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RSE aims of the statutes

AIM 1: To make Rett syndrome better known to the
public, professionals, carers and those who are directly
concerned in all European countries

AIM 2: To improve the communication within the
European Rett Community

AIM 3: To promote as a representative European
organisation, the interests of people with RTT and
families

AIM 4: To expand RSE to all European countries and to
assist, if necessary, in the creation of national
associations

AIM 5: To promote research into Rett syndrome
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Aim 1: To make Rett syndrome better known to
the public, professionals, carers [...]

Thomas Bertrand at the 6th Catalan Rett day “The Future Begins Today” (Barcelona —

May 2016) wﬁ Cusg,
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During that day, patient representatives,
researchers, medical doctors, directors of
medical centres and officials from the
Ministry of Health gathered in front of
around 80 parents on site and hundreds
connected via a live stream to connect
families in Spain and other Spanish-
speaking families around the world.
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One part of the conference was focused R
on the place of Rett syndrome in the
landscape of European Reference

Networks. = %

The second part of the day focused on
the situation of Research on Rett
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Aim 1: To make Rett syndrome better known to
the public, professionals, carers [...]

Caroline Lietaer: “Rett Resource”
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RSE has initiated a project of gathering
information on a large panel of different
topics under the form of RettUK’s Family
Companion. This project is not an update of
UK’s Family Companion but rather a
reflection on international knowledge.

Rett UK  www.rettuk.org

It aims at families and doctors to have a
minimum information, hints about the
disease and what to do depending on the
situation.

This is not like medical guidelines as it
should stay simple and as light as possible.

It is not written by RSE but by professionals
around Europe carefully chosen by RSE
representatives.
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Aim 1: To make Rett syndrome better known to
the public, professionals, carers [...]

Caroline Lietaer, Becky Jenner (RettUK) —
New RSE Flyer

Syndrome?

Rett syndrome is a complex
neurological disorder that
affi

The aim of this project is to produce an e SRy Syndrome
. zomese Europe

eye-catching professional flyer about
RSE and our activities.

In order to improve our visibility/
influence and to prepare for possible
future fundraising.

The format(s) is not yet decided. o -

representative European
organisation, the interests of
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AIM 2: To improve the communication within
the European Rett Community

rett syndrome europe

Since November 2015:
- Emails
> 250 (e.g. Thomas)

Rett Syndrome ©  RSE association © Research - Contact Conferences Events Projects

- Rettsyndrome.eu
14 articles, >1000 visitors o

- RareConnect.org
13 discussions, 336 members, >1000 visitors

Welcome - Rett Syndrome Community

8 languages (Russian, Serbo-Croatian) R

Rett syndrome is a rare, genetic neurodevelopmental disorder which causes lifelong multiple

disability almost exclusively in females.

- Facebook —

public and private groups ~300 average 9. ﬁ“
views per post — peak July 16 of >1,5K views




AIM 2: To improve the communication within
the European Rett Community

* Actively contribute to international events on Rett syndrome
— Discuss the choice of topics (parents, experts)

— Discuss the choice of speakers

— Financially (e.g. invited speakers, luncheons, invited representatives)

. &) EUROPEAN
s CONGRESS
@) 0N RETT SYNDROME

| Roma, 30/31ott-1nov

LAIRETT V...

AAAAAAAAAAAAAAAAAAAAAA in collaboration with

also thanks to

Rome

-

© Rettsyndromeay |

a‘ggs

Rett
Syndrome

World Congress. May 13-17,2016 |
Together above the dream

Vienna
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AIM 3: To promote as a representative European
organisation, the interests of people with RTT and families

e External Influence and Advocacy

- Having RSE officially in the network of European institutions
- Raising Awareness

1. RSE is a member of EURORDIS: Allows RSE to vote at the GA of
EURORDIS During the ECRD (European Congress for Rare Diseases
and Orphan products), Danijela in Edinburgh (May 2016)

uropean Conterence on
ducls
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External Influence and Advocacy

2. EURORDIS Training resources:

=  Summer School “A capacity building programme for patient
representatives and researchers on information and access to orphan,
paediatric, advanced therapies and health technology assessment.”

Laura Kanapieniene (Lithuania), Pedro Rocha (Catalonia) - June 2016,
Barcelona APPLICATION FOR 2017 SUMMER SCHOOL NOW

3. EURORDIS Task Force:

= DITA Drug Information and Transparency Access Task Force (Danijela Szili)

=  F2F Meeting in November 2015, Danijela re-elected for 3 more years. Fridrik Fridriksson (Iceland) was elected DITA
member.

4. EMA European Medicines Agency (London):

= Scientific Advisory Groups meeting — July 2016 (Danijela Szili)

SAGs are created by the CHMP (Committee for Medicinal Products for Human Use) to
deliver answers, on a consultative basis, to specific questions addressed to them. The
Committee, while taking into account the position expressed by the SAG, remains

responsible for its final opinion.
\Vrett syndrome europe



AIM 4: To Expand RSE to all European Countries and to
assist, if necessary, in the creation of national associations

-
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AIM 5: To promote research into Rett syndrome

Rett Database Network

GUIDELINES

Login & Back to Homepage ) Back to Patient List @

Number of patients in archive: 2046 (2020 |ast yea r)

T
EuroRETT|  ReTfSEARCH

NFORMED CONSENT FORM

«The aim of this project is to connect the
already existing databases and to create a

B sl 1 Do 22 Ely o2 B seva 5t unified repository [...] The data will be
B croatia 29 B Germany 0 fmd Poland  © D spain - 426 acceSS|b|e to the pa rt-lCIpa nts and to the
h Czech Republic 0 = Hungary 82 “ Portuga 0 Sweden 0 SCienﬁﬁC Communlty aCCOFdIng tO rUIeS
Denmark 64 o India 3 B Romania 16 B United Kingdom 255 h d .
R —_— e 16 N that assure transparency and equity [...]

http://www.rettdatabasenetwork.org

member reports to

This international effort will be of great
value in order to perform genotype-
phenotype correlations, to study modifier
genes, and to select subgroups of patients
for clinical trials.»
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AIM 5: To promote research into Rett syndrome

« FP7(2007-2013): Modelling in small populations

inSPiRe - Innovative Methodology for Small Populations Research

(Gérard Nguyen — Advisory Board)

IDeAl - Integrated Design and Analysis of small population group trials

(Gérard Nguyen — Advisory Board)
e H2020 (2014-2020): RSE registered as official organisation

My Registered Organisations

View Modify View View View Contact
LEGEND Organisation m Organisation Proposal m Roles n Project a Organisation
Show 10 v entries Search
NAME PIC VAT STATUS ACTIONS
Rett Syndrome Europe 942390212 DECLARED voj o)
100uUrg
Showing 1 to 1 of 1 entries. + PREVIOUS NEXT —
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AIM 5: To promote research into Rett syndrome

HORIZON 2020

The EU Framework Programme for Research and Innovation

European Commission > Horizon 2020

What is Find How to News Events Multimedia Publications Project
Horizon 20207 Your area Get funding? Stories

What is Horizon 2020?

What is Horizon 20207

Horizon 2020 programme

sections

Horizon 2020 is the biggest EU Research and Innovation
Experts programme ever with nearly €80 billion of funding available
Official Documents over 7 years (2014 to 2020) - in addition to the private

investment that this money will attract. It promises more
History breakthroughs, discoveries and world-firsts by taking great

ideas from the lab to the market.

é W

1. Marie Curie ITN (Innovative Training Network): “SET-NEURO-D” Consortium
Project submitted January 2016 — Project not funded

http://ec.europa.eu/programmes/
horizon2020/
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Research
AIM 5: To promote research into Rett syndrome

Marie Curie ITN (Innovative Training Network): "SET-NEURO-D” Consortium - SUMMARY

Serotonin is a key neurotransmitter that plays a crucial role in multiple physiological processes in the central nervous
system, including cognitive functions such as learning and memory, through the interaction with at least fourteen
distinct receptors. Recent breakthrough studies from members of SET-NEURO-D consortium have proposed the
serotonin 7 receptor (5- HT7R) subtype as an innovative therapeutic target for treatment of impaired cognitive
functions in neurodevelopmental and neurodegenerative diseases.

The consortium will create a Europe-wide partnership through joint efforts aimed to expand the knowledge on the role
of 5-HT7R with major emphasis for cognitive impairment in prototypic diseases such as Fragile-X syndrome (FXS), Rett
syndrome (RTT), Alzheimer’s disease (AD), and Parkinson’s disease (PD). SET-NEURO-D integrated research activities
will advance the development of new therapeutic options, thus responding to EU recommendation to establish and
implement plans to combat rare diseases (FXS, RTT) and AD.

The consortium includes 9 academic research groups and 3 companies from 8 European countries (Italy, Spain, France,
United Kingdom, Germany, Austria, Poland, Denmark). The partners are involved in drug target validation and drug
discovery and are internationally-recognized experts in the field of 5-HT7R research in various disciplines: medicinal
chemistry, cellular and developmental biology, molecular biology, molecular pharmacology, molecular imaging,
neurophysiology, and behavioural neuropharmacology. The multidisciplinary and intersectorial environment of SET-
NEURO-D will offer high quality training to 12 early-stage researchers that will be enrolled in PhD programs. They will
be educated in scientific and transferable skills and enriched with experience in non-academic sector to qualify for
career opportunities in academia and private sector. The research-through-training PhD projects accomplish the H2020
strategy for a modern system of education.

Project not funded
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AIM 5: To promote research into Rett syndrome

 H2020 (2014-2020): ERNs — European Reference Network

— May this year (2016) Yvonne Milne was elected by EURORDIS members
to be an ePAG (European Patient Advocacy group) representative to
serve on the Board of the proposed ERN for the disease group “Rare
Congenital Malformations and Intellectual Disability”

Role of ePAG

Validate national expertise who are Healthcare Provider Members in an
ERN

Shape the scope of thematic ERNs and comment on the rational for the
coverage of rare diseases in the scope

Evaluate patient experience and engagement in the shaping of the ERN
on an annual basis

Engage with the clinical community to raise awareness of ERNs and the
inclusion of rare diseases and experts to join an in operational ERN.

Courtesy of Eurordis
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AIM 5: To promote research into Rett syndrome

The principle of ERNs:

- To facilitate access to better and safer healthcare for EU citizens, including
cross border healthcare

- To increase access to medical expertise and information for rare conditions

- To facilitate application of results of research

- To develop tools for the improvement of healthcare quality and patient safety

ERN “Rare Congenital Malformations and Intellectual Disability” Dr Jill Clayton-Smith
Manchester (UK):

We seek to provide a patient centred network which will meet the needs of those with
rare congenital malformation and intellectual disability syndromes, both diagnosed
and undiagnosed and will provide an infrastructure for diagnosis, evidence-based
management and collection of patient data. The network will add value to existing
services, disseminate best practice guidelines to optimise patient care, facilitate
training and capacity building in field, inform the work of service commissioners and
facilitate research and development of future therapies.
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