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3a OCTaHHI AecaTUpiu4s NATONOriYyHi CTaHU, 9Ki ypaXKyloTb HEPBOBY CUCTEMY, BUMLLIIM HA OAHE 3 NPOBiAHUX MicLb
Y CTPYKTYpi 3aXBOPIOBAHOCTI He nuwie B YKpaAiHi, ane i B ycboMy cBiti. HepBoBo-ncuxiuHi posnaau € gomiHyiouoio
NPUYUHOIO AUTAYOI iIHBANIAHOCTI, LLLO NOB’A3AHO i3 COLiaNIbHO-EKOHOMIYHUM CTOHOBULLLEM HACENEHHS,
HEe0CKOHAJIOI0 CUCTEMOIO NPOdINAKTUKM, PAHHBOI AiGrHOCTUKY Ta BiAHOBHOrO NiKyBAHHS Li€i naronorii.
Cnocrepiraerbcs 36inblUeHHS cepef AUTAYOro HaceneHHs YKPAiHu TSHXKKUX iHBAnigu3yloumx CTaHiB,

LLLO NPOSBASAIOTbCS NOPYLUEHHSIMU NMCUXIYHOTO PO3BUTKY, PO3NAAAMU MOBU, MOBEAIHKM | KOMYHIKATUBHUX
JYHKLU, 9Ki 4OCTO NOEAHYIOTLCS 3 3ATPUMKOIO CTATOKIHETUYHOTO TA MCUXOMOBJIEHHEBOTO PO3BUTKY.

JIoBruit 4yac OCHOBHOIO MPUYMHOIO MOPYIIEHb HEBPOJIOTIY-
HOT'O PO3BUTKY TUTUHU BBAXKAJUCS MEPUHATAIbHI YpakKeHHs
LIEHTpaJbHOI HEPBOBOI CUCTEMM, 30KpeMa TilOKCUYHOTO
Ta imemiyHoro reHesy. OqHaK ChOTOIHI 3pociia pojib TeHeTHY-
HUX METO[IiB y BUBHAYEHHI €Ti0Jorii 6araTboX HePBOBO-TICUXiU-
HUX po3/afiB. BaxkiMBUM € BCTaHOBJIEHHS MPaBUJIBHOTO Jlia-
THO3Y Ta PO3po0Ka cTparerii JiKyBaHHSI, 3aCHOBAHOI Ha TeHe-
TUYHiIlI OCHOBi posnany. BimmileHHsS MCUXOHEBPOJOTii
IV «IIIAT imeni akagemika O.M. JIyk’ssHoBoi HAMH Ykpainn»
OITHUM i3 MepIInX y Halllill KpaiHi MpUitHsLIO el BUKIKK [12].
[Tix ypaxkeHHsS1 HEPBOBOI CUCTEMU TEPUHATATILHOTO TeHe3y He-
piIKO MacKyloThcsl opdaHHi (pinKicHi) 3aXBoploBaHHS. Xo4a
BOHH 3a3BUYall YpaXKyIOTh KiJIbKa OpraHiB a00 CUCTEM, JOMiHY-
IOYMMM YaCTO € O3HAKU YIIKO/KEHHSI HEPBOBOI CUCTEMU, TOMY
TMali€HTHU 3BePTAIOThCS caMe 10 HeBposiora. OmHak yepes Te, 1110
TaKi 3aXBOPIOBAHHSI PiIKO 3yCTPIYalOTHCS B ITOMYJIALL, 10 BCTa-
HOBJIEHHS JliarHO3Y MalliEHTU BilBiAYyIOTb AEKiIbKOX CIeLiatic-
TiB, a B 40% BWITaZKiB pifKicCHe 3aXBOPIOBAaHHS HETIPABUJIBHO
MiaTHOCTYEThCS K MiHiMyM 1 pa3 [1, 12].

OpdaHHUM 3aXBOPIOBAHHSIM, TOOTO PiIKiCHUM, Ha3WMBalOTh
Take 3aXBOPIOBAHHSI, SIKE MOCTIiTHO TIPOTpecye, CTa€ MPUIMHOIO
CKOPOYEHHSI KUTTSI a00 iHBaTiAHOCTI JIIOMNMHM Ta TOLIMPEHICTh
SIKOTO CEepeJi MiCIIeBOrO HACeJIeHHSI He TIepeBUIIYE MTOKa3HUK
1:2000. Came mpo Take BU3HAYCHHS MIETHCS B 3aKOHI YKpaiHu
«[1po BHECEeHH: 3MiH 10 OCHOB 3aKOHOIABCTBA YKPaiHU ITPO 0XO-
POHY 3/10pOB’SI OO 3a0e3MeYeHHs MPODLIAKTUKY Ta JTiKyBaHHSI
pinkicHux (opdaHHMX) 3aXBoproBaHb» [16, 17, 27].

Yacroto 03HaKo10 ophaHHMX 3aXBOPIOBAHb HEPBOBOI CUCTEMU
y JiTeil paHHBOTO BiKY € CUHIPOM I1dy3HOI M’SI30BOI TiMOTOHii
(CMT'), stkuii mpUBOIUTS IO 3aTPUMKH CTaTOKIHETUIHOTO PO3-
BUTKY. ¥ miteit paHHboro Biky CIIMI™ Moxe moeaHyBaTrcs 3 To-
PYIIEHHSIMM TICUXiYHOTO PO3BUTKY, pO3JlafaMy MOBU, IIOBEIiHKI
i KOMyHiKaTUBHUX (PyHKIIi [2, 12, 23].

Paninte B niteparypi st BusHaueHHss CIAIMI y miteit paHHbOTO
BiKYy BUKOPMCTOBYBABCS TEPMiH «MJIsIBa IUTUHA», abo «floppy
baby». OnHaK Ha Hallly JyMKY BiH € JIETITUMHUM JIMIIIE Y TiTeit
y Billi 10 6 MicSI11iB, a B OAAJIbIIOMY HEOOXiIHa TOUHA HO30JIOT 4~
Ha JiarHocThkKa. TepMiH «MJIsiBa IUTUHA» 3aCTOCOBYETHCS ISt
OMMCY JIiTell paHHBOT'O BiKY 3 HU3bKMM M’SI30BMM TOHYCOM, Y SIKHX
M’$130Ba MMOTOHIS PO3BUBAETHCS B TIEPIOJl CTAHOBJIEHHSI OCHOBHUX
MOTOPHMX HaBUYOK [4, 5, 8]. CiioBo «floppy» MOXe BUKOPUCTOBY-
BaTHUCS LTS TO3HAYECHHST 3HIDKEHHS M’ SI30BOTO TOHYCY (TilIOTOHIS),
3HMKEHHST M’S130BO1 CvM (CJ1a0KiCTh), TiIBUIIEHOT JTa0iIbHOCTI
y cyrnobax. BaxkmmBum € BU3HaUYe€HHS TOr0, Ma€ MicCIle Y AUTUHU
3HIDKEHHS TOHYCY 3 M’sI30BOIO CJIa0KicTIo um Oe3 Hei [1, 4, 19].

Y cTpyKTypi cCMHAPOMY M’S130BOi TMOTOHII YaCTO MOXE MaTH
MicIle iCTUHHE ypaxKeHHSI pyXOBOi OMWHUIII Ha Pi3HUX ii piB-
HSIX, TOOTO CMaAKOBi HEPBOBO-M’SI30Bi, METa0OJIiUHi Ta Mi-
TOXOH/IpiaJIbHi 3aXBOPIOBAHHS, 110 MOTPEOYIOTh IKOMOTa paH-
HbOTO BCTAHOBJICHHS J1iarHO3Y JIJIsSi CBOEYACHOTO MOYAaTKY Jii-
KyBaHH4 [1, 4, 8].

IcHye psm 3axBopIOBaHb, SIKi KITiHIYHO TIposIBIIsTioThess CAMI
i3 3aTPUMKOIO CTATOKiHETUYHOTO PO3BUTKY, 30KpeMa reHeTHY-
Hi 3aXBOPIOBaHHS 3 YpaXXeHHSIM HEPBOBO-M’SI30BOTO arapaTy
(cninanmbHa M’s130Ba atpodis — CMA, m’s130Ba aucTpodist, He-
BpajbHa amioTpodist), XBOpoOU 0OMiHYy peYOBUH Ta HAKOIIH-
yeHHs (Ji3ocoMalibHi XBOpoOH, 30KpeMa xBopoba [Tomire),
MIiTOXOHApiaJibHi 3axBoptoBaHHS. Lli 3axBoproBaHHS 3ycTpiva-
JOTbCd Habarato yacTillle, HixK BBaXKA€ThCS, ajie BUSIBUTH iX,
BCTAHOBUTH TOYHUI HO30JIOTIYHUIA 1iarHO3 6¢3 BUKOPUCTAHHSI
TIOIATKOBUX HENMpOoQi3ioJoriyHNX Ta TEHETUYHUX METO/IB 00-
CTEXXEeHHSI TPaKTUYHO HeMoxJuBo |1, 8, 35].

B 3anexHocTi Bin piBHST ypaskeHHSI HEPBOBOI CUCTEMU BUIi-
JISTIOTH TIiIIOTOHIIO EHTPAJILHOTO i MeprepUIHOTO TeHe3Y, 110
XapaKTepU3yIThCsl MEBHUMM KJIiHIYHUMU 0cO0IUBOCTSIMU [17,
18, 21]. Ha mosro mieHTpaabHOTO TUITY TilIOTOHII, 3TiMHO 3 pi3-
HUMU gaHuMu [4, 7], npunanae 6ausbko 80%. biusbko 20%
TMOTOHI# — MeprhepUIHOTO reHe3y 3 Pi3HUM PiBHEM ypakKeH-
Hsl, BiJl MOTOPHOTO HEMPOHA 110 M s130BOTO BoJjiokHa. [1pu ypa-
xeHHi LIHC, sik mpaBuiio, TiMOTOHis B MOAAIBIIOMY 3MiHIOETh-
Csl CITIACTUYHICTIO, TOMI 5K TilIOTOHISI IIPU YpaXeHHi pyXoBOi

OIMHMIL 30€Pira€ThCs MPOTITOM YChOTO ITepediry 3aXBOpIOBaH-
Hsl. M’s130Ba cujia TIpU LIEHTPaJIbHIl TiOTOHIT MOXe He 3HUXY-
BaTHCs a00 3HUXKYBATUCSI HE3HAUHO, TOI K IIpU nepudepuy-
HOMY ypakeHHi BOHa 3HA4YHO 3HIKeHa [4, 16, 130, 131].

CraHu, MOB’A3aHi 3 pO3BUTKOM LIEHTPaJIbHOI TiMOTOHII: TO-
cTpi eHIedanomnarii (TimoKCHIHO-imeMiyHa eHIledaromnaris,
TirorikeMist); XpoHiuHi eHledanonartii (Baayu po3BUTKY TOJOB-
HOTO MO3KY); BPO/DKEHI po3any MeTado1i3My (MyKoIozicaxa-
pUI03, aMiHOAUMIYpisi, OpTaHiuHi KUCIOTH, JIiMig03, TJIiKore-
HO3, XBOPOOU HAKOMIMYEHHSI ); XPOMOCOMHI po371aau (CUHIPOM
[Ipanepa —Bimni, Tpucomis 21); reHeTUYHI po3itagu (ciMeliHa
NU3aBTOHOMisI, cCMHAPOM JIoy); MepoOKCUCOMHI po3iaau (Heo-
HaTaJbHa agpeHoeikonucTpodis, cunapom llerbBerepa);
€H/IOKPUHHI (TiMoTHPe03); po3Iaan CIOTyYHOI TKAHUHU (CUH-
npom Enepca — JlaHnoca); HesIKiCHUIA OcTeoreHe3; 100posIKic-
Ha BpoOJIXKeHa TinoToHis [4, 21, 129].

TMpuunHYM napaniTHIHOi/HEPBOBO-M’s130B0i TinoToHii: CMA,
MapaJiTUIHUN TOJIIOMI€NIIT, HEBPOIIATii, CITagKOBa MOTOPHO-
CEHCOpHa Heliporarisi, BpoIKeHa TiloMi€eliHi3yroua Heiipona-
TisI, TOCTpa AeMi€liHi3yIoua ImoiHeBponaris [7].

[TpoGiemu HEPBOBO-M’SI30BOTO 3’€IHAHHSI: TIepeXiHA HEO-
HaTajJibHa MiacTeHisl, ayToiMyHHa MiacTeHisl, BpOIKEeHUI Mia-
CTEHIYHUI CMHAPOM, M’SI30Bi pO3JIady, BpOMIKeHA MioIaTis
(HiMasTiHOBa, MiOTYOYJISIpHA, XBOPOOA LIEHTPATLHOTO CTPUKHSI,
BpoIXKeHa M’s130Ba nuctpodis (cunapom Yokepa — BapOypra,
curapom PyKysiMU, MEPO3UMH-TIO3UTUBHA MioIlaTis Ta iH.),
BPOIKEHUI MiaCTeHIYHUI CUHIPOM, BPOIKeHA MiOTOHIYHA A1~
cTpodist, MmeTaboaiuHa Miomarist (HediluT KUCIIoi MaJIbTO3H,
nedinuT dhochopuiazu, MiToxoHApiaibHa Mionatis) [8, 14, 132].

VY cTpyKTYpi CHHAPOMY M’S130BOI TIOTOHI1 3HAYHE MicClIe 3a-
IMaIOTh FeHETUYHI 3aXBOPIOBAHHSI, 1110 CYTTPOBOIKYIOTHCS ypa-
JKeHHSIM PYXOBOI OIMHMUII Ha pi3HMX piBHsX. Mo 1€l rpynu
BiIHOCSTBCS CITAIKOBI HEPBOBO-M’SI30Bi 3aXBOPIOBAHHS, SIKi
MOTPeOYIOTh PAHHBOTO BCTAHOBJAECHHS AiarHo3y [2]. BusHaueHHs
THUITY MyTalliil y reHaX YWieHiB pOAMHU BUCOKOTO PU3UKY MOHO-
TeHHMX XBOPOO, TaKUX sIK (eHiKeToHypist, CMA i M’s130Ba 11 -
ctpodia [romeHa, 103BOJISIE MPOBOANTHY IIPEeHATATbHY AiarHOC-
TUKY Ta BUSHAYUTH F€TEPO3UTOTHE HOCIIICTBO 3 BAKOPUCTAHHSIM
npssMux MeToxiB aHanizy JAHK kiitun ruiony [4, 7, 44, 83].

Benukoto Ta HaA3BMYAHO CKJIAMHOKO B 1iarHOCTUYHOMY
Ta JIiKyBaJbHO-TIPOrHOCTUYHOMY I1JIaHi € rpyra XBopo0, cy0-
CTPaTOM YpaxXeHHSI SIKUX € HEPBOBO-M SI30BUH amapar, 30KpemMa
ypaxXkeHHs Ha PiBHI MOTOHEWPOHIB MEPEIHIX POTiB CIUHHOTO
MO3Ky Ta M’s13iB [3]. B ocTaHHi poku BinOyBcst 3HAUHUI TIPOPUB
y nmikyBaHHi CMA — BaXKOro HepBOBO-M’SI30BOTO 3aXBOPIO-
BaHHSI, 1110 paHillle BBaXaau HEKypaOeIbHUM.

3axBOPIOBaHHS MOTOHEMPOHIB MaIOTh CXOXKi KIIIHIYHI ITPO-
SIBU, OJIHAK BiIpi3HSIOTHCS 3a TSKKICTIO Mepediry Ta MporHo-
30oM. CIIJIBHUMU TPOSIBAMU IIUX XBOPOO € 3aTpUMKa CTaTOKi-
HETUYHOTO PO3BUTKY Ta BUpaXkeHa Audy3Ha M’sI30Ba TilOTOHis
3 BiICYTHICTIO 200 3HMXEHHSIM CYXOXUJIbHUX peIeKCiB.
[e6loT Moxe BigOyBaTHCs SIK Y PaHHbOMY TUTUHCTBI, Tak
i B 1OpOCJIOMY Billi.

Emionozin ma namozenes

CMA — nporpecyioue 3aXBOPIOBaHHS 3 YPaXXeHHSIM MOTO-
HEWPOHIB TIepe/IHiX POTiB CITMHHOTO MO3KY, 1110 XapaKTepu3y-
€TBCS MPOTPECYIOUOI0 BTPATOI CITMHHOMO3KOBUX KIIITHH TTe-
pemHiX POriB Ta MPU3BOOUTH 0 M SI30BOi AeHEpBallii, aTpodii
Ta cabkocti [10].

ITommupenicts ycix ¢dopm CMA craHoBUTH | BHUIAmoOK
Ha 6-10 Trc. HeMoBaAT. Hociem 3axBoproBaHHs € 1 ocoba
3 40-60. Le mpyra micist M’s130Boi auctpodii droiieHa 3a mo-
LIUPEHICTIO TATOJIOTisI 3 TPYIH CMAJKOBUX HEPBOBO-M’SI30BUX
3axBoploBaHb. Tun ycrnagkyBaHHsi CMA ayTOCOMHO-PeLECUB-
HMI1, ayTOCOMHO-IOMiHAHTHHUH, X-3UeTUICHHIT; CITiBBiTHOIIICH-
H# ctateit ul:x1. Haiibineir yacta popMa — paHHS guTsIUa
3 ayTOCOMHO-PELIECMBHUM TUIIOM YCTanKyBaHHs. JledeKT reHy
JIOKAJTI3YETHCS Ha 5-1 XpOMOCOMI TEJIOMEPHHUX IUITHOK 11.2-
13.3. BusnineHi piakicHi X-3B’s13aHi Ta ayTOCOMHO-IOMiHAHTHi
dopwmu [11, 10].
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OCHOBHUMM TMaTOreHeTUYHUMU MexaHizMamMu CMA € Bin-
CYTHICTb 200 3HMXKeHHS cuHTe3y 6iika SMN. BiH € y 6aratbox
opraHax Ta TKaHWHax opraHizMmy. Oco0JuBO BUCOKMI HOTO
BMICT BiIMiUa€ThCs Y TOJIOBHOMY Ta CTMHHOMY MO3KY, HUPKaX,
TMeYiHIIi Ta MiOKapjii.

HisTTbHICTD YCiX KITTUH 3a1eXuTh Bim SMN, ajre 3MeHIIIeHHST
1AI0TO YTBOPEHHSI OCOOJIMBO KPUTUYHO JISI I€KiAbKOX TUITiB
KJITMH, BKII0Yaoun pyxoBi Heliponu. [1pu nedinmri SMN
MOPYLIYETHCS HOpMaJIbHE YMpaBiHHS aKCOHAMU: BinOyBa-
€TBCS iX HAIMipHE PO3raayKeHHS, 3HIDKEHHSI IITBUAKOCTI POCTY
Ta PO3MipiB aKCOHiB, PO3BMBAIOTHCS aHOMAJIi1 KiaacTepu3allii
KaJIbLIi€EBUX KaHaJIiB Y KOHYCi pOCTy, (hOpMyBaHHS aHOMaJIbHUX
MPEeCUHANTUYHNX TePMiHaIiB aKCOHIB pyXOBUX HEMPOHIB.

Kiacuuna ¢poopma CMA Briepiie BusisieHa B 1891 p. Y 1956 p.
Oyna orcaHa HoBa (popma CMA 3 GiJTbIII IMi3HIM ITOYATKOM i BifI-
HOCHO 100posiKicHUM nepedirom. [ToaibHi BUnaaku XBopoou
PpaHillie onrcyBanucs SIK 100posiKicHa M’s130Ba TUCTPOdist 3 MU-
MOBLTEHUMH (haCIUKYJISILISIMU M’ SI30BUX BOJIOKOH (330BHi ITPO-
SIBJISIETBCS MiALIKIPHUM TPinoTiHHAM). HacTymHi nocmimkeHHs
MOKa3aJiv, 1110 B OJHIH i Tiil e ciM’i MOXYTh BUHUKATU Pi3Hi
dbopmu CMA.

Kpim Toro, y nitepatypi € onucu autsadoi CMA, nepe6ir
SIKOI TIOETHYETHCS 3 HEIOPO3BUHEHHSIM CTPYKTYP TOJIOBHOTO
MO3KY, BPOJ>KEHUMU TiepeoMamMu, GopMyBaHHIM paHHbOL
JIMXaJbHOI HEJOCTaTHOCTI, BPOMXKEHUMU BaJaMu ceplis, ap-
Tporpuno3owm [12, 10, 11].

Kniniyni npoqsu

OCHOBHUMM KJIIHIYHUMU MPOSIBAMU € TIPOrpecyroya M’s130Ba
CJ1a0KiCTh i aTpodis CKeJeTHUX M s3iB. Bik mosiBM TrepIimx 03-
Hak CMA Bifpi3HsIETbCS NPU Pi3HUX TUIAX LIi€i MATOOTii.
[Tpu I Tumi neGI0T MPOSABIB CIIOCTEPITAETHCS Y TIEPIITi MicCsIIi
xutts, ipu Il Tumi — y mepiui poxu sxxuttst, ipu 1 Tvmi — y Biwi
10-20 poxis [10].

Ipu [ Tumi CMA (tun Bepanira — Todmana) KiHKa BXe TIiz
Yac BariTHOCTI MOXe 3BEPHYTH yBary Ha Mi3HIO MOSIBY PyXiB ILI0-
Iy, 3 HApOIKEHHST y IUTUHY BUpaXKeHe M(y3He 3HIDKEHHS M SI-
30BOT0 TOHYCY (CUHAPOM «MJISIBOI TUTUHW»). Bxe y mepiiti micsi-
111 JKUTTS 3’ IBISTIOTHCS Ca0KICTD i aTpodist M’s13iB BEPXHIX i HIXK-
HiX KiHIIiBOK, i3 HACTYITHUM 3aJly4eHHSIM M SI3iB Tyj1y0a i miui.
Taki 3MiHM TPU3BOISTH 10 TOTO, IO IiTU HE MOXYTh TPUMAaTH
TOJIOBY, TIEpEBEPTATHUCS, TPUMATH TIPEAMETH Ta cUiTH. M s130Ba
aTpodist Ta TOCMUKYBaHHS M’SI30BHUX BOJIOKOH 3BUYATHO MAcKy-
JOTBCS IIAPOM TIIIIKiPHO-XKMPOBOI KIIITKOBUHU. XapaKTePHIM
CHMIITOMOM € ApiOHEe TPeMTiHHS (TpeMOp) MaIbLIB pyK (dacuu-
KYJISIpHMi TpeMop). [HOmi BUSIBISIIOTHCSI TOCMUKYBaHHS M’SI3iB
si3uKa. TUTIOBOIO 03HAKOIO TAKOX € 0CabJIeHHsT a00 TIOBHE 3HUK-
HEHHS CYXOXMIKOBUX pedieKciB, 00MeXKeHHSI HOpMabHOI pyX-
JIMBOCTI B cyriobax, medopmMmarii ckenera. Yepes cimadKicTh
MiXXpeOepHUX M’SI3iB Ipy/IHA KJIiTKa TUTUHU CTa€ CILIOIIEHOIO.
Yepes cmabKicTh M’3iB BEHTUJISLIIS JIETEHb HEMOCTATHS, TOMY
IATUHA CTPaXKIAE Bil YACTUX PECIipaTOPpHUX iH(PEKIIii, pisHIX
IUXaJTbHUX posnafiB. [lcuxiyHUil po3BUTOK MiTeil 3a3BMYail
He cTpaxknae. Po3namy uytmuBocri BincyTHi. [1pu mporpecyBaH-
Hi XBOpoOU (PYHKIIii )KyBaHHsI Ta KOBTAHHs MOTipIIYIOTbCS,
CMEpPTh 3a3BMYall HACTA€ BHACIIIIOK acIipallii Ta IuXaJbHOI He-
nmoctaTHocTi [89, 102].

CMA 1 tuny (Bepnnira — [opmana) ne6oTye y HOBOHapOI-
JKEHMX i3 IPOSIBIB BUPaXKeHOI M’SI30BOI1 TIITOTOHIi. Y rpyqHOMY
Billi 3aXBOPIOBAHHS MPOSIBISIETbCS TUM, 1110 AUTUHA HE MOXeE
TPUMATH TOJIOBY, IEpeBEPTATUCS, CUILITH. M’ 31 001U 1Tpu



LIbOMY He ypaxkeHi, 30epiraeTbcs Xopoiia Mimika. IlizHimne mo-
XKyTh MPUETHATUCS DACUUKYJIIAii (IIBUAKI TOCMUKYBaHHS
MYYKiB M’130BUX BOJOKOH). CyX0XXWbHi pedieKcu MpUrHiye-
Hi. [Ipu enexTponeitpomiorpadii BUSBISIETHCSA XapaKTepHa
03HaKa — TaK 3BaHUI «pPUTM 9acTOKOIY». ChoromHi y 95% Bu-
MaaKiB AiaTHO3 MiATBEPIKYETHCS IIPU MOJIEKY/ISIPHO-TEHETUY -
HoMmy mociimkenHi [51, 101, 105, 128, 144].

s minTBepmkeHHs aiarHosy CMA Moxe BUKOHYBaTHCS 6i0-
TICisT M’SI30BOI TKAHWHU, SIKA BUSIBIISIE aTPOivHi 3MiHM M’ SI30BUX
BoJIOKOH. [Tepebir 3axBopioBaHHST HeCPUATINBUIA. CMepTh Bijl-
OyBa€eThCA Y Billi 10 2 POKIB YHACIIOK ypaXkeHHs AUXaJIbHOI
MYCKYJIaTypH i BAHUKHEHHSI Pi3HUX YCKJIATHEHb 3 OOKY JIeTeHb.

[Tpu CMA 11 Tumy 3axBoproBaHHSI BIIEPILIE TTPOSIBISIETHCS AEIIO
mi3Hime (y rmepii 1,5 poKy 3KUTTS) i XapaKTepu3y€eThCsI OiTbIII ITO-
BiJILHUM Tepedirom. [0JI0BHOIO 03HAKOIO € HEMOXKITUBICTb TUTUHU
cTaBaTi Ha Horu. CMepTh 3a3BUYaii HacTa€ Imiciis 2 pokiB [14, 11].

[Tpu CMA II iy iTi 4acTo MOXYTb CUIITH O€3 TOTTIOMOTH,
aJie 3a3BMYail He MOXYTb CTOSTH a00 XoauTy 6e3 JoroMoru. Taki
XBODI JOXKMBAIOTH A0 IMIIITKOBOTO Y1 MOJIONOTO BiKy [10].

[Tpu CMA 111 Tuny (xBopo6i Kyrenn6epra — Benannep) 3a-
XBOPIOBAaHHSI Ne0IOTYE ITicis 18 MicsiiB, HaluacTie y 2-5 po-
KiB (iHofi ¥ mi3Hile, 1o 17 pokiB) i mporpecye ayxe MOBLIbHO.
CnabKicTh M’s13iB HUXKHIX KiHIIIBOK i TA30BOTO TOSICY TIPU3BO-
JIUTh 10 YTPYIHEHHS X011, BCTaBaHHSI, MiJIHIMAHHSI 1O CXOJIaX.
TTocTymoBo mpoiiec MoIMpPIOETHCS Ha BEPXHi KiHIiBKU. Pazom
i3 M’s130B0I0 aTpodi€ro MaiKe 3aBKIU HassBHE 30iTbIIIEHHS PO3-
MipiB JIMTKOBUX i CimTHMYHUX M’513iB. CyXOXXUJIKOBI pediekcu
TOCTYIIOBO 3TacaiTh. Y OLIBIIOCTI XBOPUX CIIOCTEPIraloThes
BUpaXxeHi (paciMKysii BOJOKOH y M’si3aX TUIEYOBOTO i Ta30-
BOTO IIOSICY, pialne — y M’s3aX TOMIJIKM Ta IMepeariivys.
Hedopmaliii ckeneTa He XapaKTepHi, OMHAK MOXYTh PO3BUHY-
THCS Ha Mi3HiX cTaxisgx xBopoou. [laiieHTu noBro 36epiraloTh
MOXKJIMBICTB CaMOCTiifHO cebe obcmyroByBaTu [15, 10, 11].

Nliaznocmuxa

Hiarnoctrika CMA 6a3yeThbcst Ha XapaKTepHUX KITiHIYHUX ITPO-
sIBax, HelipogizionorivHux gaHUX (eaeKTpoHeiipomiorpadii)
Ta BUSBJICHHI MYTallii B THITOBMX I'eHaX.

[Ipumnyctutu HasiBHiCT CMA MoxkHa y [IiTel i3 MoeaHaHHIM
HACTYITHUX KJIiHIYHKX MposiBiB [16, 17, 1]:

® TIiMOTOHIii;

e Timo-, apedexcii;

e 3aTPUMKU ab0 perpecy CTaTOKiHETUYHOTO Ta TICUXOMOB-

JICHHEBOTO PO3BUTKY;

e Kapmio-, remaToIarii.

Hns niarnoctukun CMA 3acrocoBytoTh JIHK-miarHocTuky
neneliii 7-ro ta 8-ro ex3oHiB reHa SMNI i 5-ro ek30Ha reHa
NAIP ta BHyTpimHbopoauHHe 3ueruieHHss VNTR- ta STR-
MapkepiB 2AE9.1 (D5S557) ta LAS96 (D5S681) i3 xpoMocoMHOT
nistaku 5q13 [10]. IpoBigHy ponb y po3ButKy CMA Beix Kiti-
HiYHUX (OpPM BimirparoTh MyTallii 7-ro Ta 8§-ro eK30HiB reHa
SMN2. BctaHOBJIEHO acoIliallilo MK TUTIOM MYTallil Ta TSDKKiCTIO
CMA. IIpotsekHa nenteltist, o 3aXOIUTIOE 7-1ii Ta 8-1ii eK30HU
reHa SMN2i 5-unii ek30H reHa NAIP, BusiBieHa y 23% xBopux
Ha CMA i nepeBaxae y naimieHTiB i3 HaitTskamm (1) Trmom 3a-
XBOpIOBaHHs (xBopobOoto Bepanira — [TochmaHna).

Hani MPT romoBHOro Mo3Ky € MalloiHPOpPMAaTUBHUMH,
Tomy 110 CMA He BIUIMBA€ Ha CTPYKTYPH MO3KY.

IcHytoTh UiTKi enekTpoHeiipomiorpadiuHi KpuTepii piBHIB
YpakeHHsI pyXOBOi OJIMHUII HEPBOBO-M s130BOTO anapary. [1pu
CMA xapakTepHuM € neperHboporosuit natepH [18, 19]. Y na-
mieHTiB i3 CMA 11 Ta 111 TumiB rmpu mpoBeeHHI TO9acTOl elleK-
TpoMiorpadii Bii3HAYa€TbCsI HEMPOTeHHUI MaTepH i3 BUCOKO-
aMIUTITYyIHUMU TPUBAIMMHU MOTEHIiAIaMU PYXOBUX OJMHUIIb
i BMEHIIIEHUM TTaTePHOM peKpyTyBaHHSI. [o1yacra enekrpomio-
rpagis y mamienTiB i3 CMA 1 Tuny n103Bosisi€ BUSIBJISITU IeHEP-
BalliifHi 3MiHU, 9acTo O0e3 03HaK peiHeparii [14].

AKTHUBHICTb KpeaTuH(ochOoKiHa3K B CMPOBATIIi KPOBi y Mma-
mienTiB i3 CMA Moxe ITepeBUIIyBaTH HOPMY B 2-4 pa3u, aie
He Oinbie, Hix y 10 pasis [12].

Jlikysanns

JloHenaBHa He OyJO XOMHUX ONTUMICTUYHUX MPOTHO3iB
OO0 CTBOPEHHSI €TiOTPOITHOI Teparlii CIiaTKOBIUX HEPBOBO-M’sI-
30BMX 3aXBOpIoBaHb. ChOTOMIHI X aKTUBHO PO3POOJISIIOTHCST HOBI
METOAM MAaTOr€HETUYHOTO JIIKyBaHHSI.

3 MeTOI KOOpAMHAIIT MiXKHAPOJAHUX 3YCHJIb 3 MOIIYKY Me-
TOIIiB JIIKyBaHHSI HEPBOBO-M SI30BUX 3aXBOPIOBaHb, HOBUX Ma-
JIOIHBa3WBHUX METOMIB NiaTHOCTUKU Ta CTBOPEHHSI PEECTPIB
Mali€HTIB i3 PiAKiCHUMU 3aXBOPIOBAHHSIMU 3alI0YaTKOBAHO
npoexT TREAT-NMD (Translational Researchin Europe —
Assessment and Treatment of Neuromuscular Diseases).

VY rpyani 2016 p. YipaBiiHHS 3 KOHTPOJTIO SIKOCTi TIPOAYKTIB
xapuyBaHHs Ta Jiikapcbkux 3aco6iB CIIA (FDA) cxsanuio npe-
napat CriHpasa (HyciHepceH) — MepIuil 3aci0 IS JTiKyBaHHS
niTeit (y ToMy 9MCIIi HOBOHapomKeHUX) i qopociux i3 CMA, Bu-
KJIMKaHMUX MyTalli€to B reHi SMN 1.

[Ipenapart, po3pobnenuii «baitomken» (Biogen) i «AitoHic
dapmacerotikan» (Ionis Pharmaceuticals), siisie co0010 aHTH-
CMUCJIOBUIA OJIITOHYKJICOTU/L 151 aJITEPHATUBHOTO CIUIACUHTY
npe-MPHK rena SMN2, sikuit maitke inenTinanuiit SMN1, i tomy
CHHTe3 MoBHOpo3MipHoro 6i1ka SMN nmocumoetsest. CriiHpasa
(HyciHepceH) BBOOUThCS iIHTpaTeKaIbHO |7, 8].

MDKAUCUUNNIHAPHI NPOBJIEMW

[Ipenapar pagrKaabHO 3MiHIOE SIKiCTb KUTTS Ta IPUPOIHUI
nepedir 3aXBOPIOBaHHS, CIIPUSIOUN TIONIMIIEHHIO PyXOBO1
(yHkuii nauienTiB i3 CMA i migBUILEHHIO IXHbOI BUKMBAHOCTI
(FDA, 2018, 2020; Ramdas and Servai).

VY xninivnomy gocmimkenHi ENDEAR mamientn i3 CMA
1 Tumy, sxi onepXyBaiu HyciHepCeH, oKa3aly KIiHIYHO 3Ha-
YyIIe MOJIIIIIeHHS PyXoBOoi (PYHKIIl B HOPiBHSIHHI 3 y9aCHUKA-
MU JOCITiIKEeHHS, sIKi He oTpuMyBanu npenapat (40 mpotu 0%
p<0,0001). Kpim TOTO, KiJIbKiCTB ITOMEPIIUX CEPE THX, XTO OT-
pUMyBaB HyciHepceH, Oys1a MeHIo (23%), HixX cepes MalieH-
TiB, 110 HE OTpUMYBaIX Lieit npemnapaT (43%). ¥V BigKpuTux
MOCJIIKEHHSAX NesIKi MallieHTU AOCSATIM TaKUX HABUYOK,
SIK 3[1aTHICTb CUAITU 0€3 MiATPMMKHU, CTOSITU a00 XOIUTHU, TOMI
SIK HIXTO HE MIT OYiKyBaTH IIbOTO paHilie mpu HasgBHOcTi CMA.
3arajibHi BUCHOBKY LIMX TOCJiIKEHb MiATBEPIXKYIOTh €(PEKTHB-
HiCTb HyciHepceHy Tpu Beix Tumax CMA, a TaKOX TinoTe3y mpo
HEOOXiIHICTh PAHHBOTO MOYATKY JIIKYBaHHSI.

[Mpenapar Criinpa3za 1ocifaxKyBaBcsi TAKOX Y HEMOBJIST i3 Te-
HETUYHO MiaTBepIKeHUM miarHo3oM CMA, sIKi ITOKU He Maii
cuMnToMiB 3axBopioBaHHs. Y nociimkeHHs NURTURE 6yno
BKJIIOUEHO 25 TaKUX JiTeii BiKOM 10 6 TUXKHIB XUTTsI. Bysio BusiB-
JieHo, 1110 aiti i3 CMA I Tiny oTpuMyBaju MOXJIMBICTb CTOSITU
i XOOUTU Ta MAJIM HOPMAJIBHUI MOTOPHUIA PO3BUTOK.

MiroxoHapianbHa TuchYHKIIIST CYTTPOBOIKYE Maiixke BCi Heli-
ponereHepaTuBHi 3axBoproBaHHs. binku TSPO ta VDAC, po3s-
TallloBaHi Ha 30BHIIIHINT MeMOpaHi MiTOXOHIpili, BBaXKalOTh
BiZIMOBiJaIbHUMU 3a UYTJIMBICTb MiTOXOHJPili O BiIbHUX pa-
IVKaJTiB KUCHIO Ta IPOHUKHICTh 30BHIIIHLOI MeMOpaHu. Came
BOHH iHilIif0}0Tb CUTHAJT OKMCHOI 3arpo3u. Olesoxime — HOBUi
MepopaIbHUI HEMPONMPOTEKTOPHUI 3aci0, IKUii 0JI0KYy€ OiTKMI
TSPO ta VDAC [22].

TaxkoX BUBYAETHCS MOXJIMBICTh TeHHOI Teparlii — MOBHOTO
3amimeHHs SMN1 3a 1OIIOMOrolo BipyCHUX BEKTOPiB (000710~
HOK-HOCIi1B reHeTn4Hoi iHdopmaitii). [TpenapaT Avexis nepedy-
Ba€ Ha TEePIIOMY eTalli KJIiHIYHUX BUIIPOOYBaHb.

VY tpaBHi 2019 p. Binaia o caHitapHOMY HarJsity 3a sIKiCTIO
XapyoBUX MPOAYKTIB i MEIMKAMEHTIB CXBaJuB Iperapar
Zolgensma [Ij1s ycixX miTeil BiKOM 10 2 pOKiB, y IKMX TeHeTHY -
HUU TeCT MiATBEPAUB HASIBHICTb OY/Ib-sKOTO 3 4 TUIIiB 3aXBO-
pioBaHHs. Tepamis — omHOpa3oBa iHGY3is, SIKa TpUBa€ 0IM3b-
Ko 1 romuHU.

Zolgensma Jii€, HalAalOuX 3A0POBY KOTit0 Ne(EeKTHOTO reHa,
sIKa T03BOJISIE HEPBOBUM KJIITUHAM MOTiM BUPOOJISITA HEOOXi1-
HuUit 6inok. Lle 3ynuHsie pyitHyBaHHSI HEPBOBMX KJIITUH i 103-
BOJISIE ANTHHI PO3BUBATUCSI HOPMaNIBbHO. JIiTh 3 HAOLIbIII TSK-
Kol (opMol0 3axBOPIOBaHHS, SIKi OTpUMau Ipernapar
Zolgensma mpoTIroM 6 MiCSIIIB TCIIsT HAPOMKEHHSI, MaJIX 00-
MeXeHi pobjemu 3 M’si3aMu. Ti, XTO OTpUMaB JIiKyBaHHS pa-
Hillle, ToKa3aJld HallKpallli pe3yabTaTu. Y HEMOBJIAT, sIKi ofep-
JKYBAJIM 1Iei TIperrapaTt micyst 6 MicsIiB, TporpecyBaHHST 3aXBO-
PIOBaHHS 3YMUHSIOCS, OAHAK MTOBHICTIO BiTHOBUTHU BTpavyeHi
dynkiii He Boamocs [23].

SRK-016 — iHaKTUBATOp MiOCTAaTUHY, MEPCTICKTUBHUMN TSI
nikyBaHHsI CMA. MiocTaTvH € KTI0UOBUM CUTHAJILHUM OiTKOM,
SIKMI1 HETATUBHO BILIMBAE HAa M SI30BY Macy Ta ii pyHKIIir0. Takox
BuIpo6oByeThcst CK-107 — akTrBaTOp TPOIOHiHY (0i1Ka CKOpo-
YeHb CEepIIeBOro Ta CKeleTHUX M s13iB). HasaBHi maHi mpo e, 110
CK-107 nocuiiioe peaxiiito CKeJISTHUX M’sI3iB JIIOOVMHY Y BilIIOBilb
Ha akTHBailito HepBa (J.A. Andrews et al., 2018). [IpoBoguThCS
10T0 IOCTiIKeHHSI 3a yuacTio XxBopux Ha CMA [25].

3 2020 p. FDA cxBanuio nepiivii nepopaibHUiA mpernapar
EBpicni (pucoumuiam) mBeiiiapcbkoi KoMmasii Roche mst mi-
KyBaHHs1 CMA y nopociux i fiTeil BikoM Big 2 MicsiiB. ¥ Ge-
pe3Hi 2020 p. KoMITaHis TTomaiia JOChE Ha PEECTPAIIilO I[HOTO
npemnapaty B Pocii. CBiToBuUii 00CAT MpoaaxiB pyucIuriamy
MOXe CSITHYTHM, 3a MiIpaxyHKaMu aHaJIiTUKIB, 2 MJIPI H0JapiB
Ha pik [15].

JiTsIM i3 HEPBOBO-M SI30BUMU 3aXBOPIOBAaHHSIMU HEOOXiTHO
MPOBEIEHHSI AKTUBHOTO BiTHOBHOTO JIIKYBaHHSI 3 METOIO TIOTIE-
PEeIKeHHST TSDKKUX iHBATIIU3YIOUMX YCKIaaHeHb. Kpim matore-
HETUYHOTO, BUKOPUCTOBYETHCS CUMITOMATUYHE MEAVKAMEH -
TO3HeE JIIKyBaHHsI, CIIPSIMOBAHE Ha MOKPAILEHHsI TIPOLIECiB XUB-
JIEHHS y M’s13aX, KOPEKIIilo MOpyILIeHb M’ S130BOT0 TOHYCY, YTPU-
MaHHS KiHIIiBOK Bill KOHTPAKTYp, MiATPUMaHHSs OCAaHK.

J171s1 MOKpalieHHsT eHepreTUYHOI (PYHKILiT MiITOXOHIPIiA TiTSIM
MPU3HAYAIOTh KoeH3uM Q,, (y0ixiHOJ) — 2-8 MI/KT Ha IcHbD,
pudodnasin 50-400 mr/neHb, L-kpeatun 0,1 r/Kr Ha IeHb, Kap-
HituH 10-100 Mr/kr Ha neHb, apridid 150-300 Mr/Kr Ha IeHb,
BitaMiH E 1-2 ME/kr Ha neHb, BitaMiH C 5 MI/KT Ha JeHb,
o-ainoeBy kuciaory 50-200 mr/meHb, (OJIEBY KHUCIOTY
0,5-1 mr/kr Ha neHb [27].

HesBaxkaouu Ha MosiBy HOBUX IperapaTiB, BOHM BCe e
He Jal0Th MOXJIMBOCTI TIOBHICTIO MO/I0JIaTH XBOPOOY, TOMY Ta-
1ieHTH (0cOOJMBO Ti, y KOr0 03HAKHU CriHaJIbHOI amioTpodil
3’SIBUJIMCS Bifipa3y Mic/Isl HAPOIKEHHS) TTPOIOBXYIOTh XKUTHU
i3 cepiio3HMMU CYIMyTHIMU MaToJoTisIMA. BoHU MOXYTh MaTu
TSDKKi ypakKeHHsI JIETeHb i MoTpeOyBaTy 10A€HHOI MiATPUMY-
BaJIbHOI Tepallii, a TAKOX peTeJIbHOTO JOTPUMAaHHS BiIIIOBiTHUX
cxeM JikyBaHH (Veerapandiyan, 2019).

Hagsenemo ximiniunuit Bunagok CMA 3 HEKJIaCUYHUM TIepe-
6iroM, 1110 BUKJIMKAHa MyTali€io SMN2y neHTpoMepHill TiIsH-
i 5-1 xpomocoMu. Bumnamox sickpaBo IeMOHCTPYE CKIIAAHICTh
niarHocTiaHOTO romyKy mpu CAMI y miTeii.

nornan »AXisus

Kninivnuii sunagok

IutnHa, HapoaxeHa Big, 1- BariTHoCTi, ycknaaHeHoi 3arpo3oto nepe-
pueants y |l nonosui. Monoru nepegyaci (30 TmxHis recrauiiHoro siky),
maca Tina HosoHapogxeworo 1500 r, 3pict 40 cm, ouivka 3a wkanoto
Anrap 5/7 6anis. MNicns HapopxeHHs auTtMHa nepebysana y BigaineHHi
pearimMaii Ta iHTeHcHBHOI Tepanii, Ha 5-Ty goby nepeseaeHa y eipaineH-
HSl HOBOHOPOAXEHMX i3 TOKMM AiArHO30M: PECTiPATOPHUIM AUCTPEC-CUH-
apom | tuny. [H |-l cr. linokeuyHo-iwemiyHa eHuedanonaris 3 BLUK Il ct.,
CEK. Ha6psik ronoeHoro Mo3ky 3 Hanagamu anHoe. Hegorowwenicrs Il cr.
(rectauinHmi sik 30 THxHiB). PaHHs aHeMis HOBoHapoaXeHoro.

Moaanbiumit po3enTOK BiRBYBABCA 3 3ATPUMKOIO: AUTMHA Noyana dik-
cysati nomnsg 3 5 Mic., nocMixatices — 3 6 Mic., TPUMATH ronoBY B noso-
xeHHi Ha xweoTi — 3 10 mic. Komnnekc noxsasneHHs Ha oTouyloumx 3'sBue-
csy 8 mic. [MpeameTn 3axonniosana nepioanyHo, BinblLue NPABOIO PyKoto
3 11,5 mic. 3 1 p. 9 Mic. nocamkeHa, NacMBHO CHAING 3 ONOPOIO HA 3AKPH-
Ti gonoHi. 3 3 p. 8 Mic. caina nocageHa 3 oNopoIo HA PYKH, XOAMNA Npu
nigTpMMui 3a 0buagi pyku (ane kopnyc pobpe He yTpumysana) 3 3 p.

MPT ronoeHoro Mo3ky & 1 p. BUSBMIIO O3HAKM NEPUBEHTPUKYNSPHOI
neMKoMansji.

[iarHo3 npu HanpaeneHHi A0 BiAAINEHHS NCUXOHEBPOOTi HLWOrO
inctutyTy: LM, AtoHiunui BapiaHT. 3aTPUMKA KOTHITUBHOTO | MOBHO-
ro poseutky. Coxa valga. ExsiHycHi cronu. Bpogxena esotponis, OS.

Moka3sHuku enektpoHeipomiorpadii: amnniTyaa MOTOpHoOI Bignosiaj
B auctanbHin Touui 2,59-12,4 mB (Hopma 3-5 MB). PeanpyansHa narentHicts
5,38-2,28 mc (Hopma 2 mc). Lemakicts Ha sigpisky «nepegntocHa — ro-
niBka Manorominkoeoi kictkn» 49,2-47,2 m/ c. CeHcopHi signogigi B HOpMi.

CnonTanHa aktueHicTs BigcyTHs. CepepHs tpueanicts 20 noteHuiania
pyxosux ogutuup (MPO) 9,41 mc (Hopma 8,2 Mmc, Bigxun +14,8%), min
8 mc, max 10,4 mc. Microrpama — Il EMT cragis JPT. Cepeats amnnityaa
MPO 2243 mkB (Hopma 350-600 mkB), max 3564 mxB npu tpueanocri
9,9 mc, min 1124 mxB npu tpusanocri 9,65 mc. Motenujanis amnnitygoro
Ginbiwe 1 MB — 100%, nonidazHnx — 42,9%, ncespononidasnmx — 57,1%.

3HMXEHa aMMNiTYa MOTOPHMX BIAMOBIAEH MO Nn. peronei, i3 HOp-
manisauieio Ao 4 pokie; 3HWKEHHS AMNAITYAU MOTOPHMX BiANOBIgEH
Mo AOBrUX BONOKHAX BEPXHIX KIHLIBOK; WBMAKICTb NPOBEAEHHs 36y-
BXeHHs MoTopHUMM BonokHamu (LLIT3) sumxena go 10%, F-xsuns — N;
CMOHTAHHA OKTMBHICTb BigCyTHs (nooautoki, NP & m. deltoideus).
IMPO - no rpy6omy HeHporeHHOMy TvMy.

[laHi MonekynspHO-TeHETUYHOTO BOCTIMKEHHS: BUSBNEHO 2 KONii reHd
SMN1 geneuii 7-ro Ta 8-ro ek3oHis reHa SMN2 y romosurotHomy cra-
Hi, wo xapakrepHo ana CMA. Y siui 3 pokis rinepToHyc 3MiHMBCS Ha Ay~
dy3Hy BUpaxeHy M'130BY FNOTOHIlO, CyXxOXurbHI pednekcu NPAaKTUYHO
He BuKmMkanucs. Po3eutok nopanbLumx pyxosux pyHKLji He BinOyBaBcs.

BucHoBKu

[eHeTnuHi MyTallii 31aTHi BUKJIMKATU IIUPOKUI CIIEKTP pO3-
JIaliB 3i 3HAUHO BapiabeIbHUM (PeHOTUIIOM, Y TOMY YMCJI 3 ypa-
JKEHHSIM HepBOBO-M’s130BOTO amapary. PeHOTHI HaBeIeHOTO
BapiaHTy CMA € HeTUNOBUM [JIs1 MyTalliif LIbOTO TeHa, MpoTe,
SIK 0aYMMO, Ma€ Miclie Y pilKicHUX Bumankax. Taki po3nmamu, 3 of-
HOTo 00Ky, HEOOXiTHO TU(epeHIIIIOBATH 3 iHIIIMMU 3aXBOPIOBAH-
HSMU HEPBOBOI CUCTEMU, B OCHOBHOMY 3 OPTaHiYHMUM MOILIKO-
JDKEHHSIM TOJIOBHOTO MO3KY, a 3 iHILIOTO — 3 KJTACUYHUM BapiaHTOM
CMA, 1110 BUHMKA€E BHACTIIOK MyTallii y TeHi Ha TeJIOMepHili i-
JITHIII 5q-XpoMOCOMU. Y HaBeICHOMY KIIIHIYHOMY BUIIAIKY M-
TUHA HAPOAMJIACS MEPETIacHoO, epeHeca rMmoKCUYHO-IeMiuHy
eHuedanomnartito. Ha mouarky xsopoou aucgy3Hoi M’S30B0i Tilo-
TOHii Ta apeduiekcii, xapaktepHoi it CMA, He BinmMiuasnocs. Bin-
3HAyaBCsl aTUIIOBUIL TIepedir XBOpoOu, 3MiHa TiMepTOHYCY Ha Ti-
MOTOHI10, (POPMYBAHHSI KOHTPAKTYP, 3yIIMHKA CTATOKIHETMYHOTO
po3BUTKY. [1pOTSIroM nepiioro poky XXUTTS NepeBaXaB TinepToHyC
SIK TIPOSIB YPaXKeHHSI LIEHTPAJIbHOTO MOTOHepoHa. BupitianbHe
3HAYEHHSI JUIsI BCTAHOBJICHHSI IiaTHO3Y B TAHOMY BUIIAIKy MaJIK
HelipogizionoriuHe Ta MOJIEKYISIPHO-TEHETUUHE JOCTiKeHHS.

3BaXkarouu Ha HAsIBHICTb Cy4acHUX e(DEKTMBHMX METO/IIB JIiKY-
BaHHs CMA, MOMWJIKY MPY BCTAHOBJIEHHI [iarHO3y HEMPUITYCTH-
Mi. TouHuit miarHO3 Ma€ OyTH BCTAHOBJICHUIA SIKOMOTA paHillle,
CHOT'OJTHi 1€ MOXKJTMBO JIMILIE 3aBISKM BUKOPUCTAHHIO Heliziono-
TYHIX Ta MOJIEKY/ISIPHO-TeHETUUHUX MeTomiB. 3a HassBHocTi CAIMIT
Yy HOBOHAPO/KEHUX Ta HEMOBJISAT HEOOXiTHO HATIPABJISITH TTAlli€EH-
TiB Ha MOJIEKYJISIPHO-T€HETUYHE OOCTEXEHHS UTSI BUKITIOUEHHS
CMA. PaHHilt TO9aTOK JTiKyBaHHS, 30KpeMa BBeICHHsI HyCiHepce-
HY 10 6 MiCSILIiB, MOXe KapIUHAIbHO 3MiHUTH TIepebir XBOpooH,
JTO3BOJIUTH IUTUHI AOCSTTY HOPMATTbHOTO MOTOPHOTO PO3BUTKY.
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(Tvin 1) Nnpw NikyBaHHi
c n I H P A 3 A npenapatom CI1IHPA3A

KopoTka iHcTpyKuis ans meaguyHoro 3actocysanusa npenaparty CIMIHPA3A (SPINRAZA)

Cknag: piroya peqosuHa: nusinersen; 1 M mMicTUTb 2,4 Mr HyCiHepceHy; 1 nakoH no 5 MA MIiCTUTb 12 Mr HYCIHEPCEHY; JONOMIKHI PeYOBMHM: HATPIKO aurigpodocdar
Aurigpar; auHatpito docdart; HaTpilo XNopua,; Kanito XNopu,; KanbLito XIOpUA AuUrigpar; MarHito Xnopuz rekcarigpar; Hatpis ruapoKcu,; XnopoBoOAHeBa K1CoTa; BoAa Ans
iH’ekuin. Jlikapcbka hopma. Po3unn ana in’ekuiin. OCHOBHI ¢hi3nko-XimMiyHi B1ACTMBOCTI: NPO30PUIA 6€36apPBHNIA PO3HMH.

GdapmakoTepanesTU4Ha rpyna. [Hwi npenaparty Ans nikyBaHHS 3aXBOPIOBAHb KiCTKOBO-M's130B0i cuctemu. HycinepceH. Kog ATX: MO9AXO7.

KniHiuni xapaktepuctuku. llokasanns. Npenapat CniHpasa nokasaHuin gns nikyBaHHA cniHanbHOi M’a30B01 atpodii (CMA), crnpuynHeHoi myTauieto B XpoMOCOMi 5Q.
lporunokasawHA. [inep4yTnuBICTb A0 Ait040T pe40BUHM ab0 L0 OyAb-AKOi 3 AONOMIKHIUX PEYOBUH.

Cnocib 3acTocyBanns Ta gosu. Npenapat CniHpasa npu3HadeHnii Ans iHTpaTekanbHOro BBEJEHHS 3a 0NOMOro NioMOanbHoI NyHKLi. PekoMeH10BaHa 103a CTaHOBUTb 12 MT
(5 mn1) Ha ofiHe BBeAeHHSA. Tepanito npenapatom CniHpasa cnif noYMHaT AKOMOra paHille Nicns BCTaHOBNEHHS: fiarHo3y 3 4 103 HacuyeHHsa y 0, 14, 28 1a 63 aeHb. Micns uboro
OJVH pa3 KOXHi 4 micaui cnif BBOAUTW NiATpUMYBanbHy 103y. [pu3HaYeHnin nuLle ans 0H0pa3oBOro 3acToCyBaHHS.

IHCTPYKLif LWOA0 NPUroTyBaHHA NiKapcbKOro 3acoby nepepn BBEAEHHAM

®rnakoH 3 npenapatom CniHpasa cnif nepeBipuTh Ha HAABHICTb YaCTUHOK Nepej BBeAeHHAM. DakoH He CNiJ BUKOPUCTOBYBATH, AKLLO CMOCTEpIratoThCs YaCTUHKMN Ta/abo
pianHa y hnakoHi He npo3opa i 6e36apsHa. [puroTyBaHHsa po34nHy npenapaty CniHpasa Ans iHTpaTeKkanbHOro BBEJEHHS NOBUHHO 37iliCHIOBATIACA B aCENTUYHUX YMOBAX.
Mepen BBEAEHHAM (1aKOH CRif AicTaTi 3 XONOAWTbHUKA | faTi HarpiTues Ao KiMHaTHOI Temnepatypm (25 °C), He BAAKOYNCH 40 30BHILLHIX [Kepen Tenna.

AKLIO (hN1akoH He 6YnOo BiAKPUTO i PO34MH HE BUKOPUCTOBYBABCA, (DIAKOH CNiJ NOBEPHYTU B XONOAUNbHUK (AMB. PO34in «YMOBU 36epiraHHs»).

be3anocepeaHb0 nepes BBEAEHHAM, 3HIMAKOTb MACTUKOBY KPULLIKY, MPOTUKAKOTH LIEHTP NPOOKK (D1aKOHA rofiko LWNPKULA Ta BUTATYIOTb HEOOXIAHMA 06°EM PO3HUHY.
lMpenapar CniHpasa He CcNif po3BOAMTI. BUKOPUCTAHHA 30BHILLHIX (iNbTPiB HE NOTPIGHO.

Y pasi, AKL0 PO34MH He BUKOPUCTOBYBABCS MPOTArOM 6 rOAMUH MiCs MOr0 HAGMPAHHA Y WNPUL, PO3YUH CIiJ YTUNI3yBaTH.

HeBUKOpUCTaHWIA NiKapcbKMiA 3acCi6 i BiAX0AN HEOOXiAHO YTUNI3yBaTK BiANOBIAHO A0 MiCLEBMX BUMOT.

Jlitn. Mpenapat 3acTOCOBYIOTb N1 NiKYBaHHS AiTeN.

Mo6iuHi peakuii. Mo6i4Hi peakLii, NOB’A3aHi 3 NIOMOANbHOI NYHKLIE. [y)Ke 4acTo: ronoBHUIA 6inb, 61110BaHHS, 6inb B CNKHI. Y nicnsapeecTpaLiitHoMy nepiofi 3 HEBIAOMOLO
4aCTOTOH CNOCTEepiranucsa cepiiosHi iHgekLii, Taki sK MEHIHTIT, BUNaAKK rigpouedyanii Ta aCenTUYHOr0 MEHIHTITY.
TepmiH npuaaTHoCTI. 3 Poku.

Kareropis Bignycky. 3a peuenTtom.

Mepen npu3HavyeHHAM cnif 03HAWOMUTUCS 3 NOBHOH) IHCTPYKLIEH ANA MEANYHOr0 3aCTOCYBAHHS.

PeectpauiiiHe nocsigdeHHs MO3 Ykpainu Ne UA/17852/01/01, 3ateepmxeHo MO3 Ykpainn 11.01.2020 poky Haka3om Ne 41 TekcT cknafieHo y BianoBifHOCTI 3 iHCTPYKLi€ELD
ONs MEeJNYHOr0o 3acTocyBaHHA, Aky 3aTeepmixeHo MO3 Ykpainn 11.01.2020 poky.

3a J0LaTKoBOK iH(hopMmallieto 3BepTanTech 3a agpecoto: 04070, m. Kuis, Byn. Cnacbka, 30; Ten. (044) 490 64 64, dakc (044) 490 64 65.

@oTorpacum npuBeLeHb! UCKNIOYNTENBHO B KAY€CTBE MIMIOCTPALMIA U OTPXKAIOT Pe3yrbTaThl, JOCTUTHYTbIE Y KOHKPETHBIX NAUMEHTOB. VIHAUBUAYaNbHbIE Pe3ynbTaTbl MOMYT OTNNYATLCA.
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