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BBepeHue. MpokcumanbHas cnuHanbHas MblilweyHas atpodus 5q (5qCMA) — Taxenoe ayTocOMHO-peLecCcUBHOE HEpPBHO-
MbllieYHOE 3a601eBaHNe, XapaKTePHU3YIOLLEECS NPOrPeCCUPYIOWMMU CUMITOMAMK BSJIOTO Napasnya U MblWeYHOI aTpotum
BC/EACTBUE A€reHepauum a-MOTOHEMPOHOB NEPELHUX POrOB CMUHHOMO MO3ra, YTO 06YCNI0BNEHO MyTauuUAMK B reHe SMN1,
KOAMpyloLeM 6enoK BbXKMBAEMOCTU MOTOHeHpoHOB (SMN), c 0XMAaeMOit NPOAOMKUTENLHOCTbIO XU3HW OT HECKONbKUX
Hefiesb 1O HECKOIbKUX AECATKOB NIET, C BbIPAXKEHHbIMU OTPaHUYEHUAMN [BUTATENbHO aKTUBHOCTU. Pa3paboTka u npume-
HEHWe NpenapaTtoB MaToreHeTUYecKoN Tepanuu NO3BOJAMIM YAYYIWINTL KAYECTBO XU3HU U MPOSJIUTE CPOK OXMUAIEMON
MPOAOMIKUTENBHOCTU XMU3HU y NauueHToB co CMA. OfHMM 13 NepBbiX NpenapaTos, 3aperncTpUpoBaHHbIX HAa TEPPUTOPUM
Poccuitckoit ®egepauunu, sensietcs HycuHepceH, npeacTaBasiowmii coboit npenapar aHTUCMbICIOBbIX OJIMTOHYKIE0TUAOB,
KOTOpbIE YBEIMYMBAIOT CUHTE3 NONHOLEHHOMO 6enka SMN.

Llenb npepcTtaBneHHoin pa6oTbl — noateepanTh 3HeKTUBHOCTL U He30nacHoOCTL NpUMeHeHUs npenapara HycuHepceH
y aeteit co CMA I-IIT tuna 8 MockoBckoit o6nacTu.

Marepuanbl u meTofbl. 22 nauueHTa getckoro Bo3pacta ¢ guardosom CMA I-IIT Tuna nonyyatoT neyeHne npenaparom
HycuHepceH ¢ 2020 r. no HacToslee BpeMA. Pe3ynbratel natoreHeTUYeCKoi Tepanum npenapatom HycuHepceH oLeHuBa-
ance ¢ nomoubto wiansl CHOP INTEND y geteit co CMA I tuna v pacuimpeHHOM LWKanbl OLeHKM MOTOPHbIX yHKLMA HFMSE
y peteit co CMA II-IIT tuna.

Pe3ynbratbl. Bce naumeHTbl 3aBeplmAM 3Tan Harpy304HbIX 403: 1 NaLMEHT noiy4aer neyeHune 6onee 5 net (nposefeHo
18 BBefeHui npenapara), 3 roga (12 BBefieHuit) nevarcs 3 pebeHka, 2 ropa (9 BeeaeHwit) — 10, 6onee 1 roga (6 BBefeHuit) —
4 naumenTa, fo 1 roaa (5 BBefieHUi) — 4 pebeHka. Y naumentos co CMA I Tuna oTMeyeHo yBeNMYeHME OLEHKM B 6annax Yepes
rog, npumeHeHus npenapara. Y nauuentos co CMA I-IIT Tvna Takxe OTMEYEHO NPOrPECCUBHOE yBEMYEHWE 6ANIOB NO WKane
OLEeHKM MOTOPHbIX yHKUnit HFMSE nocne BBeaeHMs Harpy3o4Hblx 403, C fanbHeiLen NONOXUTENbHON AMHAMUKONA nocne
2 1 3 net natoreHeTUYecKoil Tepanuu. Npu oueHke 6e30NacHOCTU Npenapara HexenaresbHbIX ABNEHWI HE OTMEYEHO.

B cTaTbe Take NPUBOAATCS KNMHWYECKMUE NPUMEpDI, MOATBEPXKAAIOLWME HEOOXOAMMOCTb HauaNa NaToreHeTUYecKoi Tepa-
nuu B 6osiee paHHUE CPOKM OT NOATBEPKAEHUSA AnArHo3a.

BbiBoabl. MogTeepxaeHa 3G dekTMBHOCTL U 6e30nacHOCTb NpUMeHeHUs npenaparta HycuHepceH B yCioBUsAX peanbHOM
KNMHUYECKON NPAKTUKK y feTel ¢ pa3nnyHbiMm Tunamm CMA.
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Background. Proximal spinal muscular atrophy 5q (5g-SMA) is a severe autosomal recessive neuromuscular disorder
characterized by progressive flaccid paralysis and muscular atrophy caused by degeneration of a-motor neurons
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in the anterior horns of the spinal cord resulted from mutations in the SMN1 gene encoding the survival motor neuron
(SMN) protein. These patients have pronounced limitations of motor activity and their life expectancy is between sev-
eral weeks and several decades. The development and implementation of causal therapy improved the quality of life
and increased life expectancy of SMA patients. Nusinersen is one of the first drugs approved for SMA in the Russian
Federation. It is an antisense oligonucleotide drug that increases the production of full-length SMN protein.

Aim. To confirm the efficacy and safety of Nusinersen in children with type I-IIT SMA from Moscow region.

Materials and methods. A total of 22 patients with type I-IIT SMA have been receiving Nusinersen since 2020. Treat-
ment outcomes were evaluated using the Children’s Hospital of Philadelphia Infant Test of Neuromuscular Disorders
(CHOP INTEND) in children with type I SMA and Hammersmith Functional Motor Scale Expanded (HFMSE) in children
with type II-III SMA.

Results. All patients completed the stage of loading doses, including 1 patient treated for 5 years (18 injections),
3 patients treated for 3 years (12 injections), 10 patients treated for 2 years (9 injections), 4 patients treated for more
than 1 year (6 injections), and 4 patients treated for less than 1 year (5 injections). Patients with type I SMA demon-
strated increased scores after one year of therapy. Patients with type I-III SMA also had some improvement and higher

HFMSE after loading doses followed by positive dynamics after 2 and 3 years of therapy.
This article also contains cases that confirm the need of early treatment initiation immediately after the diagnosis.
Conclusions. We corroborated the efficacy and safety of Nusinersen in routine clinical practice for children with differ-

ent types of SMA.
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BBepeHue

CrnrHanbHbIe MbIIIeuHbIe aTpoduu (CMA) oTHOCST-
CsI K TPYIIIIe HEPBHO-MBIIICYHBIX 00JIE3HEH, XapaKTepu-
3YIOIIMXCS IPOrPeCcCUpPYIONIEil ¢1aboCcThio U aTpodueit
MBIIIII BCJICACTBHUE AeTeHEPAIIMU KJIETOK ITIePEeIHUX POTOB
CITMHHOTO MO3Ta M MOTOPHBIX SIAEP B HIDKHEN YaCTH CTBO-
ja Mmo3sra [3, 11]. B HacTos1ee BpeMs U3BECTHO HECKOIb-
Ko gecatkoB opm CMA ¢ ayTOCOMHO-TOMUHAHTHBIM,
ayTOCOMHO-PEIIECCUBHBIM U CLETUICHHBIM ¢ X-XpOMOCO-
MO TUITAMU HACJIEIOBaHMS M Pa3IMYHON Tororpadueit
MBIIIEYHOTO MOpaxkeHUs (IPOKCUMaIbHBIC, TUCTATbHBIC
u OynpbocHaIbHbBIE) [8, 16]. CaMbIM paciipocTpaHEHHBIM
BapHaHTOM SIBJISICTCSI ayTOCOMHO-pELIeCCUBHAS ITPOKCH-
MaJlbHasl CITMHaJIbHAas MbledHast atpodus 5q (SqCMA) —
TSDKEJI0e ayTOCOMHO-PEIIECCMBHOE HEPBHO-MBIIIIEYHOE 3a-
OoJieBaHME, XapaKTEePU3YIOLIEECS MPOrPEeCCUPYIOLIUMA
CHMIITOMaMU BSIJIOTO Tapajdya M MBIIICYHOU aTpohuun
BCJICIICTBHE JIETCHEPALIMH 0.-MOTOHEHPOHOB ITEPEIHUX PO-
roB crimHHOTO Mo3ra [7]. PazButue 5CMA o06ycioBieHo
MyTauusgMu B TeHe SMN 1, konupylolieM 0eJIOK BbDKIBae-
MocTu MoToHelipoHoB SMN (survival motor neuron) [2, 4,
5]. K Bo3HMKHOBeHMIO TTpoKkcuManibHOoi CMA TIpuBOJAT
MYTallMX B TenoMepHoi Konuu reHa SMN1. OCHOBHBIM
THIIOM MYTallMii B 3TOM TeHE SIBIISIIOTCSI TOMO3UTOTHBIC
JIeJIELINY 9K30HOB 7 MiIn 7—8, KOTOpbIE BBIABIAIOTCA Y 95 %
nanueHToB. [eH SMN 1 KapTupoBaH Ha XpOMOCOME 5 Y UMe-
eT LIEeHTpOMepHYIo Konuio — SMN2. OnHako reH SMN2
SIBJIIETCS (DYHKIIMOHAJIBHO HEIIOJTHOLIEHHBIM [ 3], TaK Kak
MPOAYLUPYET IMOTHOPa3MEPHBII (DYHKIIMOHATLHBIN 0eJTI0K
B OTHOCHUTEJIbHO MaJbiX KonudectBax (mpumepHo 10 %)
[1, 2]. Myrtamuu rena SMNZ2 He MOTYT OBITh IPUYUHOM

Russian Journal of Child Neurology 2022;17(3):37-42. (In Russ.).

CMA, ogHaKO YUCJIO €ro KOIUIA Ha CEromHs SBISIeTCS
OCHOBHBIM MoAuduKaTopoM 3aboneBaHus. [IpumepHO
y 80 % nmioaeit B MOMyJIILUKA HaOM0OAI0TCsT 1—2 KOMUM.
V¥V nmanuenToB co CMA pa3HooOpa3ue yncia KOIUid reHa
SMNZ2ropazno 6ombliie — ot 1 1o 6 konuii. To HeGobIIOE
KOJIMYEeCTBO (bPYHKIIMOHAIBHOIO OeJIKa, KOTOPOe IIPOIy-
LUpYeT LeHTpoMepHas Komus reHa SMN2, crioco6HO
CMSITYATh TSDKECTh TEUCHUS 3a00JIeBaHUS Y MAIMECHTOB,
MMEIOIINX YBEIMICHHOE YMCII0 Konuii TeHa. PacripocTtpa-
HeHHOCTH npokcnmanbHoit CMA cocrasiser 1 Ha 6 000—
10 000 HoBOpOXIEHHBIX [6, 9—11, 13, 15].

ITo ximmHMYecKoi KiaccuuKalmy, OCHOBAaHHOM Ha
Bo3pacTe AeOl0Ta, TSKEeCTU TeYeHUs 3a00J1eBaHUs U IIPO-
JOJDKUTEIIPHOCTU XXU3HU OOJIPHBIX, B HACTOSIIEE BPEMS
MIpUHATO BRIIEISITEH 5 hopm CMA. CMA 0 Tina Bo3HHKA-
€T BHYTPUYTPOOHO, M OXHuaaeMas IIPOIOJIKUTEIBHOCTD
JKM3HM TAKMX OOJIEHBIX COCTABIISIET 10 HECKOJIBKIX HEIEIb.
ITpu CMA I tima ne6ioT KIMHUYECKMX MPOSIBIICHUI OT-
MeydaeTcsl B Bo3pacTe oT 3 10 6 Mec, ¢ 0XUAaeMOI IIPOa0JI-
KUTEJTbHOCTBIO XM3HU MauueHToB 1o 2 net. [Ipu CMA
II Tmma Bo3spact nebrora cocrasisier 6—18 mec, u 70 %
060bHBIX JoxkuBaloT 10 25 net. [Ipu CMA 111 tuma niepBbie
CUMIITOMBI OTMEYalOTCS B Bo3pacTe crapiie 18 mec,
1 OXMIaeMasl IPOIOJLKUTEIbHOCTh XXNU3HU OOJbHBIX CO-
crapiseT 10—40 net mocie manugecrauuu. CMA 1V tuna
MaHUGbECTUPYET BO B3POCIOM BO3pacTe 1 HE MMEET Orpa-
HUYEHUN 10 OXMIAEMOM IPOIOKUTEIbHOCTH XU3HU
OONbHBIX [14].

[IpuMeHeHNe TTaTOTeHETUYECKOM TepaITiy ITO3BOJI -
JIO YJIYYIIIUTh Ka4eCTBO KMU3HM U IIPOIJIUTH CPOK OXKMIA-
€MOI1 IPOJOJKUTEIHLHOCTH XXM3HM Y TTalimeHToB co CMA.
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HycunepceH, nmpenapaT aHTUCMBICIOBBIX OJINTOHYK-
JICOTUAOB, KOTOPHIE YBEJIMUYUBAIOT CHTE3 ITOJTHOIICHHOTO
6enka SMN, 6611 omo0peH B Poccum 15 aeyeHust naim-
eHToB co CMA 16 aBrycta 2019 . HycuHepceH npoaeMoH-
CcTpupoBas yoeauTenbHylo 3POEKTUBHOCTh B IBOMHOM
CJICTIOM KIIMHITIECKOM HCCIIeIOBAaHNM Y aririeHToB co CMA
I Tuma ¢ MaHudecraueii B Bo3pacre 10 6 MeC B UCCIIEIO0-
Bannu ENDEAR n y naumenToB ¢ manudecrauneit CMA
B Bo3pacte >6 mec B uccienoBanuu CHERISH, a Takxke
3 HEKTUBHOCTD U OJIATONPUSITHBIN MPodUIIb 0€30ITacHO-
CTH B JOJTOCPOYHOM pPACIIMPEHHOM MCCICIOBAaHUU
SHINE y manmenToB co CMA pa3HbIX TUTIOB. DD HEKTUB-
HoCTh IIpenapaTa HycuHepceH Oblia olieHeHa Y TTallieHTOB
co CMA I tumna B Poccuu B yclioBUsIX peajlbHOM KJIIMHU-
YeCcKOM IpaKTUKHU B pamKax [IporpaMMbI pacIInpeHHOTO
JIOCTYTIA.

B Hameit pabote npeacTaBiaeHbl Pe3yabTaThl COOCT-
BEHHbIX HAOJIIOIeHUI TpUMeHeHus TipenapaTta Hycunep-
ceH i aevyenus nereir co CMA I—III tuna B MockoB-
CKOIf 00J1aCTH.

Ieab padoTel — TOATBEpANTH 3G (PEKTUBHOCTD U 0€3-
OITaCHOCTH IpUMEHEHUs IIpernapata HycuHepceH y neteit
co CMA I-III tuna.

Martepuanbl u metogbl

C 2020 1. To HacTosIIee BpeMs 22 maliieHTa IeTCKOTO
Bo3pacta ¢ nuarHo3oM CMA I—III tuma ronyyaror ie4eHue
npernapatom HycuHepceH Ha 6a3e reauaTpuyecKoro otaese-
Hust TBY3 MO «MockoBcKuit 00J1aCTHOI HayYHO-UCCIIeA0-
BaTeJIbCKUI KIIMHNYEeCKUIA MHCTUTYT M. M.D. Brnamummp-
CKOTO» 3a cueT cpeacTB MockoBcKoit oomactu, u ¢ 2021 . —
¢ momoIIblo 0JarorBopuTesibHOro oHma «Kpyr mobpar.
4 maupenTta co CMA I Tuna Hayam jedeHue B pamkax [1po-
rpaMMBI pacIIMPEHHOTO JIOCTYIIa Ha 0a3e IICHTPOB (heepaib-
HOT'O YPOBHSI.

Bospact manmeHTOB Ha MOMEHT Havajia BBEICHMS IIpe-
mapara coctasJisu1 oT 1 roga 4 mec o 15 et 6 mec, U3 HUX
12 manpunkoB u 10 neBouek. JAnarno3 CMA y Bcex nerteit
UMEET MOJIEKYISIPHO-TeHETUYECKOE MIOATBEPKICHNE.

PesybraTsl maTOreHeTUYECKOM TepaIliy IIperapaToM
HycunepceH olleHMBAINUCh C TIOMOIIBIO TeCTa METCKOM

3

oonpHULNB Punanenbun IIST OLEHKHM IBUTATEIbHBIX
(GYHKLMIA TIpY HEMPOMBIIIIEYHBIX 3200JIeBAHUSIX Y HOBO-
poxneHHbIX (CHOP INTEND) y mereit co CMA I tuna
U pacIIMPEeHHON IIKaJbl OLEHKN MOTOPHBIX (DYHKIIMIA
oonpHUIEI XamMmepemuT (HFMSE) y mereii co CMA 11—
III Tuna. OueHka mpoBoAMIACH IO HAadaia BBEACHUS TIpe-
nmapata 1 4epe3 1, 2 1 3 roga mpuMeHeHu TIpenapara.

Pe3synbrartbl u 06CykAEeHUE

Junarno3 CMA u tur 3a00J1eBaHus ObUIN YCTaHOBIIE-
HbI HA OCHOBAaHMM BO3pAacTa IIePBbIX CUMIITOMOB, YTO CO-
OTBETCTBYET KIIMHUYECKOM KJIacCU(DUKALIMK U IIOATBEPXKIE-
HO MOJICKYJIIPHO-TEHETUYECKUM METOIOM: OIIpelcsieHa
TOMO3UTOTHAA JeJIelnsd 7-r0 JIM0O 7—8-ro SK30HOB reHa
SMNI. 6 maumenTaM ycraHosieH guardio3 CMA 1 tumna, 8 —
CMA Il tTuna, 8 — CMA III Tuna. ¥ 11 naumeHTOB onpe-
JIeJIEHO KOJIMYEeCTBO Komuii reHa SMN2: 2 KOIIUU BbISBIE-
HBI Y 4 malmeHToB, 3 —y 5, 4 — y 2. Bo3pacrt nosiBiaeHus
IEPBbIX CUMIITOMOB M BO3PACT HayaJla MaTOre HeTUYECKOM
Tepamuu IpeacTaBlIeHbl B TA0IULIE.

Kak BuaHO U3 MpeacTaBIeHHOM TabULIbl, HAUMEHb-
LLIMIA TIEPUO/I, OT IIEPBbIX CUMIITOMOB /10 HayaJia [aToreHe-
TUYECKOI Tepanuy BhIsIBIICH y mauneHToB co CMA I tuma,
Haubonbmmii nepuon — y nereit co CMA III tuma.

CortacHO yCJIOBHOMY pa3zesieHrIo naiyeHToB co CMA
I10 YPOBHIO ABUTATEIbHOI aKTUBHOCTH, HA MOMEHT Havajia
Teparuu 3 MaluyeHTa OTHOCIKCH K KATETOPUU «HE CUISUNE»,
12 manyeHToB — K KaTerOpuM «CUAdgure», 7 MaueHTOB —
K KaTETOPUH «XOIIUME>.

ITare manmenToB co CMA I Tuia umenu pecmmpaTop-
HYIO IIOAEPXKKY: 1 M3 HUX HAXOAWICS Ha IMOCTOSTHHOM
HEMHBAa3MBHOM BEHTWISILIMM JIETKUX, 4 MallMeHTa HyX1a-
JIUCh B PECIIMPATOPHON MOAAEPXKKE BO BPpeMsI THEBHOIO
1 HOYHOT'O CHA Pa3HOi CTEIIEHU ITPOAOJIKUTEILHOCTHU. JIBa
MalKyeHTAa SIBISUIMCh HOCUTE/ISIMU FaCTPOCTOMBI.

B HacTosiee BpeMs Bce 22 manMeHTa 3aBepIIdIv
9TaIl HArPy304YHBIX 103: 1 MallMeHT Io/Iy4aeT JedyeHue 60-
Jee 5 et (BBIIOJIHEHO 18 BBemeHmii mperapara), 3 roma
(12 BBemeHumit) nevarcs 3 pebeHka, 2 roga (9 BBeaeHuUit) —
10 nauueHToB, 6osee 1 roga (6 BBemeHuil) — 4 peGeHKa,
1o 1 roma (5 BBemeHMIt) — 4 mandeHTa.

Conocmaenenue eo3pacma debroma 3a601e6aHUS U HAMANA NAMO2EHEMUHECKOLL mepanuu

Age at onset and at treatment initiation

Age at symptom onset, months

Spinal muscular

atrophy type
I 4,0 3-5
II 10,3 6—15
111 35,9 12—120

Age at treatment initiation, months

Menuana Jlnana3on
25,0 12—48
73,7 24—156
115,0 48—195
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N WA 1Y N 0O

OueHKa B 6annax / Score

WcxopHo / Baseline 1rog/ 1year

e=@==[lauyueHT 1/ Patient 1
e=@==[lauueHT 2 / Patient 2

Puc. 1. unamura oyernxu no wixare CHOP INTEND y demeii co CMA I muna
Fig. 1. CHOP INTEND response in children with type I SMA

Onenka o mkajge CHOP INTEND mnposoguiach
TOJNBKO y 2 mareHToB co CMA I tuma (puc. 1), mocKois-
Ky 4 naumeHTa 10 Havana Tepanuu B ['bY3 MO «MockoB-
CKUi1 00J1aCTHOI HayYHO-UCCJIeI0BATEeIbCKUM KIMHUYe-
ckuit mHCTUTYT M. M.®. BraguMmupckoro» Havaau
ITOJIyJaTh Tepanuio B paMkax [IporpaMmbl pacimmpeHHOTO
JIOCTYIIA U TTEPEIUTM B KATETOPUIO «CUISYME» C TIPUOOpE-
TEHUEM HOBBIX MOTOPHBIX HABBIKOB, U OLICHUBAJIACH YK€
o mkaie HFMSE.

Kaxk BumHO u3 puc. 1, oTMevaeTcs yBeITMIEeHHUE OLIEHKI
B 6ajurax mo mkage CHOP INTEND. V¥ nammenra 1 —
yBenuueHue ¢ 1 6amia go 3, 94To B KIMHUYECKOM KapTUHE
COOTBETCTBOBAJIO U3HAYATIbHO SAMHUIHBIM ABIKCHUSIM
B MMaJIblIe KUCTHU IO MOSBJICHUST EAUHUYHBIX IBVKCHUI
B KHUCTsIX pyK. Co CJIOB MaTepu, YBEJIUYMIOCHh BpeMs
0e3 pecnUpaTOPHOM MOAAEPXKKU: OT MMOCTOSTHHOI B Te-
YeHHE CYTOK HEWHBA3MBHOM BEHTWJISIIUHU JIETKHX
no 7,0—7,5 4/cyT Bo BpeMsi OOIPCTBOBAHMS O€3 peCIy-
PaTOPHOM MOMACPXKKHU. Y MallMeHTa 2 OTMEYEHO YBEJIN-
yeHue ¢ 2 10 8 6aaoB 3a 1 rom HaAOMIOAEHUS, UTO KIIM-
HUYECKM BBIPAXaJloCh B BO3MOXHOCTH IIOBOPOTOB
TOJIOBBHI B CTOPOHBI M KPAaTKOBPEMEHHOM YIIEep>KaHUH €€
B CpeAMHHOM TosioxkeHUU. OHAKO B CBSI3U C YaCTHIMU
ITHEBMOHUSIMU BPeMSI PECITMPATOPHON MOIIEPKKH YBE-
JIMIUJIOCH, OBLJIa YCTAHOBJIEHA TPAXeoCTOMA.

Hike npuBeneHa quHaMKKa OLIEHKH T10 IIIKaJIe OLIeH-
ku MotopHbIX ¢pyHKuMi HFMSE otnenbHO y malimeHToB,
OTHOCSIIIMXCH K KATETOPUSAM <«CUISIYME» U «XOASTYUE»,
B CBSI3U C BBIPAXXCHHBIM Pa30pOCOM 3HAYCHUI B JaHHBIX
KaTeTOPHSIX.

B rpynny nauueHToB, CIIOCOOHBIX CUETh, OTHECEHBI
u 3 nmaunreHTa co CMA 1 tuma, KoTopble HaYaJld IT0JIy4aTh
Teparnuto no IIporpamMe paciipeHHOro JocTyna. Y aTux
MMAIleHTOB OBUIM OTMEYCHBI ITOJIOXMTEIbHAS TMHAMMUKA
1 TIpHOOpETeHNE HOBBIX MOTOPHBIX HABBIKOB, B TOM YHCIIC
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Puc. 2. lunamuxa oueniu momopnwix gyuxyut no wixase HEMSE y nayu-
enmos co CMA I—I111 muna 6 kameeopuu «cudsuue»
Fig. 2. HFMSE response in children with type I—I11 SMA (seated)

U CIIOCOOHOCTHU cuIeTh. TaKMM 00pa3oM, B TaHHYIO IPyII-
my Bouny rmanueHTsl co CMA 1 u Il Tuna u 1 maumeHT co
CMA 111 tuma, KOTopblil yTpaTHi CITOCOOHOCTH K X0Ib0e
B CBSI3U C JJIUTEJIbHBIM IIEPUOIOM MEXIY Ne0I0TOM 3a00-
JICBaHUS M HAYaJIOM TepaIlvi.

B maHHoOI1 rpyTITIe MAIMEHTOB MCXOMHAS OIIEHKA 10 IITKa-
e HFMSE cocraBuna 17,8 & 11,7 6anna, 4yepe3 To mpuMe-
HeHusd Tipenapata — 18,2 + 10,8 6amna, yepe3 2 roga —
23,3 £ 9,0 6aia, coycts 6osee 3 et — 28,0 £ 5,6 6auia
(puc. 2).

JIBa maliMeHTa U3 JTaHHOM TpyMITBEl Ha (poHe peabuin-
TAIIMOHHBIX 3aHATHI ITOCTETICHHO IPHUOOPETAIOT HABBIK
CTOSITh Y OIIOPbI 6€3 OpPTE30B.

¥ 1 nauueHTa U3 JaHHOM TPYIIILI T10C/IE BBEACHUS
Harpy309HBIX 103 OTMEYAIOCh PE3KOe YMEHBIIICHHE OLICH-
ku o mikainel HFMSE ¢ 13/40 no 9/40 6annos, 4yTo ObLIO
CBSI3aHO C MIEpeHEeCEHHOM BUPYCHOM MH(EKIIMEi, TpoTe-
KaBIIEW IJIMTEJIbHOE BPEMS C MOBBIIICHHON TeMIepaTy-
POI1; BOCCTAaHOBJICHNE OLICHKM 10 UCXOTHBIX 13/40 6auioB
JMOCTUTHYTO K 2-My TOAY IPUMEHEHMS TIperrapara.

V 3 maumneHTOB, CITOCOOHBIX CUIETh, HECMOTPSI Ha YBe-
JmyeHne oleHKH 110 mKajae HFMSE, ormedeHs! ObIcTpOE
¥ BBIpaXXCHHOE IIPOTPECCUPOBaHNE CKOJIMO03a U (DOPMHU-
poBaHue neopMali TPYITHOM KICTKH.

W3 maneHToB, UMEIOIINX HAaBBIK XOMBOKI (TTAIIeHTHI
co CMA 111l tuna), Toapko y 1 pedeHKa olieHKa I10 IIKajie
1-1 vactu mkaiast HFMSE ucxonno cocrasma 35/40 6an-
JI0B 1 yBenmumiaach 1o 40/40 mocite 2 et mpremMa Ipermna-
pata. Bce octanbHBIe 4 TTalMeHTa UMEJTA UCXOTHYIO OIICH-
Ky 40/40 6aynos.

OneHKa (pyHKIIMIT MOTOPHBIX HABBIKOB Y TJAHHOM TPYyTI-
bl AETEM MPOBOAMJIACH YXKE€ II0 PACIIMPEHHOMN IIKaje
HFMSE. /o Hauasa ie4yeHns OLIEHKA B CPEeIHEM COCTaBJIsI-
na 55,3 £ 11,7 6anmna, yepe3 rol IpMMEHEHUs IIpernapara —
59,0 + 8,7 6aa, uepes 2 rona — 61,0 £ 5,2 Gasuia.
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Takuim 06pa3oM, Mbl BUIMM YBEJTMUEHUE Oa/LUTbHON OLIEH-
KU I10 IIKaJIaM Y TTallieHTOB co BceMu TutiamMut CMA. TTomu-
MO 3TOr0, BCE POIUTEJIN AETEN OTMEYAIOT MOJO0XUTEIbHYIO
NIUHAMMKY B BUJE YBEJIUYEHUS BBIHOCIUBOCTU, YTO MPO-
sIBJIsIeTCS B O0Jiee 3(p(HeKTUBHOM M JIUTUTEILHOM IIPOBEIE-
HUU peaObMINTALIMOHHBIX MeponpusaTuil. Y gereit co CMA
| Tuna poauTtenn oTMEYAIOT YMEHBIIEHUE CIIOHOTEYEHMS,
MOSIBJIEHUE HAaBbIKA OTKALJIMBAHUS CJIIOHBI.

C y4eTOM MHTpATEeKaJIbHOTO IyTH BBEACHMUS IIperia-
para BCceM MalMeHTaM IPOBOAWIACH JIOMOaIbHasl MyHK-
111 TI0 CTAHIAPTHOW METOJIMKE.

I1pu npoBeneHUn Npoueaypbl U3HAYATBHO MCIOJb-
30BaJIaCh BHYTPUBEHHAs aHECTE3UsI, YTO, MPEXIE BCETO,
OBLIIO CBSI3aHO C OMNACeHUSIMU poauTelieil Mo moBoay 00-
JIEBHEHHOCTU Mpoueaypbl. B nanbHelileM nmpakTuyecKu
BCE POIUTEIN OTKA3AJIUCh OT IPUMEHEHUSI BHYTPMBEHHOM
aHeCTe31M, U B HACTosIIIee BpeMsl 1o, o01M 006e300J11-
BaHUEM IIPOLIEAYpa IIPOBOIUTCS TOIBKO 3 TTALIMEHTaM, YTO
CBS3aHO, MIPEXJIE BCETO, C MOBBIIIEHHON SMOIIMOHAIBHON
JIAOMJILHOCTBIO U TPEBOXKHOCTBIO 3TUX AETEH, UYTO MELIAET
3a(bMKCHUPOBATh OIIPENEICHHOE TIOJIOXKEHIE, HEOOXOMMMOe
JIJ151 TIPOBEACHUST MAHUITYJISILUU U TAJIbHEMIIIETO BBEAEHUS
JIEKapCTBEHHOTO Ipenapara.

OcltoXXHEHMIT BO BpeMsI TTPOBeIeHUS JTIOMOATbHOM
IyHKLIM ¥ BBEIICHUS TIpeTiapaTa He OTMEUYCHO. Y 4 TmalmeH-
TOB MMEIOTCSI TEXHUIECKKUE TPYAHOCTH, CBSI3aHHBIC C BbI-
paxkeHHOI nedopMallieil MO3BOHOUYHMKA U HAJIUYUEM
y 1 U3 HUX METAJZIOKOHCTPYKLIMIA.

ITocTnyHKUMOHHBIMA CUHAPOM B BUJIE TOJIOBHOM 001U,
pBOTHI oT™Mevancst y 17 (77,3 %) nmauneHToB B Iepros Habo-
pa Harpy304HbIX 103. B HacTos1ee Bpemsi TONBKO | maluueHT
OTMeYaeT HaJIMUKe TOJI0BHOM 00/ 1 pBOTHI HA CJIEAYIOLIIA
JIEHb T10CJI€ TTPOBEIECHUS JIIOMOATBHOM IMTyHKIIWH.

B xauectBe nmpuMepa 3pHEeKTUBHOCTH Tepanmu 1mpe-
napatoM HycuHepceH, HauaToil Ha paHHUX CpOKax Mocjie
MOATBEPXKICHUS AMArHO3a U PETYJISIPHBIX KYPCOB peabu-
JIMTAIMOHHBIX MEPONPUSATUI, XOTEJOCh Obl MPUBECTU
KIIMHUYECKUM CIIy4ai.

KnuHunuyeckui cnyyaim 1

ITayuenm 4 sem co CMA I muna. U3 anamnesa uzsecm-
HO, 4Mo ¢ podcOeHus: podument oopawaIu 6HUMAHUE HA 00-
WYH0 MbIULEUHYIO 2UNOMOHUIO U HeakmueHoe cocanue. B 1200
3 mec nposeder MOAeKYAAPHO-2eHeMUYeCKULl AHAAU3 U 6bl-
sae6aeHa deneyusi 3k30Ha 7 eena SMN1 6 eomozueomnom co-
cmosinuu. Iloomeepucden duaernoz CMA I muna. Buiseaeno
3 konuu eena SMN2. B 1 200 § mec hauama mepanus npe-
napamom Hycunepcen no Ilpoepamme pacuiuperroeo docmy-
na. Ha momenm navana mepanuu, co2AacHo npedocmaeneH-
HOU MeOUUUHCKOU 0OKyMeHmauuu, pe6eHoK He yoepicugan
20108Y 8 8EPMUKANLHOM NOAONCEHUU U 8 NOAONCEHUU HA HCU-
some, camocmosmenvro He cudea. Ilo npoepamme pebeHok
noayyun 5 66edenuii u 0458 NPOOOANCEHUS MEPANUU NOCMYRUA

6 neduampuueckoe omdenerue I'bY3 MO «Mockoeéckuii 06-
AACMHOU HAYMHO-UCCAe008aMenbCK ULl KAUHUMECKULL UHCMU-
mym um. M.D. Bradumupckoeo».

Ha momenm nocmynaenusi pebeHok yice moe cudems,
Y0epicusan 20108y 8 6epmuKarbHom noaoxcenuu. Ouenka no
wkane HFMSE nocae 7-20 66edenus cocmasuna 30/40 6an-
108. [lomumo 3mozo opmonedom ommeueHo yMeHblUeHUEe
degpopmayuu epyOdHOll KaemKU, 8aAb2YCHO20 OMKAOHEHUs]
2oeHeil, HecmabuavHocmu 6 mazobedpernvix cycmaesax. Ilo-
cae 10-20 e6edenus oyenka cocmasuna yyce 34/40 6annos.
Pebenok camocmosmenvHo nepegopauugaemcs, caoumcs,
noasaem, Modcem CMosimb ) ONOPbl, deadaem NONbIMKU Ca-
MocmosimenvHoil Xxo0w0bl. TIpodoascaromes npuem npenapa-
ma Hycunepcen u npogedenue pecyasipHuix Kypcos peabunu-
MAYUOHHBIX MepOnpUsmuil Hapsoy ¢ eicedHeGHbIMU
3aHAMUAMU 00MA ¢ POOUMENSIMU, YO CHOCOOCMBYem NPUo-
OpemeHuI0 nayUeHmom HO8bIX MOMOPHbBIX HABbIKOG.

Bropoii KinumHn4YecKurii IpuMep HarIsiAHO TTOATBEPKAa-
€T HEeoOXOAMMOCTh Hayajia MaTOTEHETUYECKOW Tepanuu
B KaK MOXHO 00Jiee paHHUE CPOKU OT MOMEHTA MOSIBIICHUS
TEPBBIX CUMITTOMOB U MOATBEpKneHUs tuarHoza CMA, uro
yBennuuBaeT 3 GEeKTUBHOCTD ITPOBOANMOM TEPATTAMN.

KnuHuueckuit cnyyai 2

ITlayuenm 17 aem co CMA I1I muna. B eospacme 1,5 eoda
(2005 2.) mamb ommemuna HapyuieHue NOX00KU — «HOUamblea-
Hue». B 3 200a (2007 2.) nposedena ceemosas mukpockonust 6u-
ONnmMama cKeAemHoll MbliuYbl, 20e 8biA8AEHA PE3KO BbIPAICEHHA
KapmuHa HetipoeeHHol mvluteHoi ampoguu (no muny CMA).
B 3 200a 5 mec npogeden monekyaapHoO-eeHemu4ecKuil aHanu3
u evisieneHa deneuyust 7—8-20 k30106 2eHa SMN 1 6 como3ueomHom
cocmosHuu. Koauuecmeo konuii eena SMN2 ne onpedeasinu.

Ilepuoduuecku npoxodun Kypcel peadbusumayuoHHol me-
panuu. Tlamoeenemuyeckas mepanus npenapamom Hycunepcen
Hauama 6 mae 2020 . 6 sospacme 15 rem 6 mec.

Co cr106 mamepu, bbicmpblil peepecc MOMOPHbIX QYHKYUL
Hauaacs 3a 6 mec do Hauana ggedenus npenapama. /[o smo-
20 @pemMeHU pebeHOK noceujan o0u,eobpazo08amensryrO UKoY,
Kyda xodun camocmosmenvto. TpyOHocmu 803HUKAAU NPU OAU-
menvHoIl Xo0bbe U HowleHuu msicenoeo nopmeens. 3a 6 mec
pebeHok npaKxmuvecKu ympamusa Hagblk Xo0s0bl. Moe cmosame
Y OnOpbL U nepedsueamsbCsi ¢ NOMOWbIO PYK, Nepecmaensis
Hoeu. llo eedenus npenapama ouenka no wkare HFMSFE
cocmaensina 34/40 bannos, uepes 200 chuzunace do 26/40 6an-
108, uepes 2 200a — do 20/40 6annos. Ilpoepeccusroe cHuxiceHue
0aNbHOIL OUEHKU CBSI3aHO0 U C HedicenanuemM nayueHma Ha gote
NOHUICEHH020 HACMPOEHUsl NPOX00UMb PeaduIumayuoHHble
Kypcol. Cmenens ckoauosa 3a 200 om Havana mepanuy yeeau-
yunacs ¢ 1 do 111 ¢ degpopmauyueil epyonoil knemxu.

JlaHHBINM KIMHUYECKUI TpUMED ellie pa3 IMOATBepKaaeT
HEOOXOMMMOCTh HAYMHATb MTATOTEHETMYECKYIO TEPATMIO B KK
MOXHO 0Oosiee paHHUe cpoku. K coxkanieHuto, TaHHbI! naiu-
€HT Hayal IoJTy4YaTh Teparuio TOIbKO crycTs 12 et u 1 Mec
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ITOCJIe TIOATBEPKICHNUS AUArHO3a B CBSI3U C OTCYTCTBHEM
Ha TOT MOMEHT IIpeIrapaToB MaTOr¢HETYECKOM TePaITiu.
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