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EUCERD

European Union Committee
of Experts on Rare Diseases

The European Union Committee of Experts on Rare Diseases is charged vith aiding the European Commission with the preparation and implementation of Community
actnities in the field of rare diseases, in cooperation and consultation with the specialised bodies in Member States. the relevant European authonties in the fields of research
and public health action and other relevant stakeholders acting in the field Read mere

2013 edition of the State
of the At of RD
Acttios report now

New EUCERD
:ommendation on RD
uropean Refe

Latest news

” 4 d

7‘\%_ cre

Instituto

de Salud Basic research = Gene search 512
Cariosh] Mutations search 595
E‘L.JCERI_)_' Gene expression profile 274
s - Genotype-phenotype correlation 383
In vitro functional study 1047
Animal model creation/ study 492
ProyeCtOS Human physiopathology study 733
Pre-clinical Pre-clinical gene therapy 181
trial Pre-clinical cell therapy 91
Pre-clinical drug development 152
Pre-clinical vaccine development 31
Medical device/instr ion develop 25
Clinical Observational clinical study 448
research Epidemiological study 228
& Clinica Diagnostics & | Diagnostic tool / protocol development 301
. biomarkers Biomarker development 149
& Dx y Biomarcadores
= Otras Other Health sociology study 80
Health economics study 14
Public health / health services study 75
Total 4690
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EUROPLAN
EUROPEAN PROJECT FOR RARE DISEASES NATIONAL PLANS
Di

Selecting indicators to evaluate the achievements of

—qCYE€L)

www.europlanproject.eu
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EUROPLAN: (2008-2011; 2012-2015) project, funded by the EU
Commission

57 Partners
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clinicians,
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The meeting was heid on ki 1112 2011 i Rome (hat) - IsTio
Rome Superiore di Sanits - Visle Regina Elena, 299
first Epirare . Agends
m een n g . Participants
. Accomodations
11- 12 July . Proceedings
3011 . Meeting Secretariat
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Home  Wntroduction . Objectives  Outcomes  Partners  News  Publications  Wntranet  Contact
m.» SOCIAL ECONOMIC BURDEN AND HEALTH-RELATED QUALITY OF LIFE IN
+ Home WF PATIENTS WITH RARE DISEASES IN EUROPE
- Introduction
o BURQOLRD fs 2 3 year profect under the 2nd Programme of Community Action in the Field of Public Health, that
Outcomes commenced in April 2010 and is promoted by the DG Sanco
= R The main aim of BURQOL-RD is to generate a model to quantify the socis-economic costs and Health Related Quality
- News of Life (HRQOL) , of both patients and caregivers, for up to 10 rare diseases in different Eurcpean countries.
G e This model will be adaptable and sufficiently sensitive to capture the differences in the distinet Health and Soctal Care
- Intranet Systems in the EU Member States. Our hope is that, the information generated by the BURQDL-RD consortim wil help
to:
- Contact

> Design future palicies in the area of rare diseases, which will ultimately have positive benefits for EU citizens
health, both that of patients and of thelr caregivers. Readily transfer the protocels established to other RO and
10 other countries.
Compare the availability and access to specific health resources for specific RD in each country.

-

W____ After a thorough selection process, a set of 10 rare diseases to be targeted was decided:

ks )
» Cystic fibrosis

> Explore the potential relationships between HRQL and acoess to healthcare resources.

= = == g » Prader-willi Syndrome
— — » Haemophilia
- — == 4

> Duchenne Muscular Dystrophy

0 Facebook  facebook > Epidermolysis Bullsa

tog » Fragile X Syndrome

» Scleroderma

Burqol-Rd » Mucopolysaceharidosts
BURC International
] « 3 Juveni idiopathic arthritis

- » Histiocytost
Burgol-Rd Intermation. s,

—
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Resultados de costes

Costes anuales por paciente

Cre’
www.burqoi-
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O Directos sanitarios O Directos no sanitarios formales O Directos no sanitarios informales ® Indirectos

La categoria mds importante fueron los cuidados informales (familiar u otra persona
no pagada)

Otros recursos importantes: medicacién, hospitalizaciones, visitas a especialistas.
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Planes Nacionales y
Autondmicos

Estrategia en
Enfermedades Raras

Andalucia de Sistma Nacional
Extremadura
Castilla-La Mancha
Murcia

Estrategia del Ministerio de
Sanidad y Consumo (Espafia)
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ACTVOAD CENTIICA  PROGRAMAS BESNIGAGON  GRUPOS BNESTIGAGION  ENFERMEDADES RARIS

“Nuestro principal objetivo es comprender -
por qué y como se producen las enfermedades
raras genéticas y no genéticas” -
poniaje o

Programas
Bienvenido a CIBERER
Plataformas
oot Las enfermedades raras, que alectan a unos
3 milones de espafloles, son un  problema
Peta gel sociosantano de primera magntud. E1 Centro o
Costiatante Investigaciin Biomédica en Red de Enfermedades Raras (CIBERER), estructura en
p— red consiuica como una iniciativa del INsitulo e Saiud Canos i, 3grupa y polencia
Ia ivestigackin de excelencia que se reakza en nuestio pais con €l objetivo de
hrea Ge Prensa encontrar daQNAStcos y 1erapias para los Alectados on a mayor rapdez poste af
0244012
Doaumentaota

= NOTICIAS =

®  DESTACAMOS  ®

La doctora Carmen Ayuso (11704) coordina una reunién sobre medicina
genomica el proximo 2 de febrero

e las unsdaces 704 ¥ 744
eineer colerectal o 1o Tl bajs,

La profesora Maria Lulsa Martinez-Frias (u724),
galardonada con un Premio Especial de EDIMSA

Boletin Social

— orphanet
ORPHANET-ESPANA

infarmacin ds lus malformacionss cangés
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externos

Estructura Orgéanica del IIER

DIRECCION
Manuel Posada

OFICINA DE
APOYO A DIRECCION

UNIDAD DE

INVESTIGACION
DE ANOMALIAS ASEREMAC
CONGENITAS
Eva Bermejo
COMITE DE
ETICA P P CREER
AREA DE AREA DE
GENETICA HUMANA EPIDEMIOLOGIA DE LAS
BIOBANCO Francisco Javier ENFERMEDADES RARAS
ENFERMEDADES Alonso Ignacio Abaitua
RARAS CIBERER
Manuel Posada
i iaacio ENFERMEDADES
UNIDAD DE Unidades Investigacion OSEAS

REGISTROS DE
ENFERMEDADES
Ignacio Abaitua

DIAGNOSTICO GENETICO Traslacional
Francisco Javier Alonso

Gema Gémez (R. Calidad)

CONSTITUCIONALES
Antonio Morales

SOCIEDADES MEDICAS

GENETICA MOLECULAR
Beatriz Martinez

EPIDEMIOLOGIA
ENFERMEDADES RARAS
Verénica Alonso

ASEBIO
AELMHU
FUNDACION FEDER

UNIDAD DE
INFORMACION

Cecilia Navascues BIOTECNOLOGIA

CELULAR
Javier Garcia de Castro

SINDROME DEL
ACEITE TOXICO
Ignacio Abaitua

REDES
ENERCA
RIBERMOV

UNIDAD DE
INVESTIGACION
EN RESULTADOS
DE PACIENTES
Manuel Hens

TERAPIAS
FARMACOLOGICAS
Sonsoles Hortelano

EPIDEMIOLOGIA

TRASTORNOS DEL GIR DE LA
ESPECTRO AUTISTA UNIVERSIDAD DE
SALAMANCA

Manuel Posada

TUMORES SOLIDOS
INFANTILES

Francisco Javier Alonso
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* Rare Diseases
Epidemiology, 2010
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S5 spaint Obijetivo

Desarrollar el Registro Nacional de ER en Espafia

Registro de Pacientes ——>  Registro de Base poblacional

INVESTIGACION PLANIFICACION Y POLITICA
Historianaturaldela 7SAI}I7II§RIA brovalencia
enfermedad S . '
Seguimiento REGISTRO NACIONAL DE Incidencia
ENFERMEDADES RARAS Mortalidad

Historia natural de

Ensayos Clinicos IER - ISCIII
. la enfermedad

(reclutamiento)

Muestras biolégicas

SpainRDR - Spanish Rare Diseases Registries Research Network — https://www.spainrdr.isciii.es
An initiative of the International Rare Diseases Research Consortium-IRDiRC

. = — V€ )

S50 BORINRDR spumbh o Oseris egiios rsoch Mecwork = ser

T

Welcome to SpainRDR!

z IRDIRC

RD&Connect - . * e - -
5 ! - ety ] ——
EPIRARI m) atonat Scacce ) "
GLOBAL RAR DISEASES
RARE DISEASE EUROPEANPLATFORM  PATIET REGISTRYDATA  tiks
conn

FORRARE DISEASES REPOST!
RO-Connact is # unique RECISTRIES )

_—

283 ¢

https://registroraras.isciii.ye_s___.,__‘..

-ﬁﬁﬂsf/_/spalnrdr.lsciii.'.es \ fig

LN

SpainRDR - Spanish Rare Diseases Registries Research Network — https://www.spainrdr.isciii.es
An initiative of the International Rare Diseases Research Consortium-IRDiRC

19/06/2014
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Biobanco Nacional de Enfermedades Rara
Red Europea de Biobancos de

Enfermedades Raras — EUROBIOBANK

Red Nacional de Biobancos ISCIII (RetBioH)
i

Instituto de Investigacion
de Enfermedades Raras

Biobanco Red Biobancos

Nacional de Instituto de Salud Carlos Il
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The International Rare Diseases Research Consortium (IRDIRC) was launched in April 2011 to
|RD|RC foster international collaboration in rare diseases research, IRDIRC will team up researchers
and organisations investing in rare diseases research in order to achieve two main objectives,
SN namely to deliver 200 new therapies for rare diseases and means to diagnose most rare

diseases by the year 2020.

A IRDIRC_Statement.PDF

RD%&Connect

RARE DISEASE
CONNECT

RD-Connect is a unique global
infrastructure project that links
up databases, registries,

biobanks and clinical

bioinformatics data used in
rare disease research into a

central resource for
researchers worldwide.

Visit RD-Connect >

SpainRDR - Spanish Rare Diseases Registries Research Network — https://www.spainrdr.isciii.es
An initiative of the International Rare Diseases Research Consortium-IRDiRC

Proyectos internacionales

Cf& £y

relacinnados_

A NIH National Center
. . for Advancing

; ERI R‘F\R E Translational Sciences
GLOBAL RARE DISEASES
PATIENT REGISTRY DATA

EUROPEAN PLATFORM FOR
REPOSITORY (GRDR)

4 RARE DISEASES

REGISTRIES

GRDR provides a resource to the
The aim of EpiRare is to Rare Diseases community by
prepare a European platform  collecting the pan-disorder
for the registration of rare information needed to accelarate
disease patients and to ensure research and therapetic advances.
the quality and best use of the
registered data. Visit GRDR>

Visit EPIRARE >

Cr& '\{}/ .‘I"/
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% ICORD (International
Conferences for Rare Diseases and

i
ICORD

internations! Conterence on
Rare Diseates & Orphaa Devgs.

» Welcome to ICORD!
» Preamble

» Aims

» ICORD Position statement
» Society & Membership

» Board

» Conferences

» Secretanat

» Bank Information

Events

» Past Events

Orphan Drugs)

| Seach |

Stay updated!
Welcome to ICORD! Sion up for our
newsieter:

International Conferences for
Rare Diseases and Orphan Drugs

+ Mext Annual meeting wil be hekd in The Natharlands in the autumn 2014, dates
to be decided.

f f interest to host the
ICORD members are welcome to send their expression of interest to host the annual
ICORD meeting 2016 to the Secretariat by email:
ICORD also welcomes expressions of interest for the annual ICORD meeting 2017.
Please see further information in the following documents
Letter of intent ICORD annval mesting
Annual M oposal Submission Guidslines
+ The Bth ICORD meeting was held in 5t Petersburg, November 12, 2013, Presentations.
and documentation from the meeting vill be published on this website.

+ ICORD Dedlaration for policy and action plans for rare diseases - The
F)

0 Decloration” {

o vl eports acnthe 7th ICORD meetingin Tokyn 2012 are avallable for
and Japanese

from the 7th ICORD meeting in Tokyo 2012 are
bsite

available on
- Goto web page

welfare of patients with rare diseases and ther famiies

mission is to impx
edge, research, care, information, education and

through better

19/06/2014
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Ell . | PAIS Comité Ejecutivo, Miembros cre
nternatlona Ra re EU European Commission, DG Research and Innovation,
Dieases Research Australia  [Western Australian Department of Health
consortium [IRDiRC] Canada: Canadian Institute of Genetics CIHR

Canada Genome Canada
EU European Commission, DG Health and Consumer Protection
* Fuelanzado en Europa E-RARE-2 (ERA-Net group of funders alliance)
Reikiavik, Islandia, 27-28 Francia French National Research Agency [ANR]
de Octubre 2010, Francia French Association against Myopathies
convocada por NIH Francia Lysogene
(USA)y EC. Alemania Federal Ministry of Education and Research [BMBF]
Irlanda Shire
* Espafiafue el primer Italia Telethon Foundation
pais en devenir Espaia Instituto de Salud Carlos 111 [ISCIII]
miembro de pleno USA Sandford Research
derecho en la siguiente USA Prosensa
reunion (Bethesda, USA, USA Food and Drug Administration [FDA]
6-8 de abril de 2011). USA National Human Genome Research Institute, NIH
"“.F USA National Cancer Institute, NIH
- Grupo de pacientes
£ Europa EURORDIS
a ‘ Comités Cientificos
, Chair Comité de Terapias
“ Chair Comité Interdisciplinario
. Chair Comité de Diagndsticos
Invited
SUPPORT IRDIRC project

IRDIRC e

< ~ Gobernanza

- 1 representante por agente financiador
(10 M $ en 5 afios consecutivos)
- 1 representante por alianza de agentes

Comité Ejecutivo financiadores (acumulado de 10 M $ en 5
) afos consecutivos)
ﬁ - Los “chairs” de los 3 Comités Cientificos

Commités Cientificos
Dlagn(.)stl.c,o, nt?rdls.,upllne},rlo P 15 miembros (representacion
equenciaciony Horizontal Terapeuctico equilibrada de cientificos,
caracterizacion D / pacientes, industria, etc.

il

Grupos de trabajo

\

’Ontologias H Genoma Histemasmodel‘o( Clinico ‘

Represensantes de
proyectos financiados

’ Registros HSecuenciacic’)n‘ *BiomarcadoresH Terapias

J

N s

’ Etica Biobancos‘ Pioinformétic% ‘Regulatorio‘

19/06/2014
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IRDIRC timeline

Launch of
IRDIRC

Scientific

Committees 6000 diagnostics

Working 50 new applications for 200 new applications for
Groups market authorisation market authorisation

i

oo Sant e
& SpainRDR

DiRC

RESARCH NG » y
a5t mestancH

NEW THERAPES
List of projects funded by IRDIRC members
o NEW THERAPIES
National Institute of Health Carlos Ill (Instituto de Salud
Carlos 111/ ISCII), Spain
Canasian vttt ot e Research (CH3)
M
E, Euresam e Obiacivn 1010: 100 mem rcapies

Europtin Commision. Luropen Unien

SPOTUGHT ON IRORG

Obpetive 2020: 700 e rapies
Faceral Ministry of Educatson s Restareh BMBF), Germay -

French Muscadar Oysogity Asseciaton (AFM). France
SPOTLIGHT OM IRDIRE
Ganome Canaca, Canaca

i i et z,RD

iRC

Nationat it of Heath (49K, USA

M Therapestin, USA

SpainDR aims tobbuild the National Rare Distases Registry in Spain
Q&A with Dr Manuel Posada

SPOTUGHT O IRDIRC

-
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RARE-Bestpractices ter

] A platform for sharing best practices for the management of rare diseases

et Best Coordinated by the sttt Superioe i St
Pract] CE@S  Mational Centre for Rare Diseases

g N

sttt Rare

Home Project Participants Platform resources  Publications

%&5 Rare Diseases and Orphan Drugs
E k

Liournal of Public

O . CALL FOR PAPER SUBMISSIONS
%
b
Newsletter
a\ g wslef
A . " Toknow project achievements and
events

\ o SIGNUP
|

Leaflet

/
|

- T
- s o

RARE-Bestpractices helps health professionals, patients, and policymakers to be up to
date with the best emerging information on rare diseases

© oownLoro o

——— (G2 VIEW PDF

INTERNATIONAL NEWS AND EVENTS morenews  RELATED LINKS
> . . International Rare Diseases Research
Rare Diseases. How Europe is meeting the challenges Consortium
BNOV 2013
RARE-Bestpractices is in a report of the European Commission of selected rare disease EU Rare Diuasesfmnpeanﬁummision

funded research projects

The Tth European Conference on Rare Diseases & Orphan Products (ECRD) Guidelines nternational Network

8NOV2013

IZ‘%. crecyr
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APPLY FOR SMALL Ava=D

BUSINESS Bl MORE CENTER NEWS.
OPPORTUNITIES

National Center
NIH ) e ARA -
Transiational Sciences Home. it Map. | ConactUs DIRECTOR'S CORNER

News & Events About NCATS "

Funding & Xotices News & Events

Rare Diseases Research

Advocate Retires

GENETIC AND RARE DISEASES INFORMATION CENTER
(GARD)

Lang-time rare diseases research
on Staphen C. Groft,

Pharm.D., directae of the NCATS

Officn of Rare Disexses Rasearch,
s reticement

effective Feb. 8, 1014. Lean

e about Groft's legacy:

Ina recent v

PREMA Catabrit s,
Groft discusses cotadorating to
care disnases sesearch.

19/06/2014
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Prioridades para la investigacion
en enfermedades raras2014-2020

» Apoyo a los registros y otras
infraestructuras

 Aumentar el conocimiento de los
mecanismos de las enfermedades raras
Trasladar los resultados de
investigacion en tratamientos para los
pacientes

» Disefar estrategias amplias de ensayos
clinicos

* Investigacion en ciencias sociales

Como conducir Ta cre
Investigacion en
enfermedades raras

 Empoderando a los pacientes en
investigacion
* Integrando acciones

» Sosteniendo a largo plazo
infraestructuras y proyectos

e Intrumentos de financiacion

19/06/2014
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Medicina Centrada en la Persona

INTERNATIONAL JOURNAL OF

PERSON CENTERED

MEDICINE

Lab
Issues

Public
Health

Healthcare
System

Communities

Implementation: Blind Men and the Elephant
httE://www.nature.com/ki/journal/vGZ/n5/fig_tab/4493262f1.html

crecy
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i‘%:‘ Muchas Crescr

hsguco  Gracias
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Institute of Rare Diseases Research (IIER)

Instituto de Salud Carlos IlI

Manuel Posada

mposada@isciii.es
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