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MomuiNino
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Ml Gopemcsi, M1 noSeavim.




© YHUBEPCAJIbHOCTb Monekysbl ®M xopoLuo aganTupyroTcAa
1, C HEOO/IbLUMMU M3MEHEHMAMM, MOTEHUMANIBHO MOTYT
ObITb UCNOJIb30BaHbl ANA peleHnA 3aa4 B KOHKPETHbIX
TKaHSAX, FEHEeTMYECKOM NocieoBaTeNbHOCTH, UK
naTtoreHax.

© OCOBEHHOCTU ®M mMeIoT HEMUTpaANbHbIM 3apaj, KOTOpPbIN
MOXET OrpaHUYUTb B3aMMOAENCTBUE C BeSIKaMU B
opraHu3me, Kpome PHK-mMuweHun. *

© CTABUIbHOCTb ®M o6naaatoT BbICOKOM YCTOMUYMBOCTbBIO K
aerpajaumm dpepmMeHTamMm, NoTEHLUANbHO YMEHbLLIAKLLMMM

[eATeNbHOCTb NpenapaToB.

M o " PHOSPHORODIAMIDATE MORPHOLINO OLIGOMER (PMO)



Onpegenutb NyTb ANA BCeX Masibumkos ¢ MAA ¢
Aeneunsamu, noaaarolmMMMCA NPONYyCKY 3K30HOB, YTOObI
NO/YyYMTb AOCTYN K JIEYEHUID BONE3HMU.

[MpoBOAMTbL Hanbosee 3pDEKTUBHBIM NYTb K HOPMATUBHOMY
YTBEPXAEHUIO TepanuM Nponycka 3K30Ha.

BkatoyeHmMe Bcex MauUMEHTOB AJ19 Pa3paboTKKU IEKapCTB.

[poaoiKeHUe nccaeaoBaHMM METO/I0B, aHA/IM30B,
KOHEYHbIX TOYEK, U BMOMapKepPOB ANA TOro, YToObl MEHbLLE
MCMNO/1b30BaTb MHBA3MBHYIO AMArHOCTMKY, eYeHUe, U
OLEHKY.

Pa3paboTKa KJMHUYECKMX MOJeNIeM, KOTopble NMO3BOASIOT
pelaTb UccneaoBaTeIbCKMe BONPOChl, YTOObI NOYYUTb
OTBETbl 6€3 HEHYKHOIro 6peMeHn ANA NaluMeHTOB.

Mo
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ManeHbKaa nonynauma

PasinyHble MyTauum B npeaenax 60s1e3Hu
[ eTeporeHHaa nonynauma naymeHToB
Cy6-nonynaumm noAnatoTca IEYEHUIO

[TayMeHTbl B COCTOAHMU BbINOJIHUTb KPUTEPUU
OLIEHKM



®  JOoKanHu4ecKkue
= Pa3paboTka v npoBepka 6MoMapKepoB
= (BA3b papMaKOKMHETMKM M TOKCUKOIOT UM

® KnnHnyeckme

u MHHOBaLUMOHHbIE KIMHMYECKUE UCTbITAHUA,
MPOEKTUPOBaAHUNE U aHAJINS.

[IpOoTOKO/IbI
CypporaTtHoe KOHeYHble TOYKMU
[MaumeHT coobLlmn pesybTaTbl
EctectBeHHaAa nctopuma
HeobpaboTaHHble pyKa N0 CpaBHEHMUIO C NaaLebo
® Perynupytowmm 0630p M yTBEPKAEHUE
=  YCKOpeHHoe oaobpeHune
[MpMOPUTETHDBIX OT3bIB
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® /lna pa3paboTtkm cemenctso ®M, KoTopoe
6yJeT HanpaB/IEHO Ha KaxKayto MyTaLMIo
NoAAaloTCA dK30Ha NPONycCKa,
4YTOObl MCMO/Ib30BATLCA OTAENbHO MU B
coyeTaHue C ApyruMu npenapatamum aas
JIeYEHUA MbILLEYHOM AUCTPoduM JoleHHa.



OcTanbHble pegKkue 3K30HbI
= B npobupke aokasatesbCTBa MPOMycKa 3K30Ha

JK30HbI 52, 50, 44, 55, 8, 35

= B npobupKe AokaszaTesibCTBa NPOMNyCcKa 3K30Ha
= JlOKIMHMYecKoe nccnegoBaHne TOKCUYHOCTM
= [lpon3BoACTBO AUCTPODMHA

= KanHunyeckue pesynbtatbl (BMWT, PFT)

JK30HbI 53,45

= B npobupke AoKaszaTenbCTBa NpoOMyCcKa 3K30Ha
»  JJOKNIMHMYEeCKoe nccniegoBaHMe TOKCUYHOCTH

= [lpon3BoACTBO AMCTPOMdMHA

= KanHnyeckue pesynbTtatbl (BMWT, PFT)

Eteplirsen (3KcoH 51)

= B npobupKe aokasaTesbCTBa MNPOMyCcKa 3K30Ha
= [lOKAMHMYeCKoe uccnegoBaHue TOKCUMYHOCTH
= [lpon3BoACTBO ANCTPOMdMHA

= KnnHnyeckue pesynbTtatbl (6BMWT, PFT

= be3onacHocTb

MomhVivo

M Gopemcsa, M1 noGeagvim.
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Eteplirsen Treated, Week 168:

Age 10-12 (n=6) and Age 13-15 (n=6)

% Able to Climb Four Standard Steps

]

7-9Years 10-12Years 13-15Years 16-18Years >18Years
Age Group
% Able to Raise a Hand to the Mouth

1

4-6Years

4-6Years  7-9Years 10-12 Years 13-15Years 16-18 Years >18 Years

% Able to Ambulate Independently
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HopmMaTnBHaA BaacCTb

[IpomMbliwneHHOCTb [laumeHT [laTeHTHble
rpynnbl

KAnMHUYecKne nccnepoBaTtenm
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