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CnWHOABHbIE MbllLeYHble aTpodUUn Y AeTen:
3NMAEMMOAOTUS, PeHOoTUNNYEeCKMne OCO6eHHOCTU
U COBPEeMeHHbIe BO3MOXXHOCTU PAHHEN KAUHUKO-

UHCTPYMEHTOAbHOW AMATHOCTUKM

Pestome. B cmamve paccmompensr ocobennocmu Kaunuueckux npoasAenuil ¢ no3UUUY (HeHOMUNu4eckux
0cobeHHocmell NPOKCUMANbHBIX CRNUHAAbHBIX MbluteyHbix ampoghuit (CMA). Ilpedcmasnensvt medxcoynapodnoie
8epuPUUUPOBAHHbIE WKANbI OUEHKU QYHKUUOHANbHBIX 803MOodNcHOCmell demell co CMA, pexomendoganHnvie 04
npuMeHenUsl 8 NPAKMuU4ecKom 30pagooxXpaneHuU 8 yeasix 00Cmo8epHoll OUeHKU OUHAMUKU UBMEHEHUN KAUHUYeCKUX
nposenenuil sabonresanus. Illpedcmasnen adanmuposantblii KAUHUMECKUL hammepH 0451 00Cmo8epHOll dughgeper-
yupoexu ghopmot CMA 6 npedenax 00Hoil Ho30102u1eckoil kamezopuu. Qbcyncoaemces MencoUCUUNAUHAapPHblil 00X00
K panneli duaenocmuke CMA. Axyernm coenat Ha OaumenbHOM KAUHUKO-31eKMPOMU0SPAPUHeCKOM MOHUMOPUH?e,
noseonsiouwem 00CmogepHO OUEHUMb Npoepeccuposanue 3a001e6anus Ha PaHHUX cpoKax. Buviaeaenvt ocnoghble
NpUMUHbL KAUHUYecKUXx ouubok 6 duaenocmuke CMA y demeii. Paccmompena npobaema peadbusumauuoHHbIX
npoepamm 6 603pacmHoM acnexKme.

KiroueBble CI0Ba: cnunanvivie mbluieunsie ampopuiu; KAUHUYECKUE NPOAGACHUS; (DYHKUUOHAAbHbIE U

aabopamopusie memoosl uccaedosanus CMA; duaenocmuueckue omubKU, 03MOICHOCMU Mepanuu

HacnenctBeHHbIE HelipoMblllleuHbIe 3a00JieBaHUS
(HM3) — reHeTnuecku reTeporeHHas rpyrmia naToJorui
MOTOPHOI MHTErpalluu, OTIMYUTEIbHBIM CBOIICTBOM KOTO-
poii SIBJISIETCS KITMHUYECKUI MOJUMOP(U3M C COMYTCTBY-
FOIIIMMU CTOMKUMM U IOCTATOYHO YACTO TSIKEIBIMU JIBUTA-
TeJIbHBIMU HapYILIEHUSIMU, CO 3HAUUTEJIbHBIM CHUKEHUEM
(GYHKIIMOHATBHBIX BO3MOXKHOCTEH OOJTHLHOTO, OTpaHUYe-
HUEM BO3MOXHOCTEW caMOOOCTYKUBAHUSI U Pa3BUTHEM
naBamuau3anuu. Yacrora HM3 cocraBisier 7,2 ciydas
Ha 100 000 yenoBek B obuieii monysaunu [1]. Ho B aTom
CerMeHTe JUIMPYIONINe TO3UIINU 3aHUMAIOT CIIMHAJb-
Hble MbllieuHble aTpoduu (CMA), xapaKTepu3ylolecs
MPOrpecCUupylolieil HelpoaereHepalein CTpyKTyp U -
0eJIbl0 MOTOHEHPOHOB MepPeAHUX POrOB CIIMHHOTO MO3ra
[8]. [ToBeIIeHHOEe BHUMaHUe K npobdaeMam CMA Takxe
00YCJIOBJIEHO HEYKJIOHHBIM YBEJIMYEHUEM UYKCJIa TTAllMeH-
TOB C JJaHHOM MAaTOJIOTUEN B MOCAeAHUE AECATUICTHS [6,
19]. OCHOBHBIMM MPUYUHAMU YBEJUUYEHUs YACTOThI pac-
npoctpaHeHHOCTU CMA sBASIIOTCSI KaK UCTMHHOE Ha-

pactaHue 3a00J€BaeMOCTH, TaK U MEIUKO-COILIMaTbHbIE
(bakTopbl: BO3poOCIee KOJUYECTBO BHIXKUBIINX HE3PETBIX
HOBODPOXIEHHbIX, POXKAEHHBIX C KPUTUUECKN HU3KOI Mac-
coii Tena (< 500 r), yTo NMPUBEJIO K TOSIBJIEHUIO HOBOTO T10-
KOJIEHUST CTPaAAlOIINX TeHHBIMA MYTALIMSIMU C TTO3ULIUK
0COOEHHOCTEI OHTOTeHe3a, a TaKXKe YIydllleHne BO3MOXK-
HOCTEI MOJIEKYJISIPHO-TeHEeTUYeCKOl Bepudukanmu [2].

B cTpykrype CMA netrckoro Bo3pacTa JOMUHHPYIOT
M30JIUPOBaHHBIE TTpoKcUMabHble CMA ¢ ayToCOMHO-pe-
neccuBHBIM TuIoM Hacnenosanwus (I, 11, 111, IV), co cne-
nuduKannein reHa BbKMBAeMOCTH MOTOHeipoHOB SMN 1
(survival motor neuron), JOKaJIU3YIOIIErocsl Ha IIMHHOM
mieye xpomocombl 5 (5q13) [6]. PacripocTpaHEHHOCTh
npokcuMaabHbix CMA coctaisiet 5,5 Ha 100 Thic. Hacelie-
HUS, Cpear HOBOPOXAEHHBIX — 1 Ha 6—10 ThIC. [11]. OT™E-
YyaeTcsl 3HaUUTEIbHOE MpeodagaHue MallueHTOB MYKCKOTO
roJjia, 0COOEHHO CPeIy JIULL ¢ HayajioM 3abojieBaHus oT 37
MecsieB 10 18 aet [14]. YacTora BcTpeuaeMoCTH reTepo-
3UTOTHOTO HOCUTENTbCTBA qocTuTaeT 1 Ha 40—60 dyemoBek
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[4]. OnpeaeneHue cBsA3eil MeXaAy MapKepaMKu B XpOMO-
coMHoii oonactu 5q11.2-13.3 nnst CMA [-111 Tunos u ot-
KPBITHE HEOOXOMUMBIX TeHOB-KaHIUIATOB CTAJI0 OCHOBOI
JUTST KJTacCU(UKALMU 0 (PEHOTUTTMYECKOM N3MEHUMBOCTHU
(tabs. 1).

B CIIA rpynnma CMA nipencraBisieT co00it BTopoe 1o
pacipoCcTpaHEHHOCTU ayTOCOMHO-PELIECCUBHOE PacCTPOi-
CTBO ITOCJIe KICTO3HOro pubdposa [15]. Octpas popma 3a-
0oseBaHMS B MitaneHYeckoM Bo3pacTe (I Tum) BcTpevaeTcs
npumepHo y ogHoro u3 10 000 maameH1eB, POKASHHBIX
KuBbIMU; XxpoHuueckue gopmbl (11 u I1I Tumnsr) BcTpeua-
totcst y onHoro u3 24 000 mnagenues [10]. YacTota reHHOM
MyTauuu B BenukoOputanuu orieHuBaetcs Kak 1 k 160, a
4acToTa MOSIBIEHUSI HOCUTENS (TETEPO3UTOTHOI0) — Kak
1 Kk 60—80 [7]. UMeroTcst maHHBIE O BHICOKUX MTOKA3aTEISIX
YacTOThI 32001€BAEMOCTH Y STHUYECKOI rpyIIibl KapauMoOB
B Uspaune (1 k 20) [15]. [To nanusiM BO3, CMA | tuna
COCTaBJISIET OKOJIO OJHOM 4eTBepToii Bcex ciayyaeB. CMA
I Tumna gBisieTcss HanboJiee pacIIPOCTPAHEHHOM U COCTaB-
JsieT mmojioBuHY Beex cirydaeB. CMA 111 tuma cocraBisier
OIHY YEeTBEPTYIO Bcex ciydaeB [14]. Mcxoms 3 momoOHBIX
JMAHHBIX, MOKHO KOHCTaTUPOBATh, YTO MCTUHHAS YaCTO-
Ta npokcumaiabHbix CMA 0oJjiee BhICOKasl, TaK KaK 4acThb
cJIyyaeB YCTaHOBKM OLIMOOYHOTO IUArHO3a UM BHE3AMHOM
CMEPTH OCTAETCSl HEIMArHOCTUPOBAHHOIA.

CoracHo hakKTUUeCKUM JaHHBIM, TTOKa3aTeau 3a00-
JIEBa€MOCTU U CMEPTHOCTH 3aBUCST OT Bo3pacTta iedloTa
MepBbIX CUMIITOMOB 3a00JeBanHus [2, 3]. [list 3a06oeBaHUs

B paHHEM BO3pacTe XapakTepHbl 00jiee BbICOKME MoKa3a-
Tenu cMepTHocTH [9, 12]. Hanmpumep, naiuentsl ¢ CMA I
THMA 1ocyie MaHudecTaly 3a00J1eBaHUST B CPETHEM XKUBYT
7 MecsiLeB, TIPU 3TOM CMEPTHOCTbD MO JOCTHXKEHUM 18-me-
csagHOTO Bo3pacTta coctaBisteT 95 % [10]. I1pu BHYTpU-
YTpOOHOM 3a00JIeBAHUU CPETHUI BO3PACT CMEPTHU COCTaB-
nset 6 mecsues [4]. Y mnanenues u nereit ¢ CMA I tuna
caMoOli pacIpoCTpaHEHHON MPUYMHON CMEPTH SBIISIIOTCS
pecniupaTtopHbie nHMeKunu [12].

AKTyaJbHEMIIIMM acIeKTOM MOJHMMAaeMbIX MPO0IeM
SIBJISIETCS 320CTPEHNE BHUMAHUS HA POJIM CBOEBPEMEHHOM
IUArHOCTUKU U 00palaeMoCTd K MPOMUIbHBIM CHELM-
anuctaM. B Hacrosiiiiee BpeMsl Ha BOOPYXXEHHUM Yy Bpaya
JIOCTaTOYHO IIMPOKUI CIIEKTP JUArHOCTUUECKUX BO3ZMOX-
HOCTEM, HO, K COXaJCHUIO, 4acTOTa JUAarHOCTUUYECKUX
OIIMOOK ¥ TO3aHEeN Bepu(pUKALIMY WHUIIUATbHBIX CHUM-
IITOMOB 3a00JIeBaHUSI OCTaeTCsI BBICOKOI [2, 17]. 3avacTyio
JIETU JUTUTEJIbHO HAOJIIOIA0TCS 110 MECTY XUTEIbCTBA T10
MOBOJY MepUHATATbHOW 3HIeDATONaTU ¢ CUHIPOMOM
JBUTATEJIBHBIX HAPYIIEHUN VI MBIIIEYHON TUITOTOHUH,
JIMCTIIa3UM Ta300eIPeHHBIX CYCTaBOB, IJIOCKOCTOITMS WU
BajbrycHoii medopmaunuu cromn. IlomoOoHasa medexTypa
TaKXe OIpeessieTcss HelOCTaTOYHOM OCBEIOMJIEHHOCTBIO
MPaKTUYECKUX Bpaueil MepBUYHOIO 3BeHa, B CBOIO OUYepe/ib
00YCJIOBJIGHHOI 1 T€M, YTO HET OIpeAeIeHHOro pa3pado-
TaHHOTO aJaNTUPOBAHHOTO KJIMHUYECKOro MaTTepHa, mo-
3BOJISTIONIETO 3aMON03pUTh paHHUe mposBieHnss CMA n
BBIIEIUTh BEAYIIME CUMITTOMBI, XapaKTepu3ytolire (hopMmy

Ta6nuya 1. PeHoTunuyeckme Tunbl npokcumasnbHbix CMA y nereii [10, 17]

e MakcumanbHas ECT::;;::: o
Tun CMA Havyana TunnyHbie NPposiIBNIEHUs
Gonesum PyHKUUA HacTynJieHnsa
cMepTU
CMA 0 Tuna c apTpo- BblpaxxeHHast rMnoToHUS, AblXxaTesb-
rpvnno3oM, cBsiaHa Hble HapyLLUEHUS C POXAEHUS, aunne-
OTcyTcTBME . N .
¢ SMN-5q BpoxaeHHas ABVOKEHWIA < 30 gHen rNs IMLEBOI MYCKYNaTypbl, HAPYXXHbIN
odTanbMonapes, KOHTPakTypbl B KO-
JIEHHBIX CyCTaBax
Tun | (6one3Hb Bepa- myb6okas cnaboctb n anddysHas
Hura — lododmaHna, rMNOTOHUS, HapyLleHne BynbbapHoi
Taxenaa ¢opma), dyHKUMKM, cnabblii KpUK U Kallenb,
cBs3aH ¢ SMN-5q 0-6 He cnauT 300 <2 per | TPYBHOCTU C rnoTaHnem v Bbiaene-
MecsLEB HUEM CJIIOHbI, OCIOXXHEHHOE TeYeHne
3aboneBaHNn n3-3a OblXxaTenbHOM
HEeOO0CTAaTOYHOCTU U acnmpauoOHHOM
MHEBMOHUN
Tun Il (cnHgpom y- BO3HMKHOBEHME 1 NpOrpeccrupoBaHmne
6oBuLA, MPOMEXY- cnabocTuy B NPOKCUManbHbIX OTAENax
To4yHasa ¢popma), cBa- 712 KOHEYHOCTElM B MJlaleH4ecTBe, Tpe-
3aH ¢ SMN-5q MECHILICE He ctout 70% >2net | MOp pykK, cnabbli Kallenb, AbIXaTeslb-
Has HeJOCTaTOYHOCTb, KOHTPAKTYypbI
CYCTaBOB M1 CKOJIMO3. 3anepxka Mo-
TOPHOro paseuTus n Habopa Beca
Tun llla Mbile4yHas cnabocTb pas3nnyHoi cTe-
Tun lllb (6onesHb MEHU BbIPAXEHHOCTU, KPaMnu, KOH-
Kyrenobepra — Be- > 1rona 3pensiit TpakTypau FVII'Iepl\fI’O6VIJ'IbHOCTb cycTa-
naHpgepa, nerkas >3 ner Ctout n xoamt BO3PACT BOB, MOBbILUEHHbIA PUCK NEPENOMOB,
dopma), cBA3AH C noTepst cnocoOHOCTM XoanTb ¢ 12 net
SMN-5g B 50 % cny4aes nam ¢ HEKOTOPOro MO-
MEHTa XU3HN
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3a00JieBaHUs B IIpeeiax OlHON HO30JOTMYECKOM KaTero-
pun. AnexBaTHas hopMmyarMpoBka nuarHosza CMA corac-
HO MeXIyHapoaHOM KiaccudUKalMy Ha MepBUYHBIX 3Ta-
Max BCTpevaeTcsl B eAIMHUYHBIX cyvasix. Hepeako nuarHos
OrpaHUYMBACTCS «CUHIPOMOM BSLJIOTO peOeHKa» WK Hell-
POMBIIIEUHBIM 3a00JieBaHNEM. 3a TTOC/IeTHee NeCSITUIeTUE
KJIMHUKO-INArHOCTUYECKOM paboThl yTOUHEeHUE HOPMBI
CMA npoucxonuiio B 75 % ciaydaeB. B psine KIMHUUECKUX
CHUTyaIuii BO3HUKaIa HEOOXOMUMOCTh KapaAWHAIBHO Me-
HATH AuarHo3 co CMA Ha npyroii BUa HEMPOMBIIIIEYHOTO
3a00J1eBaHMsl, BKJIIOUAsl CTPYKTYPHYIO MUOIATHIO, MUTO-
XOHAPUOMATUIO, AHOMAJIMIO CIIMHHOTO/TOJTOBHOTO MO3-
ra, wiu Hao6opoT. B ocTaibHBIX cllydyassX MPOMCXOIUIO0
yTouHeHue ¢opMbl B Mpenesax oJHON KaTteropuu. Takum
00pa3oM, OIIMOKY B JUArHOCTUKE HEHPOMBIIIICYHBIX 3a-
0oJIeBaHUI1 y IeTeil MOXKHO OObSICHUTh HECBOEBPEMEHHBIM
OCMOTPOM, OTCYTCTBUEM JAMHAMUYECKOIO HAOJIONECHUS,
HeBepHoii nuddepeHIaleit HoOpMaJIbHOTO U IGBUAHTHO-
IO HEBPOJOTUIECKOTO CTaTyca, HeAOCTATOYHBIM 3HAHUEM
HEBPOJIOTaMHU TIEPBUYHOTO 3BeHa CEMUOTUKHU U CUHAPOMO-
norun CMA 1eTcKoro Bo3pacTa, OIIMO0YHOM TPaKTOBKOM
JMaHHBIX aHaMHe3a. AHAJTM3UPYS CIIOXKUBIIIYIOCS CUTYALIMIO,
CerofiHsg He0oOXOAMMO aKLIEHTUPOBATh BHUMaHUE Ha Oa3uc-
HBIX KJIMHUYECKUX MPU3HAKaX U CEMUOTUKE JIBUTATETbHbIX
HapylIeHU pa3anuHbix BapuaHToB CMA, 11ej1eco00pa3Ho
pa3paboTaTh U BHEAPUTh MATTEPHbI paHHEH TUArHOCTUKHU
CMA Ha nepuoa obpaliieHus peOGeHKa 1 TPUHSITh X Ha BO-
OopyXXeHHe BpayaMu TepBUYHOTO 3BEHA.

B HekoTopbix ny6aukanusx [4, 19] ykassiBaeTcsi, 4To
y psifia MalMeHTOB MPU3HAKU TpokcuMatbHbIX CMA Tipo-
SIBJISTIOTCST Ha CTBIKE KJIaCCUMUIIMPOBaHHBIX THTIOB. Kpome
9THUX OTPENESIIONINX KPUTEPUEB, COBPEMEHHBIE KIIMHUYE-
CKHe MPU3HAKU pas3IudHbIX BapruaHToB CMA BKIIIOYalOT
crenylomme:

1. CMA I Tuna — octpoe 3abojieBaHuEe Yy MJIAASHIIEB,
TspKkesas popma (6ose3ns Bepauura — lToddmana), onu-
cana G. Werdnig B 1891 roay. K naHHOMy Tumy oTHocsTCSI
1o 30 % Bcex cmyqaeB CMA [7]. aHHbIi T 3a60JieBa-
Hus nposiBisieTcs B Bo3pacte ot 0 1o 6 mecsues [9]. B95 %
cJlydyaeB OH TPOSIBJISIETCS] B BO3pacTe 10 3 MecsieB. Tun
HacJieJ0BaHUSI — ayTOCOMHO-PELeCCUBHbBIN. XapaKkTep-
HeiMU Tipu3HakamMu CMA | Tumna sBisitoTCs CTpeMUTEb-
HOE MPpOoTpecCUupoBaHre CUMIITOMOB, CTOMKUI IIMAHO3 TIPU
POXOEHNH, TITyOOKas c1a00CTh 1 BhIpaxkKeHHas nuddy3Hast
MBIIIeYHas TMTIOTOHMST; Oy IbOapHbIe HApYIIeHMsT; aTpObUs
¥ (GaCUUKYISALUM SI3bIKa, HapacTaHWEe MBIIIEYHON c1ado-
CTU B KOHEYHOCTSIX, TIPUBOMASIIEH K PE3KOMY BbIpaXkKeH-
HOMY OIpaHWYEHMIO aKTUBHbBIX IBUXKeHui [1—4, 11—13].
CpenHsist TPOJOJIKUTEIbHOCTD XK1U3HU pebeHka co CMA 1
THUIIA COCTABIISIET B cpemHeM 5,9 Mecsia; 95 % maiueHToB
He JIOXKMBAIOT 10 Bo3pacTa 2 JieT. 3a peIKUM UCKITIOYECHUEM
y IIpeo0J1a1atolero MpoLeHTa MaleHTOB OTCYTCTBYIOT Ha-
BBIKM CUIIEHUST O€3 TTOAAEPXKKHU. BUTAIbHBIN MTPOTHO3 CBSI-
3aH C IbIXaTeIbHBIMU HAPYIIEHUSIMU, TIPEUMYIIIECTBEHHO
B BUIE acOUpalrOHHON nmHeBMoHMU [12]. Psan aBTopoB
[9—11] BbinensoT cpeau CMA I Tumna HauboJsee TSKeblit
BapyaHT TeYeHUST — BPOXICHHYIO (hOPMY C ITOCIePOIOBOIL
acdukcueii. Ha 30—34-ii Hemene 6epeMeHHOCTH OTMeYa-
0T MaJOMOABVXKHOCTD IJI0Aa. BeaymuM KIMHUYECKUM

MPU3HAKOM SIBJIsIETCs Tepudepuyeckas TeTparjierus c
KOHTPAKTypaMM, HapylIeHUeM TJIOTaHUS U JAbIXaHUs: Oe3
TEXHUYECKOro obecrnedeHus AbIXaTeIbHON MOIICPXKKU pe-
OeHOK MOXeT MornoHyTh. Takoit BapuaHT CMA Kiiaccudu-
uupytoT kak CMA 0 Tuna.

2. CMA II tumna, nmpoMeXyTOUHbBI BapuaHT, MPeIio-
keHHbIN V. Dubowitz [3]. Haubosee pacripocTpaHeHHbIH
BapuaHT npokcumanbHoit CMA (45 % cinyyaeB), HepeIKO
aCCOIMMPOBAHHOM C IPYTUMU U30JUPOBAHHBIMU TIPOKCH -
ManbHbEIMU (popmamu CMA [4, 11, 14]. Hacnenyetcs 1o ay-
TOCOMHO-pelieCCMBHOMY TUITy. Kak mpaBuiio, CTaTOMOTOp-
HOE pa3BUTHE JACTEH B ITEPBbIC 6 MECSILIEB KU3HU MPOXOIUT
0e3 oTKJIoOHeHUIi. B psime ciayyaeB perpecc ABUTaTeIbHbBIX
HaBBIKOB TIPOSIBJISIETCS 10 JOCTUKEHUSI UMU 18-MecsuHo-
ro Bo3pacrta. KiimHu4eckass cuMnToMmaTtuka mpejacTaBie-
Ha ¢1a00CThI0 MBIIILL TPYIHOTO TOsICa U TTPOKCUMAaJIbHBIX
MBI, apedekcueit, GacuuKyIsIipHbIM, SMOLIMOHAIBHO
WHAYLIMPYEMBIM TPEMOPOM BEPXHUX KOHEUHOCTEM, Heii-
POTEHHBIMU KOHTPAKTypaMU CYCTaBOB HUXKHUX Y BEPXHUX
KOHEYHOCTEM, 9aCTO B COUETAHWH C TIOJBBIBUXaMU B Ta30-
OGeIpeHHBIX cycTaBaxX, KU(MOCKOIMO30M, TUIIEPIOPI030M,
€1ab0CThI0 MEKPEOEPHBIX MBIIIIII, TOBEPXHOCTHBIM JIbIXa-
HHEM ¢ oc1ablieHHeM maccaxa cekpera u3 opoHxuoi [1—7,
11, 13, 18]. 3a penkum uckmoueHueMm y aeteit co CMA ort-
CYTCTBYIOT HaBBIKU CAMOCTOSITE/IbHOI XOAb0bI [7]. YpoBeHb
KpeaTMHKMHA3bl MOXET MPEBbILLIATh HOPMY He 0oJiee UeM B
sTh pas. [1ponoKUTeIbHOCTh XKU3HU BapbUPYET OT 2 10
20—30 net. [TpuunHOIi GOJBIIMHCTBA pAHHUX CMEPTEN SIB-
JISIIOTCS pecniipaTopHblie MHGbekunu [12]. braronpusarHbiit
MPOTHO3 — Yy JIeTel, CIIOCOOHBIX CTOSTH Y OMTOPBI UJIH C TI0-
MOIIIBIO OPTOTNIEANYECKMX IIpUCIToco0IeHuI [13].

3. CMA III tuma — 1onomeckas ¢popma (6one3np Ky-
renpsoepra — Benanmepa), onucannas E. Kugelberg u L.
Welander B 1956 rony. K taHHOMY THITy OTHOCUTCSI OKOJIO
18 % Bcex ciyuaeB 3ab6o/ieBaHust. JlaHHast TOOPOKAYECTBEH-
Has (popma 3a00J1eBaHMS TIPOSIBISIETCS Y MAlIMEHTOB B BO3-
pacre crapuie 18 MecsitieB. Hanbosiee yacto MHUILIMATbHbBIE
MPU3HAKU OOJIE3HU TMOSIBJISIIOTCS B BO3PACTHOM JMaIa3oHe
2—7 neT B MpOKCUMAJIbHBIX TPYIIaX MBI HUXXKHUX KO-
HEYHOCTE 1 Ta30Boro mosica [6]. boiabHbIe MPeabIBISIIOT
KaJIoOBI Ha 3aTPYAHEHUS IIPU X0ab0e, Oere, IToabeMe WiIn
crrycke, mpucenanuu [1—6, 14, 17]. Hepenko otmevaroTcs
TICEBAOTUIEPTPOMUH MBI HUDXKHUX KOHEYHOCTE!, MUaI-
TUM TI0 TUITY KpaMITi. B 3TOT meproi KITMHUKO-HEBPOJIOTH-
YecKKe TPOSIBJICHYSI UMEIOT OTIpeIe/ICHHYIO UIIEHTUIHOCTD
C KJIMHNYECKOM CUMMMOTOMATUKOI IIpU AUCTPO(GUHOIATUN
bexkepa. C1aboCTh MBI CUMMETPUYHAsI, IpeacTaBIeHa
MPEUMYIIECTBEHHO B MPOKCUMAJIbHBIX OT/IeNax, 00yiee Bbl-
paxkeHa B HMKHUX KOHEUHOCTSIX. XapaKTepHOM sIBIsIeTCs
TMIePMOOUIIBHOCTb CYCTaBOB; 110 MEPE MPOTrPecCUPOBAHUS
3a0o0sieBaHUST POPMUPYETCSI TTOSICHUYHBINM TUIIEPI0PI03.
Hedopmanuu ckenerta BcTpevatotest peako. [Tozxe moryt
MPUCOENNHAThCS nucdarust u auzaptpusi. bonesHps mpo-
rpeccupyeT MeIJIeHHO, U B OOJIIIMHCTBE CJy4aeB MOXHO
OXMIATh HOPMATbHYIO MPOIOJIKUTETbHOCTD KU3HU. YPO-
BeHb KpeaTMHKWHA3bI Yallle B HOpMe, TTOBBIIICHUE OIHU-
CBHIBAIOT TIPY HAJIMYMK BTOPUYHBIX MUOTIATUIECKUX U3MeE-
HeHuii. [lalMeHTHl JIMTENbHO COXPAHSIOT CIIOCOOHOCTh K
CaMOCTOSITEIbHOMY TIEPENBUXKEHUIO, HEPEIKO OCIOXKHSI -
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IOILIEMYCSI «HEMBIMU» TEepeOMaMU, JJOKaTM30BaHHBIMU B
MECTaX COEIMHEHUS CYXOXUJINS C KOCTHBIM OTPOCTKOM. B
nurepaType Bectpeuaetcs pasneaeHrne CMA 111 tuna Ha nBa
nonarura, [1la u I1Ib, B 3aBUCMMOCTH OT BpeMeHM Hauaja
3a00J1eBaHUSI: 10 TPEX JIET U MOCJIE TPEX JET COOTBETCTBEH-
Ho [5].

4. CMA IV tuna. Jle6toT 3a001eBaHUSI — B BO3PAaCTHOM
nuarazoHe ot 10 mo 30 ymet. XapakTepHOI SIBISIETCS CTep-
TOCTh KJIMHUYECKUX MPU3HAKOB B BU/IE HE3HAYUTEILHOTO
orpaHu4eHus1 GYHKIIMU TIepeIBYKEHNS, 3aTPYIHEHUI TTPU
Oere, mpucegaHuUsIX, IPbIKKAaX, YMEPEHHON rUmoTpoduu
MBI Oefep U Ta3zoBoro mosca [4—6]. Iug CMA IV tuna
pecrnupaTopHbie U KUILIEYHO-XKETyTOUYHbIE OCOKHEHUS HEe
crnetuduunbl [12]. TeueHue 3aboseBaHUs Yalle CTaUO-
HapHoe.

Takum oO6pa3zoM, MUHUMAJIbHBINA, HO JIOCTOBEPHBIN
CMEKTp MEPBUYHOTO 00OcenoBaHusl (PeHOTUITMYECKUX Ba-
puantoB CMA noskeH 6a3upoBaThCcsi HA COBOKYITHOCTU
MIPOTPECCUPYIONINX KIMHNISCKNX ITpu3HakoB: 1) CMA 1
tuna (6osie3Hb Bepauura — Todpdmana). Iebror — 0—6
Mec. OcabaeHHbII KOHTPOJIb TOJIOBBI, CJIa0bIi IJ1ay, CHU -
JKEHBI KallJIeBOM, TJIOTAaTeJIbHBII pedIeKChl, prueM TUIIN
U CIIOHOOTAEIeHUSI HapyluamTcs A0 1 roga, atpodus u
dacuukynsIuMu si3biKa, BhIpaXKeHHasi ¢1aboCTh U TUIIO-
TOHMSI KOHEUHOCTEN W TYJOBHUILA, TOBEPXHOCTHOE (Iua-
¢parmanbHoe) nbixaHue, nedopmaiiust rpyaIHON KJIETKU;
2) CMA 11 tuma. le6roTr — 6—18 Mec. Perpecc nBurarenb-
HBIX HABBIKOB, TTPEIIIECTBYIOIINIT HOPMaJTbHOMY MOTOPHO-
MY Pa3BUTHIO, KOTHUTHBHbIE HAPYIIIEHUST HE XapaKTePHBbI,
HelocTaToyHasi mpubaBKa Beca, c/1aboCTh U TUTIOTPODUs
MBIIIII TUIEYEBOTO MOsICa ¥ BEpXHEM YacTy TyJIOBUIIA, UH-
TEHLIMOHHBIN TPEMOP, MMPOTPecCUpyIoliee pa3BUTHE KO-
CKOJIM03a M KOHTPAKTYP KPYITHBIX CYCTaBOB, B TIOJIOXKEHUH
cuns npeacrasieH kudo3s; 3) CMA 111 tumna (6one3un Ky-
reapoepra — Bemannepa). /leorot nocie 18 mecsies. Crio-
COOHOCTB K CAaMOCTOSITEIbHOMY MepenBrKeHnIo. [MnoTpo-
ust v cnadbocTb MBI TA30BOTO M0sICa, Oeaep U TIeYeBOro
nosica, 60JiM B MbIIIILIAaX 1Mo TUIY Kpammnu. HekoTtopsie na-
LIMEHTHI TEPSIOT CITOCOOHOCTh XOOUTh B AeTcTBe (M0 30 %
caydaeB). B 80 % ciyyaeB HaGmogaeTcst CKomo3. Pacripo-
crpaHeHbl 6oy B Mbltiax; 4) CMA IV tuna. Jle6oT — ot
10 no 30 net. CTepTOCTh KIMHUYECKUX NTPU3HAKOB B BUJIC
HE3HAYMTEIHbHOTO OTpaHUIEeHMS (DYHKIIUY ITepeIBUKECHUST,
3aTpyAHEHUI TIpU Oere, MpUCceIaHusIX, MPbIKKaX, yMepeH-
HOIi TUTTOTPOGUM MBI Oeiep ¥ Ta30BOTO Tosica. TedyeHue
3a00J1eBaHUS MSTKOE.

CeronHsi IpUOPUTETHBIM HaIlpaBJeHUEM peaduIn-
TalMK SIBJSIETCSl COLMAbHO-TIearornyeckasl moMollb
pebeHKy, 0e3yCI0BHO, Urpalolias HeMaJOBaXXHYIO POJib B
YJIYUYLIEHUM KauyecTBa XXW3HU U COLMATIbHON aganTauuu.
K coxajieHW10, OCHOBHBIE TTOJIOXKEHUSI peaduInTaluu B
COLMAJIbHBIX 1IEHTPaxX He BKJIIOYAIOT MOCIeaYIolIee YTOU-
HEHUe U TepecMOTp auarHosa u tepanuu. Kak cume-
TEJIbCTBYET MpaKTUKa, 0€3 MEIMKAMEHTO3HOM MOIePKKHU
TMOTOOHBIN TMOIXOM SIBJISIETCST POTHOCTUYECKN HebJ1aro-
OpUITHBIM MeponpusTueM [2, 3, 13]. Kak noka3an ananmu3
JIUTEPATYPBI, YUCIIO CIEeLIMATU3UPOBAHHBIX METUIIMHCKUX
LIEHTPOB peaduIUTAllUU AeTel ¢ HACAeACTBEHHON HEUpO-
MBIIIEYHOI MATOJIOTHe UCUNCISIETCs eqMHUIIaMU. B To ke

BpeMSsI OpraHu3alMsl CrelMaIu3upOBaHHbIX KOEK s Jie-
Tell C HEMPOMBILIIEYHOI MAaTOJIOTHEH B 0011IeTTpOGUIBHBIX
LIEHTpax HeipopeabuauTauuu sBisieTcs: 3POEKTUBHBIM
MOJX0A0M, MOCKOJIbKY OCYILIECTBISIETCS CeMaTU3UpO-
BaHHas TTOMOIIb M KOMITETEHTHBIN MOAXOJ K TepaIruu ¢
OKa3aHUEM JOJITOBPEeMEHHOW KBadu(UIIMPOBAHHON Me-
JMUIIMHCKOM TTOMOIIIH, BKJTIOYast IPUMEHEHNE TeJIEKOMMY-
HUKAIIMOHHBIX TeXHOJoTuii 1 MHTepHeTa (OHJIaiiH-KOH-
CyJIBTallud, OHJIaliH-KOHMepeHn u rpodee). [1omoOHbIMT
TO/IX0/T 00ECTIeUMBAET MPEEMCTBEHHOCTh MEXITY COLIMAITb-
HBIMM 1 CTIEIIMAIM3UPOBAHHBIMU KIIMHUYECKUMU LIEHTpa-
MU, (GOPMUPYST MEKITUCIIMTUIMHAPHYIO CBSI3b IO CMEXKHBIM
npoobJjeMam.

Hapsiny ¢ aTuM HacieacTBeHHas HelipoMblIllieuHast na-
TOJIOTHUS TIpUOOpeTaeT Bce 0oJiee OTYETIMBOE MEAUKO-CO-
LIMaJIbHOE 3ByYaHUE W TPeJCTaBisieT COO0 OaHY U3 Baxk-
HBIX MPOOJIEM MPAKTUYECKOTO 3[PaBOOXPAHEHUsT BBUY T10-
CTOSTHHOTO YBEJIMYEHUSI YaCTOTHI €€ BCTpEeYaeMOCTU. DTO
TTOCJTY>KMJIO OCHOBaHWEM JJIsT (hOPMHUPOBAHUS 4 CIIelMalIn -
3UPOBAHHBIX KOCK JIUIS AeTel ¢ HEPOMBIIIIEYHOM MaToJI0-
rueil Ha 6a3e I'BY «PecnybinukaHckas nerckas KIIMHUYE-
ckas 6onpHuna uM. E.I1. Imuaku» (Yeyenckasa Pecryonm-
Ka) U B MOCJEAYIONIEM — CO3/IaHUsI CTPYKTYPHOTO Io/ipa3-
JIeJICHUS 1J1s1 AETEeH ¢ HACIEeICTBEHHON HEWPOMBILIEYHOMN
naroJjorueit B ctpyktype I'bY «PecnybiukaHckuit neTCKuii
peabuauTauroHHbIN HeHTp» (YeueHckast Pecniyonuka). 3a
niepron 2000—2016 1. B peectpe 6a3bl aHHbIX [BY 3aperu-
crpupoBaHo 107 neTeit co CiuHaabHBIMU aMUOTPODUSIMU,
B ToM unciie CMA I Tuna — 6ose3Hbio Bepoaura — [odd-
MaHa (n = 8; 7,5 %), Il Tuma — mpomMeskyTouHoro (n = 60;
56,1 %), 111 Tunia — 6oe3nbio Kyrenpbbepra — Bemannepa
(n=21;19,6 %), IVTuna (n=12; 11,2 %).

CorJlacHO MEXIyHapOIHBIM CTaHIapTaM, TMarHOCTH -
YECKHUI aJITOPUTM BKJIIOYAET MEIMKO-TEHETUYECKOe UC-
cenoBaHue, OLEHKY (DYHKIIMOHAIbHBIX BO3MOXHOCTEM
MalMeHTa ¢ y4eTOM PeKOMEHIOBAHHbBIX MEXTYHAPOAHBIMU
sKcrnepTaMu BepuduimpoBaHHbIX mikaa RHS (moaudu-
upoBaHHag 1mkaiza XammepcMuT), RULM (moguduum-
POBAHHBIN MOIYJTb OLIEHKX MAaHUMYJISITUBHON (DYHKLINK),
(yHKUMOHAIbHBIE METOJbl HCCJIeJOBAHUS, BKIOUYAs
OHMI, cimpomerputo, DKI, pagmosornyeckrie MeTOIbI
(meHcUTOMETpYSI, peHTTeHOTpahusi, MAaTHUTHO-PE30HAHC-
Hast Tomorpadust), ouoxummuueckoe uccienoanne (KOK,
JIAKTaT, BUTaMUH D, MFOHN3MPOBAHHbII KaJIbLIMIt).

Cornacno onpenenenuo, RHS — aTo onenka ¢pusnye-
ckux Bo3MoxHocteit naimeHToB co CMA 11 u 111 Tumnos ¢
OrpaHMYeHHBIMU (YHKIMSMU TIEPEIBUKEHUS 111 MOHU -
TOpUHTA (PYHKIIUY CUICHUST, CTOSTHUS, XOABbOBI, IMana3oHa
JBUKEHUM Y CUJIbI B KOHEUHOCTSIX, MBIIIILIAX TYJIOBUIIA U
weu. [pumensiercst st nereii S et u crapie. RHS siisi-
eTCs TTOPSIIKOBOM IIKaJIOi, cocTosIel 13 33 5JIeMEHTOB B
nuarrazoHe ot 0 mo 3 6asutoB, rae 0 0603HaYaeT HaMMEHb-
W YPOBEHb CITOCOOHOCTU/(DYHKIIMY, Pa3BUBAIOIINIICS
JI0 HAWBBICIIIETO YPOBHSI CITOCOOHOCTH YCIIEITHO BBITTOJ-
HUTH 3amaHue — 2 Oayuta. MakKcUMaabHO HOCTUKMMAs
oueHka — 69. Tem He meHee mikana RHS negocratouHo
3G HEKTUBHO OTpaXkaeT MPOrpecCUPYIONIYI0 MBIIIEYHYIO
€1a00CTh B CTaANM CTOMKMX TSIKEJIBIX TBUTATEIbHBIX Ha-
PYIIEHUI ¢ HU3KUM YPOBHEM (DYHKIIMOHATbHBIX BO3MOX-
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Hocteit. Jlns naHHoM Kateropuu aereit co CMA npume-
HsieTcss MexayHapoaHas mkaia RULM (Revised upper
limb module for spinal muscular atrophy). B coctaB 1ikabt
RULM Bxoaut 20 TecTOB, TaKMX KaK ITIEPEHOC PYK ¢ KOJIEH
Ha CTOJI, cOOp MEJKUX MPEeIMETOB, HaxkaThe Ha KHOTIKU,
pa3pbiBaHME OyMaru, OTKphITHE TUIACTUKOBOTO KOHTEHE-
pa, TepeHoC pyK BhIIIIE TUIeY W TTOIHITHE TIPEAMETOB pa3-
HOTO Beca Ha pa3Hylo BBICOTY.

OcHoOBOTMoOJIAraloIIMM Cpean KPUTEPUEB TOCTO-
BEPHOU NIUATHOCTUKMU SIBISIETCS MOUCK TEHETUYECKOU
MYTallMu, 4YTO paccMaTpuBaeTcsl B KaueCTBE 30J0TOTO
cranaapra [1, 9].

Hapsiay ¢ coBpeMeHHBIMU METOAaMU MCCJeI0BaHUS
(BKJIIOYAs MATHUTHO-PE30HAHCHYI0O TOMOTrpaduIo akcu-
aJIbHBIX MBI U TYJIOBUIIA, TTO3UTPOHHO-3MUCCUOHHYIO
Tomorpaduio, HelipocoHorpaduyeckoe MucciegoBaHUE
HEWPOMBIIIEYHOIO arlfapara, FTMCTOXMMUYECKOE HCCIIe-
JIOBaHUE MBIILIEYHOTO OMOMTATa U TIp.), K COXAJIECHUIO, He
BCeraa TOCTYITHBIMU TS IIMPOKUX CJIOEB JIETCKOTO Hacee-
HUS, B TIOCJIEIHUE TOABI BCE OOJIbIIIE BHUMAHMS YIEISIETCS
HelpodU3MOoIOrnuecKuM MapKepam, KOTOPHIE TTO3BOJISIIOT
OIPEeNeTUTh YPOBEHb MOPaKEHWSI MOTOPHOM MHTErpaluu
Ha pa3IMYHBIX CTanusX 3a00jeBaHUS U OLEHUTH dPdek-
TUBHOCTbD JieueHUs1. MI3ydast HACTOSIIIMIA aCTIEKT MPOOIeMbl
npumeHuTesIbHO K CMA J1eTCKOTo BO3pacTa, MpeACcTaBIsi-
eTcsl 1eJeco00pa3HbIM yAeJUTh 0c000e BHUMaHUE pac-
CMOTPEHMIO U UACHTU(PUKAIUU MapKepOB PaHHEro BbI-
SIBJIEHUSI TIpOrpeccupoBaHus 3abosieBaHus. Bo-TepBbIX,
MUX 3HaAHWE HEOOXOAUMO JJIsi TPOTHO3UPOBAHUSI PA3BUTHUS
U TeuyeHus 3a00J1eBaHUsI, BO-BTOPBIX — JISI OTIPECICHUS
KOHTUHTEHTA JIUII, HY>KIAIOIINXCS B JOJITOBPEMEHHOM Iie-
JIeHaTpaBJIeHHOM H000CIeI0OBAaHUN, U B-TPETbUX — JUIS
YCTaHOBJIEHUSI TIEPBOOYEPETHOCTU U XapaKTepa HazHava-
emoii Tepanuu. [1pu ycranosnenuun nuarHoza CMA u ee
BapUaHTOB CJIEyeT YYUTHIBATh OCOOEHHOCTH KIIMHUUECKUX
MPOSIBICHUI, Pe3yabTaThl MEAUKO-TE€HETUUECKOTO 00CIe-
JIOBaHUsI, a TAKXKe MOKa3aTeu 2JeKTpoHepoMuorpaduu.
B To e Bpems CylIeCTBEHHbBIM MOMEHTOM, BO MHOI'OM
OIPEIESIOIIMM PAaHHIOK TMaTHOCTUKY MaTOJOTUYECKUX
CUMIITOMOB, SIBJISIETCSI MOHUTOPUPOBAHUE TUHAMUKU U3-
MEHEHU KIMHUYECKUX TIPOSIBICHUI 3a00JIeBaHUSsI, MO/~
TBEPXKACHHBIX HMOPOBBIMU TaHHBIMU MEXIYHapOIHBIX
OLIEHOYHBIX IIKAJI ¥ HeMpOohHU3NOIOrMUeCKUMI TToKa3aTe-
JISIMU C TIOMOIIIbIO KOMITBIOTEPHOM 3JIEKTPOHEMpOMUOTpa-
¢uu. Hamu paspabortaHa v BHeIpeHa aBTOpCKas METOIM -
ka DMT'-monnropunra (mateHt Ne 106146), OCHOBHBIMU
MOMEHTaMU KOTOPOU SIBJISIIOTCS €XKeKBapTaJbHO BbITIOJ-
Haemoe DHMI -uccinenoBanue (puc. 1, 2), olleHKa UH-
TepPBaJbHOrO U3MEHEHMSI MUOrpaduuecKux napaMmeTpos,
COIOCTaBJIEHUE C JAHHBIMU KJIMHUKO-HEBPOJIOTUYECKOTO
craTyca, BblieJeHUe crielinuIecKuX Heiipodr3nosornyue-
CKMX MapKepoB, MO3BOJISTIOIINX CYOKIMHUYECKU BBISIBUTh
YTSKEJIEHUE MaTOJIOTMU U CBOEBPEMEHHO OTpearnpoBaTh
TepareBTUIeCKUMU MEPOTIPUSTUSIMU.

B cBolo ouepenb, OMHUM U3 TATOTHOMOHUYHBIX KITUHH-
YECKUX CUMIITOMOB y feteii co CMA SIBIISTIOTCS JIETOUHbBIE
3a0o0eBaHusl, Haubojee akTyanbHble 111 CMA 1 tuma u
B MEHbIIIEH CTEMeHU TMpeACcTaBJIeHHbIE Yy MallMeHTOB CO
CMA II tuna [6, 14, 15]. Be3 obecrieuyeHUsI BCIIOMOTATe b~

HOI MCKYCCTBEHHON BEHTUJISIIIMU JETKUX MJIaIEHIIbl, HE
yMelolllie CUAeTh, 0OBIYHO MOTMOAIOT B BO3pacTe A0 2 JIeT.
[TpuYMHOI NeTOYHBIX HAPYIIEHUIA SIBISIETCS COYETaHUE
WHCIIMPATOPHON U 9KCITMPATOPHOM MbIIIEYHOM ci1abocTu
¢ OOJIBIIIMM BOBJICYCHHUEM SKCITUPATOPHBIX U MEKPEeOEPHBIX
MblIIL (puc. 3).

Takske aKTyaJlbHOM M BMECTE C TeM JaJIeKO He pelleH-
HOM TpOO6JIeMOil ABISIETCSI paHHee BHIABICHUE, TIpEy-
MpeXaeHne U Tepanusl ocTeornoposa/ocTenerHun [2, 3].
151 penieHns1 3TOTO BOIIpoca MoKa3aHbl IEHCUTOMETPUS
¥ BBITIOJIHEHUE OMOXUMUYECKOTO MCCIeN0OBAaHUS NOHU-
3MPOBAaHHOIO KajJbLUUs M BUTaMMHA D, ypOBEHb KOH-
LIEHTpALMU KOTOPOTO SIBJASIETCSI OCHOBOM CEJEeKTUBHOTO
JseyeHust (ot koppekuuu nguetoit u JIMK no BBegeHuUs
oucdocdonaron) (puc. 4).

TakuM 06pa3oM, aKTyaJIbHOCTb TTOTHUMAaeMOI TEMbI MO-
JKeT OBbITh PE3IOMUPOBaHA CIIEAYIOIIMM 00pa3oM: 1) UMEHHO
TTO3HSIST TMATHOCTUKA BIMSIET Ha TeYeHUe 3a00JIeBaHUS;
2) HeCMOTPSI Ha TePCIIEKTUBHOCTD pa3pabaThIBAeMbIX O/~
XOIIOB M YCTIEX B JOKJIMHUIECKUX UCTTBITAHUSIX STUOTPOITHOM
TeHHOU Tepanuu, UX pa3paboTKa U BHEIPEHUE B TTPAKTH-
YecKoe 3IpaBOOXpaHeHNe HAXOASTCS JIMIIb Ha Ha4aabHOM
cranuu. Jlaeko He Bce M3 HUX TOKAa3bIBAIOT JOCTATOYHO
BBICOKYIO 3(p(PeKTUBHOCTh, OKOHYATEJbHO HEe pa3paboTaHa
HauoOosee 3¢ heKTUBHAsI CUCTeMa T0CTaBKU reHOoTeparnes-
TUYECKUX TpernapaToB, Oojiee TOro, 3a4acTyl0 HEBO3MOX-
HO MPUMEHSITh YHUBEPCATbHbBIE TOIXOABI UIS Tepamuu
CMA ¢ pa3nuyHbIMU (hEHOTUIIAMHU, YTO COMPSIKEHO CO
3HAYUTEJbHBIM CY>KEHUEM 1IeJIEeBOI I'pyMIibl MalleHTOB.
C OIHOI CTOPOHBI, COBPeMEHHBIE MOAXOIbI K JIEYCHUIO
OCHOBBIBAIOTCS JIUIThL Ha CUMITTOMATHYECKOM KOPPEKIINH
JBUTATETLHBIX HAPYIIIEHW, BO3HUKAIOIIUX 10 Mepe Mpo-
TpeIveHIIMM TIpoliecca, a He UX MPeayNpeXIeHU WIK 3a-
MemaeHun. C apyroii — He M3y4eH 2TarHblil BEIOOp Tepa-
MUY B LeJOM. AKTyaJleH KOMITJIEKCHBINM MOAXO K OLEHKe
JIeYeHUsT ABUTATEIbHBIX HAPYIIEHUI KaK ¢ KIMHUYECKUX
MO3UIMI, TaK U ¢ NMpuMeHeHueM DMI Ha pasaudyHbIX
aTarnax 3a0ojeBaHus1, YTO ooecreuuT G eKTUBHBIN MOAO0D
sranocrneunuUIHOR Tepanuu, HallpaBJIeHHON Ha 3aMejie-
HMeE MaToJIOrMYeCcKOro Tpoliecca; 3) BOIpoCchl peabuinTalm-
OHHOI1 Tepanuu NaluMeHTOB MocJe TOCTUXEHNSI UMY COBEP-
HICHHOJICTHSI TIPEICTaBICHBI Ype3BbIUaiiHO (hparMeHTapHO,
YTO MPEXIE BCEro o0ycaoBaeHO npuBsizkoii CMA K nuarHo-
3y IIETCKOTO BO3pacTa, MOCKOJIbKY MEIUIIMHCKOE COOOIIIe-
CTBO TIPOJIOJIKAET pacCMaTPUBATh 3TO 3a00JieBaHUE B CET-
MEHTe MeaaTpuueckoro auartosa. bosee Toro, nporpamma
PE3UACHTYPHI IS Bpaueil, paboTaloMX CO B3POCIbIMU, HE
CONEPKUT Kypc BeaeHus mauueHToB co CMA. Iloatomy
JUISI KOMIUJIEKCHOM KOOPIMHUPOBAHHOM MOMOIIM, Ha-
MpaBJieHHON Ha MPOMUIAKTUKY OCIOXHEHUI U aKTUBU-
3al[MI0 KOMITEHCATOPHO-TIPUCITOCOOUTENbHBIX (DYHKIIMT
HepPOMBIIIIEYHOTO arrapara, HeooXoauMa Moau(UKaIIUs
MPeNOCTaBIISIEMOTO PEAOUIUTALIMOHHOIO JIEYeHUSI, LIeJIOCT-
HOE U ITy0OKO€e U3y4eHUe U pellieHUe TTPaKTUUECKHX 3a1a4,
HampaBJeHHBIX Ha TpeayNpexaeHne NHBAIMIN3AUNA Ha
MPOTSIKEHUY BCel KM3HM TMTAlIMeHTa, YTO B KOHETHOM cUeTe
MOXET YJIYYIINUTh KA4eCTBO €0 XU3HU 1, C YUYETOM ITOTPeO-
HOCTelt 60JTBbHOT0, OTKPBITh JOCTYIT K €r0 00pa3oBaTeIbHbIM
1 TIpoeccroHaTbLHBIM BOZMOXKHOCTSIM.
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PucyHok 1. dparMmeHTbI KIIMHUKO-HEeHpPo@dU3No10rnyeckoro MOHUTOpuHra pebexHka co CMA Il tuna.
lMpomexxyTo4yHbie AaHHble urosp4arori AMrI (03.15; 09.15; 04.16), m.tibialis anterior

4mc 2MB > 4mc 1MmB
: o
1 H/-\g——_ 45 mA, 0,2 mc, 1Ty 1 _’-—-\//\3“-— 28 WA, 0,2 mc, 1 Ty
1 1 1 Mpeanniocka
2
2 2 —1'\/\3“‘/—‘28 MA, 0,2 mc, 1Ty
2 —‘—r‘l—q\g-—u———‘—‘_w WA, 0,2 Mc, 1 My lonoBka manobepLoBoii KOCTU
2 4wmc 500 MkB 10mc 4 mB
2
—_— N ——
1 65 WA, 0,3 uc, 1Ty 1 ————’1" 3 50mA, 0,3 mc, 1Ty
1 3 1 Mepeanniocka
2
e
2 — N 65mA, 03 Mo, 1Ty 2 2
1 3 2 - — — T ™""50mA 0,3 mc, 1Ty
1 lonoeka ManobepLoBoil KocTu

PucyHok 2. @parmeHTbl KJIINHUKO-HEerpogdunU3nosornieckoro MOHUTopuHra pebexka co CMA Il Tuna.
MpomeXxyTo4yHbie AaHHblIe CTUMYIaunoHHoi QHMI (03.15; 09.15; 04.16), n. peroneus
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PesynbtaTtbl cnuporpadgum (n = 68)
2005-2018 rr.

INerkuve

PecTpuKTMBHBLIN TUN OUCPHYHKLIMK C HAapyLLEeHneM 75 (60,5 %)

CTPYKTYpbI 06Len emkoctn nerknx — 96 (57,1 %)

3HaunTenbHbIe

- = 41 (33,1 %)
CHmxeHne nokasarterniemn XU3HeHHOM eMKOCTH
nerknx — 14 (73,8 %) Becbma
3Ha4vuTernbHble
- 8 (6,4 %)
[NoBbIWEHME NOKa3aTenen ocTato4Horo
o6bema nerknx — 143 (85,1 %) —»|  Hesrauntenshbie

68 (47,6 %)

— YMepeHHble
52 (36,4 %)

> 3HaunTenbHble
2 (1,4 %)

' Pe3kue
1 (0,7 %)

PucyHok 3. JaHHbie cnupomeTpuu nauneHToB co CMA B Bo3pacTte 5—18 ner (LUaiimyp3uH M.P.,
2012-2018)

Butamun D, no 1000 ME MynsTuBUTaMUHBI
2 pasa B CyTkM — 3 Mec. C BuTamuHom D,
cbanaHcnpoBaHHas anera,
T dumsnyeckas Harpyska

20-31 Hmonb/n t A
T > 31 Hmonb/n

KoHueHTpauusa 25-rugpokcuButamuna D

(HMonb/n)
< 20 HMonb/N O ekTmBHOCTL P [a
* ¢ BbucdocdoHaTbl
| (ubaHgpoHaTt nNo 2,51 5 mr)
ButamuH D, no 2000 ME Her Mo CXeme HernpepbIBHOro
2 pa3sa B cyTkn — 3 Mec. neyeHns

PucyHok 4. Cxema 3TanHoro MeanKkaMmeHTO3HOIo Jie4eHust octeornopo3a/ocrTeoneHun y geteii co CMA
(Waiimyp3uH M.P., 2016)
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N

KondukT naTepecoB. ABTOp 3as1BIIsIET 00 OTCYTCTBUM
KaKoro-mdo KOH(IIMKTa MHTEPECOB IPH TIOATOTOBKE TaH-
HOWM CTaTbU.
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MosyyeHo 04.04.2019 W

CniHaAbHI M’930Bi aTpodii B pAiTelt: eniaemioAoris, YeHOTUNOBI OCOBGAMBOCTI TA CYYACHI MOXXAUBOCTI
PAHHBLOT KAIHIKO-IHCTPYMEHTAAbHOI AIQrHOCTUKK

Pesrome. ¥ crarri po3risiHyTi 0cOGMMBOCTI KJIiHIYHMX TPOSIBIB
3 1Mo3ulii (PeHOTUNMOBUX OCOOIUBOCTEN MPOKCUMAJIBHUX CIi-
HasbHUX M’si30BUX atpodiii (CMA). Hanani mixkHapoaHi Bepu-
(bikoBaHi IKaau OLiHKM (PYHKIIOHATBHUX MOXIMBOCTEN MiTeit
3i CMA, peKOMEeH/I0BaHi /ISl 3aCTOCYBaHHSI B MPAKTUUHiil 0X0-
POHi 3710pOB’s ISl BipOTiTHOI OIIiIHKW AWHAMIKM 3MiH KJIiHIYHUX
MPOSIBIB 3aXBOopIoBaHHs. HaBeneHuii anantoBaHuii MiHiMaTbHUI
KJIiHIYHUI MaTepH A BiporinHoro nudepeHiitoBaHHs dhopmu
CMA B Mexax ofHiel HO30JI0TiuHO1 KaTeropii. OGroBopoOTHCS

M.R. Shaimurzin
Chechen State University, Grozny, the Russian Federation

MIDKIMCHMIUTIHAPHI 3aX0AM 3 paHHbOI AiarHOCTUKM CMA. AKILIEHT
3p00JIEHO HAa TPUBAJIOMY KJIiHiKO-eJeKTpoMiorpadiyHOMY MOHITO-
PUHTY, 1110 J03BOJISIE MPUITYCTUTH TIPOrPECYBaHHS 3aXBOPIOBaAHHS
Ha paHHiX cTaaisix. BusiBieHO OCHOBHI MPUYMHM ITOMMJIOK B Jia-
rHoctyBaHHi CMA y piteit. Po3risinyTo npobaemy peabimitaitiii-
HUX IIPOTrPaM Y BiKOBOMY aCII€KTi.

Kir04yoBi ciioBa: cninansui M’g308i atpodii; kiiHiuHi npossu;
(yHKUiOHATBHI Ta JabopaTopHi MeToAu AochiakeHHss CMA; nia-
THOCTUYHI MOMUWJIKM; MOXJIMBOCTI Tepartii

Spinal muscular atrophies in children: epidemiology, phenotypic features and modern opportunities
of early clinical and instrumental diagnosis

Abstract. The article describes the features of clinical mani-
festations from the position of phenotypic features of proximal
spinal muscular atrophies (SMA). The paper deals with the in-
ternational verified scales for performance assessment in chil-
dren with SMA, recommended for use in practical health care
in order to reliably assess the dynamics of clinical manifestations
of the disease. An adapted clinical pattern is presented for reli-
able differentiation of the SMA form within the same nosological
category. A multidisciplinary approach to the early diagnosis of

SMA is discussed. The emphasis is placed on long-term clinical
electromyographic monitoring, which allows reliably assess the
progression of the disease at the early stages. The main causes of
clinical errors in the diagnosis of SMA in children are identified.
The problem of rehabilitation programs in the context of age is
considered.

Keywords: spinal muscular atrophies; clinical manifestations;
functional and laboratory methods for SMA study; diagnostic er-
rors; treatment options

80 Mi?2KHapOAHUH HEBPOOTIYHHH 2KypHad, ISSN 2224-0713 (print), ISSN 2307-1419 (online)

N°¢ 4 (106), 2019





