisation of heatthcars
and socisl sysiem ssndces. B consicers how difficolt and
mequitabls the sccsss by pabisEnds to health and sooial cars is.

disgnastics, and competitive whitespece.

Criteria

Item Definition

Scisntific Ressarch
Maburity:
Regdirass of tha
soientific swdence

Clinical Knowledge
Bass

£ hows well di progressian in pateEnis is rellecied m
praciice - L. Ehe dept

b and quality of data on nadural history of the cissass and the
reliability wath which dectors can predict thas  courss,

complcations ard progricses ocoesr lime.

Scientific and

Evaluates how well the disease is unoerstocd ak a mechanishic

ReEssarch
Inf rastruciure
Aeadiness:
Measwes whelfrer ez
supEarting scasystem
for @ rens-gisease ATMP
ProgreTETIE IS & DlEoe,
High regdiness maans
e soienbific
cammuniy, freait-
sysfem echars, and
padient shakefroiders
car work fogether
Amvrmadinfaly fo
FEnarnte Mgh-gualing
clnical mademoe.

b Translational LEvel, whether therapegbic targets ars validated in relevant
bz, Incheamg e Readiness dismase models, and how fully ihe biclogical insights are
depth of natural-fushory fransiated intc usablie fools for peeclinical sno clmical
[aj-1- '.l'ﬂ-l.l:_'l'il'.'an af deselogment.
therapeuhc tagiets, Itis focusing on teeo key ospects:
@nd avanabiily af +  Mechanistic understanding & target validation — depth
predichve diseass ol disease mschonisms mapprg and  confimmation of
maceis, SivTarkers, therapeulic fangebs in rebsant dissase models.
‘““"T"?"""mr'“'_“pr'“' ®  Transiafionasl resources —  diseass  modsls,
clnical sndpounis. biomarkers & sndgoints — gealability of predictive cissase
models, wlidaied biomarkers (measurble characlenshos that
relicabs & ol of abnormal procsss, of & concilion o
disenss], clinical endpoims and oulcomes measures j8.g., lab
fests, functicral scores, patist-reportsd cuicomes).
Compatitive Assassps  fhE  exient and omatenty of onEoing  therapy
therapsutic development programmeas—both ATHPs and other tharapies—
landscape for the target dissase. b includss academic, patisrt organisation

and industry-led therapewic studies. | indicates the degres of
sirofegic whitaspace for a new intervention and the risk for
market saturaton ot lsunch.

Patisnt registriss

Avalability and quality of a dissass.-specific rsgisbry to suppor
climical trials.

Patiant communities

Evaluaies hovw wasll orgarissd, resourced and ressarch-oosnted
patient or stakeholosr graups ars - L eachicelar dheig abiuty ta
plentily patients, mairtain or suppart registriss, disssminats
sluEy imtormation and snier into partnierstips in tharapeuhic
research.

Coantres of expartiss
& patisnt referral
network

Evaluates tha availability of accrediisd experts and specialised
certres—iogether with the farmial referral mechanisms that
conrect newly diagnosed patiemts to this sspertiss—thersby
Eauging tha health sysiem's overall capacity 1o prowvide timsty,
specialised care {with faster ATMP access as one patential
downsiream benedit].

Diagnostic
infrastructure &
patiznt identitication

Evaluaies how guickly and equitably patisnts can obitain a
confirmad diaEross— carsidsSnng =gt arvailability,
reimbursemant, newborn-screening (NBS] coverage, and tha

ftypical delay from firsd symipioms {o disgnosis.




E-DERA

Now It's Your Turn

Take the survey and help us to define how Rare Diseases
should be prioritised for future ATMP development.

European Rare Diseases

CLICK HERE -

Developing Prioritising Criteria
for Advanced Therapies for
Rare Diseases

http://tiny.cc/ATMP

Guiding ATMP Development Through Structured Criteria

European Rare Diseases
Research Alliance
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