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* * A three year project co-founded by the
E; Commission within the fra rk

of the EU program of Community Action in

EPIRARE

European Platform for Rare Discase Registries

3rd INTERNATIONAL SUMMER SCHOOL ON
PARE DISEASE AND QRPHAN DRUG REGISEPIE‘S
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nal Centie fof Rare Diseases® |

EPIRARE (European Platform for Rare Disease Registries) is a three-year project co-funded by the
European Commission within the EU Program of Community Action in the field of Public Health. EPIRARE
started officially on April 15, 2011.

Final EPIRARE Deliverables

‘ A "Half of a Seore"
The EPIRARE deliverables are available. the spot on rare diseases
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e PATIENT REGISTRIES y

Rare Disease Patient Registries represent a fundamental research effort upon which a number of critical
activities are based. They constitute key instruments for increasing knowledge on Rare Diseases (RD) by
pooling data for fundamental and clinical research, epidemiological research, and real-life post-marketing
observational studies’. They broadly support health and social service planning by playing a pivotal
role in healthcare organisation. They also represent a necessary infrastructure for the implementation
of the European Reference WNetworks for rare diseases, and as such they represent a
EPIRARE (European Platform for Rare Disease Registries) is a three-ye: top priority* for the RD communitiy at a National, European and International Ilevel.
European Commission within the EU Program of Community Action in the fi Furthermore, Patient Registries are one of the main piilars of the current EU policy framework on National
started officially on April 15, 2011. Plans for RD®. EURORDIS holds Patient Registries as an advocacy priority and is actively participating in the
major EU projects® * 6. In the field, shaping and implementing an EU coordinated strategy on registr
will be patient-centred.

Final EPIRARE Deliverables

"Half of a Seore"

The EPIRARE deliverables are available. the spot on rare diseases
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. General: database/organized system collecting specific
information about patients in standardized manner
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* General: database/organized system collecting specific
"~~ about patients in standardized manner

Contem....

Farmer et al. BMC Pediatrics 2013, 13:130
http://www.biomedcentral.com/1471-2431/13/130 BMC

sl.com/1471-2431/13/130]

Pediatrics

M CORRESPONDENCE Open Access
®Mmep,
Using . EURO-WABB: an EU rare diseases registry for

~ Wolfram syndrome, Alstrom syndrome and
Bardet-Biedl syndrome

Amy Farmer', Ségoléne Aymé?, Miguel Lopez de Heredia®*, Pietro Maffei®, Susan McCafferty’, Wojciech Mtynarski®,
Virginia Nunes***, Kay Parkinson®, Véronique Paquis-Flucklinger'®, Julia Rohayem'", Richard Sinnott'?,
415 and Timothy G Barrett'®"

eles, Uni .
Vers ' bfa':i’i[a[y of M,
’.C/”,'ga NSing ) "

" Ann Argoy, ,  Vallo Tillmann', Lisbeth Tranebjeerg'
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* Focus: on registries collecting outcomes for a
population defined by a particular disease/condition

* Goal: how can a registry be useful in trial design?
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 RDRs can help to improve efficiency in trial design and
drug development

* Sample size calculation

e Registry-based clinical trial
* Post-marketing phase

* Historical controls
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 Myozyme in Pompe’s disease

* Rare lysosomal storage disease, incidence 1 in 40,000, high
mortality rate for infantile-onset patients

* Double-blind, RCT with placebo among late-onset patients (n=90,
adults)

* Single-arm trial among infantile-onset patients (n=9, children),
compared to historical controls from registry

 Myozyme authorized for both late-onset and infantile onset
Pompe’s disease patients

http://www.ema.europa.eu/ema/index.jsp?curl=pages/medicines/human/medicines/000636/

human med 000917.jsp amE
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e Defitelio in severe veno-occlusive disease (VOD)

e Condition: hepatic veins blocked in patients after stem-cell
transplantation, high mortality rate (75%-85%)

* Single-arm trial among patients with VOD (n=102),
compared to historical controls from registry,

» Mortality rate trial group: 62%

* Defitelio authorized, under ‘exceptional circumstances’

http://www.ema.europa.eu/ema/index.jsp?curl=pages/medicines/human/medicines/002393/
human med 001646.jsp&mid=WC0b01ac058001d124 amE
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* Although in general a RCT remains the design of first
choice,...

 RDRs can help to improve efficiency in trial design and
drug development

* |n certain circumstances the use of historical controls
from a RDR can be a solution in an ethically difficult
situation
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* To be useful for different research purposes longitudinal data
collection is indispensable

* Next to standardized and validated outcomes, a standardized
system for data collection is advised

* A disease-specific RDR is advised, in which all patients with the
disease are included
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Thank you!

Collaborators:

Charlotte Gaasterland, Hanneke van der Lee, Stavros Nikolakopoulos,
Caridad Pontes, Kit Roes, Arantxa Sancho, Eric Vermeulen, Roser Vives
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