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Lleab ucciienoBanusi. AHAJIN3 €CTECTBEHHOTO TeYyeHHs CMMHAJILHOM MbleyHo¥# aTrpoduu 1-ro Tna y nereii ¢ 1e010ToM 3a001€BaHUs
110 6 Mec B pOCCHIICKOIi MOMY/ISIMY NALMEHTOB.

Marepuana U MeTObl MccienoBaHus. B peTpocneKTHBHOE MHOTOIIEHTPOBOE MCCJIE0BAHME BOILIM JaHHbIe 54 /eTeii ¢ yCTAHOB-
JIEHHBIM JJUATHO30M CIIMHAJIbHOIi MbIIIeYHOIi aTpohun 1-ro THNA, KOTOPbIE He MOJIYYATH TEPANMIO NPENnapaTaMu HyCHHEePCeH, PHCIH-
iam, GpaHaniamM, OHACEMHOTeH a0enapBOBeK-KCaiioi WM APYTMMH AHTHCMBICJIOBBIMH OJIMTOHYKJICOTHIAMH /CeJIeKTHBHBIMH MO/IH-
c¢ukaropamu cruiaiicuira rea SMN2 WM reHOTepaneBTHYECKMMH Npenaparamu it Tpancaykuuu rena SMNI1. Ha ocHoBaHun
MeJINIMHCKUX JTOKYMEHTOB COOPAaHA BCS JOCTYNMHAS WH(GOPMALHMSA 0 COCTOSHUU 30POBbS JieTeil, He00X0AMMOCTH PeCIMPATOPHOI
MO/IEPKKH M JIETAJIBHOT0 UCX0/1A MJIM HAYAJIA JINTEIbHOM UCKYCCTBEHHO! BEHTH/ISIIAM JIETKHX.

Pe3ynbratel. Menana BpeMeHH OT POXKIEHHS /10 HACTYIIEH!S] KOMOMHHUPOBAHHOTO COOBITHS (JIETAJBHBI HCXO/ WM HAYAJIO JITH-
TEeJbHOI PeCUPATOPHOIl MONIEPKKH), ONpesiesieHHas ¢ nmomompio Metona Kannana—Meiiepa, cocraBuna 365 [269; 409] nneit
(12 mec). Y 22 u3 54 nereii OblIa M3BeCTHA gaTa cMepTu. MeauaHa Bo3pacTa, NPy KOTOPOM (DMKCHPOBAJICS JIETAIbHbIA UCXO],
coctasuia 301,5 [181; 375] nua (9,9 mec). ¥V 15 u3 54 nanuenTos ObL1a M3BECTHA 1aTA HAYAJIA JIJIMTE]ILHOI PECIMPATOPHON MO -
JIepKKH, MeauaHa KoTtoporo coctasuaa 180 [91; 276] aueii (5,9 mec). ¥ 5 u3 54 nereit ObLIM H3BECTHBI M AT HAYAJIA JJIMTEIbHOM
pecnupaTopHoii MOIEPKKH, M 1aTa JIETAJbHOTO UCXO/1a, TIPU 3TOM YCTAHOBJIEHO, YTO MeHAHA BPeMEHH OT HAYAJA JIJIUTE]IbHOM
PeCHHpPATOPHOIi MONIEPKKH 10 HACTYILIEHHS JIETAJILHOTO HCX0a y 9THX AeTeii coctasisier 361 [135; 619] nenn (11,87 mec).

ITo nannbiM aHanau3a noarpynnbl u3 32 neteid, 11 KOTOPBIX ObLIA AOCTYNHA MHGOPMANKUSA 0 BPeMEHH HAYA/IA NPOAOKUTEbHOI
PeCHUpPATOPHOIl MONIEPKKH U/WIH O aTe JETAIBHOIO MCX0/1a, MeJHAHA BPeMEHH OT POXKIEHHUS 10 KOMOMHUPOBAHHOTO COOBITHS
cocraBuia 245,5 [173; 331] aueii (8,07 mec).

3akimouenne. B xone peTpoCneKTHBHOIO MCCJIEJOBAHMS MOJYYeHb! JaHHbIE O BPEMEHH HAYaJla MOCTOSIHHOI PecnUpaToOpHOi Moj-
JIePKKU M BPEMEHH HACTYILIEHHs JIeTAJbHOTO MCX0A OT JAThl POKIAEHHS B OTCYTCTBHE MATOreHETHYECKOTO JieYyeHHs 3200 1eBaHus
y JeTeii co CIMUHAJIbHOI MbIleyHoi aTtpodueii 1-ro Tuna. I[loayyeHHble TaHHBIE B POCCHIICKO# MOMY/ISINHA 00JbHBIX JeTeil COno-
CTABUMBI C OIYOJIMKOBAHHBIMH MEXKIYHAPOIHBIMA JAHHBIMU. DTH CBEIEHHS] MOTYT OBITb MOJIE3HbI /ISl IOTOJHUTEIbHON ONEHKH
COCTOSIHUS 310POBbSI MAMEHTOB, MOJYYABUINX MPENapaThl, BIUSIONME HA ypoBeHb 0esika SMN B opranu3Me, a TaKiKe KaK OnopHbie
JaHHbBIE NP Pa3padoTKe HOBBIX MOIXOIO0B TePANUH.

Karouesote caoea: demu, cnunanvras moiuieuras ampogusi 1-eo muna, 6oaesnv Beponuea—Ilogpgmanna, een SMN 1, een SMN2, ecme-
cmeeHHoe meuerue.
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Brodasey /. B. u coagm. PeTpocTIeKTUBHBIIT aHATTM3 eCTECTBEHHOTO TeUSHHS CIIMHATBHOI MBIIIETHOI aTpodhnu 1-ro TuMa y feTeit

Objective. To analyze the natural course of type 1 spinal muscular atrophy in children with the onset of the disease up to 6 months
in the Russian population.

Material and methods. The retrospective multicenter study included data of 54 children with an established diagnosis of type 1 spinal
muscular atrophy who did not receive therapy with nusinersen, risdiplam, branaplam, onasemogen abeparvovec-xioi, or other anti-
sense oligonucleotides / selective SMN2 splicing modifiers or gene therapy drugs for SMN1 gene transduction. Based on medical
records, the scientists have collected all available information on the health status of children, the need for respiratory support and
death or start of long-term mechanical ventilation.

Results. The median time from birth to the onset of the combined event (death or initiation of long-term respiratory support), deter-
mined using the Kaplan-Meier method, was 365 [269; 409] days (12 months). The date of death was known in 22 out of 54 chil-
dren. The median age of death was 301,5 [181; 375] days (9,9 months). The initiation date of long-term respiratory support was
known in 15 of 54 patients, the median was 180 [91; 276] days (5,9 months). Both the start date of long-term respiratory support
and the date of death were known in 5 of 54 children; while it was found that the median time from the initiation of long-term respira-
tory support to death in these children was 361 [135; 619] day (11,87 months).

In a subgroup of 32 children with available date of initiation of long-term respiratory support and / or the date of death, the median
time from birth to the combined event was 245,5 [173; 331] days (8,07 months).

Conclusion. In the course of a retrospective study, the authors obtained the information on the date of the onset of constant respi-
ratory support and the date of death from the date of birth in the absence of pathogenetic treatment in children with type 1 spinal
muscular atrophy. The data obtained in the Russian population are comparable with the published international data. This informa-
tion can be useful for additional assessment of the health status of patients who received drugs affecting the level of SMIN protein
in the body, as well as reference data for the development of new approaches to therapy.

Key words: children, type 1 spinal muscular atrophy, Werdnig- Hoffmann disease, SMN I gene, SMN2 gene, natural course.
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CHI/IHaIILHHe MbIIIIEUYHbIE aTpOPUU — TeHETUUYECKU
reTeporeHHasi rpyrma 3a0oJieBaHUM, XapaKTepu-
3YIOIIAsICS TIPOTPECCUPYIOLIEH MereHepaleii U ruoesbio
JIBUTATEJIbHBIX HEHPOHOB T€PEIHUX POTOB CIIMHHOTO
MO3ra, a TakXe B psijie CIydyaeB siep CTBOJIA TOJIOBHOTO
mo3ra [1, 2]. CnuHanbHast MbllliedyHast aTpodusi ¢ 1edio-
TOM B paHHEM BO3pacTe — OIHa M3 BEAYIIUX MPUYUH
CMEpPTHOCTHU Yy JIeTell C HacJIeNCTBEHHBbIMU OOJE3HSIMU.
PacrnipocTpaHeHHOCTh 3TOro 3a00JIeBaHUSI COCTaBIISIET
1 ciyyvaii Ha 10 ThIC. JKUBOPOKAEHUI, YACTOTa HOCUTEb-
ctBa myTauuu B reHe SMN 1 oueHuBaetcs kak 1:54 3, 4].
CaMoii pacrpoCcTpaHEHHOI MOJIEKYJISIpPHO-TEHETUYe-
ckoii (opmoit 3abosieBaHMSI, HA KOTOPYIO MPUXOAMUTCS
85—95% Bcex 3apeTMCTPUPOBAHHBIX CITy4aeB, SIBIISICTCS

5q-crvHagbHast MblllieyHast aTpodus, WIK TPOKCUMAITb-
Has CIMHaJbHas MblmeyHas atpodwus [1, 5]. Dro 3a60-
JieBaHUe OOYCITOBJIEHO Jeselineil u (MIu) MyTalyeil reHa
SMN1 (ot aHr. survival motor neuron — T€H GbIICUBAHUS
deueamenvroeo Heiipona) [1, 2, 5, 6]. Ten SMN1 pactniono-
JKeH B 00J1aCTM IJTMHHOTO TuIeYa XPOMOCOMEI 5, coaep-
XKameit Takke reH SMN2. SMNI1 n SMN2 pa3nnyarorcs
MATBI0 HYKJICOTUAAMU, OOWH M3 KOTOPBIX HAXOIWUTCS
B KoAupylolleit 00J1acTi B 7-M 9K30HE. DTO U3MEHEHHUE
MOCJIEIOBATEIBHOCTA BJIWSIET Ha CIUIAWCHHT, TPUBOIS
K CHUIKEHUIO 9KCIIPECCUU TTOJTHOPA3MEPHOTO (DYHKIINO-
HajbHOTO Oenka reHoM SMN2 |3, 7]. ZKuBopoxkaeHHbBIE
JETU, y KOTOPBIX OTCYTCTBYET (DYHKIMOHAIBHBIA TeH
SMNI, umeror kKak MuHuMyM 1 koo reHa SMN2 [1, 3].
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OPUIrNHAJIbHBIE C

b

YcraHoBneHa oOpaTHasi 3aBUCUMOCTb MEXIY TSKECTbIO
TeyeHUs! 3a00JiIeBaHUs U KOJTMYECTBOM Koruii reHa SMN2
[3, 8]. IlokazaHo, 4YTO MALIMEHTHI C TSLKEJIOU (POpPMOIA CITH -
HaJIbHO MbIILIeYHOI aTpodun 1-ro Timna umeroT ot 1 10 2
konuit reHa SMN2, y neTeil co CMMHAIBbHON MbIILIEYHOM
arpodueii 2-ro tTuna reH SMN2 B OCHOBHOM MpeACTaB-
JIeH 2—3 KONUsIMU, a OOJIBIIMHCTBO TMAllMEHTOB CO CITH-
HaJIbHOM MbIlIeYHO# aTpodueit 3-ro Tuna umeer ot 3—4
1o 5—6 xormii reHa SMN2 [1].

B Hactosiiiee Bpemsi Hanbosiee pacrpoCTpaHeHHast
Ki1accuduKalusl CIUHAJIBHON MBIIIEYHONW aTpodun
y JeTell BKJIHOYAeT 3 TUMa B 3aBUCMMOCTU OT BO3pa-
cTa Ha MOMEHT ne0roTa 3a00JjieBaHUSI U CIIOCOOHOCTH
pebeHKa AOCTUTaTh OIpeAesIeHHBIX 3TAarloB MOTOPHOTO
passutusa [3, 7]. CnuHaibHas MbIlIeyHas aTtpodus
I-ro Tuna (MnameHveckast ¢opma, wim 6oie3Hb Bepa-
nura—loddmanna) — Hambosee TsKenass MU pacrpo-
CTpaHeHHas; 9TOT TUIT uMeeTcs y 6ojee 60% mauneHTOB
[1, 9]. 3aboneBaHue xapakTepusyeTcsl 1e0I0TOM B BO3pa-
cTe 1o 6 Mec, HAIMYMEM TaKWX CUMIITOMOB, KaK BbIpa-
JKeHHasl MbIllIeyHast c1aboCTh, MbIIIEUHAsT TUTIOTOHUS,
HapylleHUe TJOoTaHMs; (DOpMUPOBAHUE IBUTATETbHBIX
HaBBIKOB 3HAYUTEJbHO HapyIIEHO TpU HOPMaJIbHOM
YPOBHE TICUXOpEUYEeBOTO pa3BuTHs. be3 mnpumMeHeHus
Tepanuy, HampaBJIeHHOW Ha M3MEHEHWEe YpPOBHSI Oeika
SMN, netd co CHOMHAJIBHON MBIIIEYHON aTpodueit
1-ro TUIa HUKOTAAa HEe JOCTUTAIOT TaKO BEXW MOTOPHOTO
pa3BUTHSI, KaK CHOCOOHOCTb CUIETh 0€3 MOIEePKKU.
CMepTh WM TOTPEOHOCTh B TMOCTOSTHHOW MCKYCCTBEH-
Hoii BeHTwsiuuu Jerkux (MBJI) nactynaet 1o goctuxe-
HUS peOeHKOM IBYXJIETHEro Bo3pacra [1, 3, 7].

3a mocnienHee AecATUIETHE B Teparuu 3a00JieBaHUS
OCYILIECTBJIEH MPOPHIB, TaK KaK BIEpBbIe ObLIN pa3pado-
TaHBI TIperapaThbl, CIIOCOOHBIE TTOBBIIIATH YPOBEHDb OeKa
SMN B opranuzme uenoBeka. [lepBbIM 0100peHHBIM
npernapaToM Ha Tepputopuu Poccuiickoit ®enepanun
cran HycuHepceH (2019r1), ocennio 2020T. B Poccum
0/100peH K TIPUMEHEHUIO CEJIEKTUBHBII MOIupUKaTOp
cruialicuara reHa SMN2 pucouiiam, B pse cTpaH pas-
pellieHre Ha MpPUMEHEHME TIoJydyusa TeHHasl Teparus
st TpaHeayKuuu reHa SMN1. DddekTuBHOCTD Tiepe-
YUCJIEHHBIX BUJIOB JIEYEHUSI M CITIOCOOHOCTh OKa3bIBaTh
3HAYMMOE BJIMSIHUE Ha TeuyeHue 3a00JieBaHUS TOKa3aHbI
B paMKax KJIMHUYEeCKUX ncciiemoBanmii [10].

CrtpemuTesbHbIE M3MEHEHUS B IIOAXOME K Bele-
HUIO TIAIIMEHTOB TOAYEPKHYJIM HEOOXOAMMOCTh cOOpa
U CUCTEMAaTU3allMM JAHHBIX O €CTECTBEHHOM TEYEHUU
CMUHAJIBHOW MBIILIEYHOI aTpoduun 1-ro TUIa B poCcCuii-
CKOW MOmyJsIlMKA NauueHToB. B mepByto ouepens npen-
CTaBJISIETCSI BaXKHBIM OMpeJeIeHUEe TaKOro IoKaszaTesis,
KakK BpeMsI 10 HACTYIUICHHUS JIETAIbHOTO MCXO/a OT JaThl
pPOXIIeHUSI, a TaKXKe CITOCOOHOCTb K JOCTUKEHUIO OTpe-
NIeJIEHHBIX MOTOPHBIX BeX pa3Butus. OrpeneneHne 3TUX
rmokasaTtesieil B paMKaX PeTpOCHEKTUBHOIO MCCJeloBa-
HUs B TIOMYJISIUMU POCCUACKMUX IallMeHTOB MO3BOJIUT
BBITIOJIHSITh  IOTIOJTHUTEJIBHYIO OIIEHKY MCITOJIb3yeMOi
Teparnuy B KJIMHWYECKOHN TpaKTHKe, MOJIydeHHbIE JaH-

HbIe MOTYT OBITH TIOJIE3HBI TIPU TIOCTPOEHUU (apMaKo-
SKOHOMMYECKUX Mmoneieil. KpoMme Toro, wmHdopMamus
O ©CTeCTBEHHOM TeYeHMHN 3a0ojieBaHUSI MOXET ObITh
WUCIIOJIb30BaHAa MpPU pa3paboTKe TulaHa KIMHUYECKUX
WCCIIEIOBaHUI  HOBBIX JIEKAPCTBEHHBIX —TperapaToB
IIJIST TepaTriiv CITMHAJILHOM MBIIIIEYHOM aTpodun.

Takum 00pa3oM, 1E/bI0 PETPOCTIEKTUBHOTO MHOTO-
LIEHTPOBOTO MCCIIeIOBaHUSI ObIT aHAJIUM3 €CTECTBEHHOTO
TeYeHUs CITMHAJIBHON MBIIIEYHON aTpoduu 1-ro tmma
y eTeli ¢ 1e6oToM 3a00J1eBaHus 10 6 MecC.

MaTepuan n metoabl ucCnenoBaHUs

PerpocriekTuBHBII COOp TAHHBIX O €CTECTBEHHOM Tede-
HUU CMIUHAJIBHON MBIIIEYHOI aTpoduu 1-To TMMa y aerei
TMPOBOAMIIN B 8 JIeueOHO-TIPO(PMITAKTUYECKIX YIPEXKICHUSIX
(JITTY) Ha tepputopuu Poccuiickoit denepatvn. Ha ocHo-
BaHUM MEIULIMHCKON TOKYMEHTAllMM JaHHbIE MallueHTOB
BHOCWJIM B 3JIEKTPOHHYIO MHAWBUIYAJIbHYIO PEerucTpary-
OHHYIO KapTy. B COOTBETCTBMU ¢ YMCIIOM 3amuceit B Meau-
muHcKoi nokymeHTauu JITTY B perucrpaiimoHHOl KapTe
3aTOJTHSJTA BUSUTHI COTJIACHO XPOHOJIOTMYECKOMY TIOPSIIKY,
B KOTOPOM TAIlMEHT Mocelial Jievaiero Bpava. st Kax-
JIOTO TalMeHTa ObUIa TIPeayCMOTpeHa BO3MOXHOCTh BHE-
CeHMS JII0OOTO YrcIa MPOBEACHHbBIX paHee BU3UTOB B AJI€K-
TPOHHYIO MHAMBUIYATbHYIO PETUCTPALIMOHHYIO KapTy.

PeructpupoBanu Bce NOCTyMHBIC JaHHbBIE aHaMHe3a
JKW3HU, aHaMHE3a OCHOBHOTO 3a00JieBaHusI, TH(POpMaIIio
0 COCTOSTHUY 3I0POBbSI MAIIMEHTA Ha KaXKIOM BU3UTE, B TOM
yucae aeMorpacuyeckre M aHTPOIOMETpUYECKHUe ToKa-
3aTesd, JaHHbIE O MOTOPHOM pa3BuTHsI pedbeHka. Kpome
TOT0, COOMpPAaIM BCIO OCTYITHYIO MH(MOPMAIIMIO O BpeMEHU
Havajia WCITOJIb30BaHUSI HEWHBA3WBHOW Y WHBA3WBHOM
WBJI u ee ImMTeTbHOCTH, TIPUMEHSIEMOI Tepariy, orepa-
TUBHBIX BMEIIATEIbCTBAX, TOCTTATAIM3ALIUSIX, YTPOXKAFOIINX
JKA3HU COCTOSIHUSIX U JIETAJIbHBIX MCcXoaax. Bbeuto ornieHeHO
BpeMsI 10 Havajia JUIMTEIbHOW PeCTMpaTOpHOI TTOIePXKKU
(8 Tom uncie MUBJI yepes TpaxeocTomMy Wi HEMHBA3UBHOM
pecrpaTopHoii ogaepXku 16 4 11 6ojiee B CyTKU He MeHee
2 Hem) W BpeMsl JI0 HACTYIUIEHUsI JIETAJIbHOTO HCXO/a
otaenbHo. KpoMe Toro, paccumTtaHo BpeMsl 10 HaCTyTLIe-
HUSI KOMOMHUPOBAHHOM TOYKU B BUJIE JIETAIbHOTO MCXO/a
WIM Havajla JJTUTEJIbHOM pecrpaToOpHO TIOMIEPKKU,
TaKk KaK TOTPeOHOCTh B TMPOAOJIKUTETbHON MCKYCCTBEH-
HOWM BEHTWJISILIMM OTpaXkaeT TSIKECTb COCTOSIHUSI Mallu-
enra. [lomxon ¢ wucnoab30BaHMEM KOMOWHMPOBAHHOM
TOYKM CUMTAETCS CTAHIAPTHBIM JUISI UCCIENOBAHUI ecTe-
CTBEHHOTO TE€UYEeHUS 3a00JIeBaHUS Y JIETei CO CITMHAIBHOM
MBIIIEYHON aTtpodueit 1-ro ThMma, a TakxKe Ul KIMHUYe-
CKUX MCCIIeIOBaHM TIpertapaToB [7, 11].

B uccnenoBaHue BKIIOYAIN AETEl MYXXCKOTO U KEH-
CKOTO T10Jla, KOTOpPbI€ COOTBETCTBOBAJIM CJICIYIOIIUM
KpUTEpUSIM: TIOATBEPXKIEHHBI AMarHo3 CHUHAIbHOM
MbIllIeYHO# aTpoduu 1-ro Tuma, aAe0IT KIMHUYECKUX
CHMTITOMOB B BO3pacTe 0 6 MeC BKITIOYUTEIBHO U OTCYT-
CTBUE CIIOCOOHOCTM CaMOCTOSITEJIbHO CHUIETh 0Oe3 TOof-
NIep>KKHW B TeUeHUE XXKU3HU. B nccienoBanue He BKIOYaIn
JieTeil, KOTOpPBIM MPOBOIMIIACH Teparusl Tperaparamu
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HYCMHEPCEeH, pPUCIMIUIaM, OpaHarjiaM, OHaceMHOTeH
abemapBOBEK-KCalloll WM APYTUMHU AHTHCMBICIOBBIMA
OJINTOHYKJIEOTUAAMU/CEIEKTUBHBIMA MOIU(PUKATOpaAMU
crutaiicudra reHa SMN2 wnu TeHoTepaneBTUYEeCKUMU
npenapatamu s TpaHcaykiuu reHa SMNI. Kpowme
TOTO0, HE BKITIOYAJIA TTALIMEHTOB, MHMOPMALIHMS O KOTOPBIX
OblJ1a OrpaHUYeHa JTAHHBIMU O IaTe POXKICHUS, TUarHO3e
CMTMHATBHOM MBIIIEYHOM aTpodun 1-TO THUITA U aHTPOITO-
METPUYECKMX TTOKa3aTelsIX, T.¢. BKITIIOYEHUIO He TTOjIe-
SKaJIW TMAIUEeHThI, Y KOTOPBIX UMEIOIasiCsl MeTUITUMHCKAsT
nHOOpMALIMS He comepKajia CBEACHUI O COCTOSTHUU UX
3I0POBbSI U1 TCYEHUW OCHOBHOTO 3a00JICBAaHMSI.
Craructnyeckmii anam3. VccienoBanue ObIIIO peTpo-
CIeKTUBHBIM, MHGOPMAIIMS coOMpaiach UCKIIOUUTETHHO
Ha OCHOBAaHWM JAaHHBIX MEIUILIMHCKOM ITOKYMEHTALIUH,
KOJIMYECTBO BHECEHHBIX TAHHBIX Y BU3UTOB y MAlIMEHTOB
Pa3TMIaTOCh, B CBSI3U C YeM UCITOTB30BATN BCIO TOCTYITHYIO
nHpopManmio. JlaHHbIE TIAIMEHTOB OIMUCHIBAIN C MCITOJTb-
30BaHMEM a0COIOTHOTO M OTHOCUTENILHOTO YKCIIa HaOJTro-
JIEHUI, TTapaMeTPOB OINMKMCATETbHON CTaTUCTUKK (CpelHee,
CTaHOApTHOE OTKJIOHEHWE, MeAWaHa, WHTePKBAPTUIbHBIN
pa3max). Cratuctryeckuii aHaiu3 mpoBoauiv B SAS 9.4.
JInst ommcaHusl HENPEPBIBHBIX TIEPEMEHHBIX OBUIM pac-
CUMTaHBbI CpeaHee, CTaHTAPTHOE OTKIIOHEHWe, MeIraHa,
MHTEPKBAPTUIILHBIN pa3Max, ISl KaTerOpUaTbHBIX — YUCIIO
u nons HabmoneHuit. OLIeHKY BpeMeHU OT JaThl pOXKICHUS
JIO JIaThl HACTYIUICHUS JIETAJTbHOTO MCXOAA WJIM A0 JaThl
Havyana JuidtenbHoit uHBa3uBHOU W BJI/HenHBa3uBHO
pecMpaToOpHOI MOAAEP:KKU 16 U 1 6ojiee B CYTKU HE MeHee

2 Hesl, a TaKKe BPEMEHU 0 KOMOWHMPOBAHHOW TOYKH,
OOBEIVHSIONIEH 9TH COOBITHS, BHITTOJHSIIN B THSX C TIOMO-
mpto Metona Kamnmana—Meiiepa. JlaHHbIe CyOBEKTOB,
Y KOTOPBIX M3y4aeMoe COOBITHE He HACTYITUIIO, MOIBEPraIn
MPaBOCTOPOHHEMY IIEH3YpHUPOBAaHUIO TIOCIEAHEN HaTol,
JIOCTYITHOW B 3JIEKTPOHHOI MHAWBUIYAIEHOMN perUCTpaliy-
OHHOI KapTe.

Pesynbratbl

CO0p peTpPOCTIEKTUBHBIX JAHHBIX BBHITTOJHSUIA C WIOJIS
no okTsaops 2020T. B umcciiemoBaHue BOULIM JaHHBIC
54 nereit ¢ maroii poxaenust ot 2008 mo 2020 . CoracHo
KPUTEPUSIM BKITIOYEHUST B MEIUIIMHCKOW TOKYMEHTAIIUN
y Bcex JieTeil ObIT yKa3aH JUarHo3 CIUHAJbHON MbIIIeY-
Hoii atpoduu 1-ro Tuna, y 6 (11,11%) naimeHTOB TUAarHo3
ObIT TMOCTaBJIeH Ha OCHOBAaHWM KIIMHUKO-aHAMHECTHYe-
CKUX JaHHBIX, WH(POpMALS O pe3yIbTaTe FeHeTUYeCKOTO
TeCTUpOBaHUs OblIa HocTyrHa y 48 (88,89%) mamueHTOB,
KonuyecTBo Komwuit reHa SMN2 6buto onpeneneHo y 13
(27,78%) matmenToB: y 10 (18,52%) ObuTO 2 KOTMY TeHa
SMN2, y 3 (5,56%) — 3 xonuu. B uccrenoBaHumn ObUTHA
ucronb30BaHb! naHHble 30 (55,6%) nereit Myxxckoro n 24
(44,4%) xenckoro mona. Kpome Toro, mpoaHaIu3npo-
BaHBI UMEIOIINECS TaHHbIE O BO3pacTe, XapaKTepe MUTa-
HUST U TOTPeOHOCT B BEHTWJISILIMM JIETKUX HAa MOMEHT
nepBoro ocmotpa B JITTY”, rie BeITOIHAICS cOOp PeTpo-
CMEKTUBHBIX TaHHBIX (Ta0. 1).

* TlepBbIif OCMOTP B KOHKPETHOM LIEHTpE, paHee peGeHOK MOT Ha-
6I01aThCA B IPYTUX MEAULIMHCKUX YIPEXKIEHUSX.

Tabauya 1. AHaMHecTHYECKHE H TIPOYKE JAHHbIE NAIMEHTOB, BKJIIOYEHHBIX B PETPOCTIEKTUBHBIH aHAIN3
Table 1. Anamnestic and other data of patients included in the retrospective analysis

ITapamerp

Pesynsrar (n=54)

[Ton
Myzxckoit
KeHckuit

He6ror CMA 10 6 Mec
Bospact Ha MoMeHT niepBoro ocMmotpa B JIITY, nHu

XapaKTep IIUTaHWA HA MOMEHT II€PBOTO OCMOTpa
CaMOCTOATEITBbHOC

Yepe3 30H1

Yepe3 raCTpocTomMy

YaCTUYHO CaMOCTOATE/IbHO, YAaCTUYHO 30HQ

HET JaHHBIX

HOTpC6HOCTI) B BECHTUJIALIMU JIETKUX HAa MOMEHT IIEPBOIro OCMOTpa

CaMoCTOSITeIbHOE TbIXaHUe
MBJI yepes TpaxeocTomy

WBJI menee 16 4 B cyTKH

CaMocTosiTeIbHO + HeMHBa3uBHas1 BeHTWIsinus Jerkux (BiPAP u np.)

n (%) 30 (55,6)

n (%) 24 (44,4)

n (%) 54 (100)

M+SD 227,14£204,32
Me [Q1; Q3] 186 [71; 310]

n (%) 39(72,2)

n (%) 11 (20,4)

n (%) 2(3,7)

n (%) 1(1,9)

n (%) 1(1,9)

n (%) 42(77,8)

n (%) 7 (13,0)

n (%) 4(7,4)

n (%) 1(1,9)

IIpumeuanue/ M — cpentee 3HaueHue; SD — ctaHmapTHOe oTKIIoHeHue; Me — MenuaHa: [Q1; Q3] — mepBsiii u Tpetuit KBapTuin. CMA — crii-
HaJibHast MbliieyHas atpodus; JITTY — neuyebHo-nipodunaktnyeckoe yupexneHue; MBJI — nckyccTBeHHast BEHTUIISILIMS JIETKUX.
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Y Bcex JeTeil TepBble CUMITOMBI CITMHAJTBHOMN
MBIIIEYHON aTpouM MOSBUIUCH 10 6 MeC OT JaThl
poxneHus, 1eOIoT 3a00JIeBaHMs ObLT TIPeICcTaBIeH KOM-
IJIEKCOM CUMIITOMOB, CpeAr KOTOPBIX, KaK TIPaBUIIO,
onpenessics Benyuuii. B 60abIIMHCTBE cilyyaeB JOMU-
HUPOBAJl CUMIITOM MBIIIIEYHOM CTab0CTH: OH PETUCTPU-
poBanca y 53 (98,15%) nereit. OTMeHaINCh TAaKXKe OTCTa-
BaHWE MOTOPHOTO pa3BUTUS U (DEHOMEH «0OpPaTHOTO
pazButust» — y 49 (90,75%) u 11 (20,37%) neteit coot-
BETCTBEHHO.

MenunaHa Bo3pacTta JeTeil Ha MOMEHT MePBOTO OCMO-
tpa B JITTY™ cocrasuma 186 [71; 310] aueit (6,11 mecsia).
Y 4 (7,41%) neteit B MeAMIMHCKOW TOKYMEHTAILIUM
He OBIJIO CBEACHUIT O Pa3BUTUU MOTOPHBIX HABBIKOB, Y 46
(85,19%) MoTOpHBIE HABBIKU, COOTBETCTBYIOIINE BO3pa-
CTY, OTCYTCTBOBaIN. JlaHHBIE 00 OlLIEHKE MOTOPHOTO pa3-
BUTHSI HA MOMEHT ItepBoro ocmotpa B JIITY mpencras-
JIEHBI B Ta01. 2.

N34 (7,41%) neteity 1 (1,85%) pebeHKa ¢ TMarHO30M
CMUHAJIBHOW MbIIeYHON aTpoduu 1-ro tumna (3 konuu
reHa SMN2) Ha 10-M Mecsue XKM3HU OTMEUalach CIO-
COOHOCTh TIOMHUMATh W YIAEPKUBATh TOJIOBY B TeUCHUE
5—7 ¢ nexa Ha XUBOTe, peOEHOK MOT TaKXe CaMOCTOSI-
TeJIbHO TIEPEeBOPAYMBATLCSI CO CITMHBI Ha OOK, C JKMBOTa
Ha 60K. [Tpu atom 2 (3,70%) nmeteit (y omHOTO pebeHKa
orpezeneHo 2 Konuu reHa SMN2, y BTOporo KoJndecTBO
KOTIWIA TeHa He OMpeesieHO) B Bo3pacTe 6—7 Mec ObLIH
CITOCOOHBI MMOAHUMATh U YAEPKUBATh TOJIOBY B TeUeHUE
5—7 ¢ nexa Ha xuBote, y 1 (1,85%) pebeHka (Koaude-
cTBO Kommmii reHa SMNZ2 He ormpeneieHO) B BO3pacTe
10 Mec oTMevanach COCOOHOCTh OCYIIECTBIISATH Tepe-
BOPOT CO CTIMHBI Ha OOK. COTJIACHO OIIEHKE MOTOPHOTO
pa3BUTHUS B IMHAMUKE HU Yy OMHOTO M3 IeTE, Y KOTOPBIX
MMeNTMCh BHECEHHBIE TaHHBIe, He OBLTO TIporpecca B pas-
BUTHU MOTOPHBIX HABBIKOB.

OTHOCUTENIBHO  BUAA  TOJIy4aeMOTO  JICUCHMUS
Ha MOMEHT TepBOr0 BM3UTa, OTPAKEHHOTO B MEIULIMH-
CKOMl TOKYMEHTAllUM, OTCYTCTBHE Tepanuu ObLIO yKa-
3aH0 y 33 (61,11%) neteii, cuMnToMaTHUeCKast Teparust

**  [lepBBIii OCMOTP B KOHKPETHOM IIEHTpE, paHee pPeOEHOK MOT
HaOII0NAThCS B APYTUX METULIMHCKUX YUPEXKACHUSIX.

OPUINMHAJIbBHbBIE CTATbU

npumenstach y 11 (20,37%), maccax/JIDK ykazaHbl y 8
(14,81%) marueHTOB, BaTBIIPOCBYIO KUCIOTY TIOTYJaTH 2
(3,70%). Ha nipoTskeHUM BCETO MEAMILIMHCKOTO HAOJII0-
JEHUSI, JOCTYITHOTO TIO JAHHBIM MEIMIIMHCKON HOKY-
MEHTallM1, HU Y OHOTO U3 54 nmeTeii He MCMoJib30Balach
Tepanus, CliocoOHasi BIUSTh Ha ypoBeHb O0esika SMN.

B cBI3M C peTpOCTIEKTUBHBIM XapaKTepOM aHaJu-
3UPYEeMBbIX JAHHBIX y psda TALUUEHTOB OTCYTCTBOBala
nHpOpMaIMsS O BO3pacTe Ha MOMEHT Hayvaja pecIiipa-
TOPHOU TOMIEPKKU W €€ IJIUTETbHOCTU, B psie CIIy-
YaeB MEIWIIMHCKUE 3alUCH colepKaiu WHGMOPMAIUIO,
TTOJTYIEHHYIO TOJIBKO Ha OTHOM OCMOTpE JIeYaIllero Bpava,
0e3 yrouHeHus KataMHe3a. MiHdopMmarvst o gaTe HacTyTuIe-
HMSI JIETAJTbHOTO MCXO/a U JaTe Havaja JUTUTeTbHOM pecr-
paToOpHOIl TOMIEepXKKe IO OTICTBHOCTH ObLTa JTOCTYITHA
MeHee yeM y 50% BKITIOUEHHBIX B WCCIIEMOBAaHUE JETEH.
B cBs13u ¢ 9TUM MeIMaHa BpeMEHM ISl 3TUX COOBITHIA ObLTa
OllCHEHa TOJIbKO B TOATPYIIAX TMAMEeHTOB ¢ HaIMIreM
YKa3aHHBIX COOBITHIA. Tak, JaHHBIE O HACTYIIIIEHUH JIETATb-
HOTO Mcxofa ObUM AOCTYIHEI y 22 (40,74%) w3 54 neteit.
MenuaHa Bo3pacTa 3THX JeTeil Ha MOMEHT CMEPTH COCTa-
Bua 301,5 [181; 3751 aust (9,91 mec™ " puc. 1).

WUHdopmaiusi o  HEOOXOAMMOCTU  JUTUTEJbHOM
pecriupatopHoii moanepxku (nHBasuHass M BJI/HeoO-
XOIMMOCTh HEMHBA3UBHOW PECTUPATOPHON MOMIEPKKU
16 1 Goslee 4acoB B CYTKM He MeHee 2 Helleib) ObLTa
noctyrnHa y 15 (27,78%) n3 54 neteit. MenuaHa Bo3pacta
Ha MOMEHT HayvaJla JUTUTeJIbHOW PecrMpaTopHON TMOoMI-
nepxxku coctaBuia 180 [91; 276] nueit (5,9 mec; puc. 2).

Jnst 5 mauuMeHTOB OBUTM M3BECTHBHI KaK JgaTa Hadala
JUTUTEJTbHOW PEeCITMpaTOpPHON TOMNepKKU, TaK M JaTa
TTOCJIEYIONIETO JIeTAIbHOTO wcxoma. it meteit aToi
TPYNIbl  ObUIO YCTAHOBJEHO, 4YTO MeAWaHa BpeMEHU
OT Hayajla [JIATEJIbHOU PpEeCUpaTOpHON TMOIAEPKKHA
JI0 HACTYIUIEHUSI JIeTaJbHOTO HcXoma cocTaBisgeT 361
[135; 619] nenn (11,87 mec).

BpeMst ¢ MOMeHTa pOXKIEHUST 10 HACTYTUICHUST KOMOU-
HUPOBAHHOTO COOBITUST (JIETAJILHOTO MCXOMda WIM Hauyaia

- 31ech M Janee B KBapaTHBIX CKOOKAX yKa3aHbl 3HAUEHUS Tep-
Boro (Q1) u tpetbero (Q3) KBapTUIICii.

*E 3nech v ganee pu KouBeprauuu 1 mecsiir = 30,417 qHs.

Tabauya 2. OneHka 1o mKajie MOTOPHOTO PA3BUTHS HA MOMEHT mepBoro ocMotpa aereii B JIITY
Table. 2. Assessment on a scale of motor development when children are first examined in a medical facility

IToka3areb n,Z([;) ) nH(;) He’l::ﬁ;:;l bIX
TTonzaHue Ha yeTBepeHbKAX 0 50 (92,59) 4(7,41)
Ormnopa Ha HOTY TTPU BepTUKATU3ALUNA 0 50 (92,59) 4(7,41)
[MepeBopaunBaeTcst ¢ XK1UBOTa Ha OOK 1(1,85) 49 (90,74) 4 (7,41)
IlepeBopaunBaeTcs ¢ XKMBOTA HA CIIUHY 0 50 (92,59) 4(7,41)
TlepeBopaunBaeTcst o CMHbBI HAa OOK 2 (3,70) 48 (88,89) 4(7,41)
IlepeBopaunBaeTcs o CIIMHbBI HA XKUBOT 0 50 (92,59) 4(7,41)
TlonHuMaeT u yiaepkuBaeT rojioBy S—7 ¢ B MOJOKEHUU Ha KUBOTE 3(5,56) 47 (87,04) 4(7,41)
Cunut 6e3 moaIePKKU 0 50 (92,59) 4 (7,41)
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CobriTie — BPEMA OT JATHl POKACHIA 1O HACTYTUICHIS JIETAIBHOTO MCXO0Aa

Puc. 1. BpeMs 10 HACTYILIEHHS JIeTAILHOTO MCXO0/IA Y IeTell CO CIIMHAJIbHOI MbIIIeYHOii aTpodueii 1-ro Tuna npu ecre-

CTBEHHOM TedeHnH 3a00seBanus (22 pedeHKa).

Fig. 1. Time to death in children with spinal muscular atrophy type 1 in the natural course of the disease (22 children).

JUTUTEJIbHOM  PeCIMpaTOpHON TMOANEPKKU) ObUIO pac-
cuuMTaHo y Bcex 54 aereil. B oTcyrcTBHe HaHHBIX O COObI-
TAW MBI TPOBOIMJIM LIEH3YPUPOBAHKME TIOCIEMIHEN IaToit
HaOMIONIEHYsI, JTOCTYITHOM B 3JIEKTPOHHON WHIAWBUAYasTb-
HOW perucrpalMoHHOli Kaprte. MenuaHa BpeMeHM COCTa-
Bua 365 [269; 409] nueit (12 mec; puc. 3). ITo Pesynb-
TaTaM aHajiM3a BbDKMBAEMOCTM C  MCITOJIb30BaHUEM
metona Karutana—Meliepa y 54 mauyeHTOB YCTaHOBJIEHO,
YTO BEPOSITHOCTh OTCYTCTBUSI COOBITHSI B BWIE JICTATb-
HOTO WCXOAa WJIM Hayaja JUTUTEJTbHOW pPecrMpaTopHOM
MoanepkKu B Bo3pacte 91 s Ku3HU (TTPUOIUZUTETHHO
2,99 mec) coctaBuia 90,5%, B Bozpacte 184 mHs (iprMepHO
6,05 mec) — 72,2%, B Bo3pacte 365 mHeii (12 mec) — 47,8%,
B Bo3pacte 409 nHeit (mpumepHo 13,45 mec) — 34,5%, B BO3-
pacte 656 aHeit (mpumepHo 21,57 mec) — 27,6%, B Bo3pa-
cte 834 mHa (mmpumepHo 27,41 mec) — 24,1%, B Bo3pacTe
1601 mHeit (mpumepHo 52,6 mec) — 19,3% (taba. 3).

ITpu ananuse moxarpynmsl U3 32 neTeit, 1151 KOTOPbIX
Oblja JOCTYITHA WHGMOPMAIUs 0 TTOTPEOHOCTH B BEHTH-
JISIUWM JIETKUX, BpeMEHU Havayia U MPOAOKUTETbHOCTH
pecrupaTopHOil TTOAAEPKKU W/WIN O AaTe JEeTaabHOTO
UCXoAa, MeIraHa BPEeMEHM OT POXKAECHUS IO HaCTyI-
JIeHUsI KOMOMHMPOBAHHOTO COOBITUSI cocTaBuia 245,5
[173; 331] aus (8,07 mec; puc.4). [To noctukeHun 3 mec
cobbiTust He gocturnu 84,4% nereit, 6 mec — 56,3%,

12—18 mec — 25,0%, 2 netr — 6,3%. K Bo3pacty 2 roma
3 Mec cOOBITUE HACTYMUJIO Y Beex aeTeit (Tad. 4).

OO0cyxaeHue

ITo pesynbrataM peTPOCTEKTUBHOTO MCCJIETOBAHUS
€CTECTBEHHOTO T€YeHUsT CITMHAIBLHONW MBIIIEYHON aTpo-
¢um 1-ro TMMa YCTaHOBJIEHO, YTO MeIMaHa BpPEeMEHU
OT pOXICHUS 0 HACTYIUIEHUSI KOMOWHUPOBAHHOTO
COOBITHS (JIETATLHOTO WMCXOAa WJIM Hadaja JUIUTENTb-
HOI pecrMpaTOpHOI MOAIEPXKKH) cocTaBisieT 365 [269;
409] nueit (12 mec). Y 22 u3 54 neteil Oblia U3BeCTHA
JaTa CMEpPTH, MeIMaHa Bo3pacTa Ha MOMEHT JIETaTbHOTO
ucxona cocrapuiaa 301,5 [181; 375] aus (9,9 mec). ¥V 15
u3 54 malueHToB OblLla U3BECTHA JaTa Havajia JIUTeNb-
HOW pecnupaTOpHON MOMIEPXKHU, MeIuaHa BO3pacTa
coctasuia 180 [91; 276] nueit (5,9 mec). Y 5 u3 54 nereit
OBIT M3BECTHBI M JaTa HavyaJia IJIUTeIbHOM pecrupaTop-
HOM MOIIEPXKM, M JaTa JIETaAIbHOTO MCXO/Aa; MeauaHa
BpEeMEHM OT HavaJia JJIUTEIbHON pecrMpaTopHOi ToI-
JIEPXKKW 10 HACTYIUIEHUs JIeTAIbHOTO MCXOda y HUX
coctaBuia 361 [135; 619] nenb (11,87 mec).

B noarpynme 32 nereii, uisi KOTOPBIX ObLIa JOCTYITHA
WHDOPMAIIHS O TIOTPEOHOCTU B BEHTUJISILIMM JIETKUX, Bpe-
MEHM Hayajla W TIPOIOJIKUTETLHOCTA PEeCTUPaTOPHOI
TOAEPKKH U Y KOTOPBIX OBUTH 3a(hbUKCUPOBAHBI COOBITHUS
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CoGHITHE — BPEMST OT AATHL POKIAEHIST IO HACTYIUIEHIST HEOGXOANMOCTI [UTNTeThHOM nHBasneHot UBJL /
HeOOXOIMMOCTH HEMHBA3HBHON PECTIMPATOPHOMN MOUIepKKI 16 1 Golee 4acoB B CyTKN

He MeHee 2 Helelb

Puc. 2. Bpems 10 Hayala JJIMTEIbHOI PeCIIMPATOPHOI MOMIEPKKH Y JIeTeil CO CTMHAIbHOW MBIIIEYHOM aTpodueit
1-ro TMNa NpU ecTeCTBEHHOM TeueHHH 3a0onesanus (15 aereii).

Fig. 2. Time before the start of long-term respiratory support in children with spinal muscular atrophy type 1
in the natural course of the disease (15 children).

KOMOWHUPOBAHHOW TOYKHU, MeIMaHa BPEMEHU OT POKIIE-
HMS 10 HACTYIIJICHUST COOBITHS B BUJIE JIETAILHOTO MCXOIa
WM Hayaja JUIMTETbHOM PeCITMpaTOPHON TOIAePKKU
coctaBuna 245,5 [173; 331] nus (mpumepHo 8,05 mec).
Paznuunie B Mogy4eHHBIX 3HAYEHUSIX MeAUaHBI Bpe-
MEHHM OT POXICHUS OO0 HACTYIUIEHUS] KOMOWHUPOBAH-

HOTO COOBITHS Y BCeX 54 MaLlMEHTOB B CPABHEHUU C IO/ -
rpynmoit u3 32 aeteid, 1Ust KOTOPBIX ObLTA M3BECTHHI JaTa
Havaja mputenbHoit MBJI unu maTta meranbpHOro Mcxona,
BEPOSITHO, CBSI3aHO C TEM, UTO B OOIIEH BBIOOPKE AeTei
MPUCYTCTBOBAJIM TALIMEHThI, JIJIsI KOTOPBIX Obljla HEU3-
BECTHA Jara Havaja [JIUTEJIbHOM BEHTWISLIMU JIETKUX.

Tabauya 3. Pesyabrarel anamm3a Kannana—Meiiepa 111 KOMOMHHPOBAHHOTO COOBITHS (JI€TATbHbIH HCXO WM HAYAJIO TUTETbHOI
pecnupaTopHOii MOAIePKKM) Y 54 1eTeii co CIMHAIBHO# MbIIIeYHO# aTpodueii 1-ro Tuma
Table. 3. Results of the Kaplan—Meier analysis for a composite event (death or initiation of long-term respiratory support)

in 54 children with spinal muscular atrophy type 1

Yucjio nanueHToB

Yucio nanueHToB

Bpems, 1uu Hol;;g::;eﬂo € U3y4aeMbiM Ilen3ypupoBano Oe3 nccnezEyeMblx CT::Z:;?:;:M 95% U, %
coobITHEM coobITHii, %

91 47 1 0 90,5 4,053 78,6—95,9
184 36 1 0 72,2 6,336 57,6—82,5
365 17 1 0 47,8 7,653 32,4-61,7
409 11 1 0 34,5 7,929 19,7—49,8
656 9 1 0 27,6 7,698 14—43,1
834 7 0 1 24,1 7,469 11,3-39,5
1601 1 0 1 19,3 7,372 7,5-35,2
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CobriTie — BPEMA OT JATH POKICHNA 1O HACTYTUICHIIA I(OMGHHHpOBaHHOﬁ TOYKH B BIAC NTE€TATLHOTO

HCcXo[a WIN HeOOXOAMMOCTH JINTeNbHOI nHBa3nBHOM UBJI / HeoOX0qMMOCTH HEMHBA3BHOM

pecIHpaTOpHOH noanepxku 16 1 Gojee 4acoB B CYTKH HE MEHee 2 Hellelb

Puc. 3. Bpemsi 10 KOMOMHHPOBAHHOTO COOBITHS (JIeTAIBHbII MCXO MJIM HAYAJIO JUIUTEILHO PeCIIUPATOPHOI MO PK-
KM) y 54 neTeii o CIUHAILHO# MbIIIe4HO# aTpodueii 1-ro Thna.
Fig. 3. Time to combined event (death or initiation of long-term respiratory support) in 54 children with spinal muscular

atrophy type 1.

V oTneabHBIX GOJIBHBIX OBITNM M3BECTHBI TaHHBIE TOJBKO
OJIHOTO OCMOTpa 0e3 HaOsoneHus B auHaMuKe. laH-
HbIE OTUX MAlMEHTOB MOTJIM BHECTH BKJIAJ B yBeJTMUEHME
MeIMaHbl BO3pacTa, Tak KaK OHU MOTJIA TIPOIOJIKUTETb-
HOE BpeMsl HaXOJUThCST Ha MOCTOSTHHOM pecrpaTOPHOI
MoJjiepXKe, HO 3Ta MHpopMalys Oblja HeAOCTYITHA.

B 1menom TmosydeHHBIE JaHHBIE  COIMOCTABUMBI
C paHee OIMYyOJIMKOBAHHBIMU pe3yJbTaTaMU HUCCIEeNO0-

BaHMI y NeTell CO CMUHAJbHON MbIIIEUHON aTpodueii
l-ro Thma MpM eCTECTBEHHOM TEYeHWU 3a00JieBaHUS
[11, 12]. Tak, B TpOCIEKTUBHOM HCCIIEIOBaHUU, TPO-
BeneHHoM R.S. Finkel u coast. [11], MeauaHa BpeMeHU
TMOCTHXKEHUsI KOMOWHUPOBAHHOW TOYKM (JIeTaTbHbBIN
WUCXOJl WX TOTPEOHOCTh B PECIIMPATOPHON TOMIEPKKE
He MeHee 16 U B IeHb B TeUeHUe He MeHee 2 Hel) y 00JTb-
HBIX neTeil coctaBisuia 13,5 [8,1-22,0] mec [11].

Tabauya 4. Peyabrarsl anamm3a Kannana—Meiiepa 111 KOMOMHHPOBAHHOTO COOBITHS (JI€TATbHbIH HCXO/ WM HAYAJIO TUTETbHOI
PeCIupaTOPHOIi MOAIEePKKH) B oArpymnie u3 32 feTeii co CNMHAIbHOI MbIIIeYHO# aTpodueii 1-ro Tuma
Table 4. Results of the Kaplan—Meier analysis for a composite event (death or initiation of long-term respiratory support)

in a subgroup of 32 children with spinal muscular atrophy type 1

Yucio nanueHToB

Yucio naneHToB

Bpems, nau 1O Ci € HCCJIeIyeMbIM Llen3ypupoBano 0e3 uccleayeMbIx Cramuaprias 95% DU, %
PHCKY = OLImMoKa
coObITHEM coobITHil, %

91 28 1 0 84,4 6,419 66,5-93,2
184 19 1 0 56,3 8,770 37,6—71,3
365 9 1 0 25,0 7,655 11,8—40,7
656 3 1 0 6,3 4,279 1,1-18,1
919 1 1 0 0,0 3,076 0,2—13,7
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MBJI — ucKyccTBEeHHAS BEHTUISIIUS JIETKHX.

IMonyyeHHBIE TaHHBIE TaKXKe TMO3BOJISIOT MPEATIONO-
SKWTb, YTO PUCK JIETATBHOTO MCXOAa U HEOOXOAMMOCTH
Havaja JJUTETbHON pecrupaTOpHON TMOIIEPKKU (B TOM
yucie MBJI yepe3 TpaxeoctoMy WM HEOOXOAMMOCTU
HEWMHBA3WBHOW peCUpaTopHON TomAepkKu 16 u/cyT
u OoJiee He MeHee 2 Hefl) B Bo3pacTe 12 Mec cocTaBisieT
npuMepHO 52,2%, 4TO TaKKe COOTHOCUTCS C OLEHKOI,
MOJYYeHHON B WCCIEIOBAHUU €CTECTBEHHOTO Teve-
HUST CIIMHAIBHON MBIIIEYHON aTpoduu 1-To Thma, TIe
BEPOSITHOCTDb JOCTVIKEHUS KOMOWHMPOBAHHOW KOHEY-
HOIf TOYKM B Bo3pacTe 12 Mec cocTaBisjla IIPUMEPHO
50% [11]. B oTHOLIEHMX MOTOPHOTO Pa3BUTHS TTOTyUEHBI
OXWIaeMble JUISI 3TOTO THUIAa CITMHAJIBHON MBIIIEYHOM
aTpouu pe3ynbTaThl: B TOJABJSIONIEM OOJBITUHCTBE
JIETU He MOTJIW TIOTHUMATh U YIAEPKUBATh TOJIOBY B ITOJIO-
>KeHUHU JiexXa, HU Y oJHOro pebeHka (B Bo3pacTe Kak Jio,
TaK ¥ nocje 6 Mec) He OblJIa pa3BUTa CIIOCOOHOCThH CAMO-
CTOSITENIBHO CUIETh O3 TTOAIePKKHU, HEe OTMEYaIOCh IMPO-
rpecca B pa3BUTUU MOTOPHBIX HABBIKOB.
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Puc. 4. Bpemss 10 HACTYIUIeHHSI COOBITHII B BHIE HAYaja JJIMTEJbHOH PEeCIMPATOPHON MOMIEPKKH
1/ WM JIETAJILHOT0 MCXO/1A Y JeTeil O CIMHAJIbHO# MbIlIeYHOoit aTpodueii 1-ro Tuna (moarpynmna 32 pedeHka).

Fig. 4. Time to events in the form of the onset of long-term respiratory support and / or death in children
with spinal muscular atrophy type 1 (subgroup 32 children).
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