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1. Indopmaitisi npo 3asgBHuKa:

HaliMeHyBaHHA (Npi3BMIILE, iM 1, TIO
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2. Jlani moa0 3asIBJEHOr0 JiKAPCHLKOTO

3acody:

TOProBe/IbHa HA3BA JIKAPCHLKOI0 3ac00Y;

Cuinpasa

MIKHAPO/IHA HEMATEHTOBAHA Ha3Ba abo
CHHOHIMIYHE HailMEHYBAHHS;

Hyciuepcen

CKIIajl JIIKAPChKOTO 3acoly (airoui Ta
JOIOMIKHI PEUOBHHH);

Jliroua pevosuna: 1 M mictuts 2,4 Mr Hycinepceny; 1 duakon no 5
M MicTUTh 12 Mr HyciHepceny. JIONOMiXkHi peqOBHHK: HATPIIO
aurigpogocdar murigpar, guHatpito Gocdar, HaTpito XJIOPHI,
KaJIifo XJIOPHJL, KNI XJIOPH/| UTiAPAT, MATHIIO XIOPH
FeKCariipar, HaTpis THAPOKCH/, XJIOPOBOIHEBA KHCIOTA, BOIA LIS
1H ekt

opma BHTTYyCKY, 110 MPOTIONYETHCS VTS

BKITFOUCHHS a0 Hamosansuoro
nepeiky OCHOBHHX JIIKAPChKUX
3ac001B Ta (ado) HOMEHKIIATY[

(HepeiKiB, CIUCKIB, PEECTpiB);

Po3umH 114 iH’ €Ki,

BIZIOMOCTI TIPO JEPIKABHY PEECTPAILifo
3ABJICHOTO  JIKAPCBKOro  3acoly B
Ykpaini;

Peecrpauiiine nocsiguenns Ne UA/17852/01/01 BianosiaHo 10

Hakazy MO3 Vkpainu Ne 1768 Big 20.08.2021, xiticre 3 11.01.2020
10 11.01.2025 poky

gapmakomoriuna  xis
3aco0y;

JHKApChKOTO

AHTHCMHUCTIOBHH  OJICOHYKJICOTHA,  SIKHIT  30UIbIIye  4acTKy
TpaHCKpunTis Matpuunol PHK 3 srmouennam ekzona 7 SMN2.
3BS13yT0UHMCH 3 IHTPOHHUM CalijieHcepoM criaicuury (intonic splice
silencing site — ISS-N1), posramosanum B isTponi 7 tpe-mMPHK
rena SMN2. 3’myroumcs 3 wuMm, ACO suricuse dakropn
CIVIAHICHHLY, SIKI Yy HOPMi MPUTHIYYIOTH Horo. BuricHenss mmx
(axTopis npu3BoANTE J10 30epexkenHs ex3ona 7 B MPHK SMN2, a
orae micis cunresy MPHK SMN2 moike Biabysarucs 1i tpaucssitis
B 610K SMN 3 OBHOIO OBKWHOIO JIAHIFOTA.

(hapmaxoTepancBTHYHA rpyna
TIKapeLKOro 3acoby Ta KoJ 3a aHATOMO-
TePAEBTHIHO-XIMIYHOKO
KnacHQikaiiero;

[Huti mpenapaty IS TiKYBaHHA 3aXBOPIOBAHL KICTKOBO-M S30BOL
cucremu. Hycinepeen. Kog ATX: M0O9AX07

OJtHe FIOKA3aHHA A0
3ACTOCYBAHNA, 34
3458

MEJTHYHOTO

ARKAM  HOJACTHCS

[pemapar Crinpasa (HicynepceH) noKasanuii /10 3aCTOCYBAHHS HpH
CMA, cipruainenowo MyTaitieio B XxpoMocomi 5¢.

HOKA3AHHS /{0 MEAMYHOI'O 3aCTOCYBAHHS
BIAMOBIIHO  JI0  IHCTPYKIHT  Juist

ME/IHTHOTO 32CTOCY BAHHS,
saTBep/pkeHoi  MO3, 3a  masBHOCTI
ACPKABHOT  peectpalii  iKapCLKOro

3aco0y B YkpaiHi;

Hpenapar Cninpasa (nicynepeen) nokasauuit 10 3acrocysatus pu
CMA, clpHUHHEHOK) MYyTalli€io B XPOMOCoMi 5q.

crocid 3acTocyBaHHs;

Tepamito npenapatom CriiHpasa TOBHHCH NPOBOINTH JIiKap, SKHil
Mae€ IOCBI y JIKyBaHi cniHagbHO! M’s130B0i atpodii. lIpenmapar




Crinpasa OpH3HaueHWil UIs  IHTPATEKANBLHOrO BBEACHHA 134
J0MOMOT010 jiiombansHol nyHkiii. PekoMengoBana 103a CTAHOBUTE
12 mr (5 M) na onne Beexenns. Tepanito npenaparom Criinpasa ciin
TIOYHHATH SKOMOTa Pauille M/ BCTAHOBICHHS TiarHo3y 3 4 7103
Hacuyenns y 0, 14, 28 ta 63 jewn. [Ticas uporo omun pas koxui 4
MICSLI CJ1iJ1 BBOAUTH MiTPHMYBAIbHY 103Y.

1) nagBHICTH MOKa3aHb 10 MEAHYHOTO
3aCTOCYBaHHS JIIKapChKoro 3acoly s
BUKOPUCTAHHSA il 4Yac  HaJaHHs
MEIHYHOT JONOMOIH HpPU CTaHax, o
3a3HA4YeH] Yy TIPIOPUTETHHX HanpsaMax
PO3BUTKY cEPH OXOPOHH 310pPOB 1.

Ipemapar CIIHPA3A (nyciHepceH) HANEKUTH 10 PiAKiCHIX
(opdannuX) 3a MOKA3AHHAMHU, 3a3HAYESHUMI YV 3aBi, 1110 BA3HAYAE
HeOOXinHICTh  (IHAHCYBAHHS 33  NPUHLANOM  COLUAJIBHOI
COJ111aPHOCTI.

3. Koporka
JMKapckKoro  3acoby 3 omMcom
3aXBOPIOBAHHS (cTany), LLTBOBOT
KOIOPTH NMALIEHTIB T4 POJI JIKAPCHKOTo
co0y B mpomeci JikyBaMHa i3
3a3HAYCHHAM  KIIHIYHOTO  MaplupyTy
MALIEHTa Y KOHTEKCTI BHKOPHCTAHHSA
3AIPONOHOBAHOI0 JIKAPCHKOTO 3ac00y.
3azHayuTH [epertik (HOMEHKIATYpY) a6o
JIOKYMEHT, J0 SKOI0 3arporioHOBAHO
BKJIIOYHTH 3asABICHUH JIIKAPChKHI 3acif.
3a3HauUTH po3jIia, 710 SIKOTO
32IIPONOHOBAHO BKIIOYHTH 3asB/IEHUN
nikapebkuit  3aci®.  Sxkwmo nyuxrn 4-
13 nocke  micTaTh  iHGopMamio 3
OOMEKEHUM JIOCTYTIOM, 3a3HAYUTH, AKi
4ACTHHHA 1H(GOpMaLil B HHX ITYHKTaX €
KOH(MIIeHITHHEMH Ta HAZIATH
OOIPYHTYBAHHS IIOI0 KOH(IAEHIIHHOTO
Xapakrepy Takof indopmaii

i'lp()HO3HU,iH OO

Crinanbni M's308i atpodii (CMA) — rpyna BaKKHX CIaKOBHMX
TEHETHYHO-ICTEPMIHOBAHUX 33aXBOPIOBaHb, AKI XapaKTepPH3YIOTHCS
NPOrPECYIOYOI0  IETCHEPAIEr) MOTOHEHPOHIB MEPE/HIX POTiB
CIIMHHOTO MO3KY 1 NpPU3BOJATH O HPOrPECHBHOIO DO3BHTKY
cI1abKoCTI M #1318 Ta iX arpodii. [lo eBHOro eTamy Ie 3aXBOPIOBAHHS
BBAJKAJIOCh HEBUIIIKOBHMM 1 JTy’kKe MIBHAKO mporpecyounM. Y 2007
p.- MbkHapoana koHdepeHuis mo cranmapram jikyBaHHs CMA
onyOuIiKyBana peKOMEeHIAMil MO JarHOCTHIN Ta MiKyBAHHIO LBOIO
3aXBOPIOBaHH#A, a TaKOX [0 OPTONEIMYHOMY, PecHipaTopHOMY i
Xap4oBOMY CYIPOBOIY XBOpPHX, fAKi IIHPOKO BHKOPHCTOBYIOTH B
YCbOMY CBITI.

3acTocyBanHs IMX METOAIB [OTpeOye 3HAYHMX BHTpAT, IO
CKIaJal0ThCA 3 YACTHX TOCHITalli3alii, HeBIAKIaJHUX KOHCYIbTAIIH
daxiBuis, KOPUTYIOUHX (izioTepaneBTHUHMX METO/IIB,
OPTONEANYHOI /IOTIOMOTH, BEHTWIAMIHHOI MATPUMKH  (yHKIi
auxanust. CItil 3BaKaTH, BUTPATH HECE SIK CYCHLIBCTBO TAK i POJIMHA.
Ipubmusko y 96 % nauientis CMA cnipuuMHEHa MYyTaIli€l0 reHy
SMNI, noxanizoBanoro y 5q xpomocomi (mememis 5q). Bimburicts
NALIEHTIB yCTIAIKOBYIOTh Jenerito rena SMN1 Biz cBoOix GaTbKiB.
Monmyasiwis: Mauientn 3 CMA II Tuiy, CIpHYMHEHOIO MYTAIHE B
XpoMocoMi 5q.

[Mauientu 3i CMA II THITy, CIPHYHHEHOIO MYTALEI0 B XPOMOCOMI
5q. VYxpaiucekuit peectp xBopux Ha CMA HiTpPHMYyETHCS
['pomazcskoro opramizamieto «Xapkiscskuit Gnaromiiiamit oy
«liti 31 cniHanpHOIO M’S30BOK aTpodicto», AKMil (HaKTHIHO €
€AMHOIO MOIOHOI0 OpraHizallieo B YKpaini, a 32 HAmpsAMKaMH CBOE]
AIIBHOCTI  Ta  Teorpadi€lo  WIEHIB €  3aradbHOAEPKABHHM
yrBopennsm. Crtanom Ha kpiTeHb 2021 p. y peectpi DoHy
MicTuThCs 3amuc 1po 244 nmamienta, 3 Hux 220 oci6 i3
nitreepmkennM JIHK anamizom: CMA taiy [ — 24 xgopux, CMA
iy Il — 151, CMA tumy I — 45 oci6 [1]. Haxanb, KiTbKicTb
nanieHTiB i3 CMA  3MIiHIOETBCS HAA3BHYAMHO JIMHAMIYHO i3
BPaxXyBaHHsM (hJaKTOPY BHCOKOT JIETAIBHOCTI B yMOBAX BiJCYTHOCTI
3a0€3MIeUeHHs MaTOrCHeTHYHOT TEpamiclo, a TaKoK IHHAMIYHOTO
BKJIIOYEHHS HOBHX JIarHOCTOBAHHMX MAUi€HTIB Ta MirpamiitHux
TeH/IeHIA nanienTiB i3 CMA 10 iHIMX KpaiH 3a1s MOXKIHBOCTI
OTPHUMAHHA MMATOTeHETHYHOI Tepartii.

CMA tuny II (mpomikumit) — ne6roT XBopobu 10 18-ro micsus
KuTTA. [lepuni Micsili SKHTTS JUTHHA PO3BHBAETHCS 3aI0BLIBHO.
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[auienTd 37aTHi CHAITH, age He MOXKYTh CTOSTH Ta XOJIHTH.
[TocTymoBo macrae perpec pyXoBHX HABHYOK, 3racaioTh
CYXOXHIIKOBI pepiieKcH, BHHHKAIOTh M'A30Bi aTpodii, He3HauHwmii
TPEMOpP PYK, (QIOPHISAIA A3UKA, PI3KO 3HIKYETHCS TOHYC M'S3iB.
Ilenxivnmii  po3BMTOK 3a3BM4ail Biamosizae Hopmi. JletampHuii
KiHeIlb — Y Billi cTapuie 2 pokiB.

CMA  BigHocHTBCA 10 piakicHux (opdaHHHX) 3aXBOPIOBAHb.
Hemonasro FDA ta EMA (€BponeiicbKe areHTCTBO 3 MKapChKHX
3ac001B) 3apeectpyraio npenapar CIIIHPA3ZA (HyciHepceH), sKuii €
NCPIIMM IPENapaToM MaTOrEHETHYHOI Tepalrtii, 110 3aCTOCOBYETHCS
npu CMA. Ha ceoromui CIIIHPA3A (mycinepceH) € eamHuM
JIKApCBKMM ~ 3aC000M, 1[I0 3apeecTpPOBAaHO B Vkpaini 1
natoreHeTu4Hoi Tepami CMA. Ha ceoromui uist 3MiHH nepediry
CMA 3acTocoByeThCs MiATPUMYBAIBHA TEpamis, sfKa MOJArAc y
KOPEKIiT CHMITOMIB 1 mpodinakTuui yckaanHens. HaitneoOxingimi
3aX0[M BKIIOHAIOTH 3a0€3NEYEHHA HAJICHKHOI HYTPHIECITHBHOL
MITPUMKH, PECIipaTOPHy MiATPUMKY, TiKyBAIBHY bizkynsTypy i
3aXO0JtH, IO IIPOBOAATECS HA TEPMiHATBHHX CTaIiAX 3aXBOPHOBAHHIL.
CINTHPA3A  (HycinepceH) — aHTHCMHCIOBHiT OTIrOHYKIEOTH
(ACO), sixuit 36impmrye wacTky TpaHckpunTiB Marpuunoi PHK 3
BKIIOYEHHAM exk30Ha 7 SMN2, 3B’A3yl0uHCH 3 IHTPOHHHM
caiilieHcepoM crutaiicHHry, posramoBanuM B iHTpoHi 7 nmpe-MPHK
redka SMN2. 3B’ssyrounch 3 HuM, ACO BuTicHSe (aKTOPH
CIUTAHCHHIY, fKi Y HOPMi NPHTHIYYIOTH itoro. BuTiCHeHHS IHX
(akropis npu3BoMTE 10 30epekenns ex3ona 7 8 MPHK SMN2, a
omke micas cuntesy MPHK SMN2 moske BinbyBaTrch ii TpaHCIsis
B OUok SMN 3 HOBHOKW MOBKHHOKI NAHIIOrA, LIO 3abe3neuye
30epexeHHs QyHKUIT MOTOHEHPOHIB.

Ha ceorommi mns  sminm  mepeGiry CMA  3acTOCOBYETBCA
MiATPUMYBAIbHA TEPAMis, SKa [ONATAE Yy KOPEKIii CHMITOMIB i
npodinakTuii ycknaaHeHs. HaliHeoOXigHilm 3axogu BKIIOYAIOTH
3a0e31eUeHHs HAIeXKHOT Hy TPHICTITHBHOT [ ATPUMKH, PECTipaTOPHY
MATPAMKY, JIKyBaIbHy (Di3KyIbTypy i 3aX0/H, IO MPOBOIATECS HA
TEPMIHANBHUX CTa/isgX 3axsoproBaHHa. CIITHPA3A (HyciHepceH)
NpU3HAYCHA JUld JIIKyBaHHS Bcix TumiB CMA Ta HAa CHOTOMHI €
€JIMHAM JIKApChKMM 3aco00M, 10 3apeecTpoBaHO B YKpaiHi Juis
naroreHeTH4YHOI Tepanii CMA.

llpenapar HyciHepceH NPOMOHYETbCS IS BKIIOYEHHS 10
Homenwnatypu mikapcekux 3acoGiB, Meauunux BHpPOOiB Ta
JOTIOMIKHHX  3aC00iB 10 HHX, WI0 3aKyNMOBYBATHMYTHCS 3a
OI0/UKETHOI TIPOrPaMoI0, a TAKOXK JUIA 3aKyMiBII CTPYKTYPHUMH
MPO3/IIAMH 3 IIUTaHb OXOPOHH 3710pOB’ s 06nacHux Ta KHiBChKOT
MICBKOI JIepyKaBHHX aMiHiCTpaLii.

BeranosiieHo, mo 3acrocyBaHHs HyCiHEpCEHY € Oiibll
e(DeKTHBHOIO, ane JOpPOXKYOK TEXHONOTIE0 IMOPIBHAHO  3i
CTAHIAPTHOK) TEPAMi€i0. 3aCTOCYBaHHS Mpemnapaty HyCiHepceH y
mamienTiB i3 CMA I tuny mpossounse JOCSTHYTH IJBHIIEHHA A
QALY 11,832. IukpemeHTAIBHUI KOE(illieHT KOPUCHOCTI BUTpAT
7S HYCIHEPCEHY MOPIBHSHO 3i cranzapTHoIo Tepariero st CMA 11
THITy CTAaHOBHTE 18 226 403,98 rpu 3a QALY.

llpeniapat HyciHEpceH MPOMOHYETHLCH YISt BKIIOUEHHS J10
Homenknarypu mmikapchknx  3aco0iB, Me/IMUYHHX BHPOOiB  Ta




JIONOMDKHUX  3ac00iB  JI0 HHX, 100 3aKyNOBYBATHMYThCH 3a
OFOJUKETHOIO TIPOrpaMol0, a TAKOK JUIS 3aKyMiBIi CTPYKTYPHHMH
MiAPO3ILUIaMH 3 TIMTAHb OXOPOHH 3/10pOB’s 061acHUX Ta KHiBChLKOi

MICBKOI JIepKaBHUX aaqMiHicTparliii. /
;
Ceposcvean Ik 7
(Haﬁmeﬁyaaﬁﬂﬂ TOCAIH YIIOBHOBAXKEHOI 0COOH 3asBHHKA) o (mignuc)

20 p.
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