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Nervovosvalové choroby
genetického povodu

Priciny: 234 génov
Expertizne centra: 08
Diagnostickeé testy: 2560
Pacientske organizacie: 75
Vyskumné projekty: 321
Klinické studie: 76




Vyvoj lieku

800 milionov dolarov

10 — 15 rokov



Nova molekula

1. modifikacia znamej chemickej struktury
2. hladanie medzi latkami rastlinného pévodu (Epigallocatechin-
Gallate — zeleny caj
3. testovanie zndmych lieciv v novych indikaciach (gentamicin)
4. cielend syntéza lieciv na zaklade vztahu Struktura ucinok
— liekovy design
5. génova terapia (GSK 2482968)

testovanie Zzelaného uUcinku na bunkach, tkanivach,

celom organizme...
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Predklinické testovanie

[de mysi

Je latka bezpecna?

e akutna toxicita
e subakutna a chronicka toxicita

e Ucinok na reprodukciu, teratogenita
e kancerogenita

e mutagenita

e toxikologické testy

aplikacia vysledkov zo zvierat na ludi

spravny vyber experimentalneho zvierata
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Klinické testovanie  rotet

jedincov

Faza | — zdravi dobrovolnici 10
Jednorazové alebo kratkodobé podanie
Stanovenie davkovacej schémy

Faza Il — 1x liecCivo podané cielovej populacii

100
Faza Ill — ucinnost, bezpecnost
Porovnanie s doposial najlepsou
existujucou liecbou
Faza IV — postregistraéna pof,ﬁ::fcia

Sledovnie ucinnosti a bezpecnosti
lieCiva v Sirokej skupine pacientov
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Klinicky vyskum v oblasti
muskularnej dystrofie

Antioxidant — indebenon
Prebiehajuce studie

A Phase Il Open-Label Extension Study to Obtain Long-Term Safety,

. Tolerability and Efficacy Data of Idebenone in the Treatment of Duchenne
| Muscular Dystrophy - Extension to Study SNT-11-001 (DELPHI Extension).
BELGIUM VLAAMS BRABANT LEUVEN

DELOS : A Phase Il Double-Blind, Randomised, Placebo-Controlled Study of
the Efficacy, Safety and Tolerability of Idebenone in 10-18 Year Old Patients
with Duchenne Muscular Dystrophy

_ | . FRANCE I[LE-DE-FRANCE PARIS

| GERMANY Nordrhein-Westfalen ESSEN

An open-label phase lll study to evaluate the long-term safety of Ataluren
(PTC124) in patients with nonsense mutation Dystrophinopathy - DE
GERMANY Nordrhein-Westfalen ESSEN




Prirodna terapia




Duchenova muskularna dystrofia

e 1987

Al 4 pri¢ina znama = mutdcia génu pre dystrofin
najvacsi gén v ludskom organizme!!!
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Ciele génovej terapie

e Obnova
e Oprava
e Nahrada




PRO051/GSK2402968

= antisense oligonukleotid (AON) — kratky usek DNA
MU: exon skipping thera




PTC 124/Ataluren

= antisense oligonukleotid (AON) — kratky usek DNA
MU: exon skipping therapy
I: DMD, BMD




Bunkova terapia

e Kmenové bunky




£ 9 0vplyvnenie KVS komplikacii

Effects of Cardioprotective Therapy, Carvedilol vs Ramipril, in Patients
Affected by Duchenne and Becker Muscular Dystrophy. Clinical Significance
and Prognostic Value of Cardiac Magnetic Resonance Study

ITALY LAZIO ROMA

A Phase Il Randomised, Double-Blind, Placebo Controlled, Cross-Over
Study to Investigate the Efficacy of Mexiletine in Patients with Non-
Dystrophic Myotonia

UNITED KINGDOM Greater London LONDON

A double-blind randomised multi-centre, placebo-controlled trial of
combined ACE-inhibitor and beta-blocker therapy in preventing the
development of cardiomyopathy in genetically characterised males with
DMD without echo-detectable left ventricular dysfunction (Phase lll)
UNITED KINGDOM Tyne & Wear NEWCASTLE UPON TYNE



Skvalitnenie liecby




foltanova@fpharm.uniba.sk

http://www.orpha.net




Kreatin

e Prirodzene sa vyskytujuca AK
v kostrovych svaloch
e /droj energie pre svalovu pracu
V: Cervené maso
ryby
organizmus si ho vie syntetizovat aj
sam (z argininu, metioninu,
glycinu)
Il Zdrave oblicky




