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Definition of a rare disease

* A condition affecting less than one person
in 2000

 The European Commission on Public Health defines rare
diseases as "life-threatening or chronically debilitating
diseases, which are of such low prevalence that special
combined efforts are needed to address them (CE
141/2000).
« Impairment of the vital prognosis in half of all cases,
responsible for 35% death before age of 1 year old, 10%
between 1 and 5 years old and 12% between age 5-15.




It is estimated that between 5,000 and 8,000 distinct rare
diseases exist today (about 80% of genetic origin)

Due to the great number of rare diseases, their low

prevalence and their extreme heterogeneity, rare
diseases represent by definition an area of research that
has to be developed at international level and that needs
a common language for communication between the
multiple actors in this field, professionals and
patients
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(Acts whose publication is obligatory)

DECISION No 1295/1999/EC OF THE EUROPEAN PARLIAMENT AND OF
THE COUNCIL

of 29 April 1999

adopting a programme of Community action on rare diseases within the frame-
work for action in the field of public health (1999 to 2003)

THE EUROPEAN PARLIAMENT AND THE COUNCIL recognised as less than § per 10000 in the
OF THE EUROPEAN UNION, Community,

http://eur-lex.europa.eu/pri/en/oj/dat/1999/ 155/ 15519990622en00010005.pdf
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DECISIONS ADOPTED JOINTLY BY THE EUROPEAN PARLIAMENT AND THE
COUNCIL

DECISION No 1350/2007/EC OF THE EUROPEAN PARLIAMENT AND OF THE COUNCIL
of 23 October 2007
establishing a second programme of Community action in the field of health (2008-13)

(Text with EEA relevance)

THE EUROPEAN PARLIAMENT AND THE COUNCIL OF THE () The health sector is characterised on the one hand by its
EUROPEAN UNION, considerable potential for growth, innovation and
dynamism, and on the other by the challenges it faces
in terms of financial and social sustainability and effi-
ciency of the health care systems due, among other
Having regard to the Treaty establishing the European things, to ageing of the population and to medical
Community. and in particular Article 152 thereof advances.

http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?u  ri=0J:L:2007:301:0003:0013:EN:PDF




Zakladn i evropsk € dokumenty

COMMISSION OF THE EUROPEAN COMMUNITIES

COMMISSION OF THE EUROPEAN COMMUNITIES

Brussels. 23.10.2007
COM(2007) 630 final

Brussels, 11.11.2008
COM(2008) 679 final

WHITE PAPER
COMMUNICATION FROM THE COMMISSION TO THE EUROPEAN
Together for Health: PARLIAMENT, THE COUNCIL, THE EUROPEAN ECONOMIC AND SOCIAL
A Strategic Approach for the EU 20082013 COMMITTEE AND THE COMMITTEE OF THE REGIONS

on Rare Diseases: Europe's challenges
(presented by the Commission)
{SEC(2008)2713}

(SEC(2008)2712}
{SEC(2007) 1374) '

{SEC(2007) 1375}
(SEC(2007) 1376}

http://ec.europa.eu/health/ph_overview/Documents/st  rategy _wp_en.pdf




EURCPEAN COMMISSION
HEALTH & CONSUMER PROTECTION DIRECTORATE-GENERAL

Directorate C - Public Health and Risk Assessment
(2 - Health information

PUBLIC CONSULTATION

RARE DISEASES: EUROPE'S CHALLENGES

This document does not represent an official position of the European Commission. It is a fool
to explore the views of interested parties on a preliminary proposal. The suggestions contained

in this document do not prejudge the existence, the form or the content of any future proposal by

the European Commission.

Responses to this consultation do not need to be limited to the questions presented in this fext.

http://www.rdtf.org

Rare Diseases Task Force

DG Sanco

Orphanet

2004105

About RDTF
About the Rare Disease Task Force

Rare diseases are life-threatening or chranically debilitating diseases which are of such
low prevalence that special combined efforts are needed to address them. As a guide, the
European Commission uses the prevalence of less than 5 per 10,000 persons in Europe
to describe 3 diseases with a low prevelance.

In January 2004, the European Commission Public Health Directorate funded the RDTF
whose aims are:

o to advise and assist the European Commission Public Health Directorate in promating the
optimal prevention, diagnosis and treatment of rare diseases in Europe, in recognition of the
unique added value to be gained for rare diseases through European co-ordination

+ 1o provide a forum for discussion and exchange of views and experience on all issues
related to rare diseases

The RDTF is led by Dr Ségoléne Aymé, a medical geneticist and Director of the Orphanet
database of rare diseases. The Deputy Leader is Professor Helen Dolk, Director of the
Eurocat programme on congenital disorders.,

It currently has 36 members comprising current and former project leaders of European
research projects related to rare diseases, member state experts and representatives
from relevant international organisations.

Read the mandate of the Rare Diseases Task Force
Log In for Task Force Members
Login

Password

To Subscribe...




Sektorova agenda — MZ CR

COUNCIL OF
THE EUROPEAN UNION

Brussels, 15 May 2009

9834/09

Interinstitutional File:
2008/0218 (CNS) LIMITE

SAN118
RECH 145
MI 201

NOTE
from: Working Party on Public Health
fo: Permanent Representatives Committee (Patt 1)

No.prev. doc.; 9010/09 SAN 85 RECH 113 MI 173+ COR |
Subject: Preparation of the Council meeting (Employment, Social Policy, Health and
Consumer Affairs) on 8 and 9 June 2009

Proposal for a COUNCIL RECOMMENDATION on a Furopean action in the
field of rare diseases

- Adoption
[Public debate. pursuant to Article 8(3) CRP (proposed by the Presidency)]

Helena Holpuchova, Kristina Masala, Iva Truellova,

_ will be developed using the Community Health Programme resources

Regulation (EC) No 1412000 of the European Parliament and of the Council of 16 Dec
1999 on otrphan medicinal products provides that a medicinal product shall be designate
an "orphan medicinal product” when intended for the diagnosis. prevention or treatment

life-threatening or chronically debilitating condition affecting not more than 3 in 10 000 s spravay pusisven, 2oy
cracieh opal 2 ich snsrickym sozd i niesd

ool 5t 10 en jednativimi

dlemskymi zeming EU — Amendment 19 - ECOS0C

KomentaF [M3]: Oboji s2vzsjennd nevyludujea spi=
dopliiz - wdior

Nafermatovano: zvitaznéng

Naformatovano: Barvapisa: Cervens,zvirazniné

{ Komenta# [MM10]: Toio jsEMEA definice s j2 10 proto OK
KomentaF [MM11]: Sou tav vid “Castent” s ohladen
03 s13le akmalk }: 3

diseases are characterized by low prevalence for each of them, the total number of people
affected rangei] between 27 and 36 million people in the E1] Most of them suffer from
EXEEHEIHaTE diseases affecting one in 100 000 JiiGauas or lesy THESEpane

fa fict

Nafermatovano: Pisma:

KomentaF [MM14]: Tojev pofadiuzjednasespiizo
fosmulanl mlshitost

KomentaF [M15]: Sisdnoceni n oration
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Nafermatovano: zviraznéng

Nafermatovano: Anglicting (WelkiBritanie)

formatovano: Angliting (WelkiBritanie), zwyraznind

{Naformatovane: nvjrsandng

_ . {Naformatovane: Pismo: neni Tutné

-~ {Nafermatovano: zvjrazniné

affected®, rare diseases call for a global approach based on special and combined efforts to k *{Naformatovano: Pismo: nenl Tutnd

prevent significant morbidity or avoidable premature mortality, and to improve the quality of

Decision No 1295/1990/EC of the European Parliament and of the Council of 29 April 1999
adopting a programme of Community action on rare diseases within the framework for action
1n the field of public health (1999 to 2003).

Amendment 4

.- {Naformatovane: Barvapisma: Cervend,zavjraznéng

_ .-+ {Naformatovano: Barvapisma: Gervendavjrazndnd

Klaudie Faltysova, Lenka Kostelecka, Stanislava Pan
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COUNCIL RECOMMENDATION
of 8 June 2009

on an action in the field of rare diseases

(2009/C 151/02)

THE COUNCIL OF THE EUROPEAN UNION, (4) Regulation (EC) No 141/2000 of the European
Parliament and of the Council of 16 December 1999
on orphan medicinal products (°) provides that a
Having regard to the Treaty establishing the European medicinal product shall be designated as an ‘orphan
Community, and in particular the second subparagraph of medicinal product’ when intended for the diagnosis,
Article 152(4) thereof, prevention or treatment of a life-threatening or
chronically debilitating condition affecting not more

than 5 in 10 000 persons in the Community when the
Having regard to the proposal from the Commission, application is made. Ii
8 2 ®

http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?u  ri=0J:C:2009:151:0007:0010:EN:PDF




Adequate definition, codification and inventorying of rare diseases

HEREBY RECOMMENDS that Member States: (1)

use for the purposes of Community-level policy work a common definition of rare

disease as a disease affecting no more than 5 per 10 000 persons;

Plans and strategies in the field of rare diseases

establish and implement plans or strategies for rare diseases at the appropriate level. or
explore appropriate measures for rare diseases in other public health strategies. in order to aim
to ensure that patients with rare diseases have access to high quality care. including
diagnostics, treatments, habilitation for those living with the disease and. if possible, effective

orphan drugs. and in particular:

) - 0834/09 EE/ms 9
(1) elaborate and adopt a plan or strategy as soon as possible. preferably by the end of 2013 ANNEX : LIMITE EN

at the latest. aimed af guiding and structuring relevant actions in the field of rare

diseases within the framework of the Member States' health and social systems:

take action to infegrate cwrrent and future initiatives ar local. regional and national levels

into their plans or strategies for a comprehensive approach:
aim to ensure that rare diseases are adequately coded and traceable in all health

define a limited number of priority actions within their plans or strategies. with information systems. encouraging an adequate recognition of the disease in the national
objectives and follow-up mechanisms: healthcare and reimbursement systems based on the ICD while respecting national

proc edures;

Research on rare diseases

(1) identify ongoing research and research resources in the national and Community
frameworks in order to establish the state of the art. assess the research landscape in the
area of rare diseases. and improve the coordination of Community. national and regional

programmes for rare diseases research;

identify needs and priorities for basic. clinical. translational and social research in the
field of rare diseases. modes of fostering them. and promote inferdisciplinary
cooperative approaches to be complementarily addressed through national and

Community programmes:

foster the participation of national researchers in research projects on rare diseases

funded at all appropriate levels. including the Community level:




Centres of expertise and European reference networks for rare diseases

identify appropriate centres of expertise throughout their national territory by the end

of 2013, and consider supporting their creation: Gathering the expertise on rare diseases at European level

foster the participation of centres of expertise info European reference nefworks gather national expertise on rare diseases and support the pooling of that expertise with

‘ , . f _— European counterparts in order to support:
respecting the national competences and rules in regard of their authorisation or I pars PP

TaRogtnen, (1)  sharing of best practices on diagnostic tools and medical care as well as education and

; ; o ; social care in the field of rare diseases;
organise healtheare pathways for patients suffering from rare diseases through the

establishment of cooperation with relevant experts and exchange of professionals and (2) adequate teaching and training for all health professionals to make them aware of the

expertise within the country or from abroad when necessary: existence of these diseases and of resources available for their care:

support the vse of information and communication technologies such as telemedicine

where if is necessary to ensure distant access fo the specific healthcare needed;

Empowerment of patient organisations

(1) consult patients and patients’ representatives on the policies in the field of rare diseases

and facilitate patient access to updated information on rare diseases:

promote the activities performed by patient organisations. such as awareness-raising.
capacity-building and training, exchange of information and best practices. networking

and outreach to very isolated patients.
Sustainability

together with the European Commission. aim to ensure. through appropriate funding and
cooperation mechanisms, the long-term sustainability of infrastructures developed in the field

of information. research and healthcare for rare diseases.




We should listen to patient support groups who have
provided important data from their surveys
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EurordisCare 2+3 Surveys
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Data collection at Orphanet

¢ Free access website at www.orpha.net

¢ Relational database of 4,137 rare diseases
Encyclopediain 6 languages: 2 500 diseases
Classifications: 4 137 diseases
Genes (Genatlas): 1 320 diseases
Proteins (SwissProt): 1 298 diseases
ICD10: 1 864 diseases
MIM (Mendelian Inheritance in Man): 2 571 diseases
MeSH : 1 803 diseases
Class of prevalence : 2 407 diseases
Mode of inheritance: 2 428 diseases
Age of onset: 2 431 diseases
Age of death: 2 431 diseases

orphanet




ICD Revisions

International Classification of Diseases
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European Union Committee of Experts
on Rare Diseases

Home Page
About EUCERD
Activities
Reports

RDTF Archives
Newsletter
Contact

Other websites
documents

Members' section
Partners' section

DG Sanco

Latest News

New Eurordis survey depicts the real life situation of European rare
disease patients when it comes to accessing orphan drugs

The European rare disease patient alliance Eurordis has made available the
results of a survey involving ten European countries that attempts to
capture the price and access of orphan drugs at the national level. Working
with the national rare disease alliances of Belgium, Denmark, France, Greece,
Hungary, Italy, the Netherlands, Romania, Spain, and Sweden, the Eurordis
study demonstrates the complexity of the process through which approved
orphan products are brought to market across Europe. The principal actors
in facilitating orphan drug availability are identified (national competent
authorities, national insurance systems, the biopharmaceutical industry, and
the patient organisations and national alliances) and the report
distinguishes between orphan drug marketing authorisation — largely a
European-level process - and orphan drug access — largely a national-level
process.

Trying to chart which products are available in what countries and at what
price is a difficult task and stakeholders from many different strands of the
rare disease community lament the lack of transparency in this area. To
begin with, one must define what is meant by "available”. A product can be
on the market but not reimbursed by the national insurance scheme.
Technically, such a product is available but if the patient cannot afford it,
such a product is not accessible.

The survey reveals that while patient organisations can access information
about the availability of the medicinal products used by their members,
other data — particularly pricing information - remains inconclusive, as data
on the official prices in individual countries as well as the actual prices paid
by their healthcare system are not easily obtained. The information
presented shows the diversity of product availability between countries, and
identifies Denmark, France and the Netherlands amongst the countries
enjoying wide access to orphan drugs, in contrast to Greece, Romania or
Spain, which have a limited number of the 60 EU approved orphan drug
products available.

www.eucerd.eu




EPP{OSI

Eurapean Flatform for Patients' Organisations,
Sciencs and Industry

11" Partnering for Rare Diseases Therapies
Development

"Working together to define research, Regulation and Realitites for
the EU Rare Disease Community”

Under the auspices of the Minister of Health of the Czech Republic

Prague, Czech Republic
29830 Nov. 2010

CONFERENCE REPORT

Organising Committee co-Chaired by

Ms. Lesley Greene Prof. Milan Macek
CLIMB- UK Czech Society for Medical GlaxoSmithKline

Representing Patients
Representing Science

Dr. Andrea Rappagliosi

Genetics Representing Industry

The EU added-value: Sharing best measures for the development of
rare diseases therapies

Wills Hughes-Wilson, Genzyme - Belgium
Domenica Taruscio, Instituto Superiore di Sanita, Europlan Project Leader - Italy

Panel:
Dorica Dan, Ronard - Romanian National Alliance for Rare Diseases - Romania

Lucia D'Apote, EMA Committee for Advanced Therapies - United Kingdom

Improving EU regulatory measures for the development of rare diseases therapies:
lessons learnt and recommendations from two industry case siudies

Case study 1: GSK / Prosensa alliance to fight Duchenne Muscular Dystrophy
Elizabeth Vroom, Duchenne Parent Project, The Netherlands
Roeick Cuperus, Prasensa, The Netherlands
Pigrrick Rollet, GlaxoeSmithKline - Belgium

Case study 2: Carefully balanced and flexible approach te 0D development/approval
Marie-Christine Fortun - Orphan Europe, France

Panel:
- Elisabeth Veoom, Duchenne Parent Project, The Netherlands

Mirostaw Zielifiski, Polish National Ferum for rave diseases therapy - Poland
Damenica Taruseis, Instituto Superiore di Sanita, Euvoplan Project Leader - ltaly
Anna Arellanesovd - Czech Cystic Fibrosis Association, Czech Republic

Session 3 - Sustainable Access : The reality we face to improve access to and
affordability of orphans

Session Moderators:
Andrea Rappagliosi, GloxeSmithKline - Belgium /United Kingdom

Katerina Rubdékovd, University Haspital Motal - Czech Republic

Introduction
Andrea Rappagliosi, GlaxeSmithKline - Belgium/United Kingdom

Access to OMPs for patients

Case Study 1: Access to OMPs in Czech Republic: Key lessons from a success story
Kaotefinag Kubdlkovd, University Hospital Motol- Czech Repubiic

Caste Study Z: Access to OMPs in Romania
Dorica Dan, RONARD - Romarian National Alliance for Rare Discases - Romania

Developing new tools for coordination between Member States: Clinical Added Value of
Orphan Drugs (CAVOD), Benefit-Risk & Effectiveness Management Plan
Yann Le Cam, EURORDIS, France
Hans-Georg Eichler, European Medicines Agency - United Kingdom
Franceis Meyer, Houte Aulorité de Santé - France




Database of Czech DNA testing laboratories |.

Narodni referent
laboratofe
NRL pro koagulaci

MRL pro
imunchematologii

NRL pro DNA
diagnostiku

NRL pro papillomaviry

Koordinaéni centrum
genstickych labaratofi

a vzdélavani

N w3

i

Databaze cytogenetickych a DNA laboratofri

Databaze cytogenetickych laboratofi

Vypis laboratofi v kraji:

Vechny kraje v Vyhledej

Databdaze DNA laboratofi

Seznam viech laboratofi.

Vybér laboratefi podle vySetiované nemoci

Zadejte MIM:
Vyhledavani nemoci

Nemoc
Chromozom:
Lokus:

Hum./Nehum.: -_Hum ™

Vyhledej | heba [ Vypid vBechny nemaoci

Mezinarodni databaze

Online Mendelian Inheritance in Man - OMIM
Eurogentest

GeneTests

Orphanet

Leiden Open Variation Database - LOVD

O ustavu

NRL pro koagulaci
NRL pro
imunchematologii
NRL pro DNA
diagnostiku

NRL pro papillomaviry
Koordinaéni centrum
genetickych laboratofi
Vyuka a vzd i

VysSetrované nemoci

Pocet nalezenych nemoci: 379
Kliknutim na MIM se otevie stranka s pracovisti, které nemoc wySetfuji.

Chromozom Lokus
Hum/Nehum

19g13.2 APOE Hum.
22g11.2 GSTT1 Hum.
9q22 H5D17B3 Hum.

MIM Nemoc

107741 Defekt apoliproproteinu E
600436 Glutathion-S- transferaza T1

605573 poruchy vyvoje pohlavi - beta
hydroxysteroidni dehydrogenéza III

601982 8- Oxoguanin DNA glycosylase, OGG1 3p26.2 OGGI Hum.
604290 Aceruloplasminemia 3923-gq24 CP Hum.
173910 AD polycystoza ledvin 4q PKD2 Hum.
601313 AD polycystéza ledvin 16p13 PKD1 Hum.
175100 Adenomatozni polypoza tl. stieva 5g21-q22 APC Hum.
900019 adenoviry A-F Nehum.

300100 Adrenoleukodystrofie X-vazana Xg28 ABCD1 Hum.
100800 Achondroplazie 4p16.3 ACH Hum.

203450 Alexandrova nemoc 17921, 11q13 GFAP
Hum.

203500 Alkaptonurie 3921-g23 HGD Hum.
301050 Alportiiv syndrome Xg22.3 COL4A5 Hum.
105590 Anaplasticky velkobunécny lymfom 2p23 ALK Hum.

900013 Aneuploidia chromosomil 13,18, 21, X 13, 18, 21, X a Y QF
a ¥ metodou QF PCR PCR Hum.

106150 Angiotensin I (Hypertenze, 1g42-g43 AGT Hum.
Ischemicka ch. srdecni)

106180 Angiotensin konvertujici enzym
(Hypertenze, Alzheimerova ch.)

106300 Ankylosujici spondylitida
243400 Arylamin-N-acetyltransferaza

17923 ACE,DCP1 Hum.

6p21.3 HLA-B27 Hum.

8p23.1-p21.3 NATZ,
AACZ Hum.

900014 Aspergillus Nehum.

http://www.uhkt.cz/nrl/db




Ustav dé&diénych metabolickych poruch VFN a 1. LF UK

Dnes je étvrtek 21. kvétna 2009

/£ Aktuality

Konzultace

Ordinacni hodin

Nabidka zaméstnani

VOLNA MISTA Metabolické vzdélavaci centrum®

ODKAZY K 31. kvétmu 2008

- . realizavaném projektu
NAPISTE NAM

1. dubna 2009 Konzultaéni hodiny Iékafe jsou
pondéli - Stwtek: 10-12 hod., 14-15 hod., patek: 13-16 hod.

Metabolické diagnostické centrum*

15. stpna 2008 byl zahdjen projekt Metabolické diagnostické centrum’ Zveme Vs na I WWW l l d l I I p ‘ Z
26. | ] L ]

projekt
KE STAZENT centrum” (CZ.04.3.07/3.2.01.2/2048). Zde si miZste piedist na

1. dubna 2009 Byly zménény ordinaéni hodiny v ambulanci UDMP

1. fijna 2008 Pfijmeme nového pracovnika na pozici lékatfiékatka.

tiskovou konferenci, kterd se uskuteéni dne 26. listopadu 2008 od 10-00 hod v Akademickém
Klubu 1. LF UK, Faustiv dam, Karlovo nam. 40. Praha 2.

norway
grants

Provoz téchto stranek je spolufinancovan
Finanénim mechanismem Norska a
VEeobecnou fakultni nemocnici v Praze
v ramci projektu

Metabolické diagnostické centrum*

- 25.4.2009
The Bth ISNS Furopean Regional leeting in Neonatal Screening
Praha

13.-15.5.2009
vzd8ls 24, pracovni dny Dédiné metabolické peruch

ouhrnné

informace o Lazné Priessnitz, Jesenik

Iesting of ISNS and 7th Latin American Meeting of the SLEIMPN

SPONZORING

Cancun, Mexiko

ZaKlady kardialogie na Il intern Kinice polodili - pfed vice neZ sto lety - profesor
Emerich Maixner a Josef Thomayer. Nicméné k bouflivému rozvaji kardialogie dodla ve
ficatych letech v dobé prednostensti profesera Josefa Pelndre, kdy na Kiinice vznikly
specializované praconi skupiny zaméfené na védeckou praciv jednotiivich intemich
aborech - nefralogil, gastroenteralogii, hematologii, endokrinal ogii a kardiologii. Kardiolagie
doznala wrchalného obdobi za veden Kiiniky prof. Var\curou aHerlesem 3v poslednim
desetilet diky prof. Michaelu

GOl OHa rEcanSIS .\ OUERa Gabd Sia vl iy ot AleS Liniart

rdiologie - predstavuje hiavnindplf éinnosti Kiniky. V roce 2004 proslo nasimi
amhu\am:ew pFibliné 25.000 nemocnich s kardiovaskulami problematikou, predeviim
horobou srdeéni, chiopennimivadami, , poruchami
Srdstninn rimu a s plicni hypertenzi. Viznamnou East nagich nemocnjch predstavuji piiimy
pacientii s akutnimi stavy, pro Keré je ji2 mnoho let na Kiinice nepretrity provoz katetrizazni
1aboratore, do Které prichazeji nemocni s akutnimi koronarmimi syndromy 2 jsou zde légeni
modernimi intervenZnimi pistupy.

]| v diagnostice jsou
dispozici viechny
neinvazivni te:nmw

g pristroje, v invazi
-} magnvsﬂce jsou kromé

kerandrnich tepen. V roce
2005 bylo provedeno vice
jak 2500 diagnostickych
katetrizaci, a pes 900
kerondrnich intervenc,
toho J\EEJSV Eévrtina u nemacnych s akutnim infarktem myokardu vjeho ¢asné fazi.
Kromé wkond na vénditjch tepnéch provadime dal3f ntervenzni vjkony, jako jsou uzdvéry
defekiu septa sini Amplatzovym okluderem, septostomie u plicni arteridIni hypertenze.

http://int2.1f1.cuni.cz
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Ka2tij ok onemocni leukemil v Ceské republice leukemil pfibliEng 90 - 100 déti. Chronické leukermie
jsou u déti do 18 let SpiSe vzacnost, akutni myeloidni leukemie (AWL) postinuje asi 20% viech
nemocnich a naprostou vEISinu onemocnéni tak voff akutni ymfoblasticka leukemie Vzacnéil se
wskytuji dal3{ onemocnéni kivetvorby, jako napf. dfefiowy ttium.

SHRNUTI CINNOSTI CLIP

v nasich laboratofich od roku 1995 wetfujeme vzorky détsisjch pacienti, u Kterjch byla s‘annvena
diagnéza akutn leukémie (nebo relaps neba jiného
vEech centery Ceské republice (skupina PSDH).

Visledky lééby déti trpicich akutni lymfoblastickou leukemii (ALL) se v poslednich ficeti letech
wiznamng 2lepSily. Pozithai viva] v proanze tachto &t kiers byly jeStE v padesatich letech odsouzeny
stoprocentné ke smiti a z nich? nyni vice nes sedmdesat pét pracent Je vale wiéteno, predstavule
nejlispesnéj3i kapitolu dosavadni historie détske ankolagie. Pokrok v onkohematologicke terapil vsak
stéle pokraduje a moderni postupy posouvaii Iédebné visledky ddle vpfed. V Ceské republice jsou déti
s ALL léceny podle modemich protakoli némecko-talské skupiny AIEOP/BFM, keré jsou mimo
NEmecko a Mlii poutivény napF. | v Rakousku, Holandsku, Belgil & Madarsku a Polsku. V nejnovéjsim
I6éebném protokalu skupiny AIEOP/BF budeme (na zakladé dosavadnich |6cebnich, diagnostickich
avédeckjch Usp&chd) rownopravnim parnerem Némecku, kil a Rakousku

Visledky 16Eby s postupné Zlep3uii | u déti trpicich ANL. Na modernich |ebnjch protokolech skupiny
BFM je Bance na tivalé vyléteni priblizng Sedesat procent | zde se Ucasinime mezinarodni Iééebne
stude.

Kiinicky orientované projekty

Stanoveni -vySetieni Y

Jednim z nejviznamnéjsich vstupnich vy3etrenf pfi diagnéze
akuini leukemie je ureni kv, imuncfenotipu leukemickich

&. Kombinace molekul na leukemickych burkach (k.
CD znaky) odiiduji o buiiky od normainich bunék kive a
kostni dfené a umoZiujf potvrdit diagnazu leukemie a pfesné
uréeni jeiino podtypu. Toto wyetieni se provadi metodou
mnehobarevné prinokevé cytometrie ve specialisované
Iaboratofi CLIP — cytometrie, kiera je souZasti Laboratorniho
centra Kliniky détské hematalagie a onkologie UK 2 LF 3 FN Motol

Laboratof se dale zaméfuje na vySetfovani Stépl pred ransplantaci bun&k kvetvorby, na diagnosticu
vzaenjch hematologickjch onemocnéni a v pasiedni dobé | na stanovenf imunofenotypu lymfomd

http://clip.If2.cuni.cz/

Cysticka fibroza

USTAV BIOLOGIE A LEKARSKE GENETIKY
- FAKULTNI NEMOCNICE V MOTOLE
- 2. LEKARSKE FAKULTY UNIVERZITY KARLOVY:

Oddéteni kinické genetiky

a ke cytogensti

Gentrum cystis fbrszy

jim autozoméié recesivné dedicnym e S e

Odagieni ek mol. genetiey
ibiokogie

Vedeniistavu a sekretariét

Jak nis najt

personal UBLG

ublice odhadue na .

R Pro Kasicky obraz " onemoenéni

mia 9 as deferens u mui, Za patog
bikovinny produkt genu pro GF nazivany transmembranovy requiktor vodivesti (Cystic Fio
uZasné dobE e 21 1500 mutacitohoto

ennich mutaci (vz akualni ta

Dabatase - CFGAC; htpfw v genet siokkds on caicfiriapp

prevalenci v izolovangch populacich &

http://ublg.lf2.cuni.cz/




Stradava onemocn

Lo,
‘....nhc

| onemocnénimi, 0. 5

| Gidlo: B&lehradsks 10/79
120 00, Praha 2

info@sdruzenimeta.cz

| Kontaktni osoby za
| pFipravny vybor:

| Katefina Uhlikova
lungmannova 1336
| 362 21 Nejdek
214 258
sdruzenimeta.cz

_,,GUU‘- yroba
*ga

LA
SDRUZENI META

Gaucherova Fabryho
o choroba

a

Zdravim Vs,

ktefi jste vstoupili na web vénovany pacientiim se stiddavym
anemaocnénim, jejich blizkym a viem, kdo chtéji pomoci nebo se
jen dozvédét dalsi informace.

S védomim, #e je u nds fada pacientl af s
Gaucherovou nebo jinou stiddavou

4 chorobou, kteff by potfebovali podpofit a
pomoci a Icter\ by méli mit moZnost
seznamlt se 5 lidmi se stejnym nebo
podobnym zdravotnim problémem, jsme
spaletné s dr. BartoSikavou, pi. Krajzovou
3 pf. Jeslinkovou zaloZily obfanské
sdruZeni META - sdruZeni pacientll se
stfadavymi onemocné&nimi.

Katefina Uhlikova,
£lenka vyboru sdruzeni

» Chtéli bychom se vénovat putFebém pacientﬁ a jejich
rodin, radi bychorn jim pomohli pfi fedeni cele fady
osobnich problémd a prispéli tak ke zlepSeni kvality jejich
zZivota.

Checeme poskytavat piilezitost k vyméné zkusenasti,
sdileni pocitl | vzajemné psychologické podpofe;
zeJmena budeme usilovat o to, aby doslo ke zdokonaleni
péte o nemocné.

Samozfejmé mame take z3jem o navdzani spoluprace s
podobnymi iniciativami jak v CR, tak i v zahraniéi.

Sdruzeni META rado prlwta ve svych fadach véechny, kdo maji
zajem o spolupraci, vyménu zkusenosti a setkavani se stejné
postiZzenymi pacienty.

Davolte mi, aby se kratce predstavila. Jsem pacientkou s
Gaucherovou chorobou. Jiz 16 let Ziji s védomim, Ze jsem
nemocnd. Nemoc mi byla diagnostikovana v prazske Fakultni
nemocnici v Motole. V t€ dobé bohuzel nebyla létba v CR
dostupnd. Byla jsem jesté "dité", a tak jsem si zavaZnost
onemocnéni ani tolik neuvédomaovala.

Postupem asu, zhruba po Sesti letech, kdy se mdj stav zhorsil
a ja se dostala do Narodniho centra pro |éébu Gaucherovy
choroby, mi bylo sdéleno, Ze pokud nedostanu vhodnou létbu,
budu muset podstuup\t operau pfi které mi bude Udstranena
slezina. V té chvili j Jsem si zacala u»edomovat co vie mize
nasledovat a jak wr né to mize ovlivnit mij Zivot. V roce
1997’ rm nastestl tovna létbu uhradila. Byla jsem jednim ze

SdruZeni META

Stradava onemocnéni

Vyhledavani

‘Aktuality » 1
| Podivejte se na
' nejnovéjsi informace v |
1 oblasti létby stfadavych |
| onemocnéni !
) » zobrazit » |
| Podélte se s nami

1 0 svoje postiehy a
' nazoryl

'Ke staZeni
Piihldska
Stanovy

‘Za mave odkazy

rarediseaseday.org
lysosomallearning.com
pompe.com
fabrycommunity.com
genetests.org

http://www.sdruzenimeta.cz/

Neurologickd onemocn eéni

Ipe tdm‘r.ff;

CMT

MENU
Uvodni stranka
Spoletnost C-M-T
Choroba CMT

Mohlo by vas zajimat
Prispévky a dichody
Sodalni slu7by

bomﬁcﬁ

Volny cas

Bulletin

Sponzofi a partnefi
Inzerce (nekomercni)
Odkazy na stranky
Kontakt

Znamé osobnosti pro CMT
Fotogalerie

English 5=

PODPORA
Jak nas miFete podpoiit?

INFORMACE
Sidlo spoletnosti
Spoleénost C-M-T se sidlem
2. LF UK Praha Motol
Klinika détské neurologie
v Uvalu 84, 150 06 Praha 5 -
Motol

Kontaktni adresa
Piedseda Spoleénost C-M-T
Mar. Michal Simiinek
Bodni426/3
503 11 Hradec Krdlové
Tel.: 605 258 522,

485 530 346 (domd),
495 851 145 (prace)
E-mail: simunekm@sezna :

Spolecnost C-M-T

Chareot - Marie - Tooth

O SPOLECNOSTI C-M-T

Spolecnost C-M-T je ob¢anské sdruZeni zaloZené v Cervnu 1999. Clem spolecnost je
predevaim:

poskytovat pomoc a podporu CMT pacientdm a jejich rodindm

zZlepiovat informovanost rodin, odbornikd a vefejnosti o problematice CMT
organizovat setkani a edukacné-rekondicni pobyty pacientd a jejich rodin
vytvofit seznam iEkafid a dalsich zdravotnickych odbornikd seznamenych s CMT
problematikou

vytvofft seznam virobel a dodavateld pomdcek vhodnych pro CMT pacienty
shromazdovat finanéni prostfedky pro organizovani podpdrnych programd a
rovnéZ pro vyzkum CMT

zprostiedkovavat komunikaci mezi pacienty a institucemi

>> zvukové sezndmeni s problematikou CMT (.mp3; 3,45 min.; 2,58 Mb)

AKTUALNE
Vybor Spolecnosti C-M-T informuje
VaZeni Cenové a piiznivd Spolecnost C-M-T. Je nadi nemilou povinnost! informovat Vas o
kritické situaci nasi SpoleCnosti. Je smutné, Ze pravé v roce 10. vyrodi existence
Spolecnosti jsme se dostali do tak zasadnich financnich problémad. = cely cldnek <

autor: Mgr. Michal Simiinek (09. 04. 2009)

POSLEDNI PRISPEVEK

Hereditarni neuropatie
Cldnek byl pfevzat z Casopisu Ceskd a slovenskd neurologie a neurochirurgie
{woww.csnin.eu). > cely clanek <

autor: As. MUDr. Mazanec Radim, Ph.D. (10. 04. 2009)

DALSI PRISPEVKY
10. 04, 2009 - C-M-T a téhotenstvi
09. 04, 2009 - Pfehled dinnosti Spole¢nosti C-M-T za mésic Unor 2009
02. 04. 2009 - Zivnostensky list, zaméstnani a piny invaldni dichod
01. 04. 2009 - Co smi'a nesmf exekutor

.03, 2009 - Pozvanka na \.falnou hromadu S lecnosti C-M-T 27.

3. 2009 v 16.30-h.

http://www.c-m-t.cz/




Gaucherova choroba

Cesi nas okradli, Kamarad Zenu
| Fikaji ve volebnim = . nevzrusuje
klipu Moravané B filka siidnilk
i

Welcome to

Klinika détského a dorostového lékarstvi

Jak 1é¢it vzacnou nemoc?
Tézko

+ 7vét5it fotografi : - ;
= = Posl e-mailem

hl:d Verze pro tisk

O KDDL a DAK  Spojeni na KDDL Lidée Vyuka na KDDL Nadacnifond Ke stazeni

Ambulance JIRP Oddéleni pro kojence Oddélenivétsich déti Prevozova sluibs Stacional Mitochondriin laboratof

Stacionaf

Zaméreni poskytované péce: = B > R
= Jednou z prvnich pacientek, které byl 1k podan,
Stacionaf na KDDL funguije ji# 4 roky. Jeho sougasti je Nérodni centrum pro 16€bu Gaucherovy choroby v Ceské republice, Maryz Schonefeld van der Linde

které zajistuje enzymatickou subtitugni terapii pro détske i dospélé pacienty & morbus Gaucher formou pravidelnych infusi v {Foto: Lideve neviny}

dvoutydennich intervalech. PRAHA 2. biezna 2009 | 7:36

Pompeho nemoc patfi mezi vzacna onemocnéni. V Eesku je nyni
diagnostikovana u dvou pacientek. Téch ale zfejmé pfibude. LékafFi ji
totiZ zatim neumé&ji pFilis diagnostikovat.

Kromé péfe o pacienty s metabolickym onemocnénim je na Stacionafi zajiSfovano ambulantni vySetfeni pro déti s
neprospivanim, psychomotorickou retardaci £ jinou komplexni problematikou, které dfive byly hospitalizovany na kojeneckém
oddéleni. Myni je moZno po dohodé s rodiéi a po vyZetfeni ditéte stanowit vySetfovaci plan a dohodnout postup formou

ambulantniho sledovani.

Sougasti Stacionafe je sonografie, rehabilitace, pokoj pro infusni lécbu s polohovacimi kfesly a televizi, expektacni pokoj s
tfemi [G2ky, 2 ambulance a 1 terapeuticky pokoj, kde je moZno kromé zavad&ni infusi provadét | drobné chirurgicke zékroky
(napf. kozni biopsie). Kromé enzymatické substituéni terapie, podavané pacientim se stfadawmi chorobami, jsou zde
aplikovany détem s revmatickymi nemocemi pulsy kortikeidd, détem s imunedeficity infuse endobulinu, détem s aplastickymi
anemiemi transfuse. Je zde moZno provadét zatéFove endokrinologické testy (clonidinovy test, test s insulinavou hypoglykemii,

LH-RH..}, expoziéni potravinové testy, obsenvovat déti po kratkodobych narkdzach €i po enterabiopsii.

i — jako je Pompeho —, které se
Jje zaznamenano vice nez osm tis

http://kddl.If1.cuni.cz/oddeleni/stacionar.html

http//www.lidovky.cz
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UB NEMOTNFH Klub nemocnych cystickou fibrozou, o.s. K o A L I C E PR O Z D R A V i
cysTichov Kudrnova ’ -
rispdzou 1 06 Praha 5 Uvodni slovo

Koalice pro zdravi je obecné prospéina spoletnost, ktera nabizi neutralni
platformu pro dialog mezi jednotlivymi skupinami pacientd, ale také smérem
sk k tém, ktefi zdravetni pe&l poskytuli, organizuji a financuji.
P T e Nadi vizi je kultivované feské zdravotnictvi, ktere slou# obanim nadi zemé.
H Upfednostiiujeme konstruktivai diskusi pfed nesmifitelnou kritikou a
Novinky : e 7a P 1 3 sk p S
partnerstvi pfed neproduktivnim hastefenim.

Prijd'te zavodit na in-line bruslich a e A . — :

~r - g ¥ PROGRAMOVE PROHLASENI KOALICE PRO ZDRAVI
POd p_Ol"Ite 5Ia ne detl " r A E \V&t€ina pacientzlkych organizaci byla zaloZena proto, aby slouila svym
Rodinne a matefske centrum Lhota pod Libéany bude v sobotu ‘_3.6v139 _B_cv-‘adat {ateg 5S¢ glendim, pacientim. Tyte nezavislé a nepolitické organizace poskytuji pomec
ZAira nh freline brslich (trass | Foks I"Cd Hbcany ~ jehoE v tAler 6 Granty z El vEZem, bez ohledu na jejich politickou nebo naboZenslkou pFizlugnost. Jzou

uréen pro nemocné CF. Sraz bud d. u r"I:=c:n|hc: h / = dBle3it . E i B
LibZany a tovne &ni 50 K c, N a.(ce budau mc,l uleZitym zdrojem informaci pro pacienty a jejich radiny jak Zit se il

3 - x a e s - 5 )
Dmcladm ageho C rg _d ! i Kvalita péce nemaocemi, [épe jim rozumét a soutasné se snaZi vzdélavat vefejnost v

prevenci a pedpofe zdravi.

Zdravi obéand nad zemé J& naradnim bohatstvim, 2 proto Zadame vEechny
politicke strany, al nim zachazely cdpovédné a vénovaly diskusi o
- - Foe s g i % zdravotnictvi takovou pozor jakou si zasloudi,
Vite, jak se nataceji filmy? Ne?! S

Nav%tivte na tééeni fill‘l‘l u Mé prl nesl Eé P- Pacientské organizace jsou podstatnou &3sti systému péée o zdravi a jejich
Tvirdi amate filmowve seskupeni prace a pfinos by mély byt uzndvany a ocefiovany

Zadame o zodpovédnou diskusi ke zdravotni pédi o pacientech, pro
pacienty, ale ne bez paciertﬁ, Potfebujeme racionalni a atlivou alokac
zdrojli bez jejich plytvani.

mésice po u-_,-gdsn{ filmu pﬁjdgu ve Chceme jednoducha a jasna pravidla financovani a nahrad, ktera zajisti
p’sspécl /Iubu Kr ...I'né t"‘h’ bude dne stabilitu procesu a vyloudi opakujici se cykly nejistot v |88eni pacientd.
Ve Zadame o stanoveni jednotnych cen a doplatkd se stropem pro socialné
"" CF stl_nad slabé a chronicky nemocné pacienty.
._h Kazdy dérce
ziskd jednodenni s
vienych dvefi na natdfeni tohoto filmu, ktery se bude | 1 ‘_'-‘ : . .
em tohoto dne se n'lchcu zajemci podivat do inte f i 5t = h . k |
a —ccml:a snav v fi si budou meci prohled kresby ttp WWW Oa ICeprOZ raVI CZ
C izkat in fibrdze a autismu. Vice najdete na
oficidlnich stranka

ci slanych déti zafili i v televizi Vsabotn 22, 11. 2008 \ia il Beks:
: Efalsilsi: -autngramiada (s trana Kby nemecnych cystickou
mezina herce Ivara Trojana, biketrialisty Jossfs Dresslers
marato amoderaton akce Marta Dejlas 14:30 7 'y
viechm ‘%“'
velkou Taktn s laicky fika détem, kterd jsou nemocna cyatickou fibrdzon.
papen | M totiZ vyrazné slanéfs pot. Cysticks fibréza postituje predewiim jejch djcién.  + bubibleshow Matije Kodede 15:00 5 1630
lvétna -3'_ @ roztofit vétrnik fouknutim pro né nenl tak snadné, jako pro vétfinu z nas. - hiketrialowi exhibice losefa Dressiers 16:30'3 17:00
I,':E!L:,E_' \. Poma beejte el nym fE¥temespol & ndmi ,mﬂmﬁFHW“mﬁm :;?Eﬂl
Kiuk nemocnych cystickou fibrdzou, o. 5.
www.cfklib.cz, tel.: 773 586 325

,&“@V = ~ : -~ o
. PRIJDTE SI ROZTOCIT SVU)
www.cfilub.cz < VETRNIK POMOCI" PRO SLANE DETI




: -
Vrozené

vady

» Zakladni informace
» Historie a soucasnost
n Ctyrtletni data

» Sledované vady

» Genetika obecné
» Informatni letatky
IVF

» Zakladni informace

Percentilové tabulky

» Hypotrofie

Clanky a prezentace

» Prezentace
» Vybrané publikace

» Clanky a zajimavosti

Vrozené vyvojoveé vady
Informaéni portal o vrozenych vadach a jejich vyskytu v

I~ Hlavni ™ Autofi © O strankach ™ Odkazy © Spoluprace

Partnerské stranky
Vrozené vyvojové vady

g i
Odbornici Studenti . Vefejnost UZIS

Vitejte na strankach www.vrozene-vady.cz

We encourage all english - speaking visitors to proceed to the english version of our {O@N’Eio@
website. 5

Tyto stranky by Vam mély pfina3et pfedeviim aktualni informace (nejen) o vyskytu vrozenych
vad v Ceské republice. Nalaznete zde aktuzini infarmace o wskytu prenataing a postnatalng
diagnostikovanych pfipadl wozenych vad, spéSnosti prenatalni diagnostiky, podilu vrozenych
vad na mirach Umrnosti, vrozené vady jako takové a dalsi souisejici idaje.

Dal5i informace viz Informace o strankach

GYNSTART
Aktualné

Nové prezentace
15. 5. 2009

Prenatalni diagnostika vrozenych chromozomalnich aberaci
(Celostétni konference 35G CR a CGPS CLS JER)

V sekci Prezentace 2 akei roku 2009

Studium

6. 3. 2009

Zaklady Iekarske genetiky (3 LF UK}
V sekeil Vyukoe prezentace,

Posledni publikace

432009

Vrozené vady v Ceské republice v obdobi 1934 - 2007 (Ceska gynskologie 1/2009)
Na webu proLékafe cz.

Prenatalni diagnostika chromozomalnich aberaci Ceska republika: 1994 - 2007 (Ceska
gynekalogie 1/2009)
Na webu proLékafe.cz.

http://www.vrozene-vady.cz
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Informace o onemocnénich

Napsall 0 ns Odkazy Kontakt

LECBA VZACNYCH ONEMOCNENI| A LEGISLATIVA EU

Pro viechny pacienty se vzacnym enemocnénim je dileZité, Ze téma vzacnych
onemocnéni, jejich diagnostiky a lécby, je v posledni dobé jednou z priorit
evropské legislativy v oblasti zdravotnictvi. Mame tak nadéji, Ze se nam,
létenym pacientim, bude nadale dostavat adekvatni léchy. Cllem je, aby tato
lécba byla dostupna i tém, kdo byli dosud Spatné diagnostikovani Rovnéz
doufame, Ze bude mozné brzy vyvinout léky i na ta vzacna onemocnéni, ktera
zatim légitelna nejsou a jsou zdrojem velkého utrpeni pro pacienty i jejich
rodiny.

Je potésujid, Ze v dobé Ceskeho predsednictvi EU je v Praze pofadana konference
5 mezingrodni Uéast na téma Letha vzacnych onemoméni & legislativa EU. Konference, kterd
se uskutedni 21, kvétna 2009 v Poslanecké snémovné Parlamentu Ceské republicy pod z38titou
MUDr. Jozefa Kochana, mistopfedsedy Vyboru pro zdravotnicty! PSP CR je vénovéna diskusi o
clech EU v oblasti diagnostiky a lécby vzamyich onemocnéni a o Gkolech vyplyvajicch pro
Jjednotiivé denské zemé, Pfedngejid budou informovat o aktuinich zavérech diskusi na drovni
Rady EL a o probihajidch piipravach Marodni strategie pro vzama onemoméni 2008-13
v Ceské republice. Bude se rovné? hovofit o postaveni platce v systému [é2hy vzdonych
onemocnéni a o roli pacientskych organizad pii zlepsovani dostupnost lechy.
Na konferend wystoupi zastupce Ministerstva zdravotnictvi CR, V2P CR a Stétniho Gstavu pro
kontralu légiv, zahraniéni hosté: predsedkyné viboru COMP v EMEA, koordindtorka celo

ij j piedseda evropskeého sdrufeni pacientskyich organizad EURCRDIS

DEN VZACNYCH Ni
NADEJE PRO 30 MILIONU EVROPANU

M, ;
& DRDsera

NEWSLETTER [(d

Pro aktudini informace o vzamych
onemocnénich wyuZijte informaéniho servisu
Ceské verze newsletteru EURODIS,
Newsletter odesilame kafdy mésic

(kromé srpna & zafi.)

Prihlase

Vas e-mail

A 'y
ANK

http://www.vzacna-onemocneni.cz
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Ceské stranky: od 1.10.2007 00 | ECQm'_Cfer

* 83 otdzek (14.1.2009)
(nékteré 2x, popt. se

Témata otazek rp—

m Genetics
9% O Respiratory

opakuji. 1x podékovani za B Microbiology

odpoved’, ale take

mGIT
O Physio
| Social

doplnujici otazky ¢1 dalsi
E - h e al t h dotaz od stejného tazatele: 0 Medication

m Other

45 % otazek ve slovensting) B Students

Pocet ceskych expertil zapojenych do projektu

Experti, ktefi jiz odovidali

9

Primérny éas zodpovézeni dotazu (dny:hodiny) (€eskych i slovenskych) 7:4

Pocet (%) dotazll v &estiné / slovenstiné

46/37(55/45)

Pocet (%) dotazil od odbornikid v oboru

7(®)

Pocet (%) dotazil od studentd

$(10)

Otdzka 1: Vazené damy a panové, mam na Vas otazku a doufam,
7ze mi pomiizete. Moje mala dcera, Linea, oslavila 8. kvétna 2007
prvni narozeniny a od 10. ledna 2007 vime, Ze trpi cystickou
fibrézou. Dosud jsme ze viech stran, véetné doktortd, slyeli. Ze
Pseudomonady jsou obzvlasté nebezpeéné baktérie. Holéicka
zacala vice kaslat a proto jsme ji nechali udélat 23. biezna vvtér z
krku. Ve vysledku vysla mimo jiné Pseudomonas stutzeri. Lékar,
ktery byl ve sluzbé, fekl, Ze tato baktérie neni nebezpecna a Ze
neni nutna Zadna 1éEba. Omlouvam se, ale nevéiim v pravdivost
této informace. Bylo by dobré ziskat co nejdiive néjaké
informace o této baktéri, zvlaste, pokud je pravda, Ze miize
pretrvavat v plicich i bez [é¢by.

Dékuji mnohokrat za Vase rady a doutam, Ze mi budete schopni
pomoci. S uctou, Vase....

0
eee ecorn-cf.eu

Chcete se pres internet poradit s
odbornikem na CF?
Evropsky program ECORN Vam pomiize.
o0 l:htél':iI byst::jbse pF;:s internet :
it i CF,
. . eco rn'Cf- EU. ﬁz:?niltesc?zijta,l':;:ksllli;i;:: prnj?:l.:tu

ECORN to neni Zadny problém.

Rada odbornika o cystické fibroze |Evropsky program ECORN wznikl v
roce 2007 a v soucaszné dobé na ném
spolupracuje 3 evropskych zemi
vietné CR. Za CR se na projektu
podili odbornici z CF tymu pfi FN Motal
a nag Klub. Pravé élenové CF tymu FN
Matol budou na webowych strénkdch poskytovat odborné poradenstyi
pacientdm a &lendm |ékafskych tymi. Na Vaie dotazy budou cdpovidat 1ékafi,
antropolog, genetici, psycholog a socidlni pracovnilk. Jak jiZ bylo feteno
poradenstvi bude poskytovano i Iékaflim, ktefi nemaji s CF zatim mncho
zkugenosti. Pokud tedy cheete poloZit dotaz nebo si jen prohlédnout stranky
ECORMNu, kliknéte na tento odkaz cz.cfklub.ecorn-cf.eu

Sluzba pro pacienty, rodiny
a terapeuticky tym

Prosim kliknéte zde




Co je CF centrum

» Tym zkusenych odbornikt, kteri se pIné nebo
velkou casti sveho Uvazku venuji CE

» CF centrum je schopno IECit vSechny komplikace
NEMOCi

» Musi byt proto integrovano do fakultni: nemocnice
S dostupnosti specializovanych pracovist
» Zajistuje:
= pEci 0 NEMOCNE,
» spolupraci s pracovisti poskytujicimi sdilenou péci
= pre- i postgradualni vyuku

CF Centrum

Lékar - specialista

Fyzioterapeut-

_-Dietolog

Pstyc,:holog ~/Dit& s CF a _~Genetik
Socialni pracovnik»

Klinicky —

farmakolog

jeho rodina/ Laborator plicnich
——— funkci

\ Mikrobiolog

CF sLstra

Gastroenterolog
Diabetolog
Rentgenolog
ORL

Transplantacni

Vyzkum jednotka

Vyuka




VLADA CESKE REPUBLIKY

USNESENI

VLADY CESKE REPUBLIKY
ze dne 14. éervna 2010 &. 466

o Narodni strategii pro vzicna onemocnéni
na léta 2010-2020

Viada
I schvaluje Narodni strategii pro vzicna onemocnéni na léta 2010-2020.
obsazenou v Easti ITI materidlu € j. 593/10 (dale jen . Nérodni strategie™):
II. uklada
1. ¢lentim viady plnit Narodni strategii,

2. muinistryni zdravotnictvi ustavit meziresortni a mezioborovou pracovni
skupimu. ktera pfipravi Narodni akéni plan pro vzacna onemocnéni na léta 2011-2013
a ktera bude koordinovat aktivity v oblasti vzacnych onemocnéni,

3. ministryni zdravotnictvi ve spolupraci s ostatnimi Eleny vlady pfedloZit
viadé do 30. cervnma 2011 Narodni akéni plan pro vzicnd onemocnéni na léfa
2011-2013;

11 doporucuje hejtmanim ve spolupraci sorginy mistni samospravy a
nevladnimi organizacemi do krajskich rozvojovich pland zohlednit fedeni
problematiky vzacnych onemocnéni.

Provedou:

clenoveé viady

Na védomi:
hejtmani.
primator hlavniho mésta Prahy
Predseda viady
Ing. Jan Fischer. CSc..v. 1.

wNarodni strategie pro vzacna onemocnéni na léta 2010-2020“

1. Uved
. Obecna charakteristika vzacnych onemocnéni
. EU a vzacna ocnemocnéni

. CR a vzacna onemocnéni

4.1. Finanéni naklady a vzacna onemocnéni

4.2. Orphan drugs” - |&ivé pripravky pro vzacna onemocnéni
4.3. Mezinarodni projekty

4 4. Novorozenecky screening vzacnych onemocnéni (NS)
4.5. Specializovana pracovité pro vzacna onemocnéni

4.6. Prognéza daldiho vyvoje

. Cile a navrhovana opatfeni

5.1. Cile

5.2. Navrhovana opatfeni
5.2.1. ZlepSeni informovanost o vzacnych onemocnénich
5.2.2. Vzdélavani v oblasti vzacnych onemocnéni
5.2.3. ZlepSeni diagnostiky vzacnych onemocnéni a screening
vzacnych onemocnéni
5.2.4. Zlepseni lécby a kvality péce
525, Zlepgeni kvality Zivota a socidlniho zaélenéni osob se
vZacnym onemocnénim
5.2 6. Podpora védy a wyzkumu v cblasti vzacnych onemocnéni
5.27. Sjednoceni a rozvoj sbéru dat a biclogickych vzorkl o
vzacnych onemocnénich
5.2.8. Rozvoj zahranicni spoluprace v oblasti vzacnych
onemocnéni
5.2.9. Spoluprace se Svétovou zdravotnickou organizaci (WHO)
5.2 10. Podpora a posileni role organizaci pacient se vzacnym
onemocnénim )
5.2.11. Posileni Géasti pacientd se vzacnym onemocnénim z CR
v klinickych zkouskach novych lééivych pfipravki na evropske
drovni
5.2.12. Spoluprace s projektem Evropské Komise — EuroPlan
5.2.13. UdrZitelnosti €innosti v oblasti vzacnych onemocnéni
5.2.14. Ustaveni Meziresortni pracovni skupiny pro vzacna
onemocnéni




4.2. ,Orphan drugs® - |écive pfipravky pro vzacna onemocnéni

Lééive pfipravky pro vzacna onemocnéni, ktere jsou nazyvany take jako tzv. .orphan
drugs®, jsou &asto velmi drahé. Situace v této oblasti se v poslednich letech vyrazné
Zlepsila, tyto |efive pfipravky jsou v souladu s medicinskym pokrokem postupné
objevovany a nasledné zavadény do |éfebné praxe. Tento proces je koordinovan ze
strany Statniho dstavu pro kontrolu 1&€iv - Praha (SUKL: waw.sukl.cz) ve spolupraci
s European Medicines Agency (EMEA; wwwemaeuropaeu’) a s jeho
specializovanym  vyborem - Comittee for Orphan  Medicinal Products
(www.ema.europa.euwhtms/general/contacts/COMPICOMP html).

Dostupnost t&chto l&tivich pfipravkd v CR je jednou z nejvyidich v ramci EU. Z 62
Lrphan drugs® registrovanych v EU tzv. centralizovanou procedurgu e v CR
v soufasné dobé kategorizovanych 27 téchto l&€ivych pfipravkd. W CR je snaha

zajistit dhradu vE&tSiny registrovanych _orphan drugs® z vefejného zdravotniho
pojisténi. PA stanoveni ceny a Uhrady l&éivych pfipravkl se v CR plistupuje
k .orphan drugs® stejné jako k jingm lééivym pfipravkim.

Fakon umozZnuje zvvhodnit tzv. vysoce inovativni l&éive pripravky. Statut vysoce
inovativnich 1&8ivych pfipravkd mohou ziskat jak klasické |&Eivé pfipravky, tak |
JLorphan drugs”, pokud spliuji podminky stanovene wyhlaskou £. 92/2008 Sb, o
stanoveni seznamu zemi referenéniho kode, zpdsobu hodnoceni wie, podminek a
formy uwhrady |&fiwych pfipravkd a pofravin pro zvladtni |ékafské ucely a
naleZitostech Zadosti o stanoveni wyie Ohrady. Vétéina _orphan drugs® hrazenych
z prostiedkd vefejného zdravotniho pojidténi ma stanovenou uUhradu pod drovni
maximalni ceny pro koneéného spotiebitele.

VY pfipadé uhrady novych l&€ivych pfipravkd .orphan drugs® z prostfedkd vefejného
zdravotniho pojisténi bude nutné dbat na zajisténi fiskalni (rozpoétove) rovnovahy
systému vefejného zdravotniho pojidténi. K tomuto bude nezbyitné wivofit nastroje,
kieré zajisti ofekavanou finanéni stabilitu v proporcionalité k wwie deklarovanym
principim dostupnosti  1ééby.  Podrobn&jdi rozpracovani této tématiky bude
pfedmétem Narodniho akéniho planu.




mezinarodni doporuceni v této oblasti.

5.2.4. Zlepseni lecby a kvality pece

Centralizace péfe o pacienty se vzacnym onemocnénim:
- Analyza stavajicich pracovist, navrh sité pracovist, stanoveni knteni
pro zafazeni do sité pracoviét a definice podminek pro poskytovani
ete.
P Ustaveni Marodniho koordinaéniho centra pro wvzacna onemocnéni,
jehoz poslanim bude odboma garance a koordinace aktivit z oblasth
vzacnych onemocnéni. Popf. ustaveni narodnich referencnich center
pro jednotliva onemocnéni nebo jejich klinické / diagnostické skupiny.
Tato centra by méla vaznikat budto institucionalné (v ramei existujicich
nebo navrhovanych center obwykle pi fakultnich nemocnicich) nebo
~iartualng” (. funkéni centra dana institucionalizovanou spolupraci
miznych pracovist)
Doporuéené postupy v diagnostice a  léébé (vietné postupd
v oSetfovatelstvi) — analyza stavajicich, navrh potfebnych standardd a
jejich postupné zpracovani s pravidelnym vyhodnocovanim efektu l&tby
Sekundarni prevence u pacientd se vzacnymi onemocnénimi —
vypracovani odborného doporuéeni pro dispenzarizaci vybranych
skupin vzacnych onemocnéni
Spoluprace viech zainteresovanych stran (odbornici — |ékaii, zdravotni
pojistovny, SUKL, MZ) na zajisténi ufelne farmakoterapie v navaznosti
na mezinarodné uznavane standarty
Problematika ,omphan drugs® ve smyslu zlepseni dostupnosti a
efektivity pete, evidence spotreby leciv, monitoring efektivity lecby a
sledovani nakladd na lécbu.
Katalogizace ostatnich leciv, kiera pacienti se vzacnym onemocnénim
potrebuji a ktera nejsou hrazena z vefejneho zdravotniho pojisténi.
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DIRECTIVES

DIRECTIVE 2011/24/EU OF THE EUROPEAN PARLIAMENT AMD OF THE COUNCIL

of 9 March 2011

on the application of patients’ rights in cross-border healthcare

THE EUROPEAN PARLIAMENT AND THE COUNCI OF THE
EUROPEAN UNION,

Having regard to the Treaty an the Functioning of the European
Union, and in particular Articles 114 and 168 thereof,

Having regard to the proposal from the Commission,

Having regard to the opinion of the Furopean Fconomic and
Social Committes (),

Having r\eg:lrd to the opinion of the Committee of the
Reglom L

Acting in accordance with the ordinary legislative procedure (%),
Whereas:

According to Article 165(1) of the Treaty on the Func-
tioning of the Furopean Union (TFEU), a high level of
human health protection is to be ensured in the defi-
nition and implementation of all Union policies and

Thi z that a high level of human
health protection is to be enzured also when the Union
adopts acss under other Treaty provisions.

Article 114 TFEU is the appropriate legal b ince the
majority of the provisions of this Directive zim to
improve the functioning of the internal market and the
free movement of goods, persons and services. Given thar
the conditions for recourse to Amicle 114 TFEU a5 a
legal baziz are fulfilled. Union lepizlation has ro rely on
this legal basis even when public health protection iz a
decizive factor in the choices made In thiz respect

http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?u

Article 114{3) TFEU explicitly requires that, in achieving
harmenization, 2 high level of protecdon of human
health is to be puaranteed taking account in particular
of any new development bazed on zeientific facts

The health systems in dhe Union are a central componen:
of the Unions high levels of social protecsion, and
contribute to zocial cohesion and social justice as well
as to sustainable development They are also part of the
wider framework of services of general interesr.

Motwithstanding the possibility for patients to receive
cross-border healthcare under this Directive, Member
Seates retain responaibility ‘br provi iding zafe, high

. efficient and quantitatively adequate healthcare

rens on their territory. Furthsrmore, the trans-
position of this Directive into national legislation and
its applicaion zhould not result in patientz being
encouraged o recsive reament oumide their Member
Seare of affiliation.

As recognized by the Coundil in its Conclusions of 1-
1 June 2006 on Common value: and principles in
Furopean Union Hea Systemz ('} (hereinafrer the
‘Council Conclusions) there is 2 zet of operating prin-
ciples that are thared by health systems throughout the
Union Those operating principles are necassary to ensure
patients” trust in crosssborder healthcare, which is
neceszary for achieving patient mol az well a= a
high level of health protection In the zame starement,
the Council recognized that the practical ways in which
these values and principles become a reality vary
significantly between Member States. In  particular,
decizions  zbout the baskst of healthcare o which
citizenz are entitled and rhe mechanism: used to
finance and deliver thar healthcare, such as the extent
o which it is appropriate to rely on market mechanisms
and competitive pressures to manage health systems,
muzt be taken in the national context

Official Journal of the European Union

any reason relating to professional qualifications. This
Directive should be without prejudice to Directive
2005/36/EC

Ihe Commiszsion should encoursge cooperation betwesn
Member States in the areas set out in Chapter IV of this
Directive and may, in accordance with Article 163{2)
TFEU, take, m close contact with the Member States,
any uzaful initiative to facilitats and promote such coop-
eration. In that context. the Commission -should
encourape cooperation  in  cross-border  healthcare
provision at regional and local level, particularly by iden-
tifying major obstacles to  collaborztion between
healthcare providers in border regions. and by making
recommendations and disseminating information and
best practices on how to overcome such obstacles

The Member Swmte of affiliaion may need to receive
confirmation that the cross-border healthcare will be,
red by a legally practizing health
al It is thersfore appropriate to ensure thar
information on the right o p e contained in the
national or local registers of health professionals, if extab-
lished i the Member State of treatment, are. upon
request, made available to the authorities of the
Member State of affiliation.

Where medicinal prodects are authorised within a
Member State and have been prescribed in that
Member State by 2 member of 2 regulated health
profession within the meaning of Directive 2005/76/EC
for an individual named patient, it sheuld, in princig
be possible for soch prescriptions to be medically
recognised and for the medicind products o be
dispensed in another Member Ztate in which the
medicinal productz are autherised. The removal of regu-
latory and administrative barriers to such recognition
chould be withou pre|2d<ce to the need for appropriate
agreement of the patient's treating physician or phar-
macist in every individual case, if this is warrantad by
protection of human health and iz necessary and propor-
tionate to that objective. The recognition of prescriptions
from other Member States should not affect any profes-
ional or ethical dury that would require pharm

2 to dispense the prescription. Such med
nition zhould also be without prejudice to the dacisi
the Member State of affiliation regarding the incluzion of
such madicinal products among the benefit: covered by
the zocial security system of affiliation. It should further
be noted that the reimburzement of medicinal producs is
not affectsd by the nules on mumal recognition of
prescriptions, but covered by the general rules on reim-
burzement of cross-border healthcare in Chapter Il of
thiz Directive The implementation of the principle of
recognition should be facilitsted by the adoption of
meazures meceszary for "sfe-m_:l.rdmg the safery of a
patient, and g the miswe or confusion of
medicinal products. These measures should indude the
adoption of a non-exhaustive list of elements to be

long as this does not prevent

prescriptions from other Member States that contain

the common list of elements from being recognised

ions should ako apply for

medical devices that are legally placed on the market in
the Member State where the device will be dispensed

The Commizsion sheuld suppors the continued devel-
opment of Furopean refersnce networks between
healthcare providers and centres of expertice in the
Member Smtes Furopean reference nstworks can
improve the access to diagnosis and the provision of
high-quality healthcare to all patients who have
conditionz requiting a particular  concentration  of
TESOUFCED OF &X] e and could also be focal poinis
for medical training and research, information dissemi-
nation and evaluation, especizlly for rare diseases This
Directive should therefore give incentives to hember
States to reinforce the continued development of
European reference networks. Furopean  reference
nerworks are bazed on the volunmry paricipation of
their members, but the Commission thould develop

ia and conditions thar the merworks should be
required to fulfil in order to receive support from the
Commizsion

Rare dizeases are those that mest a prevalsnce threshold
of not more than five affected personz P-!I 10-000, in
line with Regulation (EC) Mo 141(2000 of the Furopsan
Pariiament and of the Council of 16 December 1999 an
clrph.zl'l medicinal pmdu 1}, and they are all serious;
chronic and often life threatening. Some patients affectad
by rare diseases face difficulties in their ques: for z
diagnecis and treasment to improve their quality of life
and to increase their life expectancy, difficulties which
were also recognised by the Council Recommendation
of & June 2009 on an action in the field of rare
dizeazes |*

Technological dexe'r_-prnsn" in cross-border provision of
healthcare through the use of ICTz may resul
exercize of supervizory respon by
States being unclear, and can thus hinder the fee
of healthcars and give rise to possible addi-
tional risks to health protection. Widely different and
incompa thle formass and standards are wed for
n uf '1ea_rhcnre using 1CT: throughout the

‘.Jorder he:lJ:ucare provision a.nd pos
protection. [t iz thersfore neceszary for Member States to
ystems. The deployment
of health ICT systems, howsver, is entirely a national
competence. Thiz Directive therefore should recognize
the importance of the work on interoperability and
respect the division of competences by providing for
the Com ion and Member States to work togsther
on developing measurez which are not legally binding
but provide additional tools that are available to
Member Statez to facilitate greater interoperability of

ri=0J:L:2011:088:FULL:EN:PDF
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EURORDIS

Rare Diseases Europe

Inventory of Access and Prices
of Orphan Drugs across Europe:

A Collaborative Work between
National Alliances on Rare Diseases & Eurordis

Yann Le Cam
Chief Executive Officer, EURORDIS

Vice Chair, EU Commitee of Experts on Rare Diseases (EU CERD)
Past-Vice-Chair, Committee Orphan Medicinal Products (COMP), EMA




Access to care in the current context

* Each European country faces economic difficulties

* There is a temptation to stop and even reduce the
improvements obtained for patients with rare diseases

Orphan Drugs are the ideal scape goat:
- Some Orphan Drugs are individually expensive - true
- Some Orphan Drugs are actually profitable - good
but also
- “Pharma Industries are bad boys”
- “RD Patient Organisations are communitarian lobbyists”

* Some unethical positions expressed by few policy makers
and academic leaders

&
F{Ea"lE.JRt'_')Fs‘.DIS

Diseases Europe




Protecting Orphan Drugs

* We must defend this innovative process of drug development
* From a ‘Justice’ point of view
 As a pilot for innovation & access to innovation

* We must struggle against misconceptions about ODs
* “The most profitable sector in pharma”
* “The tsunami of ODs” — refer to EURORDIS’s counter analysis
* “The “Glivec” precedent as the “orphan blockbuster”
« “OD are not accurately evaluated”

Inventory of the real-life situation of European
Patients with respect to ODs

Discuss strategies to improve overall access for
European Patients to ODs f&
2
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Dekuji vam za pozornost !

—
—







A'to Z | Sitemap | Search | About this site | Contact | Legal notice |[English (en)
v
@

| - European Commission : R
- Research & Innovation - Health =

. E T Ongoing EU | Previous framework ||
What's new ? Policy issues = hinitact ey i

Events

De European Perspectives in Personalised Medicine
Sessions & Speakers

Square-Brussels Meeting Centre, Brussels, Mont des Arts,
1000 Brussels, Belgium 12-13 May zo11

Thursday 12 May
04:00-10:20 - Official conference opening and keynote session
11:00-12200 - Session 1: RE&D - the basics
Sessionsk i! 14:30-16:00 - Session 2: Biomarkers in personalised medicine
Speakers |

16:30-18:00 - Session 3: The tests in human - clinical aspects and clinical

- | research
Videos® | ...
' Friday 13 May

08:30-10:00 - Keynote session
10:30-12:00 - Session 4: Towards the market and patients - approval process
13:00-14:20 - Session 5: Uptake in healthcare - post approval process

14:45-16:00 - Session 6: In the clinic — practiioner and patient perspectives

16:00-16:30 - Closing Session

http://ec.europa.eu/research/health/events-06-sessi  on-speakers_en.html




