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Beeodenue

CrnunaspHag MblnleyHada aTpodusa (CMA) oTHOCUTCH K I'pyIllle KAMHHYECKU U Te-
HETHYECKM IeTEePOTeHHBIX HACAEICTBEHHBIX HEHPOMBIIIEYHBIX 3a00oAeBaHUM. Xapak-
TepHada ocobeHHOCTE CMA — pa3BUTHE MYABTHOPTaHHBIX ITPOSBACHUI, BKAIOYAST IUC-
PYHKIIHH CO CTOPOHBI KEAYIOYHO-KUIIIEYHOI'O TPAKTa, A€TKUX, OIIOPHO-ABUIaTEALHOMN
CHCTEMEI, a TaKXKe HapyLIeHUd UMMYHOAOTHMYECKON peakKTUBHOCTH. Cpeau penKHx re-
HETHUYECKUX IIaTOAOTHM BCTpedaeTcd ¢ 4acToToM 1:6 Ha AecdaThb THICAY KUBBIX HOBO-
poxaeHHBIX. B Pecriybamke Beaapych Kaxkabrii roa poxkaaercsa 9-15 geteit ¢ CMA.

o 2016 r. B MHUpe HE CYIIECTBOBAAO IATOTCHETHYECKOM AEKAapCTBEHHOM Tepa-
nun o CMA. Bce meTu U B3pocable C JAaHHBIM AWATHO30M IIOAYYaAHW CHUMIITOMAaTH4e-
CKOE A€UE€HMEe M HaXOAWAMNCH B BEIEHUU CIIEIIMAANCTOB IIasAMaTHUBHOU moMmolu. Ha
CErOMHSAIIHUY IeHb y TaKUX ITaliieHToB rogaBuacd maHc: B CIIA u EC 6b1a omo6peH
A€KapCTBEHHBIN IpernapaT TeHHOM Tepanuu gagd aedeHus CMA — oHaceMHOTe€H
oberrapBoBeK (AVXS-101), crtocoOHBIE OCTAHOBHUTH ITporpeccupoBanue 6oae3nu. Om-
HaKO, BbICOKad CTOMMOCTL M OTCYyTCTBHE Ha TeppuTopuu PB 3aperucrpupoBaHHBIX
IpernapaTroB OrpaHUYHMBaeT BO3MOXKHOCTbL HPOBEIAEHUsS HEOOXOAMMOM Tepanuu B
IIOAHOM oOBeMe. AHaau3 3ab00A€BaeMOCTH BBISBHA, YTO Hopanka 95 % namueHTOB
IIPU CBOEBPEMEHHOM A€YEHUH, Ha4YHHad yXKe€ C II€pPBOr0 Mecsdlla IIOCA€ BBEIEHHS
mmperiapara, AOCTUTAIOT PEMHCCHUH 3a00A€BaHUSA U CYIIECTBEHHOI'O YAYYIIIEHUS MO-
TOPHBIX (PYHKIIUH, YTO B CBOIO O4Yepeab CHHXKAET MHBAAHMAHOCTBL y aereti ¢ CMA u
yAy4dIlIaeT KadeCTBO JKU3HHU. IDTO CBHUAETEABCTBYET 00 OIpaBAaHHOM IIPHUMEHEHUHU
TeHHO-MHXKEHEPHBIX OMOAOTHYECKUX IIperapaToB y AAaHHOM KaTErOpHH IIalleHTOB.
Ecan roBOpUTH O A€YEHHM CHHUHAABHOH MBIIIEYHOM aTpPoUH y AHUI], JOCTATOYHO
JAUTEABHOE BPEMS KUBYILINX C HEH, TO ITOKA OKOHYATEABHO HESCHO, IIOMOKET AU UM
[OaHHas Tepalusi, BCAEACTBUE BO3MOXKHOTO HACTYIIAE€HUS KPUTHUYECKOI'0 YPOBHS IIO-
TepU MOTOHEUPOHOB. TakuM o0pa3oM, COXpaHsSeTcCs ITOTPEOHOCTh B MCCAEIOBAHUSX,
KOTOpbIe JayT HAYAAO aAbTE€pPHATUBHBIM BapHaHTaM A€UE€HUSI.

Ifens

[IpoBecTH aHaAu3 COMAaTHUYECKOM ITATOAOTHH y ITAIIHEHTOB CO CIIMHAABHOMN MBI-
IIeYHOU aTpodrell M NpHUBAEYh BHHMaHHE OyOyIIMX Bpaded K 3TOMy OpdaHHOMY
3a00A€BaHHUIO.

Mamepuan u memoosL uccnecoeaHust

O3HaKOMAEHHE C paHee OIIyOAMKOBAaHHBIMH HAYYHBIMH HCCAE€IOBAHUSIMH, KAU-
HUYECKUMH HCHBITAHUSIMH U AUTEPaTypol 1o gaHHo#H TeMe. OOpaboTka Marepuaaa,
aHaAN3 Pe3yAbTaTOB.

CrnnHaabHAad MbIIIeYHad aTpodUd IBAGETCS 3a00AeBaHUEM C ITPEUMYIIIECTBEHHO
ayTOCOMHO-PEIIECCUBHBIM THUIIOM HACA€OBAaHUs, KOTOPOE COIIPOBOXKIAETCS IIPO-
rpeccupympoliei n30upaTeAbHON AereHepaliiedl ABUraTeAbHBIX HEHPOHOB B CITMHHOM
MoO3re U (HAH) CTBOAE€ N'OAOBHOTO Mo3ra. B ocHoBe 3a0oaeBaHUSA A€KUT AePEKT AU
otrcyTcTBUEe Oeaka SMN (survival motor neuron), o6eCrieYuBaIOIIETO BbIXKUBAEMOCTh
MOTOHEHPOHOB IIepeqHUX POTOB CIIMHHOTO MO3ra. 9T0 IPUBOAUT K HapacTarolleh
cAabOCTH CKEAETHBIX, AbIXaTEABHBIX U OyABOApPHBIX MBIIII, UX aTPO(UU, U B HUTOTE,
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IIOAHOMY 00e3aBHKHBaHUIO nanueHTa. B 95 % caydaeB Takue AeTH HOTHOAIOT yXKe K
JeTblpeM rogaM. [lo mpenBapUTEABHBIM OLIEHKAaM 4YacTOTa HOCHUTEABCTBA MOEACILIUH
7 u (uan) 8 sk3oHa reHa SMNI1 B cpenneM 1 u3 40 geaoBek. [louTH Bce maryeHTHI
(95-98 %) roMo3uUroTHRI 0 MyTalloHHOMY reHy SMN1, T. e. 06a poauTesss ABASIOT-
CSI HOCHUTEASIMH PEeIECCUBHOI0O N'eHETHUeCKOTo HapylieHud [1].

B 3aBucumMmoctTu oT Bo3pacTa AebioTa 00A€3HU U BBIPAXKEHHOCTH KAWHHYECKOU
KapTHHBI, 3a00AeBaHue KAACCU(DHUIIUPYETCH Ha IIATh TUIIOB:

* CMA tuna I (6oae3ns Bepauura — 'opdpmana) npogaBageTcsas B Bo3pacte Ao 6
MecsaieB. OTMedaeTcd TUIIOTOHUS ITPOKCHUMAABHBIX TI'PYIIT MBIIILL, THIIOpPeAeKCHd,
dacuyKyAqaya S3bIKa U BbIPa*K€HHbBbIE 3aTPYyAHEHHI IIPHU COCAHWM, TAOTAHUH U IbI-
XaHWM, BCAEICTBHE BoBAedeHUs B Ipoliecc XII mapel yepenHsIX HepBOB. Ha mepBoM
roay >KHU3HH CMEPTH HacTynaetT B 95 % cay4daes;

* CMA tumna II (6oae3us [lyboBuiia) mposaBageTcd mo3xe: ¢ 6 mo 18 mecsaieB. Kak
IIPpaBUAO, TaKHE AETH MOTYT CHAETb U B OTHAEABHBIX CAydadX AazKe CTOSTh HAU IIOA-
3aTb, HO He XOOUTh. [IMHAMHKa pa3BUTHA ABUTATEAbHBIX HapPyLIEeHUH 00ycaoBA€HA
IIPEUMYIIIECTBEHHBIM IIOPaKEHHUEM MOTOHEHPOHOB IOSICHHUYHOI'O YTOAILlCHHA. Bbina-
[AI0T TAYOOKHE CYXOXKHABHBIE pedpaeKChl. HacTo BO3HHKAaeT aucdarus, BCAEOCTBHE
caaboctu OyapOapHOM MyCKyAaTyphl;

* CMA tumna III (6oae3up Kyreabbepra — BeaaHzep) oObIYHO MaHU(PECTHPYET
Mexay 18 mecsarieB u 19 romamu. Pazanyaror aBa noaruna: [Ila — pebeHok HauynHa-
eT XOAUTb N0 Tpex AeT U IIIb — mocae Tpex aeT xapaKTepHBbI «yTHHAas» IIOXOOKa, HC-
rmoAb3oBaHHue IpreMoB ['oBepca. CuMMmeTpuyYHasi cAa0OCTh U aTpouy, HaYMHAS C
YeThIPEXTAABOM, IOAB3AOIIHBIX U aAAyKTOPHBIX MBIIII], IIOCTEIIEHHO pacIpocTpa-
HSIIOTCS QUCTaAbHEe, CTAaHOBACH HanboAee BbIPasKEHHBIMU Ha roaeHax. Y auil ¢ CMA
Tuna Il 6yabbapHble HapylleHHs oTMedaroTcd pexke, yeM ¢ CMA tunos I u II, mo-
CKOABKY B ITQTOAOTHMYECKUU ITPOIleCC HE BOBAEKAIOTCH dApa YepeIlHbIX HepBOB. Te-
yeHHe 3a0oAeBaHUA XapaKTepHU3yeTCd OTHOCHUTEABHOM CTaOUABHOCTBIO. IIpomoakui-
TEABHOCTB KH3HH HEPEAKO COIIOCTaBHMa C TAKOBOU B IIEAOM II0 IIOIIYASIIINH;

* CMA Tuna O mmposiBAseTcs emlle in utero u saBAdeTcs Hauboaee TAKeEAOH hop-
MoH. B Takux cayuagx Ha cpoke oKoao 30 Heneab BBISIBASETCS ITOHHUXKEHHasl I10-
JOBUXKHOCTB IIAOfa. B paHHEM ITOCTHATaAbHOM IIE€PHO/IE Y HOBOPOKIEHHBIX OTMeda-
I0TCS HapyLIeHus (PYHKIIUU TAOTAHUS W ObIXaHUd, IBYCTOPOHHUU Iape3 MBIIII] AH-
a ¥ KOHTPAaKTYpPhl B CycTaBax. [IPOJOAKHUTEABHOCTh HUX JKH3HU, KaK IIPaBHAO, HE
IIPEBBIIIAET HECKOABKHX HEIEAD ITIOCAE POKIECHUS;

* CMA Tumna IV nebroTupyeT B 3peAOM BO3pacTe, MOXKET HACAEIOBATBHCH IO pe-
IIECCUBHOMY, AOMHUHAHTHOMY WAU X-CIleIIA€HHOMY TuIlly. PaccmarpuBaeTcs Kak
Haunboaee rerkad popMa 3aboaeBaHUda. HecMOTps Ha TO, YTO Y TAKHUX MAITUEHTOB MO-
TyT HaOAIOJATBCH CHMIITOMBI IIOPaKeHUs MepUPEePUIECKOTO ABUTATEABHOTO HeHpo-
Ha (HampuMep, MBIIIeYHasl TUIIOTOHUSI), BO3MOKHOCTb K II€PEABUKEHHIO BO B3POC-
AOM BO3pacCTe COXpPaHSETCH.

Pe3ynsmameul uccnedoeanust u ux obcyxcoerue

PesyabTaTbl TECTHPOBAaHUS pPa3BUTHUA CBUIAECTEABCTBYIOT O CYIIECTBEHHOM 3a-
[epP>KKe HaBBIKOB KPYIIHOM MOTOPHKH, KOTHHUTUBHBbIE HABBIKH IIPH 3TOM COOTBET-
CTBYIOT Bo3pacTty. HecMoTpsd Ha TO, YTO C HEBPOAOTHYECKOM TOYKH 3pEHHd pedb B
HOpMe, obIeHre, oCOOEHHO C MalMeHTaMM C IMeHeTHYeCKH IHoATBepxKAeHHoH CMA
TUuma I, MoxkeT OBITH 3aTPYAHEHO M3-3a CAA0OCTU opraHusMa. [Ias obaerdeHus olIe-
HUS MOTYT IHOHAOOOUTHCH aJallTHBHBIE YCTPOHCTBA.

BcaencrBue caabocTy ApIXaTeABHBIX MbIHIL HarueHTsl ¢ CMA 1oaBepsKeHBI
PHCKY pPa3BUTHS TIXKEABIX MH(PEKIHMH BEPXHUX MAbIXaTEABHBIX IIyTeld. YaeHam ceMmbHu
CAEyeT PEKOMEHI0BATh IPUHHUMATh MEPhI IIPEJOCTOPOKHOCTH (TIATEABHOE MBITHE PYK
U OrpaHHUYEeHNEe B3aUMOJAEUCTBHS C OOABHBIMH AIOABMH). [larmeHTaM peKOMEHIyeTCs
OCYLIECTBAITH BaKIIMHAITUIO IPOTHUB I'pUIIIIa KaxKAbI¥ ron; v MaaaeHeB ¢ CMA Ttuna [
MOZKET IIPOBOAUTHCS UMMYHOIIPO(PUAAKTHKA PECITHPATOPHO-CHHIIMTHAABHOI'O BUpycCa.
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Tarxske 9TH AIOOH ITOABEPKEHBI BHICOKOMY PHCKY PasBUTHA OaKTepPHAABHBIX ITHEB-
MOHUH, aCCOLIMMPOBAHHBIX C acIHUpallisaMU HAW IPUCOEIUHEHUEM HHTEPKYPPEHTHBIX
pecnupaTopHbIX MH(EKIMN. PeKoMeHayeTcs IIpoBeaeHNe THEBMOKOKKOBOM BaKIIMHA-
muu. OOIpe PeKOMEHJAIINH [0 OKA3aHUIO PECIIUPATOPHOH MHOANEP:KKH BKAIOYAIOT B
cebg Takye MeTOIbl OYMIIEHUS MbIXaTEABHBIX ITyTeH, KaK MCIIOAb30BaHMeE arapara,
HUMUTHPYIOLIETO HacToAMM Kaireab, CoughAssist 1 HOYHad HEMHBa3UBHAas BEHTUAM-
IUs AeTKUX, HallpuMep, IIpu oMol anmnaparta BiPAP man anneBoit macku. [Ipu Bo-
BA€YEHUH MeKpEOEPHBIX MBIIII] TaKue Mepbl Ha paHHUX JdTarax HeoOXOAUMBI, 3TO
obecriequT noaaepkaHue oobeMa AETOYHOH TKAaHU U 9AACTHYHOCTH I'DYIHON KAETKH.

Y atomeit ¢ CMA Onira obHapyKeHa YeTKasd KOPPEAdIMS CTeNeHH aedopMallii
II03BOHOYHHUKA C (PYHKIIMOHAABHBIM KAaaccoM ITo Kaaccudpuraiwmu FIM (IlIkasa dpyHK-
IIMOHAABHOM He3aBHCHMOCTH) [2]. Bo m3bexkaHne ayTOXTOHHOIO Pa3BUTHS TOTAABHOTO
CaruTTAABHOIO aucOasaHCca, OCTEOIIEHHMH U ODeCIIeYeHUs IIOMOLIM OOABHBIM, HECIIOCO0-
HBIM CHUETb, CA€yeT MOAXKHBIM 00pa3oM OpraHu30BaTh ITOCTYPAAbHYIO KOPPEKIIHIO,
HaIlpHUMep, C IIOMOIIBIO OPTE30B, XKECTKHUX KOPCETOB, BEPTHKAAN3aTOpoB. [lamuenrawm,
CITIOCOOHBIM CHAETH, U MHAllEeHTAaM, HECIIOCOOHBIM K 3TOMY, CA€AyeT UCIIOAB30BATH 000-
pyZoBaHNEe [AS IIOMOIITY IIPH BCTaBaHUU. [lAsd MOCTUIKEHUS ITOAOKUTEABLHBIX PEe3yAbTa-
TOB TaKoe O0OpyZOBaHHE HEOOXOOMMO HCIIOAB30BATh He MeHee 1-2 4acoB B AeHb. Ta-
KuM oOpasoM, obecrieqmuBaeTcd IIoAAePKKa (PYHKIIUH AETKUX, KEAYA0THO-KHUIIIEIHOTO
TpPaKTa, IIOABUKHOCTH CyCTaBOB, CHHUKAETCS PHUCK OCTEOIIEHUYECKOI'0 CUHApPOMA, OT-
CpoOYHUBaeTCd Pa3sBUTHE CKOAMO3a U KOHTpakTyp. OpTonennydecKHe yCTPOMCTBa 9KBU-
BaA€HTHOM XOABOBI OAKHBI IIPUMEHSATECS, AK€ €CAU XOAb0a M BBIIIOAHEHHE APYTHX
BHU/IOB [eATEABHOCTH HE SIBASIIOTCS ITPAKTUYECKOH IeAblo. PeKoMeHayeTCd HCIIOAB30-
BaHHUE CKYTEPOB IAd MHBAAWIOB, HHBAAUOHBIX KPEceA (KaK C PYyYHBIM, TaK K C 9A€K-
TPOIPUBOAOM) HAHM, IPU HEOOXOOUMOCTH, APYIHUX YCTPOHCTB MAS OOECIIeYeHHs BO3-
MOZKHOCTHY y4acCTHd B 0OIIIECTBEHHBIX MEPOIPUATHSIX.

JuncyHKIINM CO CTOPOHBI KEAYJOYHO-KHUIIIEYHOTO TpaKTa, TaKHe Kak 3aIlop, ra-
cTpoa3odareasbHbIN peAIOKC, CAPKOIIEHUYECKOE OXKHPEHME, 3allepKKa dBaKyalluu
COIEP3KUMOTI0 JKEAy/IKa SIBASIOTCS NOBOABHO PaCIIPOCTPaHEHHBIMU. [IAS ITAIIMEHTOB,
HECITOCOOHBIX CHAETh, Haubosee 0O€30IIaCHO aHTHUTPaBUTAIIMOHHOE KopMmaeHUMe. [Ipu
HaPYLIEHUSIX IIePOPaAAbHOIO IpUéMa MUK U aCIUPAIINH, MOXKET OTPeOOBaThCS IIPH-
MeHEeHHe raCTPOCTOMBI, IIPH HAAUYHNH pearoKkca — (pyHaonAuKaIus 1o Hucceny.

Buleoowst

Bcero o Pecniybarke kKak MHHUMYyM 86 meteil U 45 B3POCABIX CO CITHHAABHOM
MBIIIIEYHOH aTpodueil pa3sAnYHbIX TUIIOB, U BCE 3TH AIOAU HYXKAAIOTCsS B rmomoriu! 91
X0o4y oO0paTHUTh BHHMAaHHE OOILIecTBa K ITOH IIpoOAeMe, IIOCKOABKY Ooaee 4YeM B
S50 crpanax, B ToMm umncae Poccun, Ykpaune, AutBe, AarBul, [loabinie, CIIA arogu c Ta-
KUM [OUAarHO30M MPOKUBAIOT IIOAHOIIEHHYIO U HaCBIIEHHYIO KH3Hb. [letu ¢ CMA
JOAZKHBI HMETb BO3MOXKHOCTBH y4acCTBOBAaTh B Pa3BAEKATEABHBIX MEPOIIPUSTHAX, COOT-
BETCTBYIOIIMX Bo3pacTy. OMHUM H3 CaMbIX aKTUBHO Pa3BUBAIOIIUXCS BHIOB TaKHUX Me-
POIIPUATHH SBAGETCS WMIIIOTEPAusd U aallTUBHBIN CIopT. VIrpyHIKu U UTphl MOKHO
U3MEHATHb B COOTBETCTBHU C BO3MOXKHOCTSIMHU pedOeHKa. [Iad manueHToB CTapliero Bo3-
pacra, crpanaronmx CMA, MOXKXHO pPacCMOTPETH aAbTepHATUBHBIE METObl OO0y4eHMs
BOXKAEHHUIO. Takske 00s13aT€ABPHBIM HAIIPABACHHEM IIOMOIIH JOAKHA OBITH IICHXOAOTHYE-
CKas ITOAMIeP3KKA MAIMEeHTOB U UX ceMel. YYUTBIBAd, YTO B IIOJABASIOIIEM OOABIITHH-
CTBE CAy4YaeB BBICIIIHE KOPKOBbIE (DYHKIIMH HE HapyIIeHbI, a pedeBoe pa3BUTHE HEPE-
KO [azKe OIlepezkKaeT BO3PAaCTHBIE HOPMbBI, TaKHe OETH HYKIAIOTCH B MHAWBUIYAABHBIX
porpaMmax OO0ydeHMs, BOCIIUTAHUS HABBIKOB CaMOOOCAY?KUBAHHSI, U COOTBETCTBEHHO
amanTanuu B obiectBe. HecmoTps Ha To, yto mag CMA yzke pa3paboTaHbl CTaHAAPTHI
OKa3aHUsI [IOMOILHY, CYIIIECTBYeT HEOOXOAUMOCTE B UX OOHOBACHUH U IETAAN3AITHH.
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