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RSE	
  aims	
  of	
  the	
  statutes	
  
•  AIM	
  1:	
  To	
  make	
  Re#	
  syndrome	
  be#er	
  known	
  to	
  the	
  
public,	
  professionals,	
  carers	
  and	
  those	
  who	
  are	
  directly	
  
concerned	
  in	
  all	
  European	
  countries	
  

•  AIM	
  2:	
  To	
  improve	
  the	
  communica1on	
  within	
  the	
  
European	
  Re#	
  Community	
  

•  AIM	
  3:	
  To	
  promote	
  as	
  a	
  representa1ve	
  European	
  
organisa1on,	
  the	
  interests	
  of	
  people	
  with	
  RTT	
  and	
  
families	
  

•  AIM	
  4:	
  To	
  Expand	
  RSE	
  to	
  all	
  European	
  Countries	
  and	
  to	
  
assist,	
  if	
  necessary,	
  in	
  the	
  crea1on	
  of	
  na1onal	
  
associa1ons	
  

•  AIM	
  5:	
  To	
  promote	
  research	
  into	
  Re#	
  syndrome	
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Building	
  the	
  Network	
  	
  

•  AIM	
  1:	
  To	
  make	
  Re#	
  syndrome	
  be#er	
  known	
  
to	
  the	
  public,	
  professionals,	
  carers	
  […]	
  

	
  1.	
  Revitalise	
  the	
  network	
  	
  
	
  	
  	
  	
  	
  	
  Constant	
  update	
  of	
  all	
  the	
  contacts	
  in	
  all	
  

countries	
  to	
  be	
  able	
  to	
  communicate	
  
2.	
  Inform,	
  adver>se	
  special	
  events	
  

	
  News/Ar1cles/Events	
  on	
  RSE	
  website	
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RSE	
  website	
  stats	
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h#p://www.re#syndrome.eu	
  



Building	
  the	
  Network	
  
•  AIM	
  1:	
  To	
  make	
  Re#	
  syndrome	
  be#er	
  known	
  to	
  the	
  
public,	
  professionals,	
  carers	
  […]	
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This	
  year,	
  in	
  addi1on	
  to	
  offering	
  all	
  the	
  updated	
  
informa1on	
  necessary	
  for	
  early	
  diagnosis	
  and	
  
be#er	
  treatment,	
  it	
  emphasised	
  the	
  importance	
  
of	
  the	
  regula1on	
  of	
  care	
  model	
  for	
  girls	
  with	
  Re#	
  
syndrome	
  in	
  Catalonia	
  and	
  the	
  ability	
  to	
  replicate	
  
in	
  other	
  autonomous	
  regions	
  of	
  Spain.	
  
	
  
During	
  one	
  day,	
  a	
  broad	
  community	
  of	
  
poli1cs	
  led	
  by	
  the	
  Catalan	
  Ministry	
  of	
  Social	
  
Security,	
  researchers,	
  pa1ents’	
  
associa1ons,	
  directors	
  of	
  centres	
  of	
  
exper1se,	
  mul1disciplinary	
  centres,	
  private	
  
founda1ons,	
  day	
  centres,	
  social	
  workers,	
  
etc…	
  performed	
  presenta1ons.	
  

On	
  8th	
  March,	
  took	
  place	
  at	
  the	
  Centro	
  Médico	
  Teknon	
  in	
  Barcelona,	
  the	
  4th	
  Catalan	
  day	
  on	
  Re#	
  Syndrome.	
  
The	
  main	
  topic	
  was	
  “From	
  Research	
  to	
  Assistance	
  in	
  Adulthood”.	
  



To	
  make	
  Re#	
  syndrome	
  be#er	
  known	
  
to	
  the	
  public,	
  professionals,	
  carers	
  […]	
  
•  Eurordis	
  Photo	
  Exhibi1on	
  

	
  “Come	
  closer” 	
   	
   	
   	
   	
   	
  Black	
  Pearl	
  Gala	
  
	
   	
   	
   	
   	
   	
   	
   	
   	
   	
  (February	
  2014)	
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To	
  make	
  Re#	
  syndrome	
  be#er	
  known	
  
to	
  the	
  public,	
  professionals,	
  carers	
  […]	
  

	
  
•  Eye-­‐tracking	
  and	
  AAC	
  workshop	
  in	
  Paris	
  (March	
  2014)	
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Building	
  the	
  Network	
  	
  

•  AIM	
  2:	
  To	
  improve	
  the	
  communica1on	
  within	
  
the	
  European	
  Re#	
  Community	
  

à	
  Discuss	
  with	
  other	
  European	
  parents	
  and	
  
other	
  Rare	
  Diseases	
  communi>es	
  
	
   	
  RareConnect	
  (2012)	
  
	
   	
  Facebook	
  (2013)	
  

	
  

9	
  



Building	
  the	
  Network	
  

h#ps://www.rareconnect.org/en/community/re#-­‐syndrome	
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Facebook	
  sta1s1cs	
  

11	
  



RareConnect	
  sta1s1cs	
  (since	
  October	
  2013)	
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RSE	
  Moderators:	
  Danijela	
  Szili,	
  Stella	
  Peckary,	
  Thomas	
  Bertrand	
  

273	
  members	
  (84	
  new	
  members	
  during	
  last	
  year)	
  
3	
  pa1ent	
  groups	
  featured	
  
24	
  ar1cles	
  (8	
  new	
  ar1cles	
  during	
  last	
  year)	
  
13	
  documents	
  
12	
  tes1monials	
  (6	
  new	
  tes1monials	
  during	
  the	
  last	
  year)	
  
88	
  forum	
  topics	
  (38	
  new	
  forum	
  topics	
  during	
  last	
  year)	
  
	
  
Data	
  below	
  is	
  since	
  last	
  year	
  (October	
  2013):	
  
	
  
Who	
  has	
  visited	
  the	
  ReH	
  Syndrome	
  Community	
  since	
  	
  
October	
  2013?	
  
11,438	
  unique	
  visitors	
  (+62%)	
  
	
  
What	
  do	
  they	
  do	
  when	
  they	
  visit?	
  
These	
  visitors	
  visit	
  2.22	
  pages	
  on	
  average	
  	
  

Where	
  are	
  visitors	
  to	
  your	
  community	
  coming	
  from?	
  
Top	
  10	
  countries	
  with	
  most	
  visitors	
  	
  
1. 	
  United	
  States	
  2,737	
  
2. 	
  Spain	
  1,191	
  
3. 	
  United	
  Kingdom	
  918	
  
4. 	
  Germany	
  696	
  
5. 	
  Italy	
  524	
  
6. 	
  Mexico	
  465	
  
7. 	
  France	
  384	
  
8. 	
  Australia	
  361	
  
9. 	
  India	
  342	
  
10. 	
  Ireland	
  338	
  
	
  
How	
  did	
  visitors	
  find	
  your	
  community?	
  
1. 	
  google 	
  7,487	
  
2. 	
  m.facebook.com	
  (mobile) 	
  1,471	
  
3. 	
  facebook.com 	
  1,298	
  
4. 	
  (direct) 	
  1,093	
  
5. 	
  eurordis.org	
  290	
  
6. 	
  re#syndrome.eu 	
  228	
  
7. 	
  re#.cz 	
  117	
  
8. 	
  bing 	
  98	
  
9. 	
  m.mail.naver.com 	
  85	
  
10. 	
  yahoo	
  	
  	
  72	
  



External	
  Influence	
  and	
  Advocacy	
  
•  AIM	
  3:	
  To	
  promote	
  as	
  a	
  representa1ve	
  European	
  
organisa1on,	
  the	
  interests	
  of	
  people	
  with	
  RTT	
  and	
  
families	
  

	
  à	
  	
  	
  Having	
  RSE	
  officially	
  in	
  the	
  network	
  of	
  European	
  ins:tu:ons	
  	
  
	
  	
  

1.   RSE	
  is	
  a	
  member	
  of	
  EURORDIS:	
  Allows	
  RSE	
  to	
  vote	
  at	
  
the	
  GA	
  of	
  EURORDIS	
  During	
  the	
  ECRD	
  (European	
  
Congress	
  for	
  Rare	
  Diseases),	
  Danijela	
  and	
  Thomas	
  in	
  
Berlin	
  (May	
  2014)	
  

à  RSE	
  was	
  granted	
  funds	
  in	
  EURORDIS	
  “Support	
  Rare	
  Disease	
  
Federa:ons”	
  2014	
  call	
  for	
  Eastern	
  European	
  countries	
  to	
  be	
  
able	
  to	
  aOend	
  today’s	
  RSE	
  General	
  Assembly	
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External	
  Influence	
  and	
  Advocacy	
  

Rare	
  Diseases:	
  an	
  EU	
  Public	
  Health	
  Priority	
   Improving	
  access	
  to	
  quality	
  care	
  

Improving	
  access	
  to	
  Orphan	
  Drugs	
  

Promote	
  Research	
  and	
  link	
  pa1ents	
  to	
  professionals	
  acrosss	
  country	
  borders	
  

Deal	
  with	
  ethical	
  issues	
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External	
  Influence	
  and	
  Advocacy	
  	
  
2.	
  EURORDIS	
  Training	
  resources:	
  	
  
§  Summer	
  School	
  June	
  on	
  «	
  pa1ent	
  advocates	
  in	
  clinical	
  trials	
  and	
  drug	
  

development	
  »	
  June	
  2014,	
  Barcelona,	
  Friðrik	
  Friðriksson	
  (Iceland)	
  
§  DEADLINE	
  FOR	
  2015	
  SUMMER	
  SCHOOL	
  IS	
  DECEMBER,	
  8	
  

3.	
  EURORDIS	
  Task	
  Force:	
  	
  
§  DITA	
  Drug	
  Informa1on	
  and	
  Transparency	
  Access	
  Task	
  Force,	
  Danijela	
  
4.	
  EUCERD	
  European	
  Union	
  Commi#ee	
  of	
  Experts	
  in	
  Rare	
  Diseases	
  –	
  Gérard	
  Nguyen	
  
5.	
  EMA	
  European	
  Medicine	
  Agency	
  (London):	
  	
  
§  Training	
  programs	
  for	
  pa1ents	
  and	
  pa1ents	
  advocates:	
  Pharmacovigilance	
  

Workshop	
  
6.	
  EUnetHTA	
  European	
  network	
  for	
  Health	
  Technology	
  Assessment:	
  
§  Europe	
  HTA2.0	
  Teaming	
  up	
  for	
  Value,	
  October	
  2014,	
  Roma,	
  Danijela	
  (EUnetHTA	
  

and	
  Eurordis	
  fellowships)	
  
7.	
  EUPATI	
  European	
  Pa1ents	
  Academy	
  on	
  Therapeu1c	
  Innova1on:	
  	
  
§  Workshops	
  organised	
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Our	
  Network	
  
•  AIM	
  4:	
  To	
  Expand	
  RSE	
  to	
  all	
  European	
  Countries	
  
and	
  to	
  assist,	
  if	
  necessary,	
  in	
  the	
  crea1on	
  of	
  
na1onal	
  associa1ons	
  

1.  Macedonia	
  
2.  Bulgaria	
  
3.  Cyprus	
  
4.  Armenia	
  
5.  Moldova	
  
6.  Albania	
  

	
  à44	
  contacts	
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18/05/2013	
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18/05/2013	
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2011	
  

2012	
  

2010	
  

44	
  European	
  contacts	
  
	
  in	
  2014	
  

2012	
  

2007	
  	
  

2014	
  



	
  AIM	
  5:	
  To	
  promote	
  research	
  into	
  Re#	
  syndrome	
  

h#p://www.re#databasenetwork.org	
  

«The	
  aim	
  of	
  this	
  project	
  is	
  to	
  connect	
  the	
  
already	
  exis1ng	
  databases	
  and	
  to	
  create	
  a	
  
unified	
  repository	
  […]	
  The	
  data	
  will	
  be	
  
accessible	
  to	
  the	
  par1cipants	
  and	
  to	
  the	
  
scien1fic	
  community	
  according	
  to	
  rules	
  
that	
  assure	
  transparency	
  and	
  equity	
  […]	
  
This	
  interna1onal	
  effort	
  will	
  be	
  of	
  great	
  
value	
  in	
  order	
  to	
  perform	
  genotype-­‐
phenotype	
  correla1ons,	
  to	
  study	
  modifier	
  
genes,	
  and	
  to	
  select	
  subgroups	
  of	
  pa1ents	
  
for	
  clinical	
  trials.»	
  

20	
  

Oliviero	
  Dell’Oro	
  (Italy)	
  
Jordi	
  Serra	
  (Catalonia)	
  

(+6%)	
  



	
  AIM	
  5:	
  To	
  promote	
  research	
  into	
  Re#	
  syndrome	
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6,162	
  million	
  euros	
  

h#p://ec.europa.eu/programmes/horizon2020/en/
h2020-­‐sec1on/marie-­‐sklodowska-­‐curie-­‐ac1ons	
  



	
  AIM	
  5:	
  To	
  promote	
  research	
  into	
  Re#	
  syndrome	
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Marie	
  Curie	
  ITN	
  (Innova1ve	
  Training	
  Network):	
  "Networked"	
  for	
  Re#	
  (RETT-­‐net)	
  
	
  
Par1cipants	
  are	
  the	
  major	
  European	
  centers	
  working	
  on	
  Re#	
  syndrome	
  in	
  Italy	
  (Siena),	
  France,	
  UK	
  (Cardiff),	
  Israel,	
  
Hungary	
  and	
  Spain.	
  
	
  
The	
  aim	
  of	
  the	
  program	
  is	
  the	
  ac1vity	
  in	
  the	
  field	
  of	
  Re#	
  syndrome	
  to	
  foster	
  exchanges	
  of	
  relevant	
  experience,	
  policies	
  
and	
  prac1ces	
  between	
  European	
  countries	
  including:	
  
	
  
-­‐Enhancing	
  the	
  visibility	
  and	
  recogni1on	
  of	
  the	
  interna1onal	
  registry,	
  Re#	
  Networked	
  Database	
  and	
  improve	
  accuracy	
  
of	
  data	
  
-­‐Connec1ng	
  the	
  Re#	
  Networked	
  Database	
  to	
  biobank	
  resources	
  
-­‐Contribu1ng	
  to	
  the	
  development	
  and	
  dissemina1on	
  of	
  knowledge	
  on	
  Re#	
  syndrome	
  through	
  to	
  the	
  support	
  of	
  
pa1ents'	
  associa1on	
  
-­‐Contribu1ng	
  to	
  improvements	
  in	
  access	
  to	
  quality	
  services	
  from	
  diagnosis	
  to	
  care	
  
	
  
The	
  plan	
  is	
  to	
  recruit	
  researchers	
  for	
  filling	
  the	
  Re#	
  networked	
  database,	
  improve	
  the	
  biobanks	
  and	
  offering	
  them	
  a	
  
training	
  in	
  Re#	
  (at	
  least	
  7	
  for	
  a	
  period	
  of	
  3	
  years)	
  in	
  a	
  way	
  that	
  each	
  center	
  has	
  at	
  least	
  1	
  MD	
  per	
  year.	
  Each	
  center	
  will	
  
have	
  1800	
  Euros	
  per	
  month	
  in	
  order	
  to	
  plan	
  forma1on	
  (the	
  recruitment	
  of	
  researchers	
  to	
  be	
  trained;	
  training	
  and	
  
networking	
  costs,	
  organiza1on	
  of	
  joint	
  ac1vi1es	
  and	
  conferences;	
  management	
  and	
  overheads).	
  	
  



	
  AIM	
  5:	
  To	
  promote	
  research	
  into	
  Re#	
  syndrome	
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THANK	
  YOU!	
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