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Struktura centrove pece o
pacienty s NMD v UK

1. Nervosvalova centra — centra klinickeé
péce

2. Referencni centra — diagnosticka centra

3. MRC centra — vyzkumna centra



1. Centra klinickeé péce
“Nervosvalova centra per
excellans”

« Zrizuje NHS (National Health Service),
podmlnkou je dostupnost mezioborove
péce, ALE neexistuji jasna pravidla
(neurolog, genetik, patolog, rhb,
socialni pracovnik, psycholog, ...).

« ZFizuji se pri vetsich nemocnicich Ci
universitach.
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Nervosvalova centra nepokryvaji
veskerou peci

« Zcela na centrech nezavisle jsou tzv.
ventilacni tymy s 24 hod sluzbou.

* Ve vétsSiné pripadu centra nezahrnuyji
chirurgické obory — pr. ortoped.

* Velka variabilita mezi centry.



2. Referencni, diagnhosticka centra

 Dg Pletencové slaloveé dystrofie —
Newcastle.

 Dg Kongenitalni myopatie a kongenitalni
svaloveé dystrofie — Londyn.

 Dg Kongenitalni myastenické syndromy —
Oxford.

Extra platba od NHS.



3. MRC nervosvalova centra

* Vyzkumna centra

MRC (Medical Research Council) — extra
platby ze statniho rozpoc€tu na vyzkum v
oblasti NMD (forma grantove podpory).

Newcastle - oxiord- Londyn
hitp://www.mrc.ac.uk



http://www.mrc.ac.uk/

MRC Newcastle Muscle Centre

« Zalozeno pri genetickém oddeéleni (NHS) ve spolupraci s Newcastle
Universitou. Cca 80 zaméstnancu.

Aktualni vedeni centra:

Prof. K. Bushby (genetik), Prof. H. Lochmuller (neurolog), Prof. V. Straub
(detsky neurolog).

Struktura centra:

« Klinicka ¢ast.

« Diagnostika — standardni vysetreni + referencni centrum pro LGMD.
 Vyzkumné laboratore — DNA lab., experimentalni lab.

« TREAT-NMD - organizace spoluprace mezi nervosvalovymi centry
Sveta.



MRC Newcastle Muscle centre




Klinicka cast centra

« Pouze ambulantni péce, mozna i navsteva sestry ci socialni
pracovnice doma (“home visit”).

« Béhem ambulantni kontroly je pacient vySetren:

Sestrou se specializaci na nervosvalova onemocneni - objasneni
charakteru nemoci, reseni kazdodennich starosti, geneticke
poradenstvi, ....

Fyzioterapeutem — vysetfeni dechovych fci, svalovy test — navrh
rhb, pomucek, je-li potfeba pulse ox test (vysetfeni noé€ni
hyposaturace).

Lékarem.
Socialnim pracovnikem.

Frekvence kontrol dle potreby, dospéli pacienti cca 1x rocné, deti
a 6 mésicu. Existuje specialni kéd pro platbu komplexni péce.



Muscular Dystrophy Campasign
wiwwmiiscular-gystrophy.org
Tieh : €207 TEAS AROD

Action Duchenne
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Jenniler Trust's website comprehenshely
provides basic factual mfarmaticn,
support and status on research.

This suppart growp In the UK helps improve
the quakity of Wfe for those who have FSH-MD
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Charcot Marie Tooth Support Group
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Kin-profit Cure CMD organization has a mission to
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wwwdisabilitynorth.ong.uk
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www pareniparinershiporg uk

Radar

Infas matian sbaut living with a disability
wvew,radar.org Lk

Tl : 020 F250 3222
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Muscle Cliniclraam

Consultants & Medical Team

Professar Kate Bushby
Pralestor of Meuromuseulsr Genetics
Congultant Clinical Ceneticist

Email ; kate bushby@nclac.uk

Prafessar Valker Sirauls

The Harold Macrmillan CThar of Medidne

Consultant in Meuramuscular Gemetics and Pasdiatrics
Email ; volkerstraubsg@incl acuk

Prafessar Hanns Lochmiiller

Chisir of Expserimental Myology
Consultant in Reuromuscular Genetics
Emall ; hannslochmulierg@nod.acu

Or Michels Guglieri

Honorary Consultant in Neuromuscular Genetics
Sanior Reseanch Assooade - Clinical Triats

Ermnail : richsela guglierigncl acuk

Dr Teresinhe Evangelista
Clirécal Research Associate
Email ; teresinhe.evangelstagnolacuk

Dr Antonio Atalia
%onior Research Assocate
Email ; artanioatalia@nc.acuk

Dr Marta Bertoli
Clircal Research Associate - Clinical Trisks
Email ;: marta berfok@nclacuk

Dr Elizabeth Harris
Clirical Research Associate - MDC Fellow
Email ; slizabeth.harris@nc.acuk

D Eugen Strakle
Hmﬂ'ﬂfffﬂlﬁlﬂlﬂmlﬂ Meuromuscular Genelics
Brmail : strehle@doctors.orguk

I Chiasa Marini Bettals
Specialty Trust Doctor
Birail : chiara bettalo@nuthahiuk

Nurse Specialists

Clare Pickthall & Loulse Hastings
Neuraeascular Genetics

Errusil ; clarepickthall@nuthomhauk
Emadl : keuse hastingsBnuth.nhiuk
Tel: 0151 241 8864

Tel : 0191 241 8736

Ruth Wake
Ressarch Meuromuscular Nurse
Ermiadll ; ruth.wake@nuth. rihs uk

Secretarial Staff

Anne Nichalson

Secretary

Ermail : annenicholsen@nuthorhs uk
Ted : D151 241 5757

Ermail : L 8%
Teld : D151 241 87

Kath Stonsbouse

Secretary 1o Pral Straub aa

North Tees, Hartlepool and Stackton Clinics
Emiail ; kath starshouse@nuthnbs.uk

Tel | 01647 624 250

Karen Pryke

MSET Secretary

Emall : karen prykednuthnbs uk
Tel : 0191 241 &768

sanPrivthnbsuk

Suzan Robinson

NSCT Administrator MIU Lab

Emall ; Susan.robnsong@nuthnbsuk
Telk 0191 282 0841

Ann Nicholson
NSCT Data Clark f Admin Support
Emiail ; annunichoison@nath. nhs. uk

Physiotherapy Team
Please comtact on 0197 241 8756

D Michells Eagle
Enfsﬂum u':-'ll!rr.!plsl!

clin.eagle@ncl.acuk
Garabdine Balley
Oirical Spedalist Meurormuscular
Errail - gunldmehhl:uﬂnul]-mlnuk

D Anvna Mayhaw
Cansultant Research Physictheragist
Ermiail : nnamaylewincl s ik

Michelle McCallum
Fhiysiot herapy Technical Instrucior
Errizdl : rilchilie.mccaliumigniath bk

Meredith lames
mmmﬁdmuh
Robert Muni Lofa

Emt ropmBuLcat

Specialist Care Advisor

Edwaina Perkins
Ermal : echwina pediins@outfnhiuk
Ted : 0197 241 761




Clinical Trials Coordinators

Bachy Davls, Gilllan Karyon & Michas] Grieves

Email : juliamaddisongnc. ac.uk
Email - backy davisgnd.acuk
Email : mechael grieves@ncl.ac.uk
Tel : G157 341 Ba45

Neurogenetics

Prodessor Fatrick Chinnery
Prafessor of Mewrogenetics &
Honorary Consultant Neuralogist
Instifuie of Genetic Medicne
Cenitre for Life

Tel: D151 241 8611

D Rita Horvath

Senanr Lecturer &

Honarary Condultant in Meuragenelics
Institute of Genetic Medicine

Ted : 0191 241 BASE

Gail Eglan
Research Murse

Inatitute of Gerwt Medicine
Tel : 0161 241 BEOG

Adult Neurology

O J Bdllr

Corsultant Meunplogist
Foyal Victoria Infrmary

Tl : 0100 233 6161 ext 24048

Paediatric Neurology

Pleass contact on 0151 218 6161

Dr W Ramesh
Comsultant Paediairic Meurclogist
Royal Wictoria infarnary

Df R Farsyth
Consultamt Paediatric Neurakagist
Rayal Victoria Infirrnary

Dr R McFarland
Consultant Paediatric Nawmlagist
Royal Vectosia Infirmary

Cardiology

Or J P Baurke

Consultant Cardiclagist & Senior Lacturer
Freeman Haspital

Tl : 01971 233 B161 qut 25134

Dr J 1 O'Sullivan

Consultant Paediatric Cardiologist
Freeman Haospital

Tel : 0191 233 G161 ext 26146

Or M ) Stoswart
Consultant Cardiologist
Seidth Cleweland Haspital
Widiflesbrough

Tel : G1642 B50 &50

Or K A Willmear
Consultant Cardiologist
‘West Cumnberiand Hospital
‘Whitchaven

Tl : 01846 653 181

Surgery

Mr P Henman

Cansultant Orthapaedic Surgean
Rexal Victona infirmary

Tel : 0191 233 6161 ext 25182

Mr M ) Gibsom

Cansultant Fthopaedic SUrgean
Freerman Hospital

Tel : G191 233 5161 ext 26755

Mrs & Lawson

Consultant Faediairic Surgecn
Rovyal Victoria Infirmary
Tel : 0191 233 161 ext 24711

Nar William H Bliss

Candultam Pasdatirc Orthopasdic Suigacn
Freaman Hosgtal

Tel : 0151 233 4161

M Malik Siddigue
Carsulant Peediairic Surgean
Freseman Hosdptal

Tel : 0190 2336161
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Respiratory

D Robert Bullock

Consultant Anaesthatist &

Head af Bome Ventilation Service
Anaesthesiology Dept

Reyal Victoria infamary

Ted ;0151 233 A161 ext 22535

DO Simen Baudouin
Condultant Anaesthetist
Royal Victoria infarmary

Ted ;0157 233 G161 aut 29485

D Chiris D Brien / DF Milos MdKaan
Consultant Respiratory Paedalrican
Royal Victoria Infamary

Ted: 0167 133 G161 out 25089

Victoria Mitchinsan
Paedistric Physiotherapist
Royal Victoria infarmary
Ted ;0191 333 6161

Rachel Patterson
Hurse Specialist
Fresman Hospital
Ted : 07190 233 6161

D Sophie West

Corsultant in Respirabory Medicine
Freeman Hospital

Ted | 0197 233 6161 ext 37468

Profeiias Chiis Dodds
Corultant in Respiratory Medicine
Iames Caok University Matpital
Middlesbrowgh

Tol : 01642 854601

Dr Richard Harrison

Corsultant in Bespirstory Medicine
Universty Haspital of Morth Tees
Stockban

Tel | D642 617677

Respiratory
Outreach Team

Alisen Armsireng | Fam Ecklord
iPam Eglan

Home Vertilation Murie Specialicts
Rovgal Victana Infirmasy

Tl 00971 233 6141

[Ernail ; hvosmia, vl o reniath s uk

Amnvdirea Lant
Homa Ventilation Team Secretany

Rovyal Wictora Infirmany
Tel: 0191 233 6161

Endocrinology

Prafessar Siman Pearce
Professer of Endocrinelogy
Tel: 0191 233 G161 ext 20115

Dr Tien Chestham

Consultant Paediatric Endotrinalogist
end Senior Lecturer

Tol : 0191 233 6141 aut 24417

Orthotics

Mr Colin Peacock | Mr Paul Charlton
Orthotist

Peacock Medical Group

Berfield Business Park

‘Walker

Wewcaste-upan-Tyne

WEE 40N

Tal : 0197 276 el

Childrer’s Dutpatient Department,
Reyal Victoria Infirmary , Newcastle-upan-Tyne
NET 4LP Tel : 0191 282 4556

Institute of Genetic Medicine, International Centre for Life

Central Parkoway, Newcastle-upon-Tyne
MET3BZ Fax:0191 2418770
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Zdroje financovani klinické péce

m Granty
mNHS
m Klinicke studie

farmakoligickych firem
®m Universita




Struktura Centra
» Klinicka péce - 26 lidi
* Laboratorni vyzkum — 15 lidi

« TREAT NMD + granty — 39 lidi



Zdroje financovani Centra

o’

= NHS platba vcetne
platby za referencni
centrum pro LGMD

m Universita

m Granty

m Klinicke studie
farmaceutickych firem



Situace v Ceské republice

» Oficialne existuji tzv. Nervosvalova
centra — garantem kvality je
Neuromuskulani sekce Ceske
Neurologickeé Spolecnosti JEP.



Personalni a technické predpoklady:

Vedouci centra: neurolog se specializaci nejvySSiho stupné s erudici
v problematice nervosvalovych chorob

MNeurolog s funkéni odbornosti v EMG (minimalné 2, aby byla zajisténa
zastupitelnost a kontinualni zajisténi péce v neodkladnych pfipadech

Neurolog s erudici v intenzivni mediciné

Soucasti centra mohou byt dalSi odbornici: klinicky imunolog, détsky neurolog,
genetik, neuroradiolog, patolog, klinicky psycholog

Multidisciplinarni spoluprace: gynekologie a porodnictvi (porody myastenickych
matek), revmatologie (problematika zanétlivych myopatii, vaskulitid), onkologie,
oddéleni pro diagnostiku vrozenych poruch metabolismu, chirurgie (tymektomie)

Specializovany stfedni zdravotnicky personal véetné EMG laboranti a
rehabilitanich pracovniku

Specializovana ambulance
Standardni luZkové oddéleni (cca 4 - 6 lGzek/ mil. obyvatel)
Neurologicka JIP s moZnosti UPV nebo ARO v nemochnici

MozZnost provadéni eliminaénich metod (vyménna plazmaferéza, imunoabsorpce)
vV nemocnici

Laborator klinické neurofyziologie (EMG, s mozZnosti specialnich vySetfovacich
testa

* single fiber EMG,

* testovani autonomniho nervového systému

likvorologicka a neuroimunologicka laborator (standardni vySetfeni mozkomisniho
moku, v€etné kvantitativniho a kvalitativniho cytologického vysSetfeni, dostupnost:
vySetfeni izoelektrickou fokusaci, vy$etfeni bunéfnych populaci pratokovou
cytometrii, diagnostiky neuroborreliozy, vysSetfeni autoprotilatek



Nervosvalova centra v CR
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V CR 10 mil obyvatel, 9 center — 1 centrum / 1,1 mil. Obyvatel.




Nervosvalova centra v CR

Existuiji,

ALE:

* Problém s personalnim zajisténim.

* Multidisciplinarni péce vetsinou zajisténa v
ramci nemocnice.

* Péce je hrazena standardni platbou
ambulantniho vykonu.



Nervosvalove centrum
FN Motol
« 2 casti:
Neurologicka klinika FN Motol
Klinika detské neurologie FN Motol

Multioborovost zajistéena v ramci FN Motol.



Situace péée o NMD v CR

Ve shodeé se situaci v UK:
 Dostupnost diagnostiky.
o Zdravotni péce.

Rozdily mezi CR a UK:

« Komunikace mezi zdravotnickymi ale i
nezdravotnickymi obory.

« Kontinuita péce pri prechodu do dospélosti.
* Dostupnost ventilacnich tymu.

 Moznosti pomucek a protetiky.

« Socialni podpora, ekonomicka situace rodin.




Pediatric Neurology xxx (2014) 1-4

Contents lists available at ScienceDirect

Pediatric Neurology

journal homepage: www.elsevier.com/locate/pnu

Original Article

Health-Related Quality of Life in Children and Adolescents With
Spinal Muscular Atrophy in the Czech Republic

Helena Kocova MSc®*, Olga Dvorackova MSc?, Petr Vondracek MD, PhD ",
Jana Haberlova MD, PhD ¢

* Faculty of Health and Social Studies, University of South Bohemia, Ceske Budejovice, Czech Republic
P Medical Faculty, Masaryk University, Brno, Czech Republic
Department of Child Neurology, 2™ School of Medicine of Charles University and Faculty Hospital, Praha 5, Czech Republic

V CR je moznost nemocniéni péce a dale péée v
ramci rodiny. Chybi moznost castecné péce mimo
domov — v UK 10 dni v roce je moznost vyuziti
celodenni stacionarni péce, dale moznost domaci
vypomoci - napr. 4x tydné na noc dochazi sestra,
ktera polohuje pacienta, moznosti integrace NMD
pacientu do normalnich skol,......



Budoucnost

* Hledani novych zdroju financovani center
- dulezity zdroj granty,

- vhodne extra kody pro komplexni péci
ve vybranych centrech, oficialni status
Nervosvalovych center ?



Budoucnost

« Zlepseni komunikace mezi
zdravotnickymi obory (snaha o zajisteni
multidisciplinarni péce, kontinuita péce
v dospelosti), ale | zlepseni spoluprace
s nezdravotniky (socialni pece,
pacientskeé organizace).



Organizace, obCanska sdruzeni a nadace
podporujici pacienty s nervosvalovymi
nemocemi v CR.
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Inspirace

 UK: Muscular dystrophy campaign,
Action Duchenne,

Duchenne Family Support Group, Cure-NMD, Myotonic

Dystrophy Support Group, Jennifer Trust for SMA , FSH-MD Support
Group UK, Duchenne Ireland, CMT Support Group.

* Francie (66 mil). AFM pacientska
organizace vrozenych NMD
www.afm-telethon.com

podpora rodin+ vyzkum NMD



http://www.afm-telethon.com/
http://www.afm-telethon.com/
http://www.afm-telethon.com/

100 €

used by AFM-Te
in 2011 means:

8L.7 €

“CURE”
MAIN ACTIONS:
* Genethon / Genethon Bioprod
* Institute of Myology
* |-5tem
* Therapeutic trials
* Calls for proposals
+ International programmes
+ Industrial programmes

“HELP"?

MAIN ACTIONS:

* Multi-disciplinary consultations
* Regional services

+ Nursing care establishments

+ Development of innovative technical aids
* Claims

* Family days

* Rare diceases platform

“COMMUNICATE"

(communication associated

with missions)

MAIN ACTIONS:

+ Genocentre conference venue

* VLM - the Association’s journal

* Internet sites

+ Editing information documents

+ Relations with the media to release medical
and scientific information

7.0 €

Management costs

* Management cervices

# Operation of internal bodies
+ Ganeral meeting

# Financial comrmunication

Total activities
for 3011:

120

* Processing gifts and bequests
* Postage for pledges for gifts
and tax returns
# Participation in the production
of thirty hours of broadcasting
# Equiprnent and logistics
of the 138 co-ordination teams
+ Installing the 36 37 telephone

SR

B 100,000 noe

even thmu@oub — & )
it _/'; on Facebook

1 million

mmmwnm arre
1,800 volunteers called
on throughout the year

53,000

local @SSOcCiations

and 10,000

committed districts

The telethon -
an€xXceptional

event!

30 hours

direct on the channels of
the France Televisions Group

1,200 presenters,
Jjournalists, TV professionals

mobilized
6 o national partners

(companies, professional federations...)

12 A¥M - Cure throush innovstion
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Podekovani
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svalova dystrofie
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Prof. Milanu Mackovi jr. za podporu v ramci grantu RD-Connect;
Panu Renému Brect'anovi za podporu v ramci Parent Projektu;
Université Karloveé za podporu v ramci fondu mobility;

Prednostovi Kliniky detske neurologie prof.Vladimiru Komarkovi za
moznost €erpani neplaceného volna a kolegam na klinice za péc¢i o

NMD pacienty v mé nepfitomnosti.






