
Visit	
  your	
  
doctor…	
  

The	
  doctor	
  
does	
  some	
  
tests…	
  

…and	
  says:	
  	
  
you	
  have	
  

	
  	
  	
  	
  anaemia!	
  

The	
  doctor	
  
prescribes	
  	
  
	
  	
  iron	
  pills…	
  

	
  	
  You	
  have	
  a	
  
Rare	
  Anaemia	
  	
  

You	
  feel	
  
ill…	
  

The Rare Anaemias  
a clinical challenge 

ENERCA	
  
EUROPEAN	
  NETWORK	
  FOR	
  
RARE	
  AND	
  CONGENITAL	
  

ANAEMIAS	
  	
  



1. ANAEMIA WITH A PREVALENCE < 5 / 10.000 IN EUROPE  

2. NOT DUE TO IRON DEFICIENCY 

3. CONGENITAL ORIGIN IN MORE THAN 80% OF CASES  

4. UNKNOWN AETIOLOGY IN ABOUT 30% OF CASES  

5. KEY CLINICAL SIGN OF MORE THAN 62 RARE DISEASES   

	
  WHAT	
  IS	
  A	
  RARE	
  ANAEMIA	
  ?	
  
UNA	
  ANEMIA	
  RARA?	
  



	
  
•  BLOOD	
  TRANSFUSIONS	
  AND	
  IRON	
  CHELATING	
  ARE	
  ,IN	
  	
  GENERAL,	
  

THE	
  	
  ONLY	
  THERAPEUTIC	
  OPTIONS	
  

•  PREVENTIVE	
  ACTIONS	
  TO	
  REDUCE	
  ITS	
  FREQUENCY	
  AND	
  TO	
  ACHIEVE	
  
AN	
  EQUILIBRIUM	
  BETWEEN	
  MORBIDITY	
  AND	
  PATIENT’S	
  QUALITY	
  
OF	
  LIFE	
  	
  ARE	
  FREQUENTLY	
  REQUIRED	
  (Newborn	
  screening	
  
programs)	
  	
  

•  MORE	
  THAN	
  500.000	
  CHILDREN,	
  WORLDWIDE,	
  BORN	
  	
  WITH	
  A	
  RARE	
  
ANAEMIA	
  ,	
  MAINLY	
  	
  DUE	
  TO	
  :	
  	
  	
  	
  
	
  	
  	
  	
  	
   	
   	
  	
  
– 	
  	
  THALASAEMIA	
   	
   	
  (Mediterranean	
  Anaemia)	
  
– 	
  	
  SICKLE-­‐CELL	
  DISEASE	
   	
  (Sickle-­‐Cell	
  Anaemia)	
  

THE	
  	
  RARE	
  ANAEMIAS	
  IN	
  THE	
  	
  CONTEXT	
  	
  OF	
  RARE	
  DISEASES	
  



	
  
	
  
Phase	
  I	
  (2002	
  –	
  2004)	
  
	
  
" First	
  network	
  of	
  experts	
  
" Clear	
  and	
  concise	
  informa6on	
  
" Protocols	
  for	
  diagnosis	
  
" Congenital	
  anaemias	
  only	
  
	
  
	
  

Co-­‐funded	
  by	
  the	
  Health	
  	
  
Programme	
  of	
  the	
  European	
  Union	
  

THE	
  ENERCA	
  PROJECT	
  	
  
crea6ng	
  an	
  NETWORK	
  since	
  2002	
  	
  

	
  
Phase	
  II	
  (2005	
  –	
  2008)	
  

"  Network	
  Consolida6on	
  
" Haemoglobinopathies	
  database	
  
"  Dissemina6on	
  and	
  awareness	
  
"  Congenital	
  and	
  acquired	
  	
  anaemias	
  

	
  

Phase	
  III	
  (2009	
  –	
  2012)	
  

 
"  Social awareness 
"  Patient’s empowerment 

"   White Book "  Guidelines 
 



Online e-health Platforms on  
           rare anaemias 

www.enerca.org 

Co-­‐funded	
  by	
  the	
  Health	
  	
  
Programme	
  of	
  the	
  European	
  Union	
  

Phase	
  	
  IV	
  (	
  2013-­‐2016)	
  	
  :	
  ICT	
  tools	
  implementarion	
  	
  



THE	
  ENERCA	
  PROJECT	
  	
  (2002-­‐2012)	
  	
  
	
  

ENERCA	
  nourished	
  by	
  all	
  the	
  concepts	
  and	
  
inifafves	
  surrounding	
  rare	
  diseases	
  	
  developed	
  
in	
  Europe	
  along	
  its	
  	
  10	
  years	
  of	
  life	
  	
  	
  



PILOT	
  EUROPEAN	
  REFERENCE	
  NETWORKS	
  FOR	
  RARE	
  DISEASES	
  FINANCED	
  BY	
  	
  	
  	
  
	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  THE	
  EUROPEAN	
  COMISSION	
  	
  

ENERCA	
  :	
  
	
  	
  	
  	
  	
  	
  	
  	
  	
  A	
  highway	
  to	
  the	
  future	
  



Over	
  90	
  health	
  professionals	
  
from	
  up	
  to	
  18	
  European	
  countries	
  
also	
  including	
  Eastern	
  countries	
  

STRATEGY : Identification of expert centres in rare anaemias 

12	
  Associated	
  Partners	
  	
  
14	
  Collabora6ng	
  Partners	
  	
  
>	
  30	
  Affiliated	
  Members	
  	
  

ENERCA	
  PROJECT	
  



UPV	
  
Spain	
  
WP7	
  

CHUM	
  
France	
  
WP5	
  

TIF	
  
Cyprus	
  
WP4	
  

Execufve	
  Consorfum	
  

Efcal	
  &	
  Legal	
  issues	
  
Pafents	
  

Learning	
  	
  

Registry	
  

e-­‐Health	
  
H.	
  ERASME	
  
Belgium	
  
WP6	
  

H.CLINIC	
  
Spain	
  

WP1/2/3	
  
Coordinafon	
  



	
  
	
  

To	
  increase	
  the	
  efficacy	
  of	
  diagnosis,	
  
treatment	
  and	
  follow	
  up	
  of	
  pa6ents	
  	
  …	
  	
  

	
  
To	
  reduce	
  health	
  inequalifes	
  in	
  the	
  

diagnosis	
  and	
  preven6on	
  of	
  major	
  rare	
  
anaemias 

	
  

Helping	
  the	
  Doctor=	
  Helping	
  the	
  Pafent	
  	
  

ENERCA	
  MAIN	
  POLICY	
  



Moving	
  forward	
  the	
  crea6on	
  of	
  a	
  	
  
European	
  Reference	
  Network	
  	
  (ERN)	
  

in	
  Rare	
  Anaemias	
  (RAs)	
  

	
  How	
  to	
  reduce	
  health	
  inequalifes	
  ?	
  

Available	
  soon	
  through	
  ENERCA	
  website	
  

NETWORKING 

•  Medical	
  &	
  Technical	
  
•  Legal	
  &	
  Ethical	
  	
  
•  Pafents	
  Expecta6ons	
  	
  

Prepared on the basis of three main issues 



The	
  White	
  Book	
  

Analysis	
  of	
  controversial	
  issues	
  in	
  
the	
  three	
  main	
  aspects:	
  

Discussion	
  of	
  results	
  and	
  
preparing	
  a	
  report…	
  	
  	
  

Final	
  discussion	
  and	
  
consensus	
  proposal…	
  

Legal	
  &	
  Ethical	
  	
  

Medical	
  &	
  Technical	
  	
  

Pafents’	
  Expectafons	
  

Report	
  &	
  Dran	
  
	
  recommendafons	
  

Report	
  &	
  Dran	
  
	
  recommendafons	
  

Report	
  &	
  Dran	
  
	
  recommendafons	
  

Final	
  	
  
Consensus	
  	
  

Recommendafons	
  	
  
Proposal	
  

Directive 2011/24/EU on the application of patients’ rights in cross-border healthcare 	
  



Pafents’	
  Expectafons	
  

Quesfon	
  	
   Number	
  of	
  
pafents	
  

	
  	
  	
  
Percentage	
  

None	
   45	
   10.84%	
  

1-­‐5	
  days	
   37	
   8.91%	
  

6-­‐10	
  days	
   20	
   4.82%	
  

11-­‐15	
  days	
   48	
   11.57%	
  

16	
  or	
  more	
  days	
   213	
   51.33%	
  

No	
  reply	
   52	
   12.53%	
  

1.	
  Availability	
  of	
  transfusion	
  

2.	
  School	
  teaching/working	
  days	
  lost	
  annually	
  	
  
due	
  to	
  the	
  treatment	
   

Answers	
  received	
  
from	
  415	
  pafents	
  
from	
  14	
  European	
  
countries	
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Pafents’	
  Expectafons	
  

3.	
  Priorifes	
  according	
  to	
  pafents	
  	
  

Quesfon	
  
%	
  of	
  "Strong	
  
support"	
  

Coordinated	
  team	
  with	
  experienced	
  doctor	
  in	
  charge	
   71,1	
  

Doctor	
  who	
  understands	
  pafents’	
  needs	
   67,5	
  

Discuss	
  treatment	
  plans	
   62,4	
  

Experience	
  /	
  technical	
  support	
  for	
  diagnosis	
  and	
  complicafons	
   61	
  

Mulfdisciplinary	
  care	
  	
   60	
  

To	
  follow	
  best	
  pracfce	
  guidelines	
  	
   58	
  

Confnuity	
  of	
  care	
   52,5	
  

Staff	
  arenfon	
  to	
  pafent	
  concerns	
   50,6	
  

Network	
  of	
  expert	
  centres	
  nafonally	
   50,4	
  



www.enerca.org	
  

e-­‐learning	
  e-­‐learning	
   e-­‐learning	
  Registry	
  
(Cyprus)	
  

Learning	
  
(France)	
  

e-­‐Health	
  
(Belgium)	
  

Health	
  professionals,	
  Health	
  Authorifes	
  and	
  other	
  	
  

	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  Pafents	
  

ENERCA	
  Professional	
  Plasorms	
  

The	
  three	
  professional	
  PlaNorms	
  are	
  designed,	
  developed	
  and	
  tested	
  within	
  the	
  

	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  ENERCA	
  Website	
  	
  



www.enerca.org	
  
	
  

•  Full	
  use	
  of	
  RA-­‐ERN	
  services	
  	
  
•  Reliable	
  and	
  updated	
  informa6on	
  	
  	
  
•  Training	
  &	
  Educa6onal	
  Material	
  
•  News	
  and	
  Agenda	
  (NewsleRer)	
  
•  Easy	
  access	
  to	
  the	
  new	
  IT	
  tools	
  	
  	
  

ENERCA	
  website	
  



Up	
  to	
  62	
  Rare	
  
diseases	
  with	
  
anaemia	
  as	
  key	
  
clinical	
  simptom	
  

Informafon	
  is	
  
directly	
  nourished	
  
from	
  professionals	
  
and	
  pafents	
  profiles	
  





Find	
  your	
  Centre	
  











And	
  more…	
  

Educafonal	
  
Material	
  

ENERCA	
  for	
  Pafents	
  	
  



Video	
  on	
  prevenfon…..genefc	
  counseling…	
  

English
,	
  Spanis

h	
  

Portugu
ese,	
  

Italian,
	
  French

	
  and	
  more	
  	
  



Flowchart	
  



ENERCA	
  for	
  Professionals	
  	
  



ENERCA	
  for	
  Professionals	
  	
  



ENERCA	
  for	
  Professionals	
  	
  



ENERCA	
  for	
  Professionals	
  	
  



ENERCA	
  for	
  Professionals	
  	
  



Free	
  Webcasfng	
  
trainings	
  courses	
  

ENERCA	
  for	
  Professionals	
  	
  

And	
  more…	
  



and	
  more…	
   European	
  Symposium	
  on	
  Rare	
  
Anaemias	
  in	
  collaborafon	
  with	
  

pafents	
  

Next	
  Edifon:	
  	
  	
  
The	
  Netherlands,	
  2015	
  	
  	
  	
  	
  

ENERCA	
  for	
  Professionals	
  	
  



	
  	
  	
  	
  	
  	
  	
  	
  The	
  new	
  ongoing	
  Project:	
  	
  e-­‐ENERCA	
  	
  	
  	
  	
  
	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  

Informafon	
  &	
  Communicafon	
  
	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  TOOLS	
  



"   Poor	
  implementafon	
  of	
  data	
  collecfon	
  and	
  analysis	
  systems	
  	
  	
  

"   Great	
  variability	
  across	
  Europe	
  to	
  access	
  cer6fied	
  and	
  
updated	
  informa6on	
  	
  	
  

"   Deep	
  inequalifes	
  among	
  countries	
  for	
  diagnosis,	
  preven6on	
  
and	
  clinical	
  care	
  of	
  pa6ents	
  	
  

e-­‐Registry	
  

The	
  three	
  main	
  reasons	
  for	
  	
  
	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  e-­‐health	
  plasorms	
  	
  

e-­‐Learning	
  

Telemedicine	
  



Some rare anaemias are not so rare: Haemoglobinopathies 

hRp://www.sxc.hu/photo/1380779	
  	
  

e-­‐Registry:	
  	
  The	
  challenge	
  of	
  epidemiology	
  	
  
	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  in	
  rare	
  anaemias	
  

•  Haemoglobinopathies	
  are	
  today	
  the	
  most	
  
common	
  gene6c	
  disorders	
  in	
  Europe.	
  

•  Over	
  330,000	
  affected	
  children	
  with	
  major	
  	
  
haemoglobinopathies	
  are	
  born	
  worldwide	
  each	
  
year.	
  

•  1%	
  of	
  couples	
  are	
  at	
  risk	
  of	
  having	
  a	
  newborn	
  
with	
  a	
  severe	
  syndrome.	
  

•  There	
  are	
  poor	
  data	
  on	
  their	
  precise	
  prevalence,	
  
overall	
  burden	
  and	
  trends. 



e-­‐	
  ENERCA	
  acfon	
  for	
  registry	
  

Main	
  targets	
  
•  Inventory	
  of	
  expert	
  centres	
  	
  	
  
•  Electronic	
  record	
  of	
  health	
  data	
  	
  
•  Epidemiological	
  surveillance	
  	
  
•  Relevant	
  clinical	
  informafon	
  	
  
	
  

hRp://www.sxc.hu/photo/1139316	
  	
  

Androulla	
  Ele,heriou	
  (TIF)	
  
Michael	
  Angas8nio8s(TIF)	
  

(Cyprus)	
  



Pafent’s	
  global	
  
management	
  	
  

differs	
  between	
  
countries	
  

hRp://www.sxc.hu/photo/1139316	
  	
  

e-­‐Learning:	
  The	
  challenge	
  of	
  knowledge	
  
	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  in	
  rare	
  anaemias	
  



e-­‐ENERCA	
  acfon	
  for	
  educafon	
  	
  

Main	
  targets	
  
	
  

•  Harmoniza6on	
  of	
  medical	
  CV	
  
•  Con6nuing	
  medical	
  educafon	
  	
  
•  On-­‐line	
  modules	
  for	
  teaching	
  (*)	
  
•  e-­‐learning	
  modules:	
  	
  
	
  	
  	
  	
  	
  	
  Training	
  courses	
  and	
  workshops	
  
	
  	
  	
  	
  	
  	
  	
  Recommenda6ons	
  	
  
	
  	
  	
  	
  	
  	
  	
  Self	
  training/self	
  assessment	
  
	
  	
  	
  	
  	
  	
  	
  Interac6on	
  with	
  experts	
  (link-­‐Telemedicine)	
  	
  

hRp://www.sxc.hu/photo/987822	
  	
  

Patricia	
  Aguilar	
  (CHUM)	
  
(France)	
  

* Complementary to on-site training modules 



•  About	
  30%	
  of	
  rare	
  anaemias	
  remain	
  
undiagnosed	
  or	
  misdiagnosed	
  

•  Treatment,	
  gene6c	
  counselling	
  and/
or	
  prognosis	
  are	
  missing	
  or	
  
incomplete	
  

•  Scarce	
  exper6se	
  in	
  diagnosis	
  creates	
  
pafent’s	
  and	
  family	
  anxiety	
  	
  

Telemedicine:	
  The	
  challenge	
  of	
  diagnosis	
  	
  	
  
	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  	
  in	
  rare	
  anaemias	
  

hRp://www.sxc.hu/photo/1078182	
  	
  



Main	
  targets	
  
•  Increase	
  communicafon	
  and	
  

sharing	
  of	
  clinical	
  knowledge	
  	
  
•  Promote	
  experts	
  to	
  share	
  on-­‐line	
  

discussions	
  
•  Allow	
  an	
  earlier	
  and	
  more	
  accurate	
  

diagnosis	
  and	
  pafents	
  follow-­‐up	
  
•  Facilitate	
  research	
  by	
  storing	
  large	
  

volume	
  of	
  data	
  and	
  images	
  	
  
•  Decrease	
  health	
  care	
  costs	
  
	
  

hRp://www.sxc.hu/photo/1155570	
  	
  

Béatrice	
  Gulbis	
  (ERASME)	
  
(Belgium)	
  

e-­‐ENERCA	
  acfon	
  for	
  tele	
  medicine	
  



•  Na6onal	
  recogni6on	
  of	
  centers	
  of	
  exper6se	
  
•  RA-­‐ERN	
  recogni6on	
  by	
  European	
  Comission	
  
•  Na6onal	
  and	
  European	
  economical	
  support	
  

ENERCA	
  challenge	
  	
  
	
  	
  	
  	
  	
  	
  	
  	
  	
  for	
  	
  ERN	
  long	
  term	
  sustainability	
  (1)	
  

hRp://www.sxc.hu/photo/1437890	
  	
  



Main	
  Targets	
  

•  Promote	
  the	
  recogni6on	
  of	
  
Centres	
  of	
  Experfse	
  on	
  RAs	
  
and	
  the	
  RA-­‐ERN	
  	
  

•  Entry	
  into	
  force	
  of	
  the	
  
Direcfve	
  2011/24/EU	
  on	
  
the	
  applica6on	
  of	
  pa6ents’	
  
rights	
  in	
  cross-­‐border	
  
healthcare.	
  	
  

hRp://www.sxc.hu/photo/469047	
  	
  

ENERCA	
  challenge	
  	
  
	
  	
  	
  	
  	
  	
  	
  	
  for	
  	
  ERN	
  long	
  term	
  sustainability(2)	
  



•  Iden6fica6on	
  of	
  key	
  players	
  in	
  each	
  
country:	
  
•  Responsible	
  person	
  of	
  a	
  medical	
  

center	
  
•  Na6onal	
  Authority	
  involved	
  in	
  the	
  

na6onal	
  plans	
  for	
  RD	
  
•  Professional	
  involved	
  in	
  RA	
  diagnosis	
  

and	
  management.	
  
•  Presenta6on	
  of	
  the	
  ENERCA	
  White	
  Book	
  

Recommenda6ons	
  for	
  recogni6on	
  of	
  
Centres	
  of	
  Exper6se	
  

hRp://www.sxc.hu/photo/469047	
  	
  

e-­‐ENERCA	
  acfon	
  for	
  sustainability	
  
Carlos	
  Romeo	
  (UPV/EHU)	
  
Pilar	
  Nicolas	
  (UPV/EHU)	
  



NOW:	
  	
  
ENERCA	
  offers	
  a	
  solid	
  plasorm	
  to	
  
develop	
  mulfdisciplinary	
  	
  IT	
  
inifafves	
  for	
  tackling	
  rare	
  
anaemias...	
  

e	
  ENERCA	
  :	
  
	
  	
  	
  	
  	
  	
  	
  	
  	
  A	
  highway	
  to	
  the	
  future	
  



www.enerca.org Co-­‐funded	
  by	
  the	
  Health	
  	
  
Programme	
  of	
  the	
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