Cungpom qudiyanoi

B imei: npobnemu qudepenuiinol
|a2HOCMUKN M3 nepcnexmusu NiKyBaHHY

3a oCTaHHi AecATUPIYYA NATONOrivHi CTaHK, WO BpaXKaloTb HEPBOBY CUCTEMY, NOCifaOTb ofHe
3 YiNbHUX MicLb Y CTPYKTYPi 3aXBOPIOBAHOCTI He nuwe B YKpaiHi, a il y BCbOMY CBiTi.
HepBoBo-ncuxiuHi po3nagu, 6escyMHiBHO, € JOMiHYBaNbHOI NPUYUHOI0 AUTAYOT iHBaNigHOCTI,
NoB'A3aHOI0 i3 COLia/IbHO-eKOHOMIYHUM CTAHOBULLEM HAaCeNeHHA, HeJOCKOHA/I0 CUCTEeMOI0
npohinaKkTUKKU, paHHbOT [iarHOCTUKU Ta BifHOBNIOBANIbHOIO NiKYBaHHA L€l naTonorii.

CriocTepiraeTbcs TAKOX 301/IbLIEHHS Cepel AUTIIOTO HaCe/IeHHsI
YKpainu 4acTOTy TAKKMX iHBaliiu3yBalbHUX CTaHIB, AKi IPOAB-
JIAI0TbCSA TOPYLIEHHAMY IICUXIYHOTO PO3BUTKY, PO3/IajilaMil MOBY,
HOBefiHKM, KOMYHiKaTMBHUX QYHKIIil, AKi 9aCTO MOEAHYIOTHCA
i3 3aTPUMKOIO CTaTOKIHETMYHOTO Ta ICMXOMOBJIEHHEBOTO PO3BUTKY.
TpuBanuit yac OCHOBHOIO ITPMYMHOIO IIOPYILEHDb HEBPOJIOTiYHOTO PO3-
BUTKY JUTVHY BBa>Ka/IM IIepMHATa/IbHI yparkeHH: LieHTPa/IbHOI Hep-
BoBoi cucremy (ITHC), 30kpema rioKCHYHOrO i illleMi4HOrO reHesy.
IIpote Hapasi 3poc/a posb TeHeTUYHMX METOMIB Y BU3HAYEHHI eTio-
7orii 6araTbox HepBOBO-IICUXIYHNUX po3yafiB. Ha cboropHi sHauHMI
BUKJIVK — YCTAHOB/ICHHSI IPABIIBHOTO AI1aTHO3Y Ta PO3POO/IEHHs
cTparerii IikyBaHH#A, 3aCHOBaHOI Ha TeHETUYHIil OCHOBI PO3/Iafy.
Bigminenna ncuxonesposnorii IV «I[HCTUTYT nepiarpii, akymepcTsa
i rinexororii im. akagemika O.M. Jlyk’ssHoBoi HAMH Yxpainu» ogHuM
i3 mepIIMX y HaIiit iepKaBi IPMITHANO Lelt BUKIMK [1].

Ilig ypakeHHAM HepBOBOI CHCTeMM NE€PUHATAIBHOTO TeHe3y
Hepifko MacKyoTbcsa opdaHHi (pifkicHi) 3aXBOpIOBaHHA; X04a
BOHI 3a3BMYail YPa)kalTb eKi/IbKa OpraHiB abo cucreM, FOMi-
HYBa/IbHMMM 4aCTO € O3HAKM YIIKOJ)KEHHs HEPBOBOI CUCTEMH,
TOMY HaIli€EHTU 3BePTAIOThCA caMe 1o HeBponora. IIpoTe Taki
3aXBOPIOBAHHA B MONY/IALIl TPalIAITbCA PifiKO 11 O BCTAaHOB-
JIEHHA [JiaTHO3y XBOPI BifIBiyIOTb IeKiNbKOX CIelliaicTiB, a B 40%
BUIAJIKiB PiIKiCHE 3aXBOPIOBAaHHA HENPABU/IbHO HiarHOCTYEThCSA
moHaiiMeHe 1 pas [2].

OpdanHNM Ha3MBAIOTH Take 3aXBOPIOBAHH, IO MOCTITHO
IIPOTrpecye, CTa€ IPUINHOI0 CKOPOYEHH XUTTA ab0 iHBamigHOCTI
JIOAVHY, HOLIMPEHICTDb AKOTO Cepefi MiCIIeBOT0 HaceJIeHHS He Ie-
pesuiye noxasHuka 1:2000. Came mpo Take BUSHAUEHHA JMETbCA
B 3axoHi Ykpainu «IIpo BHeceHHs 3MiH o OCHOB 3aKOHOZIaBCTBA
YKpaiHu Ipo 0XOPOHY 3JOPOB’s WIOAO 3abe3MedeHH s MPO(iTaKTHKN
Ta IiKyBaHHA PiAKiCHNX (OpdaHHMX) 3aXBOPIOBaHb» [3].

YacTom 03HaKO0 OphaHHMX 3aXBOPIOBAHb HEPBOBOI CHCTEMM
B [iiTeil paHHBOTO BiKy € CMHPOM AMY3HOI MA30BOI riMmOTOHIi
(CAMT), AKmit cpuYMHAE 3aTPUMKY CTATOKIHETUYHOTO PO3BUTKY.
Taxuit cMEAPOM Y fIiTell paHHBOTO BiKy MOXe HOETHYBATUCA 3 1O~
PYLIEHHAMM ICUXiYHOTO PO3BUTKY, PO3/IaJlaMil MOBY, TIOBE/IiHKI
Ta KOMYHIKaTUBHUX QYHKIT [4].

Panime B miteparypi ansa susHauenna CIIMI y miteit paHHbOTO
BiKy BMKOPUCTOBYBaBCs TepMiH «M/sABa fuTuHa» un floppy baby,
TIPOTE, Ha HAIlly YMKY, BiH € JIETITMMHUM JIMILE WIOA0 HiTeil BIKoM
10 6 Mic, a Hagani Heo6XiffHa TOYHA HO30/IOTiYHA AiarHOCTHUKA. Tep-
MiH «MJIAiBa AUTHHA» 3aCTOCOBYETbCA LIOAO AiTeil PAHHbOTO BiKY
3 HM3bKMM M $I30BUM TOHYCOM, y AKIX M530Ba T1IIOTOHIsA pO3BMBa-
€TbCS B NEPiof] CTAHOB/IEHHA OCHOBHIX MOTOPHMX HaBUYOK [4, 5].
Cnoso floppy Mo>e BUKOPUCTOBYBATHUCSI /151 IO3HAYEHH 1 3HIDKEHHSI
MSI30BOTO TOHYCY (riIOTOHIsT), 3HUKEHHS M130BOI iy (CnadKicTb),
mifBuIIeHOI TabiMbHOCTI B cyrmo6ax. BaXTuBUM € BU3HAYEHHS
TOTO, Y CIIOCTEPIraeThCs B AUTHHU SHIDKEHHSI TOHYCY 3 M 5I30BOK0
cnabkicTio a6o 6e3 Hei [4-6].

Y CTPYKTypi CMHAPOMY M5130BOI FilIOTOHII 4acTO MOXe Bifi3Ha-
4aTHUCA iCTMHHE ypaXKeHHA PYXOBOi OMHMIII Ha Pi3HUX ii piBHAX
(To6T0 cIaiKoBi HEPBOBO-M130Bi, MeTAabO/MIIYHI Ta MITOXOH/pia/IbHI
3aXBOPIOBAHHS, 110 IIOTPEOYIOTH SKOMOTa PAHHBOTO BCTAHOB/ICHHS
iarHO3y 3 METOI0 MMOYATKY CBOEYACHOTO TiKyBaHHs) [7, 8].

IcHye HM3Ka XBOPOO, sAKi KniHivHO mpossssoTbest CIIMT i3 3a-
TPUMKOIO CTATOKiHETMYHOTO PO3BUTKY, — T€HETHYHI 3aXBOPIOBAHHS
3 ypa>KeHHSIM HepBOBO-M30BOTO allapaTy (CIiHa/mbHa M130Ba aTpo-
¢is (CMA), Ma30Bi gucrpodii, HeBpaabHi aMioTpodii), xBopobu
06MiHy pedoBNH i HaKOIMYeHHs (JTI30COMaIbHI, 30KpeMa XBopoba
ITomre), MITOXOH/pia/IbHI 3aXBOPIOBaHHSL. Buije3asHadeni HO307Orii
TPAIUIAIOTHCS HAbAraTo YacTilie, HiXk BBXKA€TCA, ajle BUABUTH iX,
YCTaHOBUTY TOYHMIT HO30/IOTiYHMIL IlarHO3 6e3 BMKOPUCTaHHA [I0-
JaTKOBMX Helpodi3ionoriaHmx i reHeTUYHNX METOiB 06CTEeXKEHHA
IIPaKTUYHO HEMOXINBO [9, 10].

3a/Ie)KHO Bifl piBHA ypa)keHH: HEPBOBOI CHCTEMM BUOKPEMITIOITh
riOTOHII0 L[eHTPANBHOTO Ta MepU(EPUIHOTrO reHesy, M0 XapakK-
TePU3YETbCSA MEBHUMM KNiHiYHUMYU ocobnuBoctamu. Ha sactky
LEHTPa/NbHOTO TUIY TillOTOHIM, 3TifHO 3 pi3HUMU JAaHUMMU, IPU-
napiae =80 i =20% rinoToHil nepudepUIHOro reHesy 3 pisHUM piB-
HeM ypakeHHA (Bifj MOTOPHOTO HellpOHa JJo M’I30BOTO BOMOKHA).
IIpn ypaxenni ITHC rinoronis sa3Buyai 3rofoM 3MiHIOETbCA

SHORQBAL YKPAiHIT

Ha CIACTMYHICTD, TOf AK FIOTOHIA TPy yparkeHHi pyX0BOl ofMHMII
30epiraeTbcs IPOTATOM yciel xBopobu. Ms130Ba c1/ta Ipy LieHTpaTb-
Hiji 'iIOTOHII MOYKE He 3HVKYBaTHCA Y1 3HVKYBATHCs HE3HAYHO, TOZI
AK 3a epuepUIHOTO yparkeHHsI BOHA 3HAYHO 3HIDKeHa [4-6, 11].

Crazu, MOBsA3aHi 3 PO3BUTKOM LI€HTPAIbHOI FiIOTOHII: rocTpi
eHIedanonaTii - rimoKCMYHO-inIeMivHa eHIedanomaTis, rimormi-
KeMist; XpoHi4H] eHIjedanonaTii — Baau po3BUTKY FOIOBHOTO MO3KY,
BPOA’KeHi po3nafy MeTabonismMy (MyKomonicaxapunosu, aMiHo-
auMAypii, opraHiuHi KUCIOTH, TiMif03M, ITIKOTEHO3M, XBOPOOH
HaKOIMYEeHHA); XpOMOCOMHi posnanu (cuuppom Ipagepa-Bimnni,
TpucoMis 21), reHeTHYHi posnazgy (ciMeliHa AM3aBTOHOMIS, CUHEPOM
Jloy), nepokcucoMHi posnagn (HeoHAaTalIbHA afjpEHOTEIIKOFUCTPO-
¢is1, curgpom 3eriBerepa); eHEOKPUHHI (TimOTHpPe0s), po3mafy Cro-
nyyHoi TKaHMHY - cuHApoM Enepca-Jlanno, HeaxicHmii ocreorenes,
H0OpOsAKiCHA BPOfXKeHa rinoToHis [4-6, 11].

I[IpyyyHy IapamiTyHoi/HepBOBO-M A30B0i rimoToHii: CMA, ma-
PanmiTMYHNUII TOMTiOMI€ENiT, HEBPONaTii, ClTaIKOBa MOTOPHO-CEHCOPHA
HelfpomnaridA, Bpofj)keHa rinoMieninisyBanbHa HellpoIaTis, rocTpa
HeMieniHi3yBanbHa MoTiHeBpormaris [12].

IIpo6neMu HepBOBO-MAI30BOTO 3 €AHAHHA: IepeXifHa Heo-
HaTa/bHa MiacTeHisd, aBTOIMyHHa MiacTeHis, BpPOJ KeHi MiacTeHiuHi
CUHAPOMIU, M30Bi po3/ajy, BpofKeHi Miomnarii (HeManiHOBa Mio-
matis, MioTy6y/IsapHa MiomaTisi, XBOpoOa LeHTPATBHOTO CTPYKHS,
BpopKeHa Ms3oBa guctpodis (CMD) (curppom Yokepa-Bapbypr,
puctpodis Oykyamu, MepO3UH-IIO3UTHBHA Miomatis TOILO),
BpOJ)KeHi MiacTeHiuHi CMHpOMM, BpOZi)KeHa MiOTOHIYHA JUCTpPO-
¢is, metabonivni mionatii (gedinut kucnoi Manbrosu, fedinuT
docdopumasy, miroxonznpianbHa miomaris) [13, 14].

Y cTpyKTypi CHHEPOMY M’30BOi IiIIOTOHI 3HAYHE MiCIie mocifa-
10Th TeHEeTUYHi 3aXBOPIOBAHHS, 1110 CYIIPOBOJKYIOTbCS yPasKeHHAM
pyxoBoi opuHuIi Ha pisHux ii piBHaAx. [lo uiei rpynu Hanexarb
CIIaJIKOBi HEPBOBO-M 5I30Bi 3aXBOPIOBAHHS, 110 MOTPEOYIOTh paH-
HbOTO BCTAHOBJIEHHS AIaTHO3Y (2, 4, 6, 7]. BusHaueHHs TUIy MyTa-
1ii1 y TeHaX YieHiB POVHYU BUCOKOTO PU3UKY MOHOT€HHNX XBOPOO,
Ak-oT eninkeronypis, CMA it Ms30Ba guctpodis JroureHa, nae
3MOT'Y IIPOBOAUTY IIPEHATANbHY AiarHOCTUKY Ta BUSHAYMTH IeTepo-
3MTOTHE HOCIJICTBO 3 BMKOPUCTAaHHAM NPAMUX METOMiB aHaNi3y
IOHK xnitun nnoga [15, 16].

Benukor Ta HaA3BMYAHO CK/IA[JHOIO B 1iarHOCTUYHOMY Ta JIi-
KyBa/IbHO-IIPOTHOCTMYHOMY CEHCi € IpyIa XBOpoO, cy6cTpaToM
yPakeHHsI KOTPMX € HEPBOBO-M SI30BUIT allapar, 30KpeMa ypa-
JKeHHS Ha PiBHi MOTOHeIpOHiB IepeJiHiX poriB CIMHHOTO MO3KY
Ta Ma3iB. OcTaHHIMU poKaMM Bifi0y/IucsA 3HaYHI IPOPUBY B TKY-
BaHHI CMA - TS)KKOTO HEPBOBO-MSI30BOT0O 3aXBOPIOBAHHS, L0
paHillle HaleXano [0 HeKypabenbHuX.

3aXBOPIOBAHHA MOTOHENPOHIB MalOTh CXOXi K/iHIYHI IPOABH,
IPOTe BiPi3HAKTHCS 32 TSXKKICTIO IIepebiry Ta IpOrHO30M; CITiIbHI
MpOABY — 3aTPUMKA CTATOKiHETMYHOTO PO3BUTKY Ta BUpPa’KeHa
nudysHa M5130Ba TIIOTOHIA 31 SHUKHEHHAM 260 3HIDKEHHAM CyXO-
XUTbHUX pedriekciB. [JeOI0T MOXe BifOyBaTHCA Y BIKOBOMY fiama-
30Hi BiJi pAHHBOTO JUTHHCTBA 1O JOPOCTIOro Biky [17].

ETtionoria Ta natoreHes
I ——

CMA - nporpecuBHe 3aXBOPIOBaHHA 3 yPa)keHHAM MOTOHEIPO-
HiB IlepefIHiX POriB CIMHHOTO MO3KY; XapaKTepU3y€ThCS IIBUAKOIO
BTPAaTOI0 CITHHOMO3KOBUX K/IiTUH IE€pefHiX POTiB i 3yMOB/IIOE
M’30BY JleHepBallilo, aTpodilo Ta cmabxicts [18].

[Mommpenicts ycix popm CMA - 1:6-10 Tuc. HeMOBJIAT; HOCiEM
3axBopIoBaHHA € 1 i3 40-60 oci6. Lle gpyra 3a posmoOBCIOAKEHICTIO
IIATOMIOTiA 3 TPYINH CIAfKOBUX HEPBOBO-M SI30BUX 3aXBOPIOBAHD
(micma M’asoBoi auctpodii Jomena). Tun ycnapkysanua CMA
€ aBTOCOMHO-peljecuBHUM (AP), aBTocoMHO-foMiHaHTHUM (A]T),
X-3uennenum; cuipBigHomenns crareit Y1:7K1. Haityacrima
¢dopma — pauHs gursiva 3 AP tunom ycmapkysasHs. [JedekT rea
JIOKasi3yeTbcs Ha 5-11 XpoMocoMi (TelmoMepHa fiNAHKa, a caMe
q11.2-13.3). BusiBneno piakicui X-38’13aui it AJl popmn [19].

OcHoBHi matoreHeTnyHi Mexanismu CMA - BificyTHicTb a60 3HU-
JKeHH# CUHTe3y 6inka SMN, AK1iT HaABHMIT y 6araTbox opraHax i Tka-
HJHAaX OpTraHi3My; 0COOINBO BUCOKUI JI0TO BMICT CIIOCTEPIiraeThes
B TOJIOBHOMY Ta CIIMTHHOMY MO3KY, HUDKaX, eqiHIi I MioKappi.

{(HEBPONOrIA

N.[. Kupunosa

HisnbHicTh ycix kniTuH 3anexuth Biff SMN, ane 3MeHUIeHHA
110r0 YyTBOPEHHS € 0COOIMBO KPUTHUYHNUM AJIS IeKi/IbKOX TUIIIB
KJIITHH, ¥ T. 4. pyXOBUX HeltpoHiB. 3a gedinnry SMN nopyuryerscst
HOpMaJIbHe YIIPaB/IiHH: aKCOHAMIL, afiKe BifOyBaeThcs ix HapMipHe
posrany)XeHHs, SHYDKeHH A IBUAKOCTI POCTY Ta po3MipiB aKCOHiB,
CIIOCTepiralThCs aHOMAil KIacTepu3salii KaabllieBUX KaHamiB
Y KOHYCi pocTy, GOpMyBaHHA aHOMaTbHUX NPECHHANITUYHUX Tep-
MiHasiB aKCOHiB PyXOBUX HelpoHiB [20, 21].

Knacuuany ¢popmy CMA Brepure BusiBieHo B 1891 p., a B 1956 p.
onucaHo HOBY ii GopMy 3 Mi3HIMIMM MOYATKOM i BifHOCHO Z06pO-
AkicHuM nepebirom. Cxoxi BUMafKy XBopoOy paHilile OImICyBamImncsa
AK B0o6posiKicHA M’130Ba FUCTPOdis 3 MUMOBITbHUMY dacHUKY-
NALiAMY M’SI30BUX BOMOKOH (30BHI HPOSIBIAETbCA HifIIKIpHUM
Tpinorinusam). [logaburi foCHiKeHHS JOBeNN, WO B OfHII ciM'T
MOXYTb 3AB/IATUCS pisHi hopmu CMA [22].

Kpim Toro, B niteparypi € onucu gutsigoi CMA, 110 nepebirae B mmo-
€[JHAHHi 3 HEJOPO3BUHEHHAM CTPYKTYP T'OJIOBHOTO MO3KY, BPOJKe-
HUMU HepenoMaMy, GOpMyBaHHAM PaHHbOI AUXaNbHOI HEJOCTAT-
HOCTI, BpOJ>KeHVIMMU BaJlaMU Ceplist, apTPOrpumo3om [22].

KniHiyHi npoasu
I

OCHOBHI KJIiHiYHI IPOsABY — IPOTPeCUBHA M’I30Ba CTAOKICTh
it aTpodhii ckemeTHMX MA3iB. Bik mosBu mepux osnax CMA Bifpis-
HSETbCS 32 PI3HUX TUIB i€l marosorii: 3a 1 Tuny fe6oT mposBis
CIIOCTEPiraeThCs B MEPILi MiCALl XKUTTH, 3a 2 — B IIEPILi POKU XKUTTS,
a3a 3 -y Bini 10-20 pokis [23].

3a 1 tumy CMA (tun Beparira-Todmana) xiHka Bxke I dac Barir-
HOCTi MO>Xe 3BepHYTM yBary Ha Ii3HIO TI0sABY PyXiB I10fa. 3 Hapoy-
JKeHH:A B AUTHHY BUPaXKeHe MQy3He 3HIDKEHHA M A30BOTO TOHYCY
(cMHAPOM «M/IABOI JUTUHM»). 3 MEPIINX MICALIB XKUTTA 3ABNAIOTbCA
CmabKicTh it arpodis MA3iB BepXHiX i HVIDKHIX KiHINiBOK (i3 TOganb-
LIMM 3a/Iy4eHHAM M3iB Tymy6a ta mui). Taki 3MiHM CIPUYMHAIOTH
Te, 1110 IiT¥ He MOXYTb yTPMMYBATH CO/IOBY, [IePEBEPTATICH, TPUMATI
mpegMeT Ta Cupiti. M’s30Bi aTpodii Ta MOCMUKYBaHHA M A30BUX
BOJIOKOH 3a3BMYall MacCKYIOTbCA Jobpe BUPaXKeHOK MiAIKipHO-
XKMPOBOIO KIIITKOBUHOI0. XapaKTepPHUM CHMIITOMOM € ApibHe TpeM-
TiHHA (TpeMop) manbLiB Kuctelt (PacuukynapHuit TpeMop); iHoxi
CIIOCTepiralThCs MOCMMKYBAHHS MSI3iB s13MKa. THIIOBMMI O3HAKAMI
TAKOX € OC/TA0JIEHH I IIOBHE 3HUKHEHHS CyXOXIIKOBIX pedirek-
ciB, 0OMeXXeHHs HOPMA/IbHOI PYX/IMBOCTI B Cyrnobax, gedopmanii
ckereta. BHacmifok cmabkocTi MibkpebepHuX M’3iB IpyAHa KIIiTKa
IUTUHU CTA€ CIUIOLIeHOI0. Yepes cabKicTh MsI3iB He BiffOyBaeTbCs
TOCTATHbOI BEHTWIALII /IereHb, TOMY CIIOCTEpPIralThcsA 4acTi pec-
mipaTopHi iHdeKii, 3SIB/IAITHCA PISHOMAHITHI [MXa/TbHI PO3/TafIL
[IcuxignHmit po3BUTOK JiTell 3a3BMYall He CTPaXKJa€, pO3Najy YyT-
nUBOCTI BificyTHI. 3a mporpecyBaHHA XBOpoOu GyHKIII )KyBaHHSA
Ta KOBTAHHA MOTipIIYIOTbCA; CMEPTh 3a3BMYall HACTa€ BHACTIIOK
acmipanii Ta ;1XaabHOI HEOCTAaTHOCT] [22, 23].

CMA 1 tuny #e610Ty€ B HOBOHAPOIIKEHMX i3 IPOABIB BIpaXxe-
HOI M’5130BOI TIOTOHIIL. Y TpyAHOMY Bilji 3aXBOPIOBAHHS IPOSIB/IA-
€TbCA TUM, 11O JUTVHA He MOXe yTPUMYBATy TOJIOBY, IlepeBepTa-
TUCSA, CUAITY; M3Y 00/IMYYA IPY LIbOMY He ypaskeHi, 30epiraeTbcs
xopomra MiMika. 3rogoM MOXYTb criocTepiratucs ¢pacuukyaamii
(uBMAKI TOCMUKYBaHHA MyYKiB MA30BUX BOJIOKOH); CYXOXXMIbHI
pednexcu mpurniveni. ITix gac enexrponeitpomiorpadii BuABIA-
10T XapaKTepHY 03HaKy — T. 3B. puTM yacTtokony. Ha cporopni
miarnos y 95% BuInaiKiB MiATBEPAXYETHCA IIiJ] 4aC MONIEKY/IAPHO-
TeHETUYHOTO NOCTimKenH [22, 23].

Ilns mipTBepmxeHHs fiarHody CMA Moxe IpoBoguTHCS 6i0-
TICis M’A30BOi TKAHMHY, KOTpa BUAB/AE aTpodivHi 3MiHN MA30BUX
BO/IOKOH. Ilepe6ir 3aXBOpIOBaHHA Mae HeCHpUATINBUIL Xapak-
tep. CMepTb fiTel HACTa€ y Billi 0 2 POKiB YHACTiOK ypaXkeHH
IMXaNbHOI MYCKY/NaTypy Ta MOsABM Pi3SHOMAaHITHUX yCK/IaJHEHDb
i3 60Ky nmereHs.

3a CMA 2 tumy 3aXBOplOBaHH# BIleplile NPOABIAETbCA A0
misHime (B mepii 1,5 poKy XUTTA JUTUHM) Ta XapaKTePU3YETbCS
HOBLIbHIMNM Iepedirom. [oT0BHOI 03HAKOIO € HE3JATHICTh AUTUHY
CTaBaTy Ha HOTW. JleTanbHUIT pe3y/bTar 3a Takoi popMu XBopobu
3asBMYail HacTae y Bini >2 pokis [11, 14]. 3a CMA 2 tumny gitu sge-
61/bII0TO MOXYTb CHAITH 6€3 JOIOMOrH; 3a3BMYall He MAlOTh 3MOTH
CTOATH UM XOFUTHU 6€3 JOIIOMOTH, ajle MOXYTb JOXUTHU O TifTiTKO-
BOTO 4y MOZIOAOTO BiKy [10].

IIponoBs:kenHd Ha cTOP. 62.
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ITponos:xenns. IloyaTox Ha cTop. 61.

3a CMA 3 tumny (xBopoba Kyrenb6epra-Benannepa) saxsopio-
BaHHA CIOCTepiraeTbes micna 18-micsAyHoro BiKy (3a3Buyalit y Bini
2-5 pokiB, iHogii o 17 pokiB) i mporpecye myxe nosinbHo. CrabkicTh
MA13iB HIDKHIX KiHIIiBOK i TA30BOTO HOACY 3yMOBIIIOE YTPY/AHEHHA
X0y, BCTaBaHHA, MigHiMaHHA cxogamu. [locTynoso npouec mo-
IMPIOETHCS Ha BepXHi KiHiiBku. [Topsg i3 Ms30BuMu aTpodisMu
MarbKe 3aBXAM HasBHe 301/IbIIeHHS PO3MIPIB IUTKOBUX 1 CifHMY-
Hux Ma3iB. CyXOXIUIKOBi pedIeKcH IOCTYIIOBO 3racainTb. Y 0ib-
ITOCTi XBOPUX CIIOCTEPIiraloThcA BUpakeHi GpacumKyALil BOTOKOH
y M’13aX IJIEY0BOTO 11 TA30BOTO HOSCY, piflle — B M’513aX TOMINKI
Ta nepentivys. lepopmaiii ckenera He € XapaKTepPHUMH, IIPOTE
MOXXYTb PO3BUHYTUCS Ha IMi3HIX cTafisx xBopobu. IlariienTn goBro
30epiraloTb MOX/INBICTb caMoobcnyrosyBanHs (10, 11, 15].

HiarHocTuka
1 —

Hiarnoctrka CMA 6a3yeTbcst Ha XapaKTePHUX KIHIYHUX TIPO-
ABaX, HellpoQi3ionorivHNx JaHuX (eneKTpoHelipomiorpadis) Ta Bu-
ABJIEHHI MyTal[il B TUIIOBHX FeHax [24].

3amifosputu CMA MoxHa B fiTell i3 HOeAHAHHAM TaKUX K/iHiy-
HMX HpOsBiB [22, 23]:

> TIIOTOHIf;

> rimo-, apedexcis;

> 3aTPMMKA 4 perpec CTaTOKiHEeTMYHOTO Ta IICMXOMOB/ICHHE-

BOTO PO3BUTKY;

> Kappio-, remnaTomnaris.

Ilna piarnoctuxn CMA 3actocosyrors JTHK-giarHocTUKY menernii
7-ro Ta 8-T0 ex30HiB rena SMNI i 5-To exsony rena NAIP, a Takox
BHyTpimHbOpoAyHHe 34eneHHA VNTR- i STR-mapkepis 2AE9.1
(D5S557) 1 LAS96 (D5S681) i3 xpomocomHoi ginsuku 5q13 [10]. IIpo-
BiiHy ponb y posButky CMA Bcix KimiHi4HMX GopM MaioTh MyTa-
11ii 7-ro Ta 8-ro ek30HiB rena SMN2. BctaHOBIEHO acolialfiro Mix
tunoM mMyTanii Ta TspKkictio CMA. IlpoTsaxHa menenis, 1o 3aXo1-
o€ 7-it i 8-11 ek3oHU reHa SMN2 Ta 5-i1 ek30H reHa NAIP, BusBiena
y 23% xBopux Ha CMA Ta nepeBa’xae B Iali€HTIB i3 HalrTsHKInM (1)
THUIIOM 3aXBOpPIOBaHH (xBopoba Beppuira-Topdmana) [16].

Hani MPT ronosHoro Mo3ky € ManoiHGOpMaTHBHUMH, afKe
CMA He BIIMBA€ Ha CTPYKTYpPU MO3KY.

IcHyIOTD uiTKi enekTpoHeiipomiorpadiuni kpuTepii 3amexHo Bif
PiBHA ypaXKeHHs PyXoBoi OfMHMIi HEPBOBO-M SI30BOTO alapary:
3a CMA xapaKkTepHIM € IepefHbOPOTOBII aTepH [24]. ¥ manieHTiB
3i CMA 2 ta 3 TumiB y pasi mpoBeieHHs rom4acToi enexrpomiorpadii
BiJI3HAYa€TbCA HEPOTEHHMUIT MATePH i3 BMCOKOAMIIITYJHUMMU
Ta TPUBAMTUMU MOTeHLjaTaMu pyxoBux opnuuub (ITPO), a Takox
3MeHIIEeHNIT TaTepH peKpyTyBaHHA. [omdacTa enekTpoMiorpadis
B nanienTis 31 CMA 1 Ty jja€ 3MOTr'y BUABUTY JeHepBalliliHi 3MiHN
(gacrto 6e3 03HaK peiHHepBalii).

AkTuBHICT KpeaTnHpOCcHOKiHA3Y B CHPOBATII KPOBI B IALII€H-
tiB 31 CMA MOXe NepeBUIyBaTH HOPMY B 2-4 pasi, afe He 6imba
HixX y 10 pasis.

JlikyBaHHA
I —
30BCiM HeIOFaBHO He 6Y/I0 )XOZHNUX ONTUMICTUYHIX IIPOTHO3IB
I[0fJ0 CTBOPEHH:I €TIOTPOIIHOI Tepaii CrafKOBMX HEPBOBO-M A30BIX
3axBoproBaHb. Hapasi akTMBHO po3po6/nAI0ThCA HOBI METOAY ITaTO-
TeHeTUYHOTO NTiKyBaHHA.

I3 meTor0 KOOpAMHAL] MiIXXHAPOSHMUX 3YCU/IDb Y IIOUIYKY JTiKYy-
BAaHHSI HEPBOBO-M SI30BIX 3aXBOPIOBAHb, HOBUX Ma/OiHBa3MBHUX
MeTOJIiB 1iIaTHOCTMKM Ta CTBOPEHHs PeECTpiB MAIli€HTiB i3 pifKic-
HUMM 3aXBOPIOBaHHAMU 3anm04aTkoBaHo npoekT TREAT-NMD
(Translational Research in Europe - Assessment and Treatment
of Neuromuscular Diseases).

Y rpypni 2016 p. YnpaBniHHA 3 KOHTPOIIO AKOCTi HPOAYKTiB
XapuyBaHHA Ta nikapcpkux 3aco6is CIIA (FDA) cxBanuio Hycu-
HepceH (Spinraza) — mepumit mpemapar st TiKyBaHHA fiteit (Y T. €.
HOBOHAPOJKeHNX) 1 fopocnux 3i CMA, 3yMOB/IeHOI MyTalli€io
B reri SMN1 [25]. TIpenapaT po3po6nenuit «Baitomxen» (Biogen)
i «Aitonic ®apmacproTuxans» (lonis Pharmaceuticals); sBnse co6oro
AHTUCMMUCIIOBUIL OIrOHYKIEOTU] fi/1 aIbTEPHATUBHOTO CII/Iajl-
cunry npe-MmPHK resa SMN2, mo maiixe igentiannit SMN1; came
TOMY CHHTe3 II0BHOpo3MipHoro 6inka SMN mocunioerscs. Crinpasa
BBOAMTHCSA iHTpaTeKaIbHO.

HycunepceH paguKanbHO 3MiHIOE AKICTDb XUTTS Ta HPUPOLHNI
Hepebir 3aXBOPIOBAHHSA, CIPUAIOYM IOMIMIIEHHIO PyX0BOi QYHKIIIT
nanienTiB 31 CMA, a Takox migBuineHH:o ix sykusanocti (FDA,
2018, 2020; RamdasandServai).

Y xninivnomy pocnimxenHi ENDEAR nanientn 3si CMA 1 Tumy,
KOTPi OfiepKyBaiyu HYCHHePCeH, IPOIeMOHCTPYBa/M K/IiHIYHO 3Ha-
JylIle IO/TiMIIeHH:A pyXoBoi QyHKIii TOPiBHAHO 3 yYaCHMKaMU OCTi-
IKEeHH:, KOTpi He oTpuMyBasy npemnapary (40 mpotu 0%; p<0,0001).
Kpim Toro, yacTka 3aru61ux NalieHTiB cepefi TUX, XTO OTPUMYBaB
HyCHHepceH, 6y1a Menma (23%) MOpiBHAHO 3 MaljieHTaMu, KOTpi
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He OTpUMYyBa/IN ITpenapar (43%). Y BIIKpUTUX JOCTIIKeHHAX AesAKi ma-
I[EHTH FOCAITIN TAKUX HABIYOK, SIK 3TATHICTD CUITH 6€3 M ATPUMKHL,
CTOATH YU XOJUTH, TOAI AK IXHiil POSBUTOK 3a TPMPORFHOrO Tepebiry
CMA 6yB 611 HeOUiKyBaHMUM. 3ara/IbHi BUCHOBKY LIMX JOCTIiKeHb IIif-
TBEPIKYIOTb epeKTUBHICTb HycHHEpCeHY 3a BCix TumiB CMA, a TaKox
rinoresy o0 HeOOXiFHOCTI PAHHBOTO [IOYATKY JIIKyBaHHSL.

Crniinpasa ocmifpKyBamacs TaKoxX i 1070 HEMOBJIAT i3 TeHETUIHO
nifTBepmKeHNM fiarHo3oM CMA, KOTpi TOKM IO He MajIy CUMIITO-
MiB 3axBoproBanHs. [lo Bunpobysanua NURTURE 6yro 3anydeHo
25 TaKuX JiTeil IPOTATOM HepIIMX 6 TVOK IXHbOTO XUTTA. Buas-
neHo, wo Aty 3i CMA 1 tiiry Majm 3MOT'y CTOSATH Ta XOIMTH, @ TAKOXK
Y HUX CIIOCTEPiraBcs HOpManbHUIT MOTOPHUI PO3BUTOK.

MiroxoHppianbHa ANCHYHKISA CYIPOBOAKYE Malixe BCi HEITPO-
mereHepatuHi 3axsopioBaHHA. binkn TSPO ta VDAC, posTamosani
Ha 30BHIIIHIi MeMOpaHi MITOXOH/PIil, € BIAMOBiaTbHIMM 32 YYT-
JIMBICTb MITOXOHZIPIif 10 BiTbHMUX PafiNKaliB KUCHIO Ta IPOHUKHICTD
30BHIIIHBOI MeMOpaHu. CaMe BOHY iHII[iI0OIOTb CUT'HA/ OKMCHOT
3arposnu. Olesoxime - HOBUII IePOpa/IbHUIT HEVIPOIPOTEKTOPHUI
3aci6, skuit 6rokye 6inku TSPO ta VDAC [26].

24 tpasust 2019 p. FDA cxBanuo mpemapar Zolgensma Ajs Bcix
ZiiTel! BiKoM 10 2 POKiB, Y AKX 32 [JOOMOT OO T€HETMYHOTO TeCTY Hifl-
TBePHIKEHO HasABHICTb 6Y/Ib-KOT0 3 YOTUPHOX TUIIIB 3aXBOPIOBAHHL.
Tepamis - onHOpasosa iHdysid, mwo norpedye 6mmsbko 1 rox [27].

Zolgensma mparoe, Haflalouu 3J0pOBY KOIil0 Ae(eKTHOTo
reHa, [0 /la€ 3MOTY HEepPBOBMM K/IiTMHAM 3TOJIOM IIPOAYKYBaTH
HeoOxigHuit 6inok. Lle synuHse pyiiHyBaHHSA HEPBOBUX KIITUH
i lae pUTUHI 3MOTY PO3BMBATHCA HOPMa/IbHO. [IiTu 3 HAMTAXKYOIO
¢dbopmoio 3axBOpIOBaHHS, KOTPi oTpuManu Zolgensma npoTsarom
6 Mic mic/A HapOo>KeHHA, ManK obMexeHi HpO6IIeMI/I 3 M'A3aMU.
Ti, xT0 OTpMMaB NiKyBaHHA paHillle, IPOEMOHCTPYBa/IM HailKpaILi
pesynbTaTi. Y HEMOBTIAT, AKi ofiepXyBanu Zolgensma micns 6 Mic,
IpOrpecyBaHH:A 3aXBOPIOBAHHA 3YIMHANOCH, IPOTe MOBHICTIO Bifi-
HOBUTHM BTpadeHi QpyHKIil He BRaBamocs [27].

SRK-016 - iHaKTMBaTOp MiOCTAaTUHY, IO € IEPCIEKTUBHUM I
nikyBaHHA CMA. MiocTaTuH — K/II0YOBUIT CUTHa/IbHUI 610K,
AKWIT HeTaTMBHO BIIMBA€ Ha MA30By Macy Ta pyHkuio. Takox
Bupo6osyerbest CK-107 — aktuBatop TpomnoHiny (6ika cKkopoueHb
CepIeBOro Ta CKelmeTHMX M’A3iB). Hapasi HasBHI gaHi mpo Te, mo
CK-107 mocuioe peakijilo CKeJleTHUX MA3iB MTIOAMHM Y BIAIOBifb
Ha aKTUBallilo HepBa. [IpoBoANTbCA J10TO JOCTIKEHHS 3a YYacTIO
xBopux Ha CMA [28].

I3 2020 p. FDA cxBaneHo mepunit mepopanbHUil IpenapaT
Evrysdi (pucpunnam) mseitriapcbkoi kommanii Roche mna miky-
BaHHA CMA B gopocnux i giteit Bikom Bif 2 Mic. Y 6epesHi 2020 p.
KOMIIaHifl Haflala OCbe Ha peecTpallilo 1iboro mpemnaparty B Pocii.
CiTOBMIT 06CAT MPOJAXiB PUCAUIIAMY MOXe JOCATTH, 3a Mifpa-
XYHKaMJ aHa/liTUKiB, 2 MJIpH B0MapiB Ha pik [15].

JliTu 3 HepBOBO-M'I30BMMM 3aXBOPIOBAHHAMMU MOTPeOYOTDH
IpOBEeHHA AKTMBHOTO BiJHOB/IIOBATbHOTO TiKYBaHHA 3 METOIO
3amo6iraHHs TXKKMUM IHBaTifM3yBaTbHUM YCKIagHEHHIM. Mepu-
KaMeHTO3He JTiKyBaHH (KpiM TaTOr€HeTMYHOTO, BUKOPUCTOBYEThCH
CUMIITOMATI4He) CIIPsIMOBaHe Ha IIOKpallleHHs IIPOLeCiB X IB/IEHH
B M’13aX, KOPeKI[il0o IOPYILIeHb M A30BOTO TOHYCY, YTPUMaHH KiH-
I[iBOK BiJj KOHTPAKTyp, MiATPYMaHHA IOCTaBIL.

Jlnst moKpaleHHs eHepreTnHol QyHKUIT MITOXOHAPIil AITSM
IpU3HA4alTh KoeHsnM Q, (ybixinom) - 2-8 mr/kr/menp, pubodrma-
BiH - 50-400 mr/gens, L-xpeatun - 0,1 r/kr/neHb, L-kapHiTuH —
10-100 mr/xr/pens, aprinin - 150-300 Mr/kr/mens, Bitamin E -
1-2 ME/xr/penp, Bitamin C - 5 MI/KI/IeHb, a-TilI0EBY KUCTIOTY —
50-200 mr/mens, dponiey kucnory - 0,5-1 Mr/kr/gens [27].

HesBa)xaro4mn Ha MOABY HOBMX IpenapaTiB, BOHM Bce Iie
He Jal0Th MOX/IMBOCTI MOBHICTIO OAOIATY XBOPOOY, TOMY ma-
nieHTy (0co6n1MBO Ti, B KOTO 03HAKM CIiHanbHOI amioTpodii

3ABIIICA BiApasy IiC/s1 HAPOAIKEHHS) IIPOJOBXKYIOT XXIUTH i3 cep-
JI03HMMM CYIyTHIMM aTONOTiAMMU. BOHM MOXYTb MaTH TSKKi ypa-
KeHH JIeTeHb 1 HoTpeOyBaTH L0fleHHOI i TPUMYBaIbHOI Teparmii,
a TAaKOX peTe/IbHOrO JOTPUMAHHA BiIIOBIIHUX CXeM /NiKyBaHHA
(Veerapandiyan, 2019).

Y uboMy or7AAi My HaBo#MMO KTiHiYHMi Bunagok CMA, 3yMoB-
nenoi myTaniero SMN2 B LleHTpOMepHiit JinAHLI 5-1 XpOMOCOMI.
Lleit BUMafoK ACKpaBO eMOHCTPYE CKMAANHICTb AialrHOCTMYHOTO
nouyky 3a CIMT y mireii.

lpuknag KniHivHoro BunagKy CMA
3 HEKNacM4YHUM nepebirom

[VTNH3 HapoAeHa Bif NepLUoi BariTHOCTI, yCKN3AHEHOI
33rpo3010 NepepvBaHHA B ApYrii NoN0BWHI BariTHOCTI. [onorn
nepenyacHi (rectauinHuii Bik — 30 TW), Maca Tina - 1500 r, 4oB-
HU1Ha Tina - 40 M, OLIiHKa 3a LWKanoto Anrap - 5/7. NicnAa Hapoa-
HEHHA ANTVHE NepebyBana y BigAineHHi peaHiMallii Ta iHTeH-
CVBHOI Tepanii, Ha 5-Ty foby nepesefeHa A0 BifAAiNeHHA HOBO-
HapOAKeHNX i3 AiarHo30M «PecnipaTopHWU AUCTPeC-CUHAPOM
1 Tuny. AnxanbHa HeJoCTaTHICTb 1-2 cTyneHiB. [NOKCUYHO-
iLuemiyHa eHuedanonaTia 3 BHYTPILIHbOLINYHOYKOBUM KPOBO-
BUANBOM 2 CTyMeHA, CybeneHanmanbHnin Kpososuane. Habpak
rONOBHOO MO3KY 3 HaNaAaMu anHoe. HeJoHoLWeHicTb 3 CTy-
neHA (recTauiHum BiK — 30 TUHK). PaHHA aHeMiA HOBOHApPOAKe-
Horoy. NoaanbLUmin pO3BUTOK BiAbYBaBCA i3 3aTPUMKOI0: ANTUHA
noyana GikcyBaT1 NornAag i3 5 Mic, NOCMIiXaTncA - 3 6 Mic, yTpu-
MYBAaTW rof1oBy B NMOMIOMEHHI Ha MMBOTI - 3 10 Mic. KoMnneKc
MOMBAaB/IEHHA Ha iHWWMX 0Cib 3'ABMBCA Yy 8 Mic. MpeagmeTn aun-
TWHA 33X0N/0BaNAa NepioAnYHo (34e6inbLLIoro NPaBoko PYKOI0 —
3 11,5 Mic). 3 1 poKy 9 MiC ANTUHA Mana 3MOry cuaiTh (M3CUMBHO
CYAINa 3 0MOPOI0 HA 3aKPWTI JOMOHI), @ 3 3 POKiB 8 MiC MOrNa
CYAITV 3 OMOPOI Ha PYKK; X04b6a NpU NiATPUMLUI 33 ABi PyKK
(ane Kopnyc fobpe He yTPUMYE) - 3 3 POKIB.

3a ponomorow MPT ronoBHOro Mo3ky (8 1 piK) BUABNEHO
03H3KW NepUBEHTPUKYNAPHOI NeKoManALil.

[iarHo3 nig 4ac HanpaBneHHA 40 BiAA4INEHHA NCUXOHEBPO-
NOrii HAWOro iHCTUTYTY — «ALIM. ATOHIYHWI BapiaHT. 3aTPUMKA
KOrHITUBHOrO T3 MOBHOrO po3BMTKY. Coxa valga. EKBIHYCHI
cTonun. BpoareHa e3otponis, OS».

MOKa3HWMKK eneKkTpoHenpomMiorpadii: aMnAiTyaa MOTOPHOI
BiANOBIAI B ANCTaNbHIN Toyui - 2,59-12,4 MB (HopMa - 3-5 MB).
Pe3nayanbHa NaTeHTHICTb - 5,38-2,28 Mc (HopMa - 2 Mc). LLBna-
KICTb Ha BiAPIi3KY «mepeannecHo — rofliBKa ManoroMinKkoBoi
KiCTKU» — 49,2-47,2 M/c. CeHcopHi BignoBiai B HOPMI.

CNOHTaHHa aKTUBHICTb BiACYTHA. CepefHA TPMBaNicTb
20 MPO - 9,41 mc (HopMa - 8,2 MC, BiAXUAEHHA - +14,8%), MiHi-
MasibHa - 8 MC, MaKCcManbHa - 10,4 Mc. 3a rictorpamamu - llla
EMI cTapia APM. CepeaHa amnnityaa MNPO - 2243 MKB (HopMa -
350-600 MKB), MaKkcmanbHa - 3564 MKB 3a TpuBanocTi 9,9 Mmc,
MiHiManbHa - 1124 MKB 3a TpmBanocti 9,65 mc. MNoTeHuianis
amnnitygoto >1 MB - 100%, nonipasHux - 42,9%, ncesgononi-
da3Hux - 57,1%.

3HVeHa amMnNiTy4a MOTOPHMX BiAMNOBIAEN 3@ NN. peronei,
3 HOPMani3aLyieto 40 4 POKIB; 3HMHKEHa aMMNITYAa MOTOPHWX Bifmno-
BifeN 33 AOBrMMM BO/IOKHAMM BEPXHIX KiHLiBOK; LWBMAKICTb MpO-
BeAEHHA 30yaMEHHA MOTOPHUMM BOMOKHAMU 3HUMHeHa Ao 10%,
F-xBunA - N; CNOHT3HHAa 3KTUBHICTb BiACYTHA (NOOAMUHOKI, MD
y m. deltoideus), MPO - 3a rpy61M HEMPOreHHM TUMOM.

[1aHi MONeKynApHO-reHeTNYHOro AOCNIAKEHHA: BUABNEHO
ABi Konii reHa SMN1 geneuii 7-ro Ta 8-ro eKk30HiB reHa SMN2
B FOMO3MIrOTHOMY CTaHi, LU0 xapaKkTepHo AnAa CMA. Y Biui 3 pokis
riNepToHyC 3MiHNBCA HA AVMPY3HY BUPAMKEHY M'A30BY riMOTOHIIO,
CYXOMMUNbHI pednexcn NPaKTUYHO He CNoCTepiranuncA, po3BUTOK
noganbLUMxX pyxoBux GyHKLi He BigbyBaBCcA.

BucHoBKu

TeHeTy4Hi MyTalii 3faTHI CIPUYMHATY UIMPOKMUIL CIIEKTD PO3IafiB 3i 3HAYHO BapiabeTbHUM (EHOTUIIOM, Y T. U. 3 YParKeHHAM
HEPBOBO-M5130BOT0 anapaty. ®esoTun HaBefieHOro BapianTy CMA € HETUIIOBUM JI/IA MYTalliif ITbOTO IeéHa, IPOTE CIIOCTEPITaEThCA
B pifKicHUX Bumagkax. Taki posmazy, 3 0fHOro 60Ky, HeobXigHO fudepeHioBaTy 3 IHIIMMY 3aXBOPIOBAHHAMY HEPBOBOI CHCTEMI
(3me6impIIOro 3 OPraHIYHMM YIIKOAKEHHAM TOJIOBHOTO MO3KY), 3 IHIIIOTO — 3 K/IacMYHUM BapianToM CMA, 10 3B/IA€TbCS BHACTI-
TOK MyTallil B TeHi Ha Te/IOMEpHiil ZiMAHII 5q-XpoMocoMH. Y HaBeleHOMY K/TiHIYHOMY BUIIAZIKy IUTIHA HAPOAM/IACs NIePefIacHo,
IIepeHec/Ia IoKCMYHO-ileMiuHy eHIedanomnario. Ha mosarky xBopo6u gydysHoi M5130B0I rinoToHii it apedirekcii, xapakTepHOi fis
CMA, He criocrepiranocs. BigsHadanucst aTumnoBuit mepe6ir xBopoo, 3MiHa rilepToHyCy Ha FiIIOTOHI0, pOPMYBaHHS KOHTPAKTYp,
3yIMHKA CTaTOKiHETMYHOTO PO3BUTKY. IIpOTArOM Iepuioro poky KUTTS CHOCTEPIranocs NepeBaXKaHHA TiIepPTOHYCY K IPOsB ypa-
JKeHHsI LIEHTPa/IbHOT0 MOTOHEPOHA. BupiianbHe 3HaYeHHsI A/1sI BCTAHOB/ICHH [{iarHO3Y B I{bOMY BUIIA[KY Maiu Hertpodisionoriaxe

Ta MONEKY/IAPHO-TEHETUIHE ,Z[OCJIiI[)KeHHH.

3 or/IAfy Ha HAABHICTb Cy4acHUX epeKTUBHUX MeTOAIB MikyBaHHA CMA MOMMIKY HiJ 9aC yCTaHOB/IEHH: AiaTHO3Y HENPUITYCTUMI.
Tounuit fiarHo3 Mae Oy Ty BCTAHOB/IEHNMII IKOMOTA PaHilile; CbOTOZHI Iie MOXX/IVBO JIMIIE 33 BUKOPUCTAHHS Helpodi3ionoriaHmx
i MONEKY/IIpHO-TeHeTUYHNX MeTOAiB. 3a HasBHOCTI C[IMI y HOBOHapO/KeHNX i HEMOB/IAT HEOOXiTHO CKepOBYBATH MAlli€HTIB
Ha MOJIEKY/IAPHO-TEHETHIHE obcrexenHs mud BuknaodeHHa CMA. PaHHi mo4aTok MiKyBaHHSA, 30KpeMa BBeJIeHHA HYCUHEPCEHY
J0 6 Mic, MOX<e KapAVHa/IbHO 3MiHUTH IIepebir XBOpoOy, JaTH ANTVHI 3MOTY JOCATTI HOPMA/IbHOTO MOTOPHOTO PO3BUTKY.

Cn1COK niTepaTypy 3HaXOAMTHCA B peAaKLil.
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PHARMACEUTICAL COMPANIES
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Kopotka iHCTpyKUia pna meanyHoro 3actocyBaHHA npenapaty CMIHPA3A (SPINRAZA)
Cknao: ditoya pe4yosuHa: nusinersen; 1 Ma MiCTUTL 2,4 Mr HyciHepceHy; 1 GnakoH No 5 M MiCTUTb 12 M HyCiHepCceHy; donoMiXHi pedosuHu: HATpito gurigpodocdat gurigpart;
AvHaTpito docdaT; HaTpito Xnopua; Kanito XIopua; KanbLilo Xxnopua gurigpaT; MarHilo Xnopug rekcarigpart; HaTpis rmapokcua; XnopoBoAHEBa KUCOTa; BoAa Al iH'eEKUi.
Jlixapcbka ¢popma. Po3umH gnsa iH'ekuin.OcHo8HI ¢hizuko-ximiyHi enacmugocmi: Npo3opuin 6e36apBHUIN PO3UKH.
(dapmakoTepaneBTUYHa rpyna. |HWwi npenapaTtu Ans nikyBaHHA 3aXBOPIOBaHb KiCTKOBO-M'A30B0OI cuctemu. HyciHepceH. Kog ATX: MO9AX07.
KniHiuHi xapakTepuctuku. lTokasanHs. Npenapat CniHpa3a nokasaHui And nikyBaHHA cniHanbHoi m'a3oBoi atpoodii (CMA), cnpuurHeHoi MyTaui€to B XpOMOCOMi 59.
NMpomunoka3aHHa. linepuyTnMBICTb JO AitoYoi peyoBuHK abo Ao Oyab-AKOT 3 JOMOMIMKHMX PEYOBUH.
Cnoci6 3acmocyeaHHsa ma 0o3u.
Mpenapat CniHpa3a npu3HaveHWi Ans iHTpaTekanbHOro BBEAEHHSA 3a JOMOMOrO0 IOMOBaNbHOT MYHKLT.
PekomeHaoBaHa f03a cTaHOBUTL 12 Mr (5 M) Ha oHe BBEAEHHS.
Tepanito npenapaTtom CniHpasa cnig NoyMHaTU AKOMOra paHille nicaAa BCTaHOBMIEHHA AiarHo3y 3 4 o3 HacnyeHHA y 0, 14, 28 Ta 63 aeHb. icna UboOro oanH pas KOXHi
4 micaui cnig BBOANTM NIATPUMYBanbHY 403Y.
Mpur3HayeHn Nwe gnAa OAHOPa30BOro 3aCTOCYBaHHA.
IHCTPYKLiA WoJOo NpUroTyBaHHA NlikapcbKoro 3acoby nepes BBEAEHHAM
®nakoH 3 npenapaTtom ChiHpa3sa cnig nepeBipuTU Ha HAABHICTb YaCTUHOK Nepef BBeaeHHAM. ONakoH He il BUKOPUCTOBYBaTY, AIKLLO CMOCTEPIraloTbCA YaCTUHKM Ta/abo
piavHa y ¢nakoHi He npo3opa i 6e3bapsHa.
MpurotyBaHHA po3umHy npenapaty CniHpasa AnA iHTpaTekanbHOro BBeAEHHA NOBUHHO 34iMCHIOBATNCA B aCENTUYHNX YMOBAX.
Mepen BBeaeHHAM dnakoH i AictaTi 3 XonoAunbHWKa i AaTh HarpiTMca o KiMHaTHOT TemnepaTtypu (25°C), He BAalUYMCh [0 30BHILUHIX Axkepen Tenna.
AKWo pnakoH He 6yno BigKPUTO i PO3UYMH HE BUKOPMCTOBYBABCA, GIakoH CJlif MOBEPHYTU B XONOAWbHYIK (AVB. pO34in «<YMOBU 36epiraHHs).
BesnocepeaHbo nepep BBEAEHHAM, 3HIMAIOTb MAACTUKOBY KPULLKY, MPOTMKAIOTL LIEeHTP MPOOKM dnakoHa FOfKoW WNpULA Ta BUTAFYIOTb HEOOXIAHMIN OG'EM PO3UUHY.
Mpenapat ChiHpa3sa He cnig po3BognTn. BUKOpUCTaHHs 30BHILWHIX GinbTpiB He NOTPiGHO.
Y pasi, AKLWO PO3UYMH He BUKOPUCTOBYBaABCA NPOTArOM 6 roAuH MNicA NOro HabupaHHA y WNPUL, PO3YMH CAif YTUII3yBaTy.
HeBurkopucTaHuii nikapcbKkuii 3aci6 i Bigxoan HeobxigHo yTrnisysatu BinoBigHoO [0 MicLEBUX BUMOT.
Jitn. Mpenapat 3acTOCOBYIOTb ANA NiKyBaHHA diTeN.
Mo6iyHi peakuyii.
Mo6iuHi peakLii, NoB'A3aHi 3 NtoM6aNbHOIO MYHKL €.
Jy>ke yacTo: ronoBHUN 6inb, 6nloBaHHSA, 6inb B CNVHI.
Y nicnAapeecTpauiiHomy nepiofi 3 HEBIZOMOI YaCTOTOW crocTepiranyca ceprosHi iHpeKLii, Taki AK MeHiIHFIT, BUNagKu rigpoLedanii Ta aceNTUUHOrO MEHIHTITY.
Tepmin npudamuocmi. 3 poku.
Karteropis Bignycky. 3a peLentom.
MNepea npyusHayeHHAM CNif 03HANOMMNTINCA 3 MOBHOIO IHCTPYKLi€I0 ANA MeANYHOTO 3aCTOCYBaHHA.
PeecTpauinHe nocsigueHHa MO3 YkpaiHu N2 UA/17852/01/01, 3atBepaxeHo MO3 Ykpainum 11.01.2020 poky Hakazom N2 41
TekcT cknageHo y BiANOBIAHOCTI 3 IHCTPYKLi€E0 ANA MeAMUYHOro 3aCToCyBaHHsA, AKY 3aTBepaxeHo MO3 YkpaiHu 11.01.2020 poky.
3a pofaTtkoBolo iHpOpMaLli€lo 3BepTaniTeCh 3a afpecoto:
04070, m. Knis, Byn. Cnacbka, 30; Ten. (044) 490 64 64, dakc (044) 490 64 65.
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