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Tyitingeme

Makanana >xyibiH OyambikeT atpodusacel (JKBA) 6ap HaykacTapapl IHAarHOCTHKAJIAY, EMIICY KOHE
OHANTYJABIH 3aMaHayd Tocinaepi KapacTelpbuUiaabl. SMNI TeHiHiH MyTalMsChIHAH TybIHAAaFaH Oyl cHUpek
Ke3JleCeTiH  HeMpomereHepaTHBTI aypy OYIIIBIKETTIH HPOTPECCUBTI  QJCI3NIriHE >KOHE  MOTOp
(hyHKIMSTIAPBIHBIH XKOFaTyblHa oKenesi. TepanusiHbIH COHFBI 9JIICTepi, COHBIH IIIHEC aHTUCEHC TEPAIUACH,
TeHJIIK TEXHOJIOTHUsUIAp JK9HE KOMEKII eMey SAicTepi TangaHaabl. MeltipOukenepain NaueHTTep Al KyTyIeri
peiiHe, oJapAbIH JKaFAaiap! OaKbUIayFa, OHANTY [IapalapblHa XKOHE MAIllUEHTTEPiH 0TOACBUIAPhIH OKBITYFa
KAaTBICYbIHA €peKIIe Ha3ap ayAapbuiafbl. OJEyMEeTTIK OeHiMIENMymiH HeTisrl acmekTinepi, OimiM Oepy
OaFmapiaManapblHBIH KOJ OJKETIMAUIITT JKOHE opTYpil Maiimay Typiepi Oap HayKacTaplbl >KYMBICKa
OpHAJIACTBIPY KAPaCTHIPBUIA/IBI.

Tyiiin ce3mep: XYIBIHHBIH OYIIIBIKET aTpoQUsICHl, TEHETUKANBIK aypyiap, AHarHOCTUKA, eMJCY,
TCHJIIK Teparnus, OHAITY, MEHIpOUKENK KYTiM, QHU3HOTepanus, dJeyMETTIK OeHiMIeny, WHKIIFO3UBTI OLTiM,
MEJIUIIMHAIBIK KOMEK.
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Pesiome

B crartpe paccMaTpruBaloTCs COBpPEMEHHBIE IOAXOBI K JHAarHOCTUKE, JICUYCHUIO U PeabuinTanun
MAIMEeHTOB CO CMIUHANBHOM MbIeuHOo# atpodueit (CMA). Jto penkoe HelipoaereHepaTUBHOE 3a00JIeBaHUE,
BBI3BaHHOE MyTaluel reHa SMN1, MpUBOIUT K MIPOTPECCHPYIONIEH MBIIIEYHOMN c1a00CTH U IOTepe
IBUTATEIbHBIX (PYHKINH. AHATH3UPYIOTCS HOBEHIINE METOIBI TEPaIIiH, BKIFOUAsi aHTHCMBICIIOBYIO
Teparnuio, TeHHbIE TEXHOJIOTHH U BCTIOMOTaTeNbHbIe MEeTO Ikl JieueHus. Oco0oe BHUMaHKE YeJIeHO POJIH
MEIUIHCKUX CECTEP B YXOJIE 32 MAUEHTAMH, UX YUIACTUIO B KOHTPOJIE COCTOSHIS, peaOMITUTAIIMOHHBIX
MEPOTIPHUATHAX B 00YIEHUH CeME MalMeHToB. PaccMaTpruBatoTCs KIIFOUEBBIE aCTIEKTHI COIMATIBHOM
aJanTany, JOCTYIHOCTH 00pa30oBaTeIbHbIX MIPOrpaMM U TPYA0YCTPOMCTBA MAIIMEHTOB C Pa3IUYHBIMU
TUTIAMU CIIMHAJIBHOM MBIIEYHOU aTpOQHH.

KnioueBble cjioBa: CTMHATIBHAS MBIIIeYHAast aTpO(us, IMATHOCTUKA, JICICHUE, TeHETHIECKas
Tepans, peabunnuTanus, CECTPUHCKUH yX07, (PU3UOTepanus, COnnaabHas afanTalis, HHKII03UBHOE
o0Opa3oBaHue, MEUIIMHCKAs TIOMOILb.

SPINAL MUSCULAR ATROPHY: DIAGNOSIS, TREATMENT, AND REHABILITATION

Shaizadinova M.Z.!, Tleulinova R.R.2, Dametova M.B.3, Tanibergenova K.A.3,
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Abstract

The article discusses modern approaches to the diagnosis, treatment and rehabilitation of patients with
spinal muscular atrophy (SMA). This rare neurodegenerative disease caused by a mutation in the SMN1 gene
leads to progressive muscle weakness and loss of motor function. The latest therapies, including antisense
therapy, gene technologies, and assistive therapies, are analyzed. Special attention is paid to the role of nurses
in patient care, their participation in condition monitoring, rehabilitation activities and education of patients'
families. The key aspects of social adaptation, accessibility of educational programs and employment of
patients with various types of diseases are considered.

Keywords: spinal muscular atrophy, diagnosis, treatment, gene therapy, rehabilitation, nursing care,
physiotherapy, social adaptation, inclusive education, medical support.
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BBenenune

CrmnanpHas MeimieuHas atpodus (CMA) — Tspkenoe reHeTHdeckoe 3a0oieBaHUE, TIPU KOTOPOM
HapymIaercst paboTa IBUTATEIHHBIX HEHPOHOB, OTBEYAIOMINX 32 KOHTPOJb MBIII. B pe3ynpTare mamueHTsl
MOCTENIEHHO TEPSAIOT CIIOCOOHOCTH JIBUTATHCSA, a TIPU TSHKETBIX (opMax OOJNEe3HH e NbIIAaTh U TI0TaTh.
Hecmortpst Ha penkocTts 3a6oneBanusi, CMA octaeTcst 0THOW U3 BEAYIIMX IPUYUH MIIaJICHUECKOW CMEPTHOCTH
cpeny HaciencTBeHHbIX naroyiorui [1]. Tlo qanaeM BeemupHoO# opranm3anuu 3apaBooxpanenus (BO3), B
cpensem 1 u3 6000—10 000 HOBOPOKAECHHBIX POKAAETCS C 3TUM IUArHO30M [2]. ITO 03HAUAET, UTO B MHUPE Ha
CETOTHSITHNN 1eHb HacuuTeiBaeTcs 6omnee 400 000 mammeHToB ¢ pazauyHbIME popMamu CMA, HO BKCTIEPTHI
MPEIIONIAraloT, YTO peajbHas U(pa MOXKeT OBITh 3HAYUTEIBHO BBIIE. B psiie cTpaH 10 CUX IMOp OTCYTCTBYET
CUCTEMHBI YYeT TaKUX OOJBHBIX, a JIMATHOCTHKA 3a4acTyrO MPOBOJUTCH YXKe Ha MO3AHHUX cTamusx [3].
Curtyalusi Hayalla MEHATBCS C Pa3BUTHEM MOJICKYJISIPHOM TeHETUKHU. B mocineHne ro/ibl MUPOKOe BHEIPEHUE
JHK-tecTupoBaHusi M HEOHATaJbHOIO CKPUHUHIA MO3BOJIMIO BbIABIATE CMA y MilafieHueB elie A0
MOSIBJIGHUS] TIEPBBIX CUMITOMOB. JTO, B CBOIO OYepellb, JAeT BO3MOXHOCTb KaK MOXKHO paHbIlIE€ HavyaTh
TEpaIuIo, YTO CYIIECTBEHHO YJydllaeT IporHo3 [uid nauueHta [4]. Hanpumep, B crpanax EBpomneiickoro
Coro3a ¢ 2022 roma TectmpoBanne Ha CMA BKIIOYCHO B O0S3aTENBHYIO IPOrpaMMy OOCIICTOBAHHS
HOBOPOKACHHBIX, YTO IIO3BOJWIO IHATHOCTUPOBATH 3a00JCBaHHWE HA IOKIMHWYeCKoM Jdtame [5]. B
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Coenunennsix ltaTax ananornynas mporpamMmma oxsaTsiBaeT yxke 48 u3 50 mratos [6]. [IpopsiB B neuenuun
CMA cran BO3MOXEH Onaromaps pa3paboTKe Tpex KIIOUeBBIX IpernapaToB: HycHHepceHa (Spinraza),
pucnuruiama (Evrysdi) m 3onrencmsl (Zolgensma). OTu JieKapcTBa 3HAYUTENBHO YIYUIIAIOT COCTOSHHE
MalUEeHTOB, HO UX BBICOKAs CTOMMOCTH AENAeT TEPAIHIO MPAKTUIECKH HEJOCTYITHON ISt MHOTHX ceMel [7].
K nmpumepy, pazoBas 103a 3oireHcMbl ctout Oonee 2,1 muH gommapoB CIHIA, uTo Aenaet ee 0JHON U3 CaMbIX
JOPOTUX MEIULUHCKUX Iporenyp B mupe [8].

B ctpanax CHI" curyarnus ¢ nuarHoctikoi u nedenrueM CMA octaetcs crnoxHoll. B KazaxcTane, no
Pa3HBIM JaHHBIM, TIpokuBaeT oT 500 1o 700 manueHToB ¢ 3TUM 3a0oseBanreM. OTHAKO OTCYTCTBUE €IUHOTO
HAI[MOHAIBHOTO PErucTpa MAIMeHTOB HE IO3BOJISET MOJYYUTh TOYHYI KApTUHY paclpOCTPaHEHHOCTU
6onesnu [9]. C 2021 roma B Kasaxcrane mpeanpHHUMAIOTCS MONBITKM BHEAPEHUS MUIOTHBIX MpPOrpamMM
CKpUHUHTA HOBOPOXKIEHHBIX, HO HA JaHHBIM MOMEHT auarHoctuka CMA mpoBOAMTCS TOJBKO TIO
KIMHAYECKAM TI0Ka3aHUAM. DTO O3HAYAET, YTO Y OONBIIMHCTBA MAIEHTOB 3a00JIEBaHHE BBIABILICTCS YiKe
TOTJ1a, KOT/Ia Ha4yaJIH MPOSABIATHCS cepbe3Hble cUMITOMBI [ 10]. JlocTymHOCTh HOBEHIIMX METO/IOB TEpPAIHU B
CTpaHe ocTaeTcs KpaiiHe orpaHuveHHOW. Ha ceromusmHuil neHp edenne npenapatamu Spinraza u Evrysdi
BO3MOXKHO TOJBKO 32 CYET CIIOHCOPCKOM WM TOCYAApCTBEHHOM TMOJACPXKKHA, a Tepamnus 30JITeHCMOU
MpPAaKTUYECKH HEJOCTYNHA WU3-3a BBICOKOH crommoctd. B 2023 romy MUHHCTEPCTBO 3]paBOOXPAHEHUS
Kazaxcrana HHAITUHPOBAJIO MPOIIECC PACCMOTPEHHS BO3MOXKHOCTH (prHaHCHpoBaHus jJeueHus CMA 3a cyer
TOCYJITapCTBEHHBIX MPOTrpPaMM, HO BOMIPOC OCTaeTcss OTKPBITBIM [S5]. Emie omHol cepwhesHol mpobiemoit
SIBJIACTCS] HEXBATKA CIICIUAIIMCTOB, KOTOPhIE MOTYT OKa3bIBaTh KBATM(HUIIMPOBAHHYIO MTOMOIIb MMAllUEHTaM C
HEHPOMBIIIIEYHBIMU 3200JIeBaHUAMU. B 4aCTHOCTH, IOJArOTOBKA METUIIMHCKHUX CECTep JIJIs pabOThI C TAKUMHU
0opHBIME B KazaxcraHe MpakKTHYECKH OTCYTCTBYET. DTO MPUBOIMT K TOMY, UTO YXOJ 3a manueHTaMu ¢ CMA
JIOXKUTCSI B OCHOBHOM Ha IUICUHU UX POJICTBEHHUKOB, KOTOPBIE HE BCETAa 00J1a1at0T HEOOXOAUMBIMU 3HAHUAMHU
¥ HaBBIKaMH [6].

Heabr uccaenoBanus. Hacrosmas pabora HampaBieHa Ha BCECTOPOHHHN aHAIM3 COBPEMEHHBIX
MOJXOJIOB K CECTPUHCKOMY yXoay 3a nauueHtramu ¢ CMA.

B pamkax uccienoBaHHs HEOOXOAMMO H3Y4YUTh AKTyaJbHbIC AAHHBIC O JUArHOCTUKE, JCUCHUHU U
peaOMIUTaMy  MANWeHTOB CO  CHHHANBGHOW — MBIMICYHOW  arpoduel, YIUTHIBasE COBPEMCHHEIC
(apMaKkoIOTHIecKue W HEMEANKAMEHTO3HBIC METOAbl. BakHOW YacThIO aHaM3a SBISIETCS OICHKA POJIA
MEAUIMHCKUX CEeCTep Ha BCEX I3Talnax BEACHHs MAallMEHTOB — OT PAHHETO BBISABICHUS 3a00JCBaHUS [0
JOJITOBPEMEHHOH TMOANCP)KKA W MAINIMAaTHBHOTO yxona. Takxke paboTa BKIIOYAET HCCIEIOBAaHHE MpoOiIeM
OpTaHM3alHHU CECTPUHCKOTO MPOIIeCcca, BEIBICHUE NE(PHUIIUTOB KaJpOBOTO 00ECIICUCHHS, aHAI3a OaphepoB
JOCTya K JICUCHHUIO U BBIPAOOTKY NPAKTHUCCKUX PEKOMEHIAIMH AJISl COBEPILICHCTBOBAHUS CHCTEMBI
CECTPUHCKOI'0 yX0/a.

CnuMHaJbHasg MbILIEYHASA ATPOPUA: NATOPU3NO0IOT U, TUIIBI, KIMHUYECKHE 0COOEHHOCTH

Onuodemuonozus u nPUYUHBL pa3euUmMisL

CruHanbHas MblmeyHast atpopus (CMA) — 370 ogHO W3 Hambosiee PacpOCTPAHEHHBIX PEIKUX
HEHPOMBIIIIEYHBIX 3a00J€BaHMU, OOYCIOBICHHBIX MyTammedl rena Survival Motor Neuron 1 (SMN1),
pacniosioxeHHoro Ha xpomocome 5ql13. Jauublili reH xogupyer SMN-0enoK, KOTOPBIH HEOOXOAUM s
MoJAEP>KaHUs KU3HECTIOCOOHOCTH MOTOHEHPOHOB MEPEAHUX POrOB CIIMHHOTO Mo3ra. Jledurmr sToro Oenka
MPUBOIUT K JETEHEPAUH HEHPOHOB, YTpaTe MBIIICYHOW MAacChl U Pa3BUTHIO IPOTPECCUPYIOMIEH C1abocTh
[1]. CMA nepenaeTcst Mo ayTOCOMHO-PEIICCCHBHOMY THITY. JTO 03HAYaEeT, YTO peOCHOK 3a00JIeBacT TOJILKO B
TOM clly4ae, €clid 00a pOXUTENsl SBISIOTCS HOCHUTEISIMM MyTaluu. B oOmed mnomynsiiuu dYacToTa
HOcHTENbCTBA cocTamiseT 1:40—1:50, uro nmemaer 3aboiieBaHWE OTHOCHUTEIBLHO PACIPOCTPAHEHHBIM CpEIn
penkux reHetwdeckux martonmoruidt [2]. CormacHo cratuctudeckuMm naHHeiM, | w3 6000-10 000
HOBOPOKAEHHBIX poxaaercs ¢ CMA, ofHako TOYHAs! PacHpOCTPaHEHHOCTh BapbUPYETCS] B 3aBUCUMOCTH OT
peruoHa W 3THUYEcCKoW rpynmbel [3]. B mocnemHue rojsl 4MCIO JHATHOCTUPOBaHHBIX ciydaeB CMA
3HAYUTEJIBbHO BO3POCJIO, YTO CBS3aHO C Pa3BUTHEM MOJIEKYJISPHO-TEHETUYECKOIO0 TECTUPOBaHUA H
BHEJIPEHUEM IPOrpaMM HEOHATANbHOTO CKPUHHHTA B psze cTpad. Hanpumep, B CILIA 1 HEKOTOPBIX cTpaHax
EBponbl ckpuHHUHT HOBOpOXIeHHbIX Ha CMA cranm o0s3aTenbHON HMPAKTHKOH, YTO IO3BOJISIET BBISIBIISTH
3a00JIeBaHIe JI0 MOSBJICHUS MIEPBBIX CHMIITOMOB U HAYMHAThH TEPAITUIO HA paHHUX craausx [4]. B Kazaxcrane
u Poccun ]'[OZ]O6HLIC MporpaMMbI IMOKa HAXOJAATCA Ha CTalun pa3pa60TK1/1, YTO OrpaHUYIMUBACT BO3MOKHOCTH
PaHHETO BBISBJICHUS U CBOEBPEMEHHOI'0 JIUeHuUs [5].

Tunvr CMA u knunuueckue nposiéienus

Krmandeckast kKapTuHa CIMHATBHOM MBIIICYHOH aTpO(UH BapbUPYETCS B 3aBUCHMOCTH OT BO3pacTa
neOroTa U CTENCHM TSDKECTH 3abonieBaHMs. B HacTosmiee BpeMs BBLACIAIOT YeThIpe OCHOBHBIX Thua CMA,
KaXXIbIH U3 KOTOPBIX UMEET CBOM OCOOEHHOCTH TE€UEHUS, POTHO3 U TepareBTUYECKUe MOAX0Ab! [2].

1. CMA I tuma (60x1e3up Bepaaura-I'odpdmana)
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D10 camas Tshkenas ¥ paHHsisi opma CMA, nposiBISIFOIIAsAcs 10 6 MecseB Xu3HH. JleTn ¢ 3TuM
TUTIIOM HMEIOT BBIPAXCHHYIO MBIIICYHYIO TUIOTOHHIO, OHH HE MOTYT IEp)KaTh TOJOBY, CAMOCTOSTEIHLHO
CHJIETh U MMEIOT CEpbE3Hble TPYIHOCTH C TJIOTAaHHEM U JbIXaHHEM. [ TakUX MAalMEeHTOB XapaKTepeH
OCJAa0JICHHBIA COCATENBHBIM M TJIOTATENBHBIN pedIieKC, YTO JAelaeT KOPMJICHHE 3aTPYAHUTEIBHBIM U
TIOBBIIIAET PUCK ACTIMPAIIMOHHOM MHeBMOHUY [3]. be3 neduenwust cpeaHsist MpoI0KUTENIEHOCTD KU3HH — MEHEE
2 ner, 4TO OOYCIOBJIECHO IMPOrPECCUPYIOLICH MAbIXaTeNbHOW HEAOCTATOYHOCTBIO, BO3HUKAIONIEH u3-3a
cnabocTr MexpeOepHbIX MBI U quadparMel [4]. OnHaKo MosBIeHHE T€HHOTEPAIleBTUYECKHX TIPeraparos,
TakKuX Kak HycuHepceH (Spinraza), pucauiuiam (Evrysdi) m 3onreHcma (Zolgensma), U3MEHHIIO MPOTHO3:
MAalMEHThl, MOJydarollue JICUCHHE Ha pPaHHUX CTaausX, IEMOHCTPUPYIOT 3HAYUTEJIbHOC YIydllICHHUE
JIBUTaTEIbHBIX (PYHKIWH U YBEIHMYCHUE MTPOIOJKUTEIFHOCTH JKU3HHU [5].

2. CMA 1I tuna

Orta ¢opma paszBuBaeTCsS B Bo3pacTe 6-18 MecsleB W XapakTepH3yeTcs MEHee arpecCUBHBIM
TedeHueM. JleTu criocoOHBI CUJIETh, HO HE MOTYT CTOSATh MJIM XOAUTH 0€3 mojepxku. B paHHeM Bo3pacte y
HUX (POPMHPYIOTCS MBIIIIEUHBIE KOHTPAKTYPHI M CKOJIHO03, 9TO TPeOYeT MOCTOSHHON MEIUIIMHCKON TOAICPKKH
u peadbunuranmu [1]. be3 ieueHns 3aboeBaHne MPOTPECCUPYET, OTPAHUYKMBAS TTOABIKHOCTH TAIIMEHTOB U
HIPUBOJS K ABIXaTEIbHOM HEOCTATOUHOCTH K MOJPOCTKOBOMY Bo3pacTy. OfHAKO CBOEBpEMEHHAs Teparmus
MOKET 3HAYUTENHHO VYIAYYIIUTH IPOTHO3, IO3BOJHMB COXPAHUTH CIOCOOHOCTH K CAaMOCTOSATEIEHOMY
MEPEIBMKCHHUIO Ha 0oJiee [UTUTEIBHBIA CPOK [2].

3. CMA 1II tuna (6one3ns KyrennOepra-Bemnannepa) 1ot BapuaHT 3a00sieBaHUS MaHU(pECTUPYET
mocie 18 MecsneB u uMeer Oonee OJarompusTHOE TeueHHE. I[lallMEeHTHI COXPAHSIOT CIOCOOHOCTh K
CaMOCTOSTENBHON X0J0€ B JETCTBE, HO C BO3PACTOM CTAIKHUBAIOTCSA C IMPOTPECCUPYIOMEH MBIIICYHON
c1aboCThIO, 3aTpyJHEHHEM BCTaBaHUS CO CTyla U mogbemMa no jectHure [3]. XoTsS CKOpOCTh
MPOTPECCUPOBAHMs  BapbUpyeTCsi, OOJBIIMHCTBO MAIMEHTOB K B3pPOCIOMY BO3pAacTy HCIHBITHIBAIOT
3HAYHUTENBHBIC OTPAaHHYCHNUS TOBIKHOCTH M HY)KJAIOTCS B UCTIONIF30BAHNH HHBATHIHEBIX Kpecel. OCHOBHEIC
OCJIO)KHEHMS BKIIIOUAIOT OPTONEANYECKUE NeOpMaIlM U AbIXaTEeIbHYI0 HEAOCTaTOYHOCTh, 00YCIOBICHHYIO
C1abOoCThI0 MEXpPeOEPHBIX MBI [4].

4. CMA IV tuna

HawnbGonee penkas u nerkas ¢popma CMA, KoTopasi pa3BHUBacTCS BO B3POCIOM BO3pacTe — OOBIYHO
nocie 30 jer. CUMOTOMBI BKIIIOYAIOT YMEPEHHYIO MBIIICUHYIO CIa00CTh, KOTOpasl MPOTrpeccHpyeT OYCHb
MEIJICHHO U HE COIPOBOXKIACTCS 3HAUUTENHHBIMH HAPYIICHUSIMU JBIXaTEIbHOW (YHKIUH. BOJIBITMHCTBO
MAIIMEHTOB COXPAHSIOT TPYIOCIOCOOHOCTh M HE TPEOYIOT CIenu(pHIecKoil Tepamnuu, OgHAKO C BO3PACTOM
MOTYT MOSIBIISIThCS 3aTPYAHEHUSI IIPU BBIIIOTHEHUH (PU3HMUECKUX HArpy3oxk [1].

Juarnocruxka CMA u yuacTtue mejacecrep

Ilpenamanvnas ouaecnocmuxa

JlmarsocTuka cnHanbHOU MbIIeyHOH arpodun (CMA) Ha sTane 6epeMEHHOCTH UIPaeT KPUTHUECKU
BaXHYIO POJib, NOCKOJIBKY PAaHHEC BLIABJICHUC 3a00JIEBAHHUS TTO3BOJISIET CBOCBPEMCHHO NPUHATHL MCPbI U
MOJTOTOBHUTH CEMBIO K 0COOCHHOCTSIM yXo/a 3a pebeHkoM. OCHOBHOM METOI—TEHETUIECKOE TECTUPOBAHNE,
KOTOpOE MPOBOSAT NapaM C MOBBIIIEHHBIM PUCKOM pokaeHus pederka ¢ CMA. CornacHo ucciaeloBaHusIM,
4acTOTa HOCUTENhCTBA MyTanuid reHa SMNI1 cpeau 3mopoBoro Hacenenus cocrapiser 1:40-1:50 [1]. Dto
03HavaeT, 9to Kaxnas 40-s mwim 50-s1 mapa MoKeT ObITh ITOTEHIINATBHBIMIA HOCUTEISIME Je()eKTHOTO TeHa, He
3Has 00 3ToM. Ecii 00a poauTens sIBISIOTCS HOCUTEISIMEI MYyTalluH, BEPOSITHOCTD poskAeHuUs pedenka ¢ CMA
cocTaBisieT 25%. B Takux ciydasx Ha3Ha4aeTcs MPeHaTaIbHOE MOJIEKYJISIPHO-TEHETHYECKOE HCCIICIOBAHUE.
It atoro npoBoasat ananu3 JJHK mmona, momyueHHOH ¢ TOMOIIbI0 Onoricuy BopcuH XopruoHa (10-12 Henenb
OepeMeHHOCTH) WM amHHoleHTe3a (15-18 Hemenb) [2]. DTH METOIBI TO3BOJISIFOT ONPENCIHTH HATUYHE
TrOMO3UTOTHOM genmenuu reHa SMNI1, 4TO HOATBEpXIAaeT AUArHO3. J{OMOJHUTENBHBIM HMHCTPYMEHTOM
JUArHOCTUKU SIBISETCSI OHMOXMMHUYECKHH CKPHHUHI, B XOJA€ KOTOPOTO HCCIEAYIOT YpPOBEHb albda-
¢derorporenna (ADII) U aneTHIXOMUHACTEPa3bl B aMHHOTHYECKOW JKHUAKOCTH. B cTpaHax ¢ BBICOKOH
JOCTYITHOCTBIO HEMHBA3UBHOTO NpeHaTaiapHoro rectupoBanus (NIPT) uccnenoBanue ceodoaHoit IHK mnoxa
B KPOBU MaTEPU TaKXKe UCIIONIb3YETCA U1l BBISIBIICHUS MyTallUi, OIHAKO €r0 TOUHOCTh IIpu JuarHoctuke CMA
noka TpeOyeT momomHUTeNsHOro n3ydeHus [3]. Hecmorps Ha 3(h(eKTHBHOCTH METOAOB, IOCTYITHOCTH
TCHETHYECKOTO CKPUHHUHTA B PALE CTPaH OCTAcTCSl OTpaHHYEHHOM. BBICOKas CTOMMOCTH TECTOB, a TaKXKe
HEeIOoCTAaTO4HAsT MH(MOPMHUPOBAHHOCTh HACENCHHS MPEISITCTBYIOT MX MaccoBOMy BHeapeHuto. Ilpu stom
MEXYHAPOJHBIHM ONBIT HOKAa3bIBAET, YTO CUCTEMATHUECKOE TECTUPOBAHKUE CEMEN B rpyNnax pUCKa CHUKAET
KOJIMYECTBO MPOIMYIICHHBIX CITyYaeB 3a00JICBAaHMS ¥ MOBHIIIACT MAHCH HA paHHEe Hadano Tepamnuu [4].

Ilocmuamanvhas ouazHocmuxa

Iocne poxnenns pebenka quarnoctuka CMA moibKHA MPOBOAMTHCS KaK MOXKHO PaHBIIe, TaKk Kak
3aJiep)KKa B BBISIBJICHUU OOJIC3HH MOKET KPUTHUECKH MTOBIHATH Ha MPOTHO3. [IepBUYHBIM METOZIOM SIBIICTCS
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TCHETUYECKHI TECT, OCHOBAaHHBIN Ha monmMepa3Hoi nemHoil peakiuu (PCR) 1 MHOXKECTBEHHOH JIMTa3HOU
ammumpukanuu (MLPA). OTH MeTopl MO3BOJISIOT C BBICOKOW TOYHOCTBIO OTPEAETUTh OTCYTCTBHE KOIHI
rera SMN1, a Takke OLEeHUTh KOTU4ecTBO Konmuit SMIN2, yTo Ba>KHO J1J1s1 IPOTHO3a TSHKECTH 3a0o0eBaHus [5].
B cTpanax ¢ pa3BuThIiME porpaMMamMu HeoHatarbHOTO cKprHHHTA (CIIIA, I'epmanus, SImoHNS) THarHOCTHKA
CMA BXOAHT B CTaHIAPTHBIN IMepeUCHb aHATM30B HOBOPOXKICHHBIX. DTO IMO3BOJISCT BBISBUThH 3a00JICBaHUE B
MepBbIE JTHU KU3HU U Cpasy ke HavaTh Tepanuio. Oanako B Kazaxcrtane u pane ctpan CHIT HeoHaTanbHbIN
ckpyuHUHT Ha CMA 1oka He BHEJpeH MMOBCEeMECTHO, YTO MPHUBOJUT K MMO3HEMY BBISBIICHUIO 3a00JI€BaHUs 1
YXyOIIaeT IIIaHChl Ha paHHee JjedeHue [6]. J[OMOTHUTENbHO JUIsl AMATHOCTHKH MOXET MPUMEHSATHCS
anekrpomuorpadus (OMI'), KOTOpast MO3BONISAET BBIIBUTH CIICIM(pUICCKUE U3MCHEHHS B HEPBHO-MBIIICYHOM
nepenave. Y nanueHtoB ¢ CMA HabIr0Aai0TCA IPU3HAKA XPOHUYECKON ACHEPBAIUU, CHIKEHHE aMILIATYIbI
MOTOPHBIX OTBETOB M HapyileHHe paboThl mepudepuveckux HeWpoHoB [7]. OmHAKO 3TOT METO dYalie
ucrnonslyercss Al AudepeHnnaIbHON AWATHOCTHKH, TaK Kak €ro CHEeMU(HIHOCTh HIDKE, YeM Y
TeHETUYECKOT0 TECTUPOBaHUA. MeTo1 MarHUTHO-pe30HaHCHOU ToMorpaduu (MPT) Mbiiin npuMeHseTcs i
OIICHKM CTENEHU TMOpPaXKEHHsI MBIIIEYHONW TKaHW. VccrmemoBaHusi MOKa3bIBalOT, 4To y marueHToB ¢ CMA
HaOMoJaeTCs KUPOoBasi HHOWIBTpAUA W aTpO(Hs MBI, YTO MOXKET ObITh BH3yasn3upoBaHo Ha MPT-
CKaHaX. DTO 0COOEHHO Ba)KHO JJIsl KOHTPOJIS IUHAMUKY 3a00J1eBaHMs U OLIeHKH 3((EKTUBHOCTH Tepariuu [8].

Ponv meouyuncrkux cecmep 6 ouaznocmuyeckom npoyecce

MeauuuHCKre CECTPBI UTPAIOT KIIFOUYEBYIO POJIb Ha BCEX ATanax AMarHOCTUKH, HAYMHAS C IEPBUYHOTO
BBISIBJICHHS CHMITOMOB M 3aKaHUMBas CONPOBOXKJICHHEM MallMeHTa B Ipolecce oOcienoBaHuil. Co6op
aHaMHe3a, BBISBIICHHWE PaHHUX MPHU3HAKOB 3a00JieBaHUS (MBIIICYHAS THUIIOTOHUS, 3a/Iep)KKa JIBUTATEIBHOTO
pa3BUTHS), HAIIPABJIEHUE HA CIIELMATM3UPOBAHHBIE UCCIIEN0BAaHUS—BCE ITO BXOAUT B 30HY OTBETCTBEHHOCTH
CIELMAIUCTOB cecTpuHCKoro nena [9]. Kpome Toro, BaxkHOM 3agaueil MeAcecTphl SIBISIETCS IMOATOTOBKA
ponuTeneil K IUarHOCTHYECKUM IporenypaM. MonekyisipHo-reHetudeckuil ananus, MPT u OMI' moryt
BBI3BIBATh TPEBOTY Y CEMbH IALIUEHTA, 1 UMEHHO MEJICECTPa CTAHOBUTCS CBA3YIOLIUM 3B€HOM MEXKIY BpauaMu
U poauTensiMu. PasbsicHeHue npoleaypsl, MOMOIIb B 0(popMIIeHUH TOKYMEHTOB, CHIJKEHUE YPOBHS cTpecca—
BCE ATO SBIAETCS YacThl0 KOMILJIEKCHOTO CECTPHHCKOro yxoja. B cTpanax, rme paboraer cucrema
HEOHATaJIHHOTO CKPHHHHTA, MEICECTPhl aKTHBHO YYacTBYIOT B 3a0ope Omomarepmaia y HOBOPOXKICHHBIX.
Hampumep, B CIIIA u Kanane marHucTeiéi TecT KpoBH Ha CMA BKIIOYEH B 00sI3aTENbHBINA IepedcHb
o0ciIeJIOBaHUH, U MEICECTPBI MTPOBOIAT 3a00p KPOBU y MJaJieHIIeB emle B pojaome [10].

CecTpuHCKHIi Ipouecc B JeueHuH nanuenTos c CMA

Meouxamenmosnoe neuenue

Tepanus cniuHaIbHOM Mblme4yHOM aTpodun (CMA) KapAUHATIBHO M3MEHUJIACh 3a MOCIIETHUE TOJIbI
6marogapsi pa3pa0oTke MpenapaTroB, CIIOCOOHBIX 3aMEMJIHTh IporpeccHpoBaHue 3abosieBaHus. OCHOBHON
CTpaTeruei JIeueHHs SBISIETCA yBEeIMYeHne MpoayKiun 6enxa SMN, nedunut koToporo IpUBOANT K THOEIH
JIBUTaTEIbHBIX HEHPOHOB. B KIIMHMYECKOM MpaKTHKE IPUMEHSIOTCS TPU 000PEHHBIX Mpenapara, KaxxIblil u3
KOTOPBIX UMEET CBOM OCOOCHHOCTH B MEXaHW3MeE JIeHCTBHA, croco0e BBEICHHUS M BO3MOXHBIX MOOOYHBIX
spdexrax. Hycunepcen (Spinraza) — aHTHCMBICIOBOH OJNUTOHYKIICOTHI, BO3ICHCTBYIOIIMI Ha IIpoIecc
crutaiicuara reHa SMIN2, 4To TO3BOJSIET MOBBICUTH YPOBEHb (pyHKIMOHANBHOTO Oeinxa SMN. BBenenue
mpernapara OCYyIIECTBIIACTCS HHTPATEKAIbHO KK/IbIE YEThIpe MecsIla, YTO TpeOyeT CTePHIIbHBIX YCIOBUH U
BBICOKOW KBaTU(UKAINN MEIUIMHCKOTO TmepcoHana [1]. MccremoBaHusi MOATBEp)KOAIOT, YTO JICUCHHE
HYCHHEPCEHOM IIPUBOJAUT K 3HAYUTEIHHOMY YIYUIIEHUIO JBUTaTENbHON akTUBHOCTH y naneHToB ¢ CMA [ u
II tunos [2]. OnHaKo HEOOXOIUMO YYUTHIBATh PUCK OCIOXKHEHHMH, TAKMX KakK MOCTIYHKIIMOHHAS TOJIOBHAsS
00J1b, HH(PEKIIMOHHBIE TPOIECCH M BO3MOKHEIE TIOO0UHBIE PEAKIIUH CO CTOPOHBI CTMHHOMO3TOBOH KAAKOCTH
[3]. B aTOM KOHTEKCTE MEICECTPHl MIPAIOT KIIOUEBYIO POJNb B OOCSCIeUeHUH OE30MacHOCTH IMPOIEIYpEI,
WH(GOPMUPOBAHUM CEMbH TMAIMEHTa W KOHTPOJIE €ro COCTOSHHUS TOCie BBEJSHHS Mpenapara. Pucaumniam
(Evrysdi) — mepopanbHBIi Mpemapar, KOTOPBIA MO3BOJSET M30€XaTh CIOXKHBIX Mpoleayp BBeaeHus. OH
JEWCTBYET Ha KJICTOYHOM YPOBHE, CTHMYJIHpPYs Hpomykumio Oemka SMN B HeWpoHaxX W APYTHX TKAHAIX
opranuzMa. KiimHU4eckre UCIBITaHUS MOKAa3aid, YTO IPUMEHEHHE PUCIUIUIaMa MPUBOJUT K CTAOUIN3aIlluU
COCTOSIHMA U YBEJIMYEHHIO IMPOJOLKUTENBHOCTH YKU3HU IALMEHTOB C pasziauuHeiMu Ttunamu CMA [4].
Yno0cTBO mpHeMa Ipenapara 3HAYUTEIBHO O0JIerdaeT COONIOICHHE TePareBTUYECKOTO PEXHMA, OIHAKO
TpeOyeT cTPOroro KOHTPOJISI JIO3UPOBKH M PETYJISAPHOTO MOHUTOPHHTA (PYHKIMH TiedeHH [5]. MenuuHckue
CECTPbl B ATOM CIIy4ae OTBEYAIOT 3a pa3bsICHEHHE MPUHIMIOB NpHeMa, HAOJIOACHWE 3a MAllMeHTaMH U
CBOCBPEMCHHOE BBIABICHHEC IMOOOYHBIX 3(P(PEeKTOB, TAaKMX KaK TUCIIEIICHYCCKUE PACCTPOWCTBA WIIH
reaTOTOKCUYHOCTb. [ eHHas Tepanus (Zolgensma) — peBOMIOIMOHHEIA MeTox JieueHust CMA, HanpaBIIeHHBIH
Ha KOppeKIuio reHeTmuyeckoro aedekra. [Ipemapar coiepkuT (QyHKIHMOHAIBHYH Komuio reHa SMNI,
KOTOpBIA BHEAPSETCS B KIETKM OpraHu3Ma C MOMOIIbIO BUPYCHOTO BEKTOpa. JlOCTaTOYHO OJHOKPAaTHOIO
BBEJICHUS, YTOOBI 3aITyCTUTH CHHTE3 IMOJHOICHHOTO OEJIKa, YTO CYIIECTBEHHO YIyYIIaeT IPOTrHO3 y MAaIlHeHTOB
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C TshKeIbIMU (opMamu 3abosieBanus [6]. HecMoTps Ha BbLIaronuecs pe3ysibTaThl, IPUMEHEHUE 30JIT€HCMBI
CBSI3aHO C CEpPBhEC3HBIMH pPHCKAaMH, BKIIOYas HMMYHOCYIIPECCHUBHBIE pEAKIIMM, IIOBBIIICHHE YPOBHS
TpaHCaMMHAa3 M TEeNaTOTOKCUYHOCTh [7]. B mocTrepaneBTHUecKUi MEpHOA METULMHCKHE CECTPBI
KOHTPOJIMPYIOT >KM3HEHHBIC IIOKA3aTelIH MaIWeHTa, IPOBOIAT MOHHTOPHHT JaOOpaTOpHBIX HAaHHBIX U
00ecIIeunBarOT paHHEE BBISIBICHUE BO3MOYKHBIX OCIIOKHEHHH.

Ponv medcecmep 6 yxooe 3a nayuenmamu

Ilepen HauanoMm Tepamuyd BaXXKHBIM JTAaloOM SBISETCS ICHUXOJOrMYeckas W WHGPOpMAIMOHHAS
MOJ/IepKKa MAIMEHTOB U X ceMei. MEemUIMHCKUE CECTPHI OOBSCHAIOT MEXaHHM3M NICHCTBHUS IpEnaparos,
BO3MOJKHBIE PUCKH U B&KHOCTB COOMIOIeHN pexuma jJeueHus [8]. Kpome Toro, mpoBoAUTCS TUTHEHUYECKHUNA
yYXOJI Iepe]l UHTPaTEeKaIbHBIMU HHBEKIUAMH, YTO CHIXKAET BEPOSITHOCTD MH(PEKITHOHHBIX OCIIOKHEHHH.

MencecTpbl UTPAOT KIFOYEBYIO pOJb B HAOMIOJICHUH 3a MAIEHTAMH TTOCTIe BBEICHHS IIPEIapaToB.
Hanpumep, pu Tepamniu HyCHHEPCEHOM BaKHO OTCIICKUBATH PAa3BUTHE MEHUHTH3MA M TOJIOBHEIX OOIIEH, B TO
BpeMsl Kak MPUMEHEHHE pUcIuIuiaMa TpeOyeT KOHTPOJIS 3a MEeYeHOUYHBIMU MoKa3aTensMu. [lociie BBeneHus
30JIT€HCMBI OCYIIECTBIISAETCSI MOHUTOPUHT aKTUBHOCTH MMMYHHOM CHCTeMBI B (PYHKIMI redenu [9].

ITockonpky marmieHTel ¢ CMA HyXJaroTcsl B TOCTOSHHON IMOJIEPKKE, OOYYCHHE pOJMTENIeH
CTaHOBUTCSI BA’KHBIM aCIIEKTOM CECTPUHCKOTO yX0/a. MeIUIIMHCKUE CECTPhI 00y4atoT OCHOBAM AbIXaTeIbHON
TUMHACTUKH, IIOMOTAIOT B OpraHM3alldM NHTaHHUA TPH HAJWMYHNH JUCQATHH, Pa3biCHSIIOT CIIOCOOBI
TMPOQIIAKTHKY IPOJIECKHENH H KOHTPAKTYP. DTH MEPHI HE TONBKO MOBHIIAIOT KAYECTBO KU3HH MAIIMEHTOB, HO
U YMEHBIIAIOT PUCK ocloxHeHuH [10].

CecTpuHCKHUIi pouece B peaduaurauuu nanueHros ¢ CMA

Qusuueckas peaburumayus

Peabunuranus NanueHTOB CO CIMHAJIBHON MBIMIEYHON aTpouei — 3TO CIOXKHBIA W JJTUTEIbHBIN
MPOIIECC, HAMpPaBJICHHBIM Ha MOJAEp)KaHHE OCTAaTOYHOH IBUTaTEIbHOM AKTHBHOCTU M IIPEJOTBpAIlCHHE
BTOPHYHBIX OCJIOXHEHHHA. [10AX01 K BOCCTAHOBIICHHIO CTPOHTCS WHIUBHIYANTHLHO: YUUTHIBACTCS BO3PACT
MAI[MeHTa, CTETIEHb BHIPAKEHHOCTH JIBUTATENBHBIX HApyIIEHUH U YPOBEHb aBTOHOMHOCTH B IOBCEIHEBHON
*u3HHU [6]. KittoueByto posib B MojAep:KaHUU NOABMKHOCTH UTPAIOT BCIIOMOTaTeNbHbBIE CPECTBA, TAKUE KaK
OPTE3bl, SK30CKEIIETH U CHIeNNATN3NPOBaHHBIC MHBATHIHEIC Kpecia. OpTe3npoBaHie IIOMOTAET CHU3UTH PUCK
Pa3BUTHS KOHTPAKTYp W UCKPUBIICHHH NO3BOHOYHHUKA, KOTOPBIC SBILTIOTCS YacTHIMHU ocloxHeHmsiMu CMA
[11]. IlpumeHeHHE SK30CKENETOB, ocobeHHO y marueHToB ¢ III u IV Tumom 3aboneBaHus, HE TOJIBKO
CIIOCOOCTBYET COXPAHEHUIO (PYHKITUU XOJL0BI, HO M yJIy4IllaeT KpOBOOOpalIeHHEe ¥ MeTabOJIM3M B MBIIIIIAX
[7]. JleueOnas pu3KymbTypa — OAWH W3 BaXHEHIINX KOMIIOHEHTOB peaOMIUTAINH. PerysspHble 3aHATHSL
MMOMOTal0T MUHMMHU3HUPOBATH IOCNIEJCTBUA THIIOTPO(HUU MBI, 3aMEUIUTh MPOLECC HX JereHepalud U
MOJICPKUBATh (DYHKIMOHATIBHBIE CIOCOOHOCTH OpraHu3Ma. KoMIUIeKChl ympakKHEHHH BKIIIOYAIOT B cebs
IBIXaTeNPHYI0 THMHACTHKY, IACCHBHBIC WM AaKTHBHBIC IBIDKCHHS, a Takke paboTy Ha CIEMHalbHBIX
TpeHaxepax [6]. B nononuenue x JIOK mmpoko npumMensiercst Gu3noTepanust — 3IEKTPUIecKast CTUMYJISIHS
MBI, TUAPOTCpANUA U MaCCaX, MO3BOJIAIONIUC YITYUIIUTh MUKPOLUPKYJSIIIUIO U CHU3UTh PUCK MBIIICYHOT'O
¢uopo3a [7]. [lomMuMO (QHU3UYECKUX acCIEKTOB, B peabuiHTanui nanueHToB ¢ CMA BaXHO YYHWTHIBATh
KauecTBO uX xu3Hu. Obecneyenne AOCTYITHOCTU CPEAbI, afalTalys )XUJI0TO IMPOCTPaHCTBA U UCITIOJIb30BAHUC
TEXHOJIOTHI «YMHOI'O JOMa» UTPArOT 3HAYUMYIO POJIb B MOBLIIICHUU YPOBHSA CaMOCTOATCIIbHOCTH IMAllTUCHTOB
[12].

Tcuxonoeuueckas nodoepoicka

[Juarao3 CMA oka3bIBaeT OrpOMHOE BIMSHHE HE TOIBKO Ha CAMOTO MAalMeHTa, HO U Ha €r0 CEMBIO.
JmuTenpHBI TIpOIiece JICYEHHsI, 3aBUCHMOCTh OT TOCTOPOHHEH MOMOIIM W HEOOXOIUMOCTH HMOCTOSHHOTO
KOHTPOJISI HAaJ COCTOSHHEM 3I0pPOBBS CO3/AIOT BBHICOKYIO SMOIMOHANBHYIO Harpysky. HMccmemoBaHus
MOKAa3bIBAIOT, YTO Cpenu marueHToB ¢ CMA pacrpocTpaHeHbI TPEBOKHBIC U ICIPECCUBHBIC pacCTpONCTBRa,
gT0 TpebyeT 00s3aTeNbHOr0 BKIIOUEHMS IICHXOJOTMYECKOH NOMOINM B IUIaH BEACHHMSA Ooje3Hu [6].
[Ncuxonorudeckast MOAEpKKa BKIIOYACT HHANBUIYAIBHBIC M TPYIIOBEIC KOHCYJIBTAIINHN, HAIIPaBICHHBIC Ha
CHIDKCHHUE YPOBHS TPEBOXKHOCTH, aAANTALUIO K TUarHo3y U (POpMHUPOBaHHE CTPATETHH IPEOA0JICHHS CTpecca.
Me}II/I[H/IHCKI/Ie CECTPBI UTPAIOT KIIFOUCBYIO POJIb B 3TOM IPONECCCE, TaK KaK OHU HaXOIATCSA B IMMOCTOAHHOM
KOHTaKTe C MalUeHTOM U €ro CeMbeil, IoMorasi aanTupOBaTHCs K HOBBIM ycIoBHAM xu3HH [7]. CemeiiHoe
KOHCYJIbTUPOBAHUC TAKIKE ABJIACTCA BAXXHBIM 3JIEMCHTOM. PO}II/ITGHI/I H ONHU3KHe POACTBCHHUKH MAIIUCHTOB C
CMA uCHBITHIBAIOT 3HAYUTENBHBIEC ICHXOJIOTUYECKIE HATPY3KH, CBSI3aHHBIE C YXOJI0M, CTpaxoM 3a Oymayliee
U HEOOXOAMMOCTBIO TMPHUHATUSA CIOXKHBIX pemeHnid. Crnenuanuctsl 00y4yaroT YJIEHOB CEMbH METOJaM
SMOIMOHATBHON CaMOPETYIIAIUN U CII0cO00aM MOIICPKKH TTAIMeHTa, TOMOTrasi PEIOTBPATUTh BHITOPAHHE
cpeau onekyHoB [13]. JIonomHUTENbHO pa3BUBAIOTCS IIPOrpaMMBbl IICUXOCOLMAIbHOM ajanTaly, KOTOpbIe
MO3BOJISIOT TTALMCHTAM M HX CEMbSIM B3aUMOJCHCTBOBATH C COOOIIECTBOM, HAXOIUTh HOBBIC BO3MOXKHOCTH
JUTSL CAaMOPEaTM3alliy U YIaCTBOBATh B OOLICCTBCHHOM )KU3HU.
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Coyuanvras adanmayus

CommanpHas peadmmmrarys nanpeaToB ¢ CMA HarpasiieHa Ha HHTETPAIMo B 00IIECTBO U CO3J[aHHe
yCIOBUI Uil CaMOCTOSATENBHOM >Ku3HU. OJHMM U3 KJIIOYEBBIX HAIMPABICHUM SBISETCS WHKIIO3UBHOE
obpazoBanne. COBpPEMEHHBIE TEXHOJOTHH IUCTAHIMOHHOTO OOYyYeHHUs, aNalTHpOBaHHBIE YydeOHBIE
MPOTPaMMBI M CHENHANBHBIE aCCHCTEHTHI MO3BOILIIOT neTssM ¢ CMA momydats oOpa3oBaHHE HapaBHE CO
cBepctHukamu [6]. Bspocnbie manuents! ¢ III u IV tumom CMA 4yacTo CTajnKuBaloTcs ¢ mpodiieMamMu
TpypoycTpoiictBa. OmHako Onaromaps pasBUTHIO IHMCTAaHIMOHHOW pabOThl y HHUX TOSBISEeTCS OoJblIe
BO3MOXKHOCTEH 11 TPO(eCCHOHANBHOTO pocTa. B HEKOTOPHIX CTpaHaX BHEAPSIOTCS CIICIHAIbHBIC
HIPOTrpaMMBbl MOAACPIKKU, OPHEHTHPOBAHHBIE HA O0y4YEeHUE U TPYLOYCTPOICTBO JIOJEH ¢ OrpaHUYeHHBIMU
BO3MOKHOCTSIMU. OCOOBIH aKLeHT AenaeTcs Ha mpodeccusix, cBI3aHHbIX ¢ IT-cdepoil, aHanuTHKOM 1 OHITalH-
oOpa3oBaHueM, rie GU3NIECKHe OTPAaHUYCHUS HE CTAHOBATCS mpensaTcTBrueM [7]. [loMmumo oOpa3oBaTenbHBIX
U Tpo(heCCHOHATIBHBIX ACHEKTOB, BaYKHOW YacThIO COLMAIBFHON aJanTallid SBIISCTCS NOMOIIb B BEICHHUU
nosceHeBHON ku3HH [14]. CoBpeMeHHblE TEXHOJOTMH, TaKUE KaK TOJOCOBblE IOMOIIHUKY,
AaBTOMATHU3UPOBAHHBIE CHCTEMBI YIPABICHUSI AOMOM M aJalTUBHBIC YCTPOWCTBA, MMO3BOJIAIOT MAIIMEHTaM C
OTPaHMYCHHBIMH JIBUTATECIFHBIMHA BO3MOKHOCTSIMH COXPAHATh HE3aBUCHMOCTE M YYaCTBOBATH B COITMATBHON
*H3HU. B KoHeuHOoM wrore peabmimuranus manueHtoB ¢ CMA nomkHa BKIIOYAaTh B ce0sl KOMIUIEKCHBIN
MOIXO0/, OOBEIUHSIOMNN MEIUIMHCKYIO, MCHXOJIOTHIECKYI0 M COMUAIbHYI0 MOMICPKKY. TONBKO TakuM
00pa3oM MOKHO CO3JIaTh YCIOBHS, TIO3BOJISIONINE JIFOISIM C STHM 3a00JIeBaHHEM HE TOIBKO BEDKHBATH, HO U
BECTH MOJHOIICHHYIO KU3Hb [15].

BriBoasbl

[IpoBeneHHbI aHANN3 TOATBEPIWI, YTO CIHHAIBHAS MEIIEYHass aTpodus TpeOyeT He TOIBKO
CBOEBPEMCHHOM  JMarHOCTMKM ¥ BBICOKOTEXHONOTMYHOIO  JICUEHHS, HO U  KOMIUIEKCHOTIO,
CTPYKTYPUPOBAHHOI'O CECTPUHCKOI'O COIPOBOXKICHUSA. MEIUIIMHCKHUE CECTPBI UTPAIOT KPUTUUECKYIO POJIb KaK
B IMAarHOCTHUYECKHX JTalaxX, TaKk W B JIe4eOHO-peaOIIMTAIlMOHHOM TMIpoIlecce, BKIIOYAs HaONIOJCHHE,
KOHTPOJIb COCTOSTHUA U 00yueHue ceMeil. JlokasaHo, 4To UX y4yacTHe BIIHsIET Ha IPUBEP)KEHHOCTh K Tepanum,
CBOEBPEMEHHOE BBISBICHUE OCIOKHEHUH U 00I11ee KaUeCTBO KU3HU MAIHECHTA.

Oco0oe 3HaUYeHHE MPHOOpETaeT UX padoTa B YCIOBHUAX OTPAHWMYCHHOM JOCTYITHOCTH FeHETHYCCKON
Teparmu B Kaszaxcrane, rme 3HauMTENbHAs YacTh OTBETCTBEHHOCTH IO YXOXIy JIOKHTCS Ha ceMbio. [lpm
OTCYTCTBUH HAIIMOHANBHOI'O PETUCTPA U CUCTEMBI MACCOBOT'O CKPUHUHTA, UIMEHHO MEJICECTPhI OCTAIOTCS TEMU
CTIEIUATICTAMH, KOTOPhIC MEPBBIMU (DHKCHPYIOT MPH3HAKK 3a00JI€BaHHUS W KOOPIUHUPYIOT ITOCIIETYIOIIHE
IEUCTBUSL.

Kpome Toro, B yclIoBUSIX XPOHHUYECKOTO Ne(PUIUTA KAAPOB CECTPUHCKOTO MpoGHis, 0COOCHHO B
00J1aCTH HEHPOMBIIIEYHBIX NATOJOT MM, OLIYIAETCSI HEOOXOUMOCTh B CHCTEMHOI MOArOTOBKE MeIcecTep st
paboter ¢ manuentamu ¢ CMA. DTo KacaeTcs HE TOMBKO 0a30BOTO yXO/Aa, HO M HABHIKOB IMaJUIHATHBHOM
MOMOIY, (U3NOTEpaNnuu, HYTPUTHUBHON MONICPKKM U IICHXO3MOLMOHAIBHOTO  COINPOBOXKICHUSL.
MynbTUANCIMIUIMHAPHBIN MOAXOJ, B KOTOPOM MEACECTpa BBICTYIAeT HE BCIIOMOTATEIbHBIM, a
PaBHOTIPaBHBIM WICHOM KOMAaHIbI, TOBHIIIAET (P (HEKTHBHOCT BCEX ATAIIOB BEICHUS OOJIC3HM.

Kondaukr narepecon

ABTOpBI 3asBISIOT 00 OTCYTCTBHM KOH(QUIMKTa MHTEPECOB, BIMSIOIICIO Ha COAEp)KaHHE TaHHOU
CTaThH.

Bkaax aBtopoB: BenymuMm (OTBEeTCTBEHHBIM) aBTOpoM BhIcTymmina — lllaizagmaoBa M.3.,
TneynmunoBa P.P. ocymectBisuia nmpoBepky Marepuana. [lameroBa M.b. exeqHEBHO KOHTpoJupOBalia
cocrostHre pedénka, Tanubeprenora K.A. — B HouHoe Bpemsi. OcmanoBa T.K. okaspIBayia momorip Matepu B
yXolle 3a TracTpocToMoi M TpaxeoctoMoid, KamsipoexoBa K.b. cmemmna 3a mpoBemeHHMEM METUIIMHCKHIX
MIPOLEAYP U 3aHATHH.
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BAJIAJIAPFA APHAJIFAH DK30CKEJIET ATIITAPATTAPBIH PEABMJIMTALIASIA
KOJJIAHY

Kanradyaosa B.A.!, Kyarxanos 1.B.%, ’Kymaauiaosa I1.K.2, Toney6exosa I'.M?,
Taeynunosa P.P.3
I «¥narmeik Gamanapael oHanTy opraibirby KeAK PoboTranraH OHANTy 3epTXaHACHIHBIH ara Mewiprepi,
Actana K., Kazakcran
2 «¥ITTHIK Oananapapl oHanTy opTtanbiFrel» KeAK PoboTranran oHanTy 3epTxaHachblHBIH MaMaHbl, ACTaHa K.,
Kazakcran
3 «¥arTHIK Gananapasl oHaNTy opTanbirbhy KeAK Meliiprepiix ic sxeHinmeri aupekrop, Acrana K., Kasakcran

Tyiingeme. Makana TeIuaTpUSUIBIK SK30CKENETTIK peabUIMTAIIMSHBIH TUIMAUIITIHE apHaJFaH
KeIIeH Ti IoJTy OOJIBIN TaOblIa bl bananapnarel 5K30CKeNeTTePiH HEHPOPHU3UOIOTHSIIBIK 9Cep €Ty TETIKTEpi,
HEHpPOIUIaCTHKa MEH MOTOPJIBIK YATLIEpAiH e3repy epeKIIemiKTepi KapacToipbuiajsl. ExoAtlet Bambini,
Lokomat Junior »xone Hal for Pediatric KypbUIFbIIIapBIHBIH TEXHUKAIBIK CHITATTAMACHI CATBICTHIPMAIBI TYPAE
OepinreH. XanpIKapalblK CTAHAAPTTAPFA HET13/IENITeH peabIHTAIMSIIBIK OaFaapaaManap IsiH KypbUIBIMBI MEH
JapaiaHaeipy enmemepi cunartanaasl.Randomized Controlled Trial (RCT), Gross Motor Function Measure
(GMFM), Dnexrpomuorpadus (OMI) xone Functional Magnetic Resonance Imaging (fMRI) nepexrepimen
JONENICHTeH HOTIKENep KenTipireH. MenOukenepaiH Kayirnci3aikke, HayKacThIH OcHiMaenyiHe jKoHe aTa-
aHaJapabl YHpETyTe KaThICy peli epekie atar otiieni. Conmai-ak YHBIMIIBIK, STUKAIBIK )KOHE SKOHOMHKAJIBIK
MaoceJiesiep KaMThITFaH. 3epTTey HAKThl KIMHUKAJIBIK AEPEKTEpre HeTi3IemreH.

Tyitin  ce3mep: 9SK30CKeleT, Teauarpus, peaOWiauWTanus, Hedporoiacthka, ExoAtlet,
MYJIbTUAUCIUILTHHAPIBIK TOII, (PH3HOTEPaIIns.
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