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European Network for Rare and Congenital Anaemias

THE FIRST EUROPEAN NETWORK FOR STUDYING ANAEMIAS

INTRODUCTION

ENERCA is co-funded by the DG-SANCO of the European Cossion for the creation of a network
focusing on the study of infrequent anaemias. MA@ aim is to contribute to the immediate detettio
of these, by improving knowledge, diagnosis andicdil treatment provided to the patients. At the
same time it is intended to develop efficient praixe measures that will contribute to reduce their
dissemination. At this timeENERCA constitutes a European network with a participatd 50
experts from 7 EU Member States: Germany, Belgif@pain, France, Italy, Portugal, Cyprus.

In order to reach its objectives we have the follmWVork Instruments:
Web Portal
Data Base.

The Web Portal is powered via Interneidyvw.enerca.orpgand facilitates information to patients and
their families/carers on all aspects related tar ileess.

The data base has restricted access for professieakth providers and experts and is interactikat

IS, up to date information is provided and it isgible to contribute to keeping it updated. Thenef
doctors in primary healthcare can obtain complet@ eliable information and, when they ask for
them, guidelines as to how to diagnose or tregpexiic illness. Contact is made easier between
General Practitioners, diagnosis centers and exgerthey may exchange knowledge and information
and even share consultations of patients.

ENERCA started out in 2003. During the current procesdab& collection we have noticed important
differences between countries relating to the seraffered to the patients as well as the inforomati
received by healthcare personnel. In this seBEERCA has already initiated a process for
standardizing these important services for patiesitts anaemias that are difficult to diagnose.

SO-CALLED “RARE ANAEMIAS”

Anaemiais one of the prime concerns in clinical and hemogfical practices. This high prevalence is
nearly always due to a lack of maturative factpesticularly iron, folic acid or vitamin B12 andetin
importance is validated by programmes establishethé World Health Organisation (WHO) for the
diagnosis, treatment and prevention of anaemiasecally malnutrition in developing countries. Apart
from this prevalent group of anaemias, there igk@rp minority group that nearly always suffersiro
congenital defects of the erythrocyte or of thelegpoiesis. This last group of uncommon anaensias i
also known as “rare” anaemias as they form patth@fso-called “rare diseases” which incidence e th
population is less than 5 cases per 10,000 biffthe to this low incidence of “rare anaemias” tlaesy,

in many EU countries, “orphan” diseases becausemigtis their existence unknown they do not have
any specific treatment. Many physicians and sfistsaconsider them an irrelevant clinical problem
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leaving the patients suffering from them withowatiment as they can find no-one who can offer them
a solution. At the same time the pharmaceuticdlistry shows little interest in making up medicines

that are destined to very small groups of pati¢imés do not guarantee an appropriate profit margin
(orphan medicines).

These observations are, in truth, simply a conssrpief the ignorance of the real problem because,
although on a local scale these illnesses arerequént, when the whole of the European Union is
considered they constitute a health problem ofipubterest. An example is in haemoglobinopathies,
in particular sickle cell disease the frequencywtiich is on the increase due to the high level of
immigration found in many EU countries. This exp#athe impulse that is currently being
experienced by studies focusing on prompt dete@mhgenetic counseling. Only recently the World
Health Organization (WHO) has published a resofugxhorting EU Member States to implement
preventive systems to combat haemoglobinopathidstlamassaemias based on neo-natal screening
and the development of molecular biology procedures

From all of this one can see the need foEwopean Network promoting knowledge of rare
anaemiasand awareness of the problems arising due to #erade that, at the same time, justifies the
approval by the European Commission of a PublidtHd®G SANCO) project that intended to create
one ENERCA) and that has, in fact, succeeded.

ENERCA AIMS

In the process of diagnosing so-called "RARE ANARE! a vicious cycle is nearly always produced
that is only broken when the patient or their faesilfind a physician who is capable of establishirey
correct diagnosis. Often this does not happen,ocatyglwhen lucky, not until several years have gone
by that, for the patient and family, constitutesd@rnity.
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ENERCA is managing to break this cycle by offering usefiibrmation for the physicians looking
after these patients to raise their knowledge efghthology that in the majority of cases, hasoseri
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repercussions in the families and, in this wayphkém to find a solution to the clinical problefhe
main aim, therefore, NERCA is to create as complete a data base as posbitle these anaemias
that can be used both for the health sector (germmectitioners, family doctors, specialists,
researchers, and health professionals in genemdlYa the patients and their families and/or Healt
carers. At a later stage, the data base coulddeanedicines, vitamin complexes, and other treatisne
that have been successful for fighting these desgdegether with information on how to find thean,
even better, who commercialises them.

When there is a serious drop in the standard ofdiof the patientENERCA must also be in contact
with patient associations or groups in order tovgte all support possible to contribute to a cdrrec
diagnosis and treatment. In the majority of cabesabsence of efficient treatment makes it everemo
necessary to have a prompt diagnosis and to catrgemetic counseling that will allow for prevemtiv
measures to be taken to limit the spreading ofiteease. Nowadays, thanks to Internet, it is ptessi

to provide information on the most recent advamoasle in the areas of such diseases in all aspects,
both in diagnosis and, eventually, therapeutic nmesess

Another priority aim for ENERCA is to collect andogess the maximum amount of information
possible on all uncommon or “rare” diseases — comgeor not — where anaemia constitutes the
fundamental clinical manifestation (guiding sign).This information is processed following
consensuated criteria laid down by the partneteemnetwork. The data base is to be establishéd wi
the basic project guidelines and with common objest

- to provide information to health professionalsjgrats and families,

- to promote communication among experts for theeb&tiowledge of these ilinesses, and

- to provide a more efficient service to those whibesitirom them.

WORK INSTRUMENTS

Web Portal

This is provided at the moment in English and ti@iens are being done into the languages
represented by the project beneficiaries and wighaim of including other European languages. At
the moment there is access to the following infaroma

Rare AnaemiasClear, precise definitions in simple language aodessible by the patient for each of
the illnesses covered by the umbrella term of “ran@emia”. Work is currently on providing an
alphabetical list of illnesses where the descriptisay be accessed with a click. The definitiores ar
constantly being revised and changed in orderttorethe “simple language”. A search facility wok
added that will provide searching by category @cdpr iliness.

Expert CentresA list of organisms, usually hospitals but alpecalised laboratories for the diagnosis
and eventual treatment of this kind of illness. ef'tare grouped by country with information on the
services they provide, the experts available aadlliress they specialise in. This is also beipdaied
continuously.

Patient AssociationsA list of associations or corporate organismst st in each country for
looking after the social aspects of managing a aasemia that includes; organisation and planrang,
personal and family support.
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“Medical Alert Card (MAC). This is simply an informative card thatlti® information about the
illness suffered by the patient. Information po®d includes the name of the doctor in charge laed t
centre they attend, as well as a telephone nundveerhergencies. It is advisable for the patient to
carry it with them at all times as it is very udefthen they have to see a different doctor or go to
another centre. The MAC can be downloaded dirdatiy ENERCA web page by their own doctor.

Links: Easy access to other pages related to rare dis€Asmemias, Support Groups, Official
Organisations, Haematology, etc). Other links malylead to pages directly related to rare anaemias
but they may be useful for getting information tethto handling the disease.

Data Base

Designed exclusively in English, it is only accessiby professional people with a password. Its ai
Is to allow access to the information containethim data base and to facilitate the communicatieh a
networking among the experts. E Access is carngdyp extranet and registry, that is free, andoise
“on-line” immediately. The information accessillg this means is technical or scientific in nature:

Specialist Centres and Expert#\ list of centres that specialise in these ilsesand the experts in
different congenital anaemias, classified by sp#giacountry and city. This option facilitateseth
exchange of biological samples, documents as weaha@inter-consultation of patients.

“On-line” Forum: It is possible to take part in the on-line forum exchange opinions, clarify
concepts, consult clinical cases and to generaldyesexperiences, research results and to come to a
consensus on diagnosis procedures. This forumribotds to the improvement of patient care,
facilitates the development of research projectayiding duplicity and optimising the resources of
each centre in favour of research into this kingathology in a coordinated and cooperative way.

Newsletter Periodically a bulletin is published that refletiie latest advances related to different Rare
Anaemias and Haemoglobinopathies. At this timeetlage three newsletters available:

December 2006 - New Knowledge On Rare AnaemiaspiR&pom The European Iron Club Meeting
June 2007 - Congenital Dyserythropoietic Anaemias

December 2007 - Microcytosis Revisited: Lesson Fikéumine Models

The next newsletter will be uploaded in January8@@h the title:

January 2008 - Neonatal Screening For Haemoglohihags In The European Union

Epidemiological Information: It is intended to publish periodically data ondemiology of the
causes of anaemia in different European Union MerShates.

Medical Alert Card: Doctors are now able to fill in this card for theatients and print it off so that
the patient can carry it with them at all times.hefle is also a facility to save the non-personal
information for statistical use. Used properly ardpecting the principle of confidentiality of ttéa
related data, it provides us with information abrare anaemias (epidemiology, statistics, aspatts o
diagnosis and molecular biology). At the same tigaeh expert has the capability, if they so wish,
update the data base with data on their own patibat will benefit their own healthcare activity.
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THE FUTURE

ENERCA is currently passing through its second phasncentrating on the consolidation of the
network. At the end of this stage it is foresesrdntinue with a third phase where the main aitth wi
be to consolidate recognition of the network by Huropean Commission as a European Network of
Reference for research into Rare Anaern(iasopean Reference Network for Rare Anaemias).

To do this, following the Resolution of the Europgaommission based on the agreements of the Rare
Disease Task Force (RDTF), European centres wipergnce in the diagnosis and treatment of rare
anaemias in the EU will be identified and a nexossolidated among them. This will facilitate the
development of a group of objectives addressingirtt@rovement of healthcare for the patients of
these illnesses and that will include the promotbrepidemiological activities and of public health
the implementation of diagnostic procedures andeitablishment of information circuits among the
experts.

At the same time activities will be supported thetmote patient participation (Patient Associatjons
and that will provide improved knowledge about thiness.

Due to increased awareness of the network, manfegsionals have already expressed their wish to
belong to the network in order to take advantagésdienefits and to actively participate in theqass

of consolidation. The success of ENERCA lies itivacparticipation and the possibility of obtaining
appropriate funding. For the third phase of thejgmt we already have 26 constituent members
(associate partners) and 15 collaborating partdestsibuted all over the EU, including accession
countries and Russia. In order to guarantee theimtoty of ENERCA, action must be taken
(lobbying) by all interested parties and their Goveents.

1) Each EU country should carry out an informatmampaign to publicise as much as possible
knowledge of the existence BNERCA in all areas oprimary healthcare

2) Obtain further co-financing from the EC in arde finally consolidate and recognise ENERCA as
an "European Reference Network (ERN)" for rare anaemias, which function (apart from plélic
health issue of epidemiological vigilance) must be:

Provide information and organise courses on thacali, epidemiological, physiopathological,
genetical and molecular aspects of erythrocyteeathropoiesis congenital pathologies.
Research into and organise courses on the meclsaritsah are involved in the genetical
regulation of erythropoiesis and of the mechanisfrotein synthesis in general.

Provide the possibility of creating a European aede and knowledge area for rare anaemias
and to allow the study of this important cause lobd pathology to be placed where it really
belongs.

Place the foundation for the creation of an DNAlb#rat would be a reference centre for all
European groups interested in it.

3) It is important thatGovernments make a decisive bid in favour of guaranteeing ac®wof co-
financing of their own on a permanent level. Itwsll known that the public bodies dedicate
resources to large infrastructures for biomedieakarch (the so-called “scientific parks") but they
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do not help groups carrying out research activitieshe field of diagnosisn vitro in clinical
laboratories or universities.

WHAT IS NEXT?

Cyprus will host the next ENERCA Symposium in 200§March 13-14) with an exciting and rich
scientific program brought to you by well known coleagues in the Rare Anaemias field. First
Announcement, Preliminary Programme and Registratio details are now available on our Web
page.
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