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Zahajovaci konference

Program CZ11 Public Health Inititatives
Iniciativy v oblasti verejného zdravi

Preddefinovany projekt PA 27

Narodni centrum pro vzacna onemocnéni ve Fakultni nemocnici
v Praze Motole

Kontaktni osoba:

Prof. MUDr. Milan Macek ml, DrSc
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Vzacna onemocneni

e \yskyt méné nez 1 na 2000 jedincl (CE 141/2000)

e Jedna se o onemocneéni se silnou genetickou komponentou
* (az 80% vsech vzacnych onemocnéni)

* Nazyvany také ,,Mendelisticka onemocnéni®

e Zavazny socioekonomicky problém

e Odhad 5000 onemocnéni, cca 1200 pokud odhlédneme od
kazuistik zahrnujicich jednoho paciente

* Pouze 200 je uvedeno v MKN10

* Mezindrodni spoluprace je nezbytna (EU, USA, Cina)
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COUNCIL OF Brussels, 15 May 2009

THE EUROPEAN UNION

9834/09
Interinstitutional File:
2008/0218 (CNS) LIMITE
SAN118
RECH 145
MI 201

NOTE

from:
to:

Waorking Party on Public Health
Permanent Representatives Comumittee (Part 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 European action in the
field of rare diseases

Adoption
[Public debate, pursuant to Article 8(3) CRP (proposed by the Presidency)]
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SRR, vill be developed using the Community Health Programn v

Regulation (EC) No 141/2000 of the European Parliament and of the Counc
1999 on orphan medicinal products provides that a medicinal product shall be designated as

LTy an oo pracme

Koment3F [M7]: TS
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an "orphan medicinal product” when intended for the diagnosis, prevention of treatment of a

liferthrea[euing or chronically debili[a[iug condition affecting not more than 3 in 10 000

Obaji se vjemnd nevylufuje aspiie

aformatovanos wjraznénd

KomentaF [MM10]: Toto js EMEA definics .52 10 prota O

Momentaf [MPLL: Soutssop siar vici “Cuseat”s cklstem
Amendments 2.3

mentaF [M12]: Nahrazeno curremly

ment3F [MM13]: Toto je formulzce 2 skafskch utsbnic 3
|20 tedy tecimici temin —“cuurse of tedrlives”se nepouiiva

‘[ NaFormatovano: Pisme: nenf Tuing

Koment3F [MM14]: To jav pofidin 2 jedni s=spide o
formulaéni zlefitost

KomentsF [M15]: 5jednaceni na shrsrin

KomentsF [MM16]: Zarme
Kters jsou tachnicky pias:

auiil odboms terminy.

[Naforma(ovano 2wiraznnd

{ Naformatovano: Angiitina (VelkiBritanis)

[ NaFormatovano: Anglifting (ValkiBritinis), twyjraznéng

{ NaFormatovano: 2wjraznéng

-1 Maformatovano: Pismo: nenl Tuiné

@ {Naformatovano: zvirazndnd
affected®. rare diseases call fora global approath hased on spetlal and combined efforts to *{ NaFormatovano: Pisme: neni Tuind
prevent significant morbidity or avoidable premature mortality, and to improve the quality of

4 Decision No 1295/1999/EC of the European Parliament and of the Council of 29 April 1999
adaptmg aprogramme of Community action on rare diseases within the framework for action
in the field Dfpubhc health (1999 to 2003).
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Narodni Strategie / Plan — Usneseni Vlady ¢€.466 / 633

Tiskova zprava k materialu pro jednani viady CR VLADA CESKE R E PU BLl KY

wNarodni strategie pro vzacna onemocnéni na léta 2010-2020".

k-

Vzacna onemocnéni jsou komplexni, pfevainé dédiéna (€1 vrozena) onemocnéni

s nizkym vyskytem v populaci, ktera maji dopad na kvalitu Zivota a socialni zaglenéni H

pacienta, popf. ohroZuji jeho Zivot. PfestoZe jsou jednotliva onemocnéni vzacna, ve USNESENI

svém souhmu zpisobuji a2 8% morbidity a mortality v ramci EU. V pfipadé vétdiny ) . )

vzacnych onemocnéni neexistuje Géinna kauzalni 1ééba, nicméné vhodnou pééi je VLADY CESKE REPUBLIKY

mozné prodlouZit délku Zivota a zlepsit jeho kvalitu. ze dne 29. srpna 2012 €. 633

Sougasné nedostatky v oblasti vzacnych onemocnéni jsou zejména nedostateéna o Narodnim akénim planu pro vzécna onemocnéni
identifikace vzacnych onemocnéni v ramei systému Mezinarodni klasifikace nemoci, na léta 2012 - 2014

nedostatky v jejich €asné diagnostice a 1&Ebé, nerovnost a nedostatetna kvalita
poskytovanych sluZeb, nedostatky ve wyzkumu, nedostatky ve sbéru dat a
neefektivnost péte o pacienty se vzacnym onemocné&nim.

V €R dosud neexistuje jednotna koncepce pro vzacna onemacnéni. Navrh Narodni Viada
strategie shrnuje problematiku vzacnych onemocnéni z hlediska EU i CR a navrhuje
hlavni cile a opatfeni ke zlep&eni situace v dané oblasti v CR. Tyto cile a opatfeni
budou bliZe specifikovany v rameci pfisluiného narodniho akéniho planu, ktery

1. schvaluje Narodni akéni plan pro vzacna onemocnéni na léta 2012-2014,
obsaZeny v ¢asti lll. materidlu £.j. 712/12 (dale jen Narodni akéni plan);

stanovi diléi dkoly, nastroje, odpovédnost, terminy a indikatory pinéni jednotlivich Il uklada

tkold. :

Cilem MNarodni strategie je zefektivnit diagnostiku a léébu vzacnych 1. ministrovi zdravotnictvi

onemocnéni a zajistit véem pacientim se vzacnym onemocnénim pfistup } koordinovat pinéni aktivil obsazenych v Nérodnim akénim pla

k indikované a vysoce kvalitni zdravotni péci a nasledné socialni zaélenéni, a &) koordinovat pineni aklivil obsazenych v INaroanim akcnim planu,

to na zakladé rovného zachazeni a solidarity. b) pradiozit vladé do 31. prosince 2014

Cilem MNarodni strategie je rovnéz vyuZit odbormou spolupraci se zahraniéim, umoZnit
Géast nadich pacientd na mezinarodnich klinickych studiich novych lékd, vietné
lé€by v zahraniZi v pfisné indikovanych pfipadech, kdy neni moZno zajistit adekvatni
specializovanou péci v CR.

Navrh Narodni strategie je v souladu se _Sdélenim Komise Evropskému parlamentu, ¢} koordinovat innost Meziresortni a meziobarove pracovni skupiny pro vzacna
Radé, Evropskému hospodafskému a socidlnimu vyboru a Vyboru regioni o onemacnéni v souladu s akfivitami obsaZenjmi v Narodnim akEnim planu,
vzacnych onemocnénich: vyzvy pro Evropu™ a na toto sdéleni navazujicim

Doporucenim Rady o akei v oblasti vzacnych onemocnéni” (,Council 2. ¢lenim vlady realizovat v ramci své plsobnosti aktivity obsaZené v Narodnim
Recommendation on an action in the field of rare diseases”), které bylo pfijato Radou akénim planu;

EU 9.6.2009 v pribéhu pfedsednictvi CR v Radé EU.

ba) zpravu o plnéni Narodniho akéniho planu,

bb) Narodni akéni plan pro vzacna onemocnéni na léta 2015— 2017,

2010 —> 2012
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Véstnik 4/ 2012 MZCR a spoluprace s pacientskymi sdruzenimi VO

CASTEA 4 ® VESTNIE MZ CR 5

Ceska

e orphgnet

onemocnéni

ZAKLADNI SIT CENTER PRO VZACNA ONEMOCNENI

Ministerstvo zdravetnictvi, jako spravod crgan vEcné piisluiny podle § 112 zakena ¢. 372/2011 Sb., o zdra-
votnich sluzbach a podminkach jejich poskytovani (zikon o zdravotnich sluFbach), informmje o tom. 2e dne

18. 4. 2012 vydalo rozhodmuti 0 ndéleni statwtu: Zpravodaj éAVO 2 O 1 2/1

+Narodniho koordinaéniho centra pro pacienty se vzacnym onemocnénim™
na dobu do 30.4. 2015:

«  Fakultnd nemocnici v Motole, V Uvalu 84. 150 06 Praha 5 — Motol ‘\l l‘u‘
9#".“
LLentra vysoce specializované zdravotni péce o paclenty s cystickou fibrézou” l
na dobu do 30. 4. 2014: i

»  Falulini nemocnici Bmo, Jihlavska 20, 625 00 Broo

+  Falulini nemocnici Hradec Kralové, Sokolska 581, 500 05 Hradec Krdlové
«  Fakultni nemocnici v Motole, V Uvalu 84, 150 06 Praha 5 — Motol

= Falulini nemocnici Olomouc, I B Pavlova 6, 775 20 Olomouc

* Fakultni nemocnici Plzei, Dr. E. Benede 13, 305 99 Plzed — Bory

~Lentra vysoce speclalizované zdravotni péle o paclenty s dédiénymi metabolickymi poruchami”
na dobu do 30. 4. 2015:

)
*  Vieobecna fakultni nemocnici v Praze, U nemocnice 499/2, 128 08 Praha 2 g

Ceskd asoi:zace pro vzdcna

~Centra vysoce specializované zdravotni péde o paclenty s epldermolysis bullosa congenlta®
na dobu do 30. 4. 2015:

- Pl semcaici B, Tl 20, 625 00 B onemocnéni je registrovana!

Zprava ze setkdni 24. inora 2012

MUDx. Ferdinand Poldk
naméstek ministra
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Narodni koordinacni centrum pro VO ve FN v Motole
(Improved access to quality of health services, including re Ve and
preventive child health care, National initiatives for improvement of health

systems, with focus on marginalised groups)

( ::-f' Ustav biologie a |ékarské genetiky
B‘; I—G 2. LF UK a FN Motol

1) Pilotni projekt genomove diagnostiky
a reprodukce u VO (Univ. Bergen)
2) Rozvoj databazi / registrd ziskanych
variant a biobanking (NIPH Oslo)
3) Rozvoj dalsich center VO v CR
(MZCR, pracovni skupina pro VO)
—4) Fyzicka dostupnost léCivych pfipravku
o"tt;:h é?ggéjfﬂé.Si!eﬁ'?;’:n'?oﬁ';iii:il‘ prO VO v CR ( SUKL a EM A Londyn)
+5) RozSifeni povédomi o VO a telefonicka
helplinka (MZCR, CAVO + Frambu)
6) Spoluprace Frambu a CAVO, prijeti
: harmonizace Cinnosti NGO
SR gy Earmakoekonomické analyzy na
u modelovych VO (NIPH, EMA, iheta)

P OMEZENi PROVOZU CENTRA REPRODUKCNI GENETIKY =
Stieda, 17 Cervenec 2013 08:51

ublg.lf2.cuni.cz
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Norsti partneri
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Education Research International News AboutUiB Library Contact "‘ FRAMBU serter e stie ntioshemsivger — ¥ Norwegian Institute of Public Health
e e —— e PR )

TOPICS ¥ STUDIES ¥ RESEARCH & DATA ¥ REGISTRIES & STATISTICS ¥ INTL PUBLIC HEALTH ¥

University of Bergen

Finn diagnose . -
Under hver diagnose finnes ot relaterts kurs, informas)on og nyneter -Sterk pa sjelden www.fhi.no - Knowledge for better pu blic health

09 ABCDEFGHIJKLMNOPQRSTUVWXYZESA e

The Norwegian Institute of Public Health is placed directly under the Ministry of Health and
Care Services. The NIPH is a driving force in improving the population’s health and quality of
life and preventing illness and injury. The NIPH also assists the prosecuting authorities and

4 — Gunnar Hougs

Stor interesse for kurset "Samtaler med bam"

1 SCIENTIST PROFILE o Nettstedskart the judiciary in resolving criminal and civil cases. The NIPH bases its advice and services on
Kurset amangeres 5. og 5. septemoes,og det bl rekorddefakelse. Deter 97 = e research and health surveillance.
deltzkers pd Frambu, ag fisre hundre bir med som dellzkere 127 nglish
26. august - 30. anqust: videokonteransestuio. r e

s matse

G unnar H Oug e Utviklingshemning uten kjent arsak Latest news
Fra28 okiober fil 1. november 2013 amangerer Framibu kurs for personer med ~
Adjunct Professor uhikingshemning uten Kjend drsak i grunnskolealder, samt deres familie og © Frambupdlssuu Travel advice for pilgrims to Mecca (Hajj) in 2013
fenesteviere. Seknadshist er 29. august Les mer s A YouTn
: e Framou pé YouTuoe: } If you intend to make the pilgrimage to Mecca (Haij), allow suffident
3. september - 4. september: . M .
Department of Clinical Science re medfokus pi Sendag: Avreisel B time for vaccination before you travel. Take precautions with food, water
Bam med e o Dagen for awreise er kommet Les mer ¥ and hygiene to reduce the risk of becoming ill on the journey. In 2013, you
5 september 5. september: ‘ . ) J should also follow the advice concerning the outbreak of the new
‘Samialer med bam— bam Lordag: Avslutning og minner for livet coronavirus, MERS-CoV.

‘i John gja sin siste pppeden far han legger 0pp. Grann runder ay . E
underoldningsoananzaen og olk skrer 53 et spruter. Det erlsrdag og Read morel 3
4

IEW Publications

Recommendations

Fredag: Frambumagi! ! i i
Meningococcal disease and men who have sex with men

Hia r gs1 agentig? Jo, 3 skal du hsrs e

Title: Adjunct Professor .
Several European countries are now reporting cases of invasive

meningococcal disease serogroup € among sexually active men who have
sex with men (MSM). Similar cases have previously been reported in the
United States. MSM in Norway should be aware of the risk of developing
the disease. An effective vaccine is available, and MSM who engage in
casual sex and intimate contact with many partners in Norway or abroad
should consider being vaccinated

3

Torsdag: La meg ta deg med til Osl

‘Som etvissthip-hop ofvester som griger Gagen. vile i Gagta med alle S Osto.

E-mail: Gunnar.Houge@k2.uib.ng

Visiting address: Haukeland universitetssykehus, L

Read more

14, oktober - 13, oktober:

SHaRE-EU

BioSHaRE-EU is a consortium of bisbanks and international researchers aiming to improve the
availability of common research data. The five-year project began in 2011 and brings together 16
leading research organisations from Europe and Canada. The Norwegian Institute of Public Health is
one of the project partners.

University of Bergen
Address: Postboks 7800, NO-5020 BERGEN
Phone: +47 55 58 00 00

Abonner pa nyh

Responsible: Director of Communications

g En ralig o

AL0Inar 008 0 Sle Qigler:.

PHOEBE - Pri ing Har isation of Epidemiological Biobanks in Europe
*Promoting Harmonisation of Epidemiological Biobanks in Europe’ (PHOEBE) was a Coordination
Action under the EU FP8 programme which began in March 2005 and ended in August 2009. The
project included 18 partners from 13 countries and was coordinated by Dr. Jennifer Harris at the
Norwegian Institute of Public Health in Osla.

ENGAGE

Pilotni projekt genomové Spolupréce S (v:AVO e e A A A s
diagnostiky VO v CR _awareness” ’ |
Spoluprace v oblasti

registrd a biobank




'w e:
norway % @P INISTERSTVO zr%ﬂ'-gvi
gl'a ntS NORWWASSY CESKE REPUBLIKY

Vystupy projekt

1) Pilotni projekt genomové diagnostiky pomoci zavedeni
centralizované exomoveé diagnostiky VO — zkraceni doby
diagnostiky, charakterizace neznamych pripadu, navrzeni
forem reprodukce v rodinach s VO v souladu s evropskymi
trendy (www.eucerd.eu, www.eshg.org)

2) Rozvoj narodnich databazi / registri ziskanych variant v
ramci vystupu 1) a biobanking téchto pfipadu pro naslednou
diagnostiku a navaznost na dalSi EU projekty (Engage,
Bioshare, RD Connect)

3) Ustanoveni ,de iure” dalSich center pro VO, které jiz nyni
operuji ,de facto” na zakladé mezinarodnich kritérii
(www.eucerd.eu, www.eurordis.org)

4) RozSifeni fyzické dostupnosti IéCivych pripravku pro VO a
provedeni modelovych farmakoekonomickych analyz pro
jejich zavadeni do systému verejného zdravotniho pojisteni

5) Rozsifeni povédomi o VO a ustanoveni telefonické helplinky
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Dékuji za pozornost a tésim se na vase dotazy
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About the Day | Get Involved

Countries and Regions | Media Center

Downloads

'l Vyberte jazyk | ¥

Tell Your Story | News

Friends of Rare Disease Day

or your organisation to share what you
will do this year

Patient Organisations, health professionals, researchers
and public health authorties part of an

anisation and having an interest in rare disea:
d to join this year's campaign. Individual p
aged to tell their story on our

dru

families are e
by sha

Become a friend of Rare Disease Day
View all friends

Joining hands

Joining hands around the world for rare diseases

Whether you are
an office, 100 p 1000 people at a
public gathering DS to show
your solidarity with rare disease patients around the

rict

Find out more

ke | E1 25,647 people like this. Be the first of your
friends.

Key Rare Disease Day Events
Stay up to date with events around the world

§_B I Stand Informativo
£3 BR: DIA MUNDIAL DE DOENCAS RARAS SAO

§_B IT: Convegno "Le Malattie Rare e disab

§_J 'E: Rare Disorders without Borders All-..
® | JP: Rare Disease Day in Miyazaki

== UY: Jornada Informativa de EERR/ Press

& TW: Symposium for patient group leaders

Join the community

(i
e f Flickr

Lotest tweets



mailto:Milan.Macek.Jr@Lfmotol.Cuni.CZ
mailto:Milan.Macek.Jr@Lfmotol.Cuni.CZ
mailto:Milan.Macek.Jr@Lfmotol.Cuni.CZ

