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Programme Committee

The European Conference on Rare Diseases is the
unique platform/forum across all rare diseases, across
all European countries, bringing together all stake-
holders (academics, health care professionals, industry,

policy makers, and patients?®o

It covers research, development of new treatments,
health care, social care, information, public health and
support at European, national and regional levels.

It is a biennial event, providing the state-of-the-art of the
rare disease environment, monitoring and benchmark-

ing initiatives.
Other members of the Programme Committee are:
. Ms Dorica Dan - Romanian Alliance of Rare Diseases
Organisations
. Mr Pawel Wojtowicz - Cystic Fibrosis Poland
. Mr Rainald von Gizycki - Retina Europe
. Mr John Dart - Debra United Kingdom
. Ms Lia van Ginneken - European Myeloma Platform
. Dr Ségoléne Aymé - Orphanet,
DG Sanco Rare Disease Task Force
. Prof Tomasz Grodzicki - Faculty of Medicine Krakow
. Dr B. Dembowska-Baginska - COMP member, Poland
. Dr Frits Lekkerkerker - Dutch Steering Committee on
Orphan Drugs WGM
. Dr Kerstin Westermark - COMP Chairperson, European
Medicines Agency
. Mr Jakub Adamski i Ministry of Health, Poland

Conference Organisation

Francgois Houyez, Sharon Ashton, Yann Le Cam
EURORDIS - Plateforme Maladies Rares

102 rue Didot

F-75014 Paris

P. 0033156535263
F.0033156535215
Email: secretariat@rare-diseases.eu

Co-chairs of the Programme
Committee

Torben Groennebaek
Rare Disorders Denmark

Member of the Board of
Directors of Eurordis

Prof Josep Torrent i Farnell

Member of the Committee f--

of Orphan Medicinal
Products, European
Medicines Agency

Fundacio Doctor Robert,
Spain
representatives).

Auditorium Maximum
Jagiellonian University
Krupnicza Street 33, Krakow
Buses: 103, 173, 139, 114.

Interpretation provided in English, French,
German, Spanish and Polish for all sessions
in the large hall of the Auditorium Maximum
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General Information

Money

The Polish unit of currency is the
checks can be changed and all major credit cards are accepted.

At main hall of Auditorium Maximum Euro rate: 1.00 G = ca 3.80 2zl
(Krupnicza Street NA3

Paying by credit cards widely acceptable. Cash machines
Thursday 13 May 1.00 pm to 3.00 pm (Abankomato) are available all over

Friday 14 May 8.30 am to 4.00 pm

Saturday 15 May 8.30 am to 12.00 pm . .
RadissonBlue*****  Straszewskiego Street 17  +48 (0)12 618 88 88

Secretariat
Thursday 13 May 9.30 to 6.00 pm Kossak**** Pl. Kossaka 1, 31-106 +48 (0)12 379 59 00

Friday 14 May 8.30 am to 6.00 pm

Park Inn**** Ul. Monte Cassino 2 +48 (0)12 375 55 55
Saturday 15 May 8.30 am to 4.00 pm

Novotel Krakow**** UL. Tadeusza Kosciuszki 5 +48 (0)12 299 29 00

Alexander*** ul. Garbarska 18 +48 (0)12 422 96 60
Hotels

Logos*** ul. Szujskiego 5 +48 (0)12 631 62 00
Cracovia*** St. Marsz. F. Focha 1 +48 (0) 12 424 56 00
Chopin*** ul. Przy Rondzie 2 +48 (0) 12 299 00 00
Polonez*** 15 Reymonta Street +48 (0) 12 292 82 94
Fortuna*** ul. Czapskich 5 +48 (0) 12 411 08 06
Fortuna bis*** ul . Pigsudski #48@©) 124801025
Ibis** St. Syrokomli 2 48 (0) 12 299 33 00

The « Internet Cafe » will be open for use by
delegates throughout the conference. It is situated on
the first floor near the staircase. There will be 4
computer stations and you are kindly asked to limit
your time at the computer in case of a queue to make
the facility available for all who needs it.

Free wireless internet access is available in most
areas of the Auditorium Maximum. Specific
information on how to access the wireless service will
be explained at the reception.

-~

-

Pol andds p o we rgrid supplies 230V/50
Hz current. Round European style two-pin plugs are
used. 110V/60 Hz electrical equipment requires an
adapter.
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When?

12 may
9.30 am to 6 pm

12 may
2.00 pmto 6 pm

13 May
9.00 am to 2.30 pm

13 May
9.00 am to 13.30 pm

13 May
1.00 to 3.00 pm
14 & 15 May: all day

13 May
12.30 to 6.00 pm

13 May
3.00 pm to 6.00 pm

13 May
3.00 pm to 6.00 pm

13 May
9.30 am to 5.30 pm

13 May 2010 Programme of the first day of ECRD 2010

What?

Eurochromnet meeting

International Forum Gastein

Council of National Alliances (English only). Closed meeting.

The Council of National Alliances (CNA) was established by Eurordis. This structure
allows national representatives of rare diseases to work together on common European
actions.
It is a primary source of information and provides a platform for communication and
support between Eurordis and the alliances for rare disease policies at European level.
Current collaboration includes:

* Centres of expertise

* European Rare Disease Day (last day of February every year)

* Patient surveys on access to care

* Training sessions for rare disease patients

* National Action Plans for rare diseases
To become a member of the CNA, the national alliance has to be a full member of
Eurordis.

Europlan Workshop (English only). Closed meeting

The European Project for Rare Diseases National Plans Development (EUROPLAN) is
a three-year project of the Programme of Community action in the field of Public Health
(2003 - 2008), which began in April 2008.

The main goal is to provide National Health Authorities with supporting tools for the
development and implementation of National Plans and Strategies for rare diseases
(RDs) following the recently agreed European Council Recommendation on an action in
the field of RDs (2009/C 151/02).

Registration

Orphanet meeting (English only). Closed meeting.

Orphanet is a database of information on rare diseases and orphan drugs for all publics.
Its aim is to contribute to the improvement of the diagnosis, care and treatment of
patients with rare diseases.

Orphanet includes a Professional Encyclopaedia, which is expert-authored and peer-
reviewed, a Patient Encyclopaedia and a Directory of expert Services. This Directory
includes information on relevant clinics, clinical laboratories, research activities and
patient organisations.

Eurordis General Assembly (English only). Eurordis members only.

European Network of Rare Disease Help Lines (English only). Closed meeting

The European Network of Rare Disease Help Lines is meeting for its Annual
Membership Meeting. The meeting will serve to introduce the services that have recently
joined; review the activities of the previous year; discuss and adopt the action plan for
the upcoming year; update on the 116 common number for rare disease help lines;
discuss the legal and technical requirements involved in implementing a database to
record call information at an information service.

Social media, internet and information to patients (English only). Closed
meeting.

Where?

Satellite 8

Kossak Hotel

Satellite 9
Kossak Hotel

Satellite 5

Room B

Satellite 3

Room G

Foyer

Satellite 4

Room C

Satellite 2

Room A

Satellite 1

Room G

Satellite 6

Room F




Theme 1

The Dynamic of National Initiatives for Rare Diseases

A blooming flower with many
Recommendation established in 2009, this session will focus on the
current state of play of the national plans. The main issues, bottlenecks
and emerging solutions will be examined. The different strategies
adopted will be discussed and innovative approaches and methodology
highlighted.

Comparison of measures: what is happening?

This session will concentrate on describing the methodology of the
implementation of national plans. A common set of measures and
indicators to follow the progress of national plans will be discussed.

Theme 2

The Added Value of Centres of Expertise

Centres of Expertise, linked with European Reference Networks, form the
backbone of EU and national strategies on Rare Diseases. This session
will revisit the basic concepts developed over the past 4 years and will
discuss the current state of play and its potential to improve quality of
care for patients.

The Added Value of European Reference Networks?

Based on the experience gained during the pilot and on the developed
policy concept of European Reference Networks for Rare Diseases, this
session will discuss their heterogeneity and explore the strengths and
limitations of expanding such initiatives on a larger scale.

Cross-border activities of Centres of Expertise

This session will discuss the mobility of patients and the mutualisation of
expertise to ensure optimum care. Is the Directive proposal an
appropriate response to the needs of patients and health care
professionals?

Ultra Rare Diseases

This session will examine the subject of how best to organise centres of
expertise at a European and international level and understanding the
specific issues involved.

pet al sld.00Rmto L.@Owmnm n g

National Plan and Strategies for Rare
Diseases

session 2 @

14 May 2010

t he
5 languages

Room A

Session 24

15 May 2010

1.30 pm to 3.00 pm
English only.

Room B

Centres of Expertise and European
Reference Networks

session 3

14 May 2010

2.00 pm to 3.30 pm
5 languages

Room A

o

session 7

14 May 2010

4.00 pm to 5.30 pm
English and Polish
Room B

o
o

Session 17

15 May 2010

11.00 am to 12.30 pm
5 languages

Room A

Session 21

15 May 2010

1.30 pm to 3.00 pm
5 languages

Room A

o



Science from the bench to the bed side

Research and Research Policy

7000 rare diseases, 5 300 research projects concentrating on 2 000
diseases.Research is one of the two main pillars in EU and national
strategies. This session will discuss the necessary synergies to optimise
research and its outcomes.

Making the Best use of Funds for Genetic Testing

Is what is possible always desirable? This session will explore the utility
of genetic testing.

Orphan Drug Development, Paediatric Investigation Plans and Advanced
therapies

This session will examine the different committees centred around one
common objective: to bring innovative medicines to a broader set of
patients.

Improving Access to Orphan Drugs

Authorised but not always accessible to patients! From the European
Pharmaceutical Forum recommendations on improving access to orphan
drugs, we now need to consider implementation through international
collaboration.

Clinical Trials, Involvement of Patients in Clinical Trials

The results of a recent study conducted by Eurordis show that 45% of
rare disease patient groups in Europe declare that they actively
participate in clinical trials. Are patient organisations real partners to
clinical trials? Are patient organisations ready to deliver?

Databases and Registries

Governance, leadership, sustainability, legal aspects, costs: are

databases and registries adapted tools to foster research?

The International Classification of Diseases Revision

This session will investigate the usefulness and progresses in the
definition of rare diseases, moving from only 300 rare diseases coded in
the International Classification of Diseases, to 7000 in the next revision.

I
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Session 13

15 May 2010

9.00 am to 10.30 am
5 languages

Room A

session 8

14 May 2010

4.00 pm to 5.30 pm
5 languages

Room A

session 4

14 May 2010

4.00 pm to 5.30 pm
English and Polish
Room C

session 9

14 May 2010

2.00 pm to 3.30 pm
English and Polish
Room B

Session 22

15 May 2010

1.30 pm to 3.00 pm
English only

Room B

Session 23

15 May 2010

1.30 pm to 3.00 pm
English only

Room C

Session 14

15 May 2010

9.00 am to 10.30 am
English only

Room F

o



Theme 4 Information and Medical Education

Help Lines for Rare Diseases session 5 @
14 May 2010

There currently exist 7 national help lines answering 40,000 enquiries per ~ 2.00 pm to 3.30 pm

year. Each help line uses different models and different techniques. This English and Polish

session will discuss the need to expand the establishment of help lines  Room C

and develop international networks.

How do you structure your service to develop best practices and provide
both medical and social information? Healthcare professionals, patient
organisations and volunteers need to work together to develop more
comprehensive services.

Medi cal Education: the Role of Patisession00 Or gani sat i on:
14 May 2010
4.00 pm to 5.30 pm
English only
Room G

The European Union Committee of Experts
on Rare Diseases

Road map 2010-2015 for the implementation of the Commission Session 25

Communication 15 May 2010

After adoption of the Commission Decision C(2009)9181 final, of 30th 3.15 pm 0 4.15 pm
L . . 5 languages

November 2009, establishing a European Union Committee of Experts Room A

on Rare Diseases, the European Commission will proceed in the coming
months to the appointment of the members of this new Committee.

The Committee is composed of one representative per Member State
from ministries or government agencies responsible for rare diseases
designated by the Government of each Member State, representatives
from patient's organisations, the pharmaceutical industry and Community
experts in the field of rare diseases. The preparation and implementation
of Community activities in the field of rare diseases require close
cooperation with the specialised bodies in Member States and with the
interested parties.

Other recent initiatives from the European Commission regarding rare
diseases will be presented.

D)
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Policy scenarii for rare diseases
(Polka Project)

Theme 6

PlayDecide Session (interactive session with voting devices) Session 15
15 May 2010
Participants are invited to learn how to use a new method to introduce  9.00 am to 10.30 am
complex scientific topics in the public debate. This new method, English and Polish
APl ayDeci ded has been developed asRoamC entertaining w
stem cell research, cross border healthcare, orphan drugs expenditures,  Continues: Session 19
pre-implantation genetic diagnosis, neonatal screening, and diagnosis, 11.00 am to 12.30 pm
information and counselling. Participants will vote using voting devices. English and Polish

. . . . - . R
For session 15 and 19, the topic is: pre-implantation genetic diagnosis oom €

PlayDecide Session (interactive session with voting devices) Session 16

15 May 2010
For session 16 and 20, the topic is: is there an upper limit to what society ~ 9.00 am to 10.30 am
is willing to pay for a single patientd the case of orphan drugs. Room B (English)

Continues: Session 20
11.00 am to 12.30 pm
Room B

ILWEINENE Rare Diseases in Central/Eastern Europe

Focus on national plans and Centres of Expertise in Eastern countries Session 18 @
14 May 2010

Focus on national plans and Centres of Expertise in Eastern countries:  2.00 pm to 3.30 pm

patient organisationso activities tEnglisHiadRolisbp nati onal
Room A bis

Focus on access to cross border care Session 18 bis @
14 May 2010

4.00 pm to 5.30 pm

English and Polish

Room A bis

Health systems across the EU are becoming more interconnected. This is
due to many factors, including movement of patients and professionals
(facilitated by rulings of the European Court of Justice), common public
expectations across Europe, dissemination of new medical technologies and
techniques through information technology. This increased interconnection
raises many health policy issues, including quality and access in cross-
border care; information requirements for patients, health professionals and
policy-makers; the scope for cooperation on health matters; and how to
reconcile national policies with European obligations in general.

Services to patients, families and carers
(poster session Room E)



8.30 to 4.00 pm

9.30 am to 10.30 am

session 1
5 languages @
Room A

10.30 am to 11.00 am
11.00 am to 1.00 pm

session 2

5 languages @

Room A

1.00 pm to 2.00 pm
2.00 pm to 3.30 pm

session 3

5 languages @

Room A

Registration
Opening Session
* Mr Torben Grénnebaek, co-chair of the programme committee
* Mr Marek Twardowski, Under Secretary of State, Ministry of Health, Poland

*+ Ms Consuelo Sanchez Naranjo, Undersecretary of State, Ministry of Health, Spain
*+ Dr Andrzej Rys, Director of Public Health, European Commission

Welcome Coffee
Theme 1: National Plan and Strategies for Rare Diseases

The Dynamic of National Initiatives for Rare Diseases

A bl ooming fl ower wi t h many petal sé Foll owi

established in 2009, this session will focus on the current state of play of the national plans. The
main issues, bottlenecks and emerging solutions will be examined. The different strategies
adopted will be discussed and innovative approaches and methodology highlighted.

Co-chairs:

* Dr Andrzej Rys, Director of Public Health, European Commission
* Ms Avril Daly, Genetic and Rare Disorders Organisation, Ireland
Speakers:

* Where are we?: Mr Terkel Andersen, President of Eurordis

+ State of the art of services in Europe: where are the problems? Dr Ségoléne Aymé, Leader of the
Task Force on Rare Diseases

* The German plan for rare diseases: a development in progress: Prof Dr. Johann Matthias Graf von

der Schulenburg, Director, Forschungsstelle fur Gesundheitsékonomie, Leibnitz Universitat,
Germany

Lunch break
Theme 2: Centres of Expertise and European Reference Networks
The Added Value of Centres of Expertise

Centres of Expertise, linked with European Reference Networks, form the backbone of EU and
national strategies on Rare Diseases. This session will revisit the basic concepts developed over
the past 4 years and will discuss the current state of play and its potential to improve quality of
care for patients.

Co-chairs

¢ Dr Edmund Jessop, Medical adviser, NHS National Commissioning Group, United Kingdom
*  Prof Josep Torrent | Farnell, Co-chair of the Programme Committee, COMP member

Speakers:
Introduction

* Definitions, expectations and roles of Centres of Expertise: Mr Yann Le Cam, Chief Executive
Officer Eurordis
Round table

Panellists:

+ Building Centres of Expertise,The Dutch Model: Prof Fons Gabreels, Department of Child
Neurology, Radboud University Hospital, The Netherlands

+ Rehabilitation and Rare Disorders Department: Mr Stein Are Aksnes, Directorate for Health and
Social Affairs, Norway

¢+ Mr Guillaume Le Henanff, Ministry of Health, France
+ Prof. Cristina Rusu, University of Medicine and Pharmacy, Lasi, Romania




2.00 pm to 3.30 pm
session 9

English and Polish

Room B @

2.00 pm to 3.30 pm
session 5

English and Polish

Room C @

2.00 pm to 3.30 pm
Session 18

English and Polish

o

Room A bis

Theme 3: Science from the bench to the bed side
Improving Access to Orphan Drugs

Authorised but not always accessible to patients! From the European Pharmaceutical Forum
recommendations on improving access to orphan drugs, we now need to consider
implementation through international collaboration

Co-Chairs:

* Prof Hans Georg Eichler, Senior Medical Officer, European Medicines Agency
* Mrs Lia van Ginneken, European Myeloma Platform, Netherlands

Speakers

¢+  EUnetHTA working group on Monitoring emerging/new technology development and prioritisation
of HTA: Dr Claudia Wild, Ludwig Boltzman Institute of Health Technology Assessment, Vienna,
Austria :

* The point of view of the industry: Mr Andras Fehervary, Novartis

* How can interaction between regulators and payers facilitate access to Orphan Drugs?: Prof
Hans Georg Eichler, Senior Medical Officer, European Medicines Agency

Theme 4: Information and Medical Education
Help Lines for Rare Diseases

There are currently 10 national help lines answering 40,000 enquiries per year actively involved
in the European Network of Rare Disease Help Lines (ENRDHLs) . Each help line uses
different models and different techniques. This session will discuss the need to expand the
establishment of help lines and develop international networks.

How do you structure your service to develop best practices and provide both medical and
social information? Healthcare professionals, patient organisations and volunteers need to work
together to develop more comprehensive services. What can the ENRDHLs offer to those
wishing to set up a service?

Co-chairs:

* Mrs Rosa Sanchez Vega, FEDER, Spain
*  Mrs Christina Greek-Winald, The Swedish Information Center for Rare Diseases, Sweden
Speakers:

¢ Mr Thomas Heuyer ,MRIS, France
¢  Mrs Henriette Hutters, CSH, Denmark
* Mr Peter Saltonstall, National Organization for Rare Disorders, USA

Theme 7: Rare Diseases in Central / Eastern Europe
Focus on national plans and Centres of Expertise in Eastern countries

Focus on national and Centres of

activities to develop national plans

pl ans Exp

Co-chairs

* Mr Miroslaw Zielinski (National Forum for therapies of rare diseases Poland, Chairman)
* Prof Rumen Stefanov, Bulgarian Association for Promotion of Education and Science (BAPES)
Speakers:

* The present situation of Rare Diseases in Central/Eastern Europe i role of patient
organisations: Dr Gabor Pogany, Huferdis, Hungary

+ Patient involvement and empowerment through the NPRD (Eastern Europe): Mrs Dorica Dan
Prader Willi, Romania

+ Dr Mirando Mrsic, Croatian Society for Patients with RD

3.30 pm to 4.00 pm

Coffee Break

r



4.00 pm to 5.30 pm
Session 18 bis

English and Polish

Room A bis @

4.00 pm to 5.30 pm
session 7
English and P

Room B

4.00 pm to 5.30 pm

session 8
5 languages @

Room A

4.00 pm to 5.30 pm
session 4

English and Polish

Room C @

Theme 7: Rare Diseases in Central / Eastern Europe

Focus on access to cross border care
Co-chairs:
+  Prof Anna Tylki Szymanska, Children's Memorial Health Institute, Metabolic Diseases

+ Dr Katarina Stepankova, Slovakia Cystic Fibrosis Association (tbc)
Speakers:

¢ Prof Paola Facchin, Epidemiology and Community Medicine Unit, Director of the Registry in the
Veneto Region, Italy

* Cross-border healthcare, the Polish experience: Prof Jolanta Sykut-Cegielska, The Childrens
Memorial Health Institute, Poland

*  Mrs Silvia Stuppéck, Central European Countries Plan Extensive Cooperation for Rare Diseases

Theme 2: Centres of Expertise and European Reference Networks

The Added Value of European Reference Networks?

Based on the experience gained during the pilot and on the developed policy concept of
European Reference Networks for Rare Diseases, this session will discuss their heterogeneity
and explore the strengths and limitations of expanding such initiatives on a larger scale.

Co-chairs
* Mr Antoni Monserrat, Policy Officer for Rare and Neuro-developmental Diseases, European
Commission
*  Dr Frits Lekkerkerker, Dutch Steering Committee for Orphan Drugs, WGM, Netherlands
Speakers:

* Dr Frederic Sicard (Co-chair High Level Group on Care and Medical Services)

* Dyscerne, a European Network of Centres of Expertise for Dysmorphology: Prof Krystyna
Chrzanowska, Department of Medical Genetics, The Children's Memorial health Institute Poland

+ Prof Thomas Wagner, Johann-Wolfgang Goethe University, Frankfurt, Department of Internal
Medicine : ECORN-CF

Theme 3: Science from the bench to the bed side

Making the Best use of Funds for Genetic Testing
Is what is possible always desirable? This session will explore the utility of genetic testing.

Co-chairs:
+ Prof Milan Macek, Faculty of Medicine, University Hospital Motol, Charles University Prague,
Czech Republic
Speakers

*+ Making the best use of genetic testing: Prof Bruno Dallapiccola, CSS Mendel Universita di Roma
+ Prof David.E Barton, National Centre for Medical Genetics, Ireland: Cross Border genetic testing

* What constitutes a simple, reliable, message for outcome in a rare disease? Prof. Anil Mehta,
University of Dundee, UK

Theme 3: Science from the bench to the bed side

Orphan Drug Development, Paediatric Investigation Plans and Advanced therapies

This session will examine the different committees centred around one common objective: to
bring innovative medicines to a broader set of patients.

Co-chairs:
*  Mr Michele Lipucci di Paola, Committee of Advanced Therapies, European Medicines Agency, and
Eurordis/AVLT
* Prof Josep Torrent i Farnell, COMP, Fundacio Doctor Robert
Speakers

* The EMEA workshop May 2010 for the 10th anniversary of the Orphan Drug Regulation and
challenges for the future: Dr Kerstin Westermark, Chair of the Committee for Orphan Medicinal
Products (COMP), European Medicines Agency (EMA)

* Paediatric Committee and Paediatric Investigation Plan: What is relevant to rare diseases? Dr
Fernando Andrés Trelles, PDCO, European Medicines Agency

* Committee for Advanced Therapies: What is relevant to rare diseases? Dr Fabrizia Bignami,
Therapeutic Development Director, Eurordis




4.00 pm to 5.30 pm
session 10
English only

Room G

5.30 pm to 6.30 pm
session 11
Posters

Room E

6.30 pm to 7.30 pm
Session 12
5 languages

Room A

Theme 4: Information and Medical Education

Medi cal Educati on: the Role of Patientsod Or

Co-Chairs:

¢+  Prof Tomasz Grodzicky, Dean of the Faculty of Medicine, Krakow

¢+ Dr Marie Louise Borg, Ministry of Social Policy, Malta
Speakers

¢+  Mr Rainald von Gizycki, Retina Europe
+  Prof. Wojciech Cichy, Medical University in Poznan.

¢+ Medical Education: pre-graduation training -the role of patients: Mrs Christel Nourissier, Prader
Willi France

Theme 8: Services to Patients, families and carers

Poster session

70 posters were selected among more than 90 submitted. Authors will stand near their posters
for one hour to explain their work and debate with the audience. The award for the 2 best
posters will be given at the Welcome Reception.

Co-chairs:
*  Dr Frits Lekkerkerker, Dutch Steering Committee for Orphan Drugs, WGM, Netherlands

¢  Mrs Dorica Dan, Prader Willi Romania
¢ Mr Torben Gronnebaek, Rare Disorders Denmark

Welcome Reception

Under the honorary patronage of the Spouse of the President of the Republic of Poland Mrs
Maria Kaczy EkaA

* Mrs Bozenna Dembowska, Polish member of the COMP, European Medicines Agency
*  Mr Pawel Wojtowicz, Cystic Fibrosis Poland
*  Mr Terkel Andersen, President of Eurordis
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