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Cumno3zuym ¢ makum Ha38anuem cocmosncs 8 pamkax excezoonoii VII Hayuno-npaxmuueckoii kongepenyuu Accoyua-
yuu demckux Heeponoeos ¢ ooaacmu muonoeuu «<HEOMHO» ¢ mexcoynapodnsim yuacmuem noo nazeanuem «Koucerncye»”.
Meponpusmue npowno 6 Mockee ¢ 4 no 6 anpeas 2024 2. [hasnoii memoil CUMRO3UYMA CIMAAA AKMYAAU3AYUS CUMYAUUY
¢ 0Ka3aHuem MeOUUUHCKOU nOMOWU O0AbHbIM CRUHAALHOL MblieuHOU ampogueil. B nacmosiuee epems 00cmueHym 3Ha4UMblil
npoepecc 6 60npocax OUAeHOCMUKY U AeHeHUsl NAYUEHMO08 CO CNUHAALHOU MblueuHoll ampogueil. TlodpobHee 06 smom 6 Hauem

mamepuane.

Npeumyuiectea KOMaHAHON BpayeGHO paboThbI

MeXIMCHUITIMHAPHBIA TTOIX0I — KITIOY K TOMY, YTOOBI
JIFOM, XUBYILIME CO CIIMHAIBHOM MBILIEYHOI aTpodueit
(CMA), nonydaau HEOOXOIUMYIO KBaIu(ULIHUPOBAHHYIO
IOMOIIb ¥ TOMAEPXKKY. 1T MHHOBAlIMOHHOTO JICYeHUS
3TOTO KOTa-TO HEM3JIECYMMOT0 XKM3HEYTPOXKAIOIIETO 3a00-
JIeBaHUsI B IIPOIILIOM IECATWICTUU ObLIO pa3paboTaHO
3 JIleKapcTBa, U Cpelyd HUX — Mperapar reHHOM Teparviu.
Peus nzet o npenaparte 3onreHcMa® (oHaceMHoreH adernap-
BOBEK). B pe3yisrare y KIMHUIIMCTOB MOSBUIACH BO3MOX-
HOCTB YJIYYLIUTh COCTOSTHUE TTaLiMeHTOB co CMA, mipenor-
BPAaTUTh Pa3BUTHUE TSKEJIBIX OCIOXHEHHMI, U3MEHUTh
TPAeKTOPHIO Pa3BUTHUS OOJIE3HU U YIIYYIIUTh IIPOTHO3.

OnHaKo TOMUMO CBOEBPEMEHHOI OpraHU3alluu Jie-
YEHUSI JETSIM 1 B3pOCIIBIM ¢ ArarHo3oM CMA BaxkHO, 4TO-
OBl PSAIOM C HUMM HAaXOIWJICS HAACKHBIN ITapTHEP — KO-
MaHlIa MEIUIMHCKUX CIeIHaIMCTOB, O00Jamalolimx

ITMPOKKUM CIIEKTPOM 3HAHMI U TOHUMAaHUEM 0COOCHHO-
creit 3a0oneBaHus. TobKO MpU KOMaHIHOM paboTe BO3-
MOKHO 00beAMHUTD 3((HEKT OT JIEKAPCTB, peadUIUTaLUu,
(uszmotepanuu, opToreaANIECKOl IMOMOIIN U pecIrpa-
TOPHOM MOAAEPKKU, OpraHU3aIK MTUTAHUS.

Ha cummiosuyme «I1yTh OT TeOpHHM K IMPaKTUKE AUATHO-
CTUKHU M JICUCHUS MALIMEHTOB CO CITMHAIBHOI MBIIICYHOM
aTpocdueii» ObLIU MpeACTaBIeHbl COBPEMEHHBIE TTOIXOIbI
K BEICHMIO ITPECUMIITOMATUYECKUX Y CUMIITOMHBIX TTallv-
eHTOB c0 CMA B KOHTEKCTE HE TOJBKO JIEKAPCTBEHHOTO
JISUEHHsI, HO ¥ MEXXIUCIUTUIMHAPHON ITOMOIIIY.

OnbIT NpUMEHeHUA FeHO3aMeCTUTE/IbHOA

Tepanuu B ®rAY «HMUL| 3g0poBbs peTein»

HOK)’IaZ[ C TaKMM Ha3BaHUEM IIPEACTaBU1a HAYaJIbHUK
HGHTpa I[eTCKOﬁ IICUXOHEBPOJIOTUM, 3aBEayroniadad OTAc-
JICHUEM IICUXOHEBPOJIOIU U TMICUXOCOMATUYECKON MaTo-

*B paborte KOH(MDEpEeHLUMU MPUHSIIM yJacThe CIELMATUCThl U3 pa3iuyHbIX peruoHoB Poccun u ctpan CHIL HayuHast mporpamMma KoHbepeHUIMU
cocrosuia u3 14 cMMIO3MyMOB, BKJTIOUaBLIMX 48 TOKJIaI0B Ha caMble akTyallbHble TeMbl. KoHdepeH1ust npoiiuia B rubpuaHoM hopMaTe U 00beAMHIIIA
139 crienanucToB B pa3iMyHbIX 00JIACTSIX MEAULIMHBI B 04HOM (popMate U 272 — B (hopMaTe OHJIaliH, K KOTOPOI MOAKIIOUMIIUCH Bpauu U3 6oJiee yeM
30 ob6usacreii u pecry6iuk Poccun u crpan CHIL
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sorun @TAY «HaumoHaabHBIN MEAUIIMHCKUI KCCIIeI0-
BaTeJbCKMI LIECHTP 300POBbs neTeli» MuH3zapasa Poccuu
(PTAY «HMMUALI 3mopoBbs neteit» Munzapasa Poccun),
I.M.H., ipodeccop JI.M. Ky3eHkona.

— CnuHayibHasA MbIllIeYHasl aTpodusi, — pacckasalia
9KCIEPT, — paHee SIBJIsIaCh OCHOBHOM MPUYMHOM Mila-
JIEHYEeCKOM 1 MEeTCKOi cMepTHOCTU. B ciyJasx TsoKeabix
dbopMm 3aboneBaHus 86 % MalMEHTOB HE MOXUBAJIKU
IIo 2 JIeT MPU OTCYTCTBUU JiedeHus1. Jloiroe BpeMs marto-
JIOTHSI OCTaBajJach HEU3JIEYUMOM, 1 ToJIbKO ¢ 2017 . cTajio
BO3MOXHBIM MPOBEACHUE MMAaTOTeHETUUECKON Tepanuu.
HasnavyeHue Takoro jieyeHus1 Ha TOKJIMHUYECKOM CTanuu
CMA gaBnsieTcsl 3a10TOM MaKCUMAaJbHO BBIPaK€HHOTO
noJyioxkuresbHoro aggekra. K coxxanenuio, CMA u B Ha-
crosiiiee BpeMs ocTaeTcsl 00Je3HbIO C BHICOKO HEYIOB-
JICTBOPEHHOM MEAUIIMHCKONW MOTPEOHOCThIO U TpedyeT
OKa3aHU4d KOMIUJIEKCHOW MEIUIIMHCKON U COLIMATBbHOMN
TTOMOIIIN.

[TpokcumanibHas cIMHaJIbHAs MblIIIeYHass aTpodus
5q — TakoBo moJjiHoe HazBaHue CMA — 3To Tskesoe
ayTOCOMHO-PELIECCUBHOE HEPBHO-MBIIIIEYHOE 3a00/1eBa-
HUE, XapaKTepu3ylollieecs MPOorpecCUpyrOIIMMU CUMIITO-
MaMU BSUIOTO Tapajiiya U MbIIIEYHOU aTpoduu BCaeACT-
BUE NeTeHepallMd o.-MOTOHEWPOHOB MEPEIHUX POTOB
CIIMHHOTI'O MO3ra, MOsSICHUIa 3KCMEPT.

BornesHb Obu1a BriepBbie onvcaHa ete B 1891 1. Ien SMN 1
oTKpbLIM B 1995 1. B 2007 1. ObLT IPUHST MEPBBIIA KOHCEHCYC
9KCIIEPTOB B OTHOILIEHUM BeAeHUsT maluueHToB co CMA,
a B 2017 . omyOJIMKOBaHbI MEPBbIC MEXAYHAPOIHbIE CTAH-
naptbl JeueHuss CMA. U umenHo B 2007 1., 61aromapsi co-
3MAHKIO 3TOT0 KOHCEHCYca, ObLIa BIIEPBbIE MOAHSITA KITHOUe-
Bast ripobseMa B objacti CMA — MeXIUCUUIUTMHAPHBIN
MOIXO/. YBBI, TTOKa B 3TOM HaIIpaBJIeHUU POCCUICKasT ITeAM-
arpuyecKkas ciayxk0a cepbe3HO 3alaslbIBaeT, MoceToBala
nokinamuuk. IToaToMy ee Kosieram KpaifHe BaxKHO aKTHUBU -
3UpPOBAThCSI UMEHHO B IJIaHE MEXIUCIIUILIMHAPHOTO Be-
JIEHUs MalleHTOB.

PeaKTUBHbBIN M NPOAKTUBHbIN NOAXOAbI —

B YeMm pasHuua?

PaHee, 10 3pbl MATOT€HETUYECKOM TepaIiu, MaleHThI
co CMA mnonyyajan TOJbKO MaJJIMaTUBHYIO TTOMOLIb (MC-
MOJIb30BaJICS TaK Ha3bIBa€MbIli PEAKTUBHBINA TOIXOI).
B nocnennue roasl y naimeHToB co CMA cTa NpUMeHSITh-
Cs1 TIPOAKTUBHBIIA TIOIXOJT, KOTOPBIiA IOIpa3yMeBaeT AUarHo-
CTHKY 3a00JIcBaHMST Ha CAMbIX PAHHUX 3Tarax 1 paHHee Ipy-
MEHEHHE MaTOTeHETMYECKOM Tepariiu, BIMSIONIEH Ha Teue-
HME Y ITPOTHO3 3a00JIeBaHMsI M BOCCTAaHARIMBAIOIICH 32 CUET
Pa3IMUHBIX MEXaHU3MOB CUHTe3 O0esika SMN.

[IpoakTUBHBII TOAXOM 3aKJII0YAETCs MPEXIE BCETO
B TOM, YTO BBIIIOJHSIETCS CKPUHUHI HOBOPOXKICHHBIX
(HeoHaTaJIbHBI CKPUHUHT), Tepamusi HAYMHAEeTCS KakK
MOXHO paHbIlle B Ipeaeax TepalneBTUYCCKOTO OKHa,
U B pe3yJisrate (GopMUpPYIOTCST HOBbIE (DEHOTUIIBI OOJIC3HU.

2

[MosiBIeHUEe OMHOKPATHO MPUMEHSIEMOI TeHO3aMeCTH-
TeJIbHOM Tepanuu (IperapaT OHAaCEMHOTeH aberapBOBEK
(3onrencma®)) gBisieTcs BaXHOI BeXOil B pa3BUTHH MTPO-
AKTUBHOTO TIOIXO/A.

— B HopMme, — monuepkHya JIirommuia MuxaiiioBHa, —

reH SMN1 obecnieunBaeT cuHTe3 00 b1t yacT (90 %)

Bcero KojinuecTBa 6eka SMN, HeoOX0AUMOTro JJIs1 Impa-
BWJIBHOM pabOThI IBUraTeIbHBIX HEMPOHOB, B TO BpeMs
Kak «pe3epBHbI» TeH SMN2 — cUHTe3 TPEeUMYIIECTBEHHO
HedyHKUMOHUpYoero 6enka SMN 1 TOJIBKO Majloe KO-
myectBo (10 10 %) noaHopa3MepHOro paboTOCIIOCOOHO-
ro OeJska.

Myranus reHa SMN I IpUBOAUT K CHUKEHUIO MPOIYK-
uu 6enka SMN. I1pu ero HeIOCTaTOYHOCTH MOTOHEHPO-
HBI TEPSTIOT CBOIO (DYHKIIMIO U pa3pyliatorcs. JlereHepanust
K€ -MOTOHEHPOHOB MEPEIHUX POTOB CIIMHHOTIO MO3Tra
JIeJTaeT HEBO3MOXKHOM CTUMY/IMpOBaHVe MBI, be3 HepB-
HBIX UMITYJIbCOB HAYMHAETCs aTpOGhist MAOIIUTOB.

CnuHajnbHas MbIIeYHasT aTpOMUS IPEACTABISIET CO-
0o0ii TreTeporeHHoe 3abojieBaHKe, ObIBACT PA3TUIHOM TSI~
JKECTU U MopaxaerT JIIoei BceX Bo3pacToB. bojie3Hb mo-
Ipa3fensieTcsl Ha 5 TUMOB B 3aBUCUMOCTH OT BPEMEHU
TIOSIBJICHUST Y TSDKECTH CUMIITOMOB.

NATb TUNOB CNUHaNbHOMN MbIWEYHON aTpoun

Camoii Tsexenoii popmoii sisnsgercst CMA 0 tuna. 9to
sMOpHOHaIbHas (popMa, MPU KOTOPO IJIoA MOTUdaeT A0
WJIY BCKOPE MOCJIE POXKACHUS.

CnuHanbHas MbliieyHas arpodus I Tuna cocrapiser
npuMepHo 60 % Bcex citydaeB 3a00JIeBaHUSI U paHee sSIB-
JIsJIaCh OCHOBHOM MPUYMHOMN MJIafieHUECKOI CMEPTHOCTH,
00YCJIOBJIEHHOM TeHeTUYSCKUMU 3a001eBaHUSIMU. Y T1a-
1MeHToB co CMA I Tuma nepBble CUMITOMBI HOSIBIISTIOTCS
JI0 6-MeCSIYHOTO Bo3pacTta. MJiaieHIIbI He CTIOCOOHBI Jiep-
JKaTh TOJIOBY U cUaeTh. [1pomosKUTEIBHOCTD UX XKU3HU
COCTaBJISIET He OoJiee 2 JIeT IO MPUYMHE Pa3BUTHUS OCIIOX-
HEHMI CO CTOPOHBI JbIXaTeJIbHOU CUCTEMBbI BCJIEICTBUE
¢J1a00CTU MeXXPEOSPHBIX MBILILL U AUadparmsl.

Bonbreie CMA 11 Tima (okoio 30 % ciydaeB) crmoco6-
HBI CUJIETh, HO HE CTOSATH U XOIUTh. HayaabHbIe CUMITTOMBI
TTOSIBJISIIOTCSI B TIepBbIe 6—18 Mec >ku3HU. TTarmeHThI ¢ naH-
HbeIM TUTIOM CMA XMBYT nipuMepHo A0 25—40 feT.

¥V nauuenTos ¢ I1I ¢popmoit CMA niepBbie CUMITOMBI
nosiysioTcs nocie 18 Mec. OHU CMOCOOHBI XOIUTD, HC-
TT0JIb3YsI TTomAePXKKY. [1pomoIKUTETbHOCTD XKU3HU COKPa-
1IeHa MPUMEpPHO Ha 1/4 oT cpeaHeNnonyIsLIMOHHOA.

[Tpono/KUTETEHOCTD KU3HU TTAIIUEHTOB C CAMOM JIeT-
Koii (popMoit 3a6oneBanus (CMA IV tuna) He oTiinya-
€TCsI OT TaKOBOM 310POBHIX Jiofeil. [IepBbie CUMIITOMBI
3a00JIeBaHUsI, @ UMEHHO HapyllIeHHUe CIIOCOOHOCTU XO-
JIWTh, HAYMHAIOT MPOSIBIATHLCS mocie 20 JIeT ¥ BhIpaskeHbI
cnabo. [TauueHTsl ¢ B3pocasiMu hopmamu CMA BcTpe-
YaloTCs 3HAYUTEJBHO peXe, YeM MAllMeHThI C JIeTCKUMU
dopmamu.
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Ta6mua 1. CpedHue cpoku ycmanoeneHus 0uazHo3a CRUHAAbHOU MblUEYHOU ampouu npu HANUYUU CUMNINOMO8
Table 1. Mean time to the diagnosis of spinal muscular atrophy in symptomatic patients

Type of spinal muscular atrophy

I 3

II 10
111 37
v 219

Kak cnactu noru6atowime MOTOHENPOHbI

OcnoxHeHuss CMA uMeloT B3aMMOCBSI3aHHYIO MPU-
pony. IlepBuuHoe nposiBieHue CMA — c1aboCTb CKeleT-
HOI MycKynaTypbl. Ho Ha manmeHTOB HauboJjiee 3HAYM -
TEJIBHO BIUSIOT ITOCICAYIONINE OCIOXHEHUS

* OrpaHUYEHHbIE (PYHKIIMOHAIBHBIE BO3MOXHOCTH;
* 3aBHCUMOCTb OT YXO[1a;

* CJIOXXHOCTH C JbIXaHUEM;

* HapyIIeHUS TUTaHMSI.

— He meHee 3HaUMMOI1, 4eM HEOOXOIUMOCTD MEXKIUC-
LIMIUIMHAPHOTO Mojaxoaa, mpobaemoii JedyeHuss CMA, —
nomyepkHyaa JI.M. KyzeHkoBa, — SIBJISIETCS MOTPEOHOCTh
HayaTh JICYEHHE KaK MOXHO paHblIle, ellle Ha TOKJIMHU-
YECKOM CTaauy WIKM B paMKaX TaK Ha3bIBA€MOTO TepaIieB-
TUYECKOTO OKHA, KOIIa CBOCBPEMEHHOE Ha3HAUYCHUE Te-
panuu okxa3biBaeT HauWOOJbIIYI0 3(PEHEKTUBHOCTS.
OO0OpaTtuTe BHUMaHWEe Ha JaHHBIC, IPUBEICHHBIE B TA0IM-
e (Tabi. 1), KoTopble MOKa3bIBaIOT, HACKOJBKO, K COXa-
JIEHUIO, CEPbEe3HO B peajIbHOM OTeUECTBEHHOM MPAKTUKE
3aTSTUBAIOTCS CpEeAHNE CPOKM YCTAaHOBJEHMS TUAarHo3a,
HECMOTpS Ha HaJlu4ue O4eBUIHBIX cUMIITOMOB CMA.

VII0XXUTBCS B «TepaneBTUYECKOE OKHO» OUYEHb BAXKHO
ele 1 ITOTOMY, YTO OOJIBIIOE KOJIMYECTBO HEUMPOHOB I10-
rubaert eIle Ha CTaauM BHYTPUYTPOOHOTO pa3BUTHSI, T10-
CKOJIbKY CHMXKEeHMe Mpoaykuuu 6eyika SMN y nmaiueHToB
co CMA HeraTvMBHO BJIMSIET Ha 3aKJIaJKy HEpBHOM CUCTe-
MBI 1 ee (POPMUPOBAHUE YK€ C PAHHUX CPOKOB OEPeMEH -
HOCTHU. DTO MOAYEPKMBACT, YTO JIYeHHUE HEOOXOIUMO
HauyMHATh KaK MOXHO paHblle. [ToaToMy OyKBaJIbHO Ka-
JKIbIe CYyTKU OTCPOYEHHOTO JICUSHUS Y3Ke B TICPUO HOBO-
POXIEHHOCTH CTAHOBSITCS IS TTAlIMEHTOB OJHUM M3 JTHEI
YIOYIIEHHOM HaJeXK/Ibl.

B mocnenHee BpeMsl JOCTUTHYT 3HAUYMUTEIbHBIN TTPO-
rpecc B IMarHOCTUKE U JiedeHUU mauueHToB co CMA.
IMosiBUAKCH paznuuHbie 00Je3Hb-MOAUGULIUPYIOLINE
TMpenaparbl, ClIOCOOHBIE CYIIIECTBEHHO YJIyUIIMTh ITIPOTHO3,

Mean age at symptom onset, months

Mean age at diagnosis, months

Time to diagnosis, months

6 3
24 14
95 58
333 114

B OTJIMYME OT MMaJUTMaTUBHOI Tepanuu. [1pexnme Bcero, 3To
MPYMEHSIEMOe TIOXXKU3HEHHO MaTOreHeTUYECKOE JICUeHHE
HYCUHEPCEHOM W PHUCAMILIAMOM, KOTOpBIE IPUBOISAT
K YBEJIMYEHMIO ITPOAYKIIMH OejIKa 3a cueT MoauduKauu
crutaiicuHra reHa SMN2.

Hampumep, HycMHepCceH IpeacTaBisieT coboii aH-
THCMBICJIOBOM OJIMTOHYKJIEOTH]T, KOTOPBIM CITOCOOCTBYET
KOpPpEKILMH crutaiicuara™ reHa SMN2. IIpenapat neict-
BYeT KaK MHTMOMTOP CIUIAiCUHIA B 7-M MHTPOHE, KOTOPBI
3a CUET 3TOr0 YBEJIWYMBACT YPOBEHBb MOJIHOPA3MEPHBIX
(6e3 «BBIPE30B») TPAHCKPUIITOB, a TIOTOMY M TIOJTHOLIEH-
Horo 6enka SMN.

AJIBTepHaTUBHBIM BapuaHTOM JieueHuss CMA sBiisieT-
¢s1 TeHO3aMeCTUTeIbHAs Teparust — IpernapaT OHaCEMHO-
reH abernapBoBeK, IPUMEHSIEMbIII OMHOKPATHO BHYTPU-
BeHHO. MexaHM3M JIeiCTBUS NaHHOTO BMIA Teparuu
OCHOBaH Ha BBeJIeHUM (DYHKIIMOHATBHON KOMUU TeHa. DTO
MPUBOAUT K 3aMelleHNI0 QYHKIMU Ne(EeKTHOTO reHa
SMN1 v BoccTaHOBJIEHUIO MponyKuuu 6enka SMN.

Bce HazBaHHBIE TpeTapaThl 3aperucTpupoBaHbl B Poc-
CHM, UX TIpUMeHeHre Hayaaoch B 2019—2020 rr.

OnbiT ®rAY « HMULL 3p0poBba pgetein»

Mwun3gpasa Poccuu no npumeHeHuio

reHo3amecTuTenbHoOM Tepanuu

B 2021-2023 . B ®TAY «<HMMWII 310p0BBS meTeii»
MunzapaBa Poccun Habmogaauch 134 pedbeHka, moayyuB-
IIMX TIpenapaT OHaceMHOTeH abenapBoBek (3oareHcMa®).
IMoapobHas nHpopmalus npeacTapieHa B Taom. 2. ITo co-
CTOSTHUIO Ha KoHell aripesist 2024 1. yuciIo AeTeid, MoTydUBILIIX
TMperapat, COCTaBIIsUIO yxKe 144, HO aHaIM3 MoKa MpoBeIeH
TOJBKO i 134 manueHToB.

Kak 3amMeTHOe TOCTIKeHME TIPOBOIMMOTO ¢ KOJUIeraMu
JiedyeHus nauyeHToB, cTpafaroix CMA, JI.M. KyseHkoBa
oTMeTuIa To, uto ¢ 2022 1o 2023 . yucio AeTeid, MoayduB-

**Cr1aliCUHT — MPOLECC BIPE3aHMsl ONpeAeeHHBIX HYKJICOTUIHBIX ToCae10BaTeIbHOCTE M 13 MoJieKyl PHK u coenuHeHus mocaenoBarenbHOCTeM,

COXPAHSIIOLUXCS B «3peJIoii» MoJieKyJie, B xoae npoueccunra PHK.
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Taomuna 2. Onvim OIAY «HMHUI] 300posvs demeir» Munzopasa Poccuu no npumeHenuro 2eHo3amecmumensHoil mepanuu CRUHAAbHOU MblUeHHOU ampopuu
Table 2. Experience of National Medical Research Center for Children’s Health, Ministry of Health of Russia with gene replacement therapy in patients with spinal

muscular atrophy

Yucno IMalIMEHTOB, BOLICAIIMX B aHAIU3

Type I SMA Type II1 SMA

Preclinical stage

Number of patients included in the analysis 75(56 %) 33(24,6 %) 6(4,5%) 20 (14,9 %)
Yucno marueHToB B 2021 .

Number of patients in 2021 30 22 8 - -
Yucno marueHToB B 2022 .

Number of patients in 2022 41 28 9 2 2
Ywucno manueHToB B 2023 . 61 24 16 3 18

Number of patients in 2023

IIpumenanue. CMA — cnunanvHas mvluieuHas ampopus.
Note. SMA — spinal muscular atrophy.

Ta6muua 3. [Ipoguns s¢ppexmusrocmu npenapama 3onzerncma® y demeii co cnunanvroii motueuroii ampogpueii I muna

Table 3. Efficacy of Zolgensma® in children with type I spinal muscular atrophy

CHOP-INTEND
score at the time

N (paired
samples)

CHOP-INTEND score
3 months

CHOP-INTEND | CHOP-INTEND| CHOP-INTEND
score 6 months

score 9 months score 12 months

of 2;:;:2235:“ after administration | after administration 'a'fter : after administration
administration administration
34 29,32+ 12,9 39,71 + 11,75 P r==06?t?1
20 32,3+ 12,6 46,1 £9,92 Pr== (())’,281
11 29,18 £ 11,4 46,73 + 8,9 P 8:221
17 34,29+ 12,12 491+11.62 P g,ggl

Ilpumenanue. lllxara CHOP-INTEND npumernsemcs 041 006eKmMUeHol 0UueHKU 08UaMenbHbIX QYHKUUN, A MAKice He8poao2U-
ueckoeo cmamyca y 0emeil o CHUHAAbHOLL MblUleYHOL ampouell. Yeeauuenue 641108 NO YKA3AHHOU WKAAe ceUOemenscmeyem

00 yAyHueHuU COCMOAHUS NAYUEeHmMA.

Note. The CHOP-INTEND scale is used to assess motor functions and neurological status in children with spinal muscular atrophy. An increased

CHOP-INTEND score indicates an improvement in the patient’s condition.

KX TeHO3aMECTUTEIbHYIO TePannio Ha JOKIMHUYECKOMN
cranuu (T. €. Ha CTaau1, Ha KOTOPO OTMEYaeTCsT HauTyd-
LU pe3yJbTaT), yBeIUIUIoch ¢ 2 1o 18.

B To Xe BpeMsi, mogUepKHYyIa 3KCIEPT, BHE 3aBUCH-
MOCTH OT TOTO, HACKOJIbKO PeOEHOK MHBAJIUIU3MPOBAH,
y BCeX MAIlMeHTOB, B TOM YMCJIe UMEBIIMX cMMIITOMBI CMA
Ha MOMEHT IIPOBEIECHUSI TeHO3aMECTUTEILHOM Teparuu,
HaOofanach NojoxuTenbHas nuHamuka. [podunu agp-

(dextuBHOCTH Tnpemnaparta 3onreHcma® y nereit co CMA
I u Il Tuna npencrasieHsbl B Tab. 3 u 4.

V 16 gereit co CMA, BBISIBIEHHOM IPY IIPOBEAEHUN
HEOHATaJIbHOIO CKPMHMHTA, OBLIM OLICHEHBI TEMIThI JIBH -
raTeJIbHOTO Pa3BUTHUS MOCJIE TPUMEHEHUST TeHO3aMECTH -
TEJIBHOM Tepanuy Ha TOKJIMHUICSCKOM CTaIuu:

— BCE NIETM OCBOWJIM HaBBIK IIEPEBOPOTA CO CITMHBI

Ha XXUBOT B Mpeaeax BO3PACTHBIX HOPM (4—5 Mmec);

[oe]
w
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Tabmana 4. ITpoguns sgppexmusnocmu npenapama 3onzencma® y demeii co cnunanvHoil Mbiuieuroii ampogpueii 11 muna

Table 4. Efficacy of Zolgensma® in children with type II spinal muscular atrophy

HFMSE score at the time of onasemnogene

HFMSE score 3—4 months
after administration

HFMSE score 5—7 months
after administration

I (U T abeparvovec administration
8 26,5+7,7
9 26,22 £9,28

34,38 £ 10,04 —

= 33,3+ 6,92

Ilpumenanue. lllxara HFMSE npumensemcs 0ns 006eKmuHoll OyeHKU 08U2amMenbHbiX (DYHKYULL, a MaKice He8POA0UYECK020
cmamyca y 0emeil co CRUHAAbHOU MblulevHOl ampogueil. Yeeauuenue 6a1108 No YKA3AHHOU WKaAe ceudemeabcmeyem o0 yayHueHuu

COCMOAHUA nayuernma.

Note. The HFMSE scale is used to assess motor functions and neurological status in children with spinal muscular atrophy. An increased HFMSE score

indicates an improvement in the patient’s condition.

— 8 meTeil OCBOWJIM HaBBIK CHIEHMS 0€3 ITOAICpPKKHU
1 TI0JI3aHMSI Ha YeTBePEHbKAX B IPE/Ie/iaX BO3PACTHBIX
HopM (100 %), octanbHbIe 8 AeTei ellle He JOCTUTIN
BO3pacTa OCBOCHUS HaBbIKa;

— 4 nereil OCBOMJIM HaBBIK CAMOCTOSITEJIBHOM XOIbOBI
(100 %), octanbHbIe 12 neTeii eiie He JOCTUTINA BO3-
pacTa OCBOCHUS HaBbIKa.

Bce manueHThl ObLIN XKUBBI M HE HY>KIATUCh B IIOCTO-
SIHHOM BEHTWISIIIUY JIETKMX.

Bo Bpemst nccienoBaHyst HU OAHOMY PeOEHKY He Tpeho-
BaJIMCh PECIIMPATOPHAs ITOIEPXKKA 1 30HI0BOE IIUTAHUE.

IIpuMeHeHure TIperiaparta Ha 3Tarle 10 ITOSIBJICHMS CUM-
IITOMOB XapaKTepHU30BaAJIOCh OJIarONPHUATHBIM IpoduiIeM
6e3omacHocTH y 15 (93,75 %) u3 16 meteii, o yeM cBUIE-
TEJILCTBYIOT HU3Kasl 4aCTOTa Pa3BUTUS CEPbe3HbBIX HeXea-
TeJbHbIX aBfeHuit (HS) u oTcyTecTBHE KIMHUYECKN 3HAUN-
MBbIX TOOOYHBIX 2(P(PEKTOB MPOBEAESHHOIO JICUSHUSI.

— ITonyyeHHbIe naHHBIC, — MOMBITOXWIA JItonMuIIa
MuxaiiioBHa, — IMOAYEPKUBAIOT BaXKHOCTh PAaHHEM TUar-
HOCTUKU U JIEYCHUsI, TTO3BOJISIONINX CYIIECTBEHHO YIIyd-
IIUTh IBUTATEIbHYIO GyHKIIMIO. Halm pe3ynbTaThl TaKkKe
MOATBEPXKIAIOT BaXKHOCTh BHEAPEHUST IIPOrpaMM HeOHa-
TaJbHOTO CKPMHUHTA IUIsSI 00eCIIeYeHUs JICUSHMS Ha paH-
HUX CTaUsIX Y AIMEHTOB 0€3 KIMHUYECKUX MPOSIBJICHUIA
3a00J1eBaHUSI.

HeoHaTtanbHbI CKPUHWUHI HAa CMUHANbHYIO

MblwweyHyto atpocuio B 2023 r.:

u3Byie4yeHHble YPOKHU

Tak HasBai cBoe BeicTyiuieHUe A.B. TTonskoB, yieH-
koppecnoHaeHT PAH, npodeccop, 4.0.H., 3aBeayroniuii
naboparopueit JJHK-guarnoctukn ®TBHY «Menuko-
reHeTUYeCKUiIl HayYHbIN LieHTp uM. akaa. H.I1. boukoBa»
(®I'BHY «MT'HII nm. akan. H.I1. BoukoBa»).

Kak HarmoMHWI JOKJIaTYMK, B [IEPBbIX OTCUECTBEHHBIX
KJIMHUYECKUX peKOMeHaalusX 1o jtedeHuto CMA, yTBep-

XIeHHbIX Mun3apaBom Poccum B 2020 1., ykazaHo, 4TO
IMarHo3 3Toro 3abojieBaHUsI MOXET OBbITh YCTaHOBJICH
TOJBKO METOAOM MOJIEKYJISIPHO-T€HETUYECKON THarHo-
cTuku. PedepeHc-11IeHTpOM, OTBETCTBEHHBIM B TOM YHC/IE
1 3a Takue uccienoBanus, onpeneneH ®I'BHY «MI'HI]
uM. akaa. H.I1. boukoBa».

MounekynsipHast auarHocTuka CMA BKIIIOYaeT clieay-
oIlI1e BapUaHThI:

* TIOATBepKIalollasi AMarHocTrka (ajist 00JbHOTO);
* IpeTepaneBTUYECKas: aHaJIW3 YHWCJa KOIMWA TeHa

SMN2 (1151 60JIbHOTO);

* aHaJIM3 HOCUTENbCTBA (/11 POACTBEHHUKOB OOJILHOTO

W UX CYIIPYTOB, IPU TUIAHUPOBAHUM OEPEMEHHOCTH);

* TIpeHaTtajbHas 1 npeumiianTauuonHas JJHK-guar-

HOCTMKa ()15 Iap, B KOTOPBIX 00a pOAUTEIS SIBISIOT-

cs Hocuteassmu CMA);

* HEOHATaJIbHBII CKPMHUHT HOBOPOXKIIEHHBIX (1151 BCEX).

— HeobxoauMocTh co3naHusi OT€YECTBEHHOM CUCTe-
Mbl, — 3aMeTUJI AieKcaHap BiagumMupoBud, — U1 TOTaIb-
HOro HEOHATAJIbHOIO CKPUHMHIA CTajla MOHSITHA aBHO.
Eme B 2019 . MbI Hauanu Takue uccienoBaHus. bouio
OIPOOOBAHO HECKOJIBKO TPAIUIIMOHHBIX MOJIEKYISIPHO-
TeHETUYECKUX TMOIXO0I0B, CYTh KOTOPhIX 3aKJI0Yajjach
B BBISIBJICHUM 3a00JIeBaHUS 10 MaHU(bECTAllMU KIMHUYE-
CKUX CUMIITOMOB.

ITocne anpobanyu pa3auyHbIX TOIX0I0B Mbl OCTaHO-
BWIKCh HAa OOBIYHOM aHajn3€ METOAOM ITOJIMMepa3Hoi
LIEMTHOM peakMu C MOCIEAYIOIINM UCCIeTOBaHUEM KpU-
BO IJIaBJIEHUSI C y4acTHeM crielugpuueckux K reny SMN1
MeueHbIX 30HI0B. CrcTemMa, KOTopasi B HacTosIIee BpeMst
BHeApeHa JJIsS1 HEOHATaJIbHOIO CKPMHUHTA B TAKOM 00JIb-
1I0¥ cTpaHe, Kak Poccust, 1o/kHa OBITh IIPOCTOM, Aeliie-
BOI, JIETKO BOCIIPOM3BOJUMOM Ha MeCTaxX, yCTOMYMBOM
K KauyecTBY OMoJjiornyeckoro Marepuaina. [lonumepasHas
1LIeTTHasl peaKilys BIIOJIHE COOTBETCTBYET 3TUM XapaKTepH-
CTHUKaM.
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Takoit aHa/IM3, TPOAOKIII 9KCIEPT, C UCITOIh30Ba-
HUEM HaJeXXHO OTpabOTaHHOM OTe4eCTBEHHOM TECT-CHC-
TEMBbI, aBTOMAaTU3MPOBaH, He TPeOyeT 3Tara BhIIEICHUS
JHK, KoTophlii siBAsieTcsd Haubosee OJOPOTOCTOSIIUM
B CUCTEME MOJICKYJISIPHOTO CKPUHUHTA. AHAJIU3 00pa3lioB
MPOXOIMUT B Te€UEHUE 2 U B 3aKPBITHIX MPOOMPKAX, UYTO
HCKITIOUaeT pUCK KoHTaMuHaiyu. CrieliMaaucTaM He To-
TpeOyeTCs: IPOXOAUTH ITPOMECCUOHATTLHYIO TIEPEITOATOTOB-
Ky. [TouMepasHyo LIEIHY0 PeaKIIM0 CMOTYT IPOBOIUTh
Te XK€ CIEeIUaIMCThI, KOTOphIe ceiiuac paboTaloT B paMKax
rocyapCTBeHHOM MporpaMMbl «CeMb HO300THiA».

— Xoten ObI pacckasaTb 00 ypokax IepBOTO rojaa
(2023) mporpamMMbl ITOJTHOMACIITAOHOTO HEOHATAJIBHOIO
ckpuHHra Ha CMA B Poccuiickoit @enepanyn, — cooo-
W 9Kcnept. B atoM rooy ponunocs 1 256 187 MianeHIeB.
OxBaT CKpMHUHTOM HOBOPOXKIEHHBIX OKa3aJICs CYIIECT-
BEHHO BBIIIIE OXXMIAEMOT0 1 cocTaBui 6ojiee 98 %. Takum
00pa3oM, pacIIMPEHHBI CKPMHUHT ObLT MPOBEICH IS
1 231 401 noBopoxaeHHoro. Bcero B ®I'BHY «MI'HI]
uM. akan. H.I1. boukoBa» mo uroram 3TOro CKpMHUHra
MOCTYIWJIO U OBLIO TTpOaHaTU3UPOBaHO 252 0Opa3ia 61o-
Marepuayia HOBOPOXKIECHHBIX.

2

Cpennsist yactota CMA, 1o pe3yJisraraM IMAJI0THBIX IPo-
€KTOB CKPMHWHI'A, BHITIOJIHEHHBIX B TIPEIbITYIINE TOIBI, CO-
ctaBria 1 ciyyait Ha 7 865 HOBOpOXXIEHHBIX. [ToaToMy OXM-
Jaigoch 156 ciydyaeB CMA, HO HabGmogaeMoe UX YUCIIO
0Kazajioch MeHbllle. Tak, B 00IIei CJI0KHOCTU ObLTO BBISIB-
JieHo 120 HOBOPOXKIEHHBIX, TOMO3UTOTHBIX 1O MYTallMK
BreHe SMN 1. CinenopatenbHO, 3¢ (HEeKTUBHOCT CKPMHUHTA
coctaBuia 77 %. K coxaneHuto, mpy MpoOBeIeHUNU CKPU-
HMHTa OBLIY TIPOIMYLICHBI 1 BBISIBJICHBI B CBSA3U C PA3BUTUEM
cumntoMoB CMA 5 HOBOPOXKIEHHBIX.

Jdomm 6oapHBIX CMA ¢ 2 1 4 xonusimu reHa SMN2
B F'€HOTHIIE OKA3aJIMCh OXKMAAEMO 1 TIOCTOBEPHO BBIIIIE TAKO-
BBIX, HAaOJIIOaeMbIX B BBIOOpKaxX OOJIbHBIX, BBISIBIEHHBIX HE
B paMKax IpOrpaMMbl CKPMHIUHTa HOBOPOXKIEHHBIX.

Mexnay perioHamMu PO rMeIoTCsI pa3inims B ITOITYJIsI-
uoHHoi yactote CMA. Hanpumep, B 2023 . 5 ManbIlam
13 MOCKBBI 1 CTOTBKMM 3Ke U3 Pecryonmku YamypTust ObL1
ycTaHoBJieH quarHo3 CMA. Takum o6pa3oMm, yacToTa BCTpe-
yaeMoCTH 3Toii 6bone3Hu coctaBuiia 0,004 % U1 CTOULIBI
P® 1 0,04 % nnsa Yomyptun — ominuue 10-KpaTHoe.

CxeMa pacIIMpeHHOro HeoHaTaIbHOro CKpuHUHTa CMA,
TIpeICTaBIeHHAs TOKJIaMUMKOM, TIpMBEIcHa Ha puc. 1.

PernoHanbHblii LEHTP HeOHaTalbHOro CKPUHWMHTa. TecT Ha TOMO3UrOTHY!0 AENeLINI0 3K30Ha 7 reHa

SMN1 B BbiCyLEHHbIX NATHAX KpOBY / Regional enter for neonatal screening.

Test for a homozygous deletion in the SMNT exon 7 in dried blood spots

3 pHA/ 3 days

\ 4

Y

BoiaBneHa /
[dentified

He BbisBneHa /
Not identified

!

Pedepenc-uenTp. MoaTBepxaeHue aeneuum 3k3o0Ha 7 rena SMNT v onpeneneHue uncna Konui
reHa SMN2 B 2 mn uenbHoii Kposy ¢ IATA / Reference center. Confirmation of a deletion in the SMNT
exon 7 and assessment of SMN2 copy number in 2 mL of whole blood with EDTA

!

Pe3ynbrat ckpuHuHra
OTpULATENbHbIN /
Negative screening result

A

10 gHeid / 10 days

y
[Tleneuusa 3k30Ha 7 SMNT
B FOMO3MrOTHOM COCTOAHUI NOATBEPX/eHa /
Homozygous deletion in the SMNT exon 7 is confirmed
I

\4 Y

Y

[Jleneums 3k30Ha 7 SMNT
B FOMO3MrOTHOM COCTOAHUY He MOATBepX/eHa /
Homozygous deletion in the SMNT exon 7 is not confirmed

<3 konuii rena SMN2 / <3
copies of the SMN2 gene

>4 konuit SMN2 / =4 copies of
the SMN2 gene

A \ 4

Ha3HaueHue natoreHeTMyecKoii
Tepanuu / Initiation of causal
therapy

HabniofeHue v natoreHeTuyeckas Tepania nocne NoABNEHMA
KNUHUYeckux cumntomoB / ollow-up and initiation of causal therapy
after the onset of clinical manifestations

Puc. 1. Cxema pacuiupennoeo HeoHamanbHoeo CKpUHUHA CHUHAALHOU MblUEHHOI ampoguu

Fig. 1. Scheme of comprehensive neonatal screening of spinal muscular atrophy
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AnuaeMnonorua CNUHaNbLHOM

MblLLeYyHoW aTpochum

Bo Bcem mupe pacnipoctpaHeHHocT CMA cocTaBisieT
1 ciyyait Ha 6—10 TBIC. HOBOPOKIEHHBIX, a YaCTOTA HOCH-
TeabcTBa 3a0oneBaHus — 1:40—1:50 yenoBeK BO Bcex IMOITy-
Juax. [o nanasmv @TBHY «MT'HI nm. akan. H.IT. Bou-
KoBa», yactoTa HocuteibcTBa CMA B P® coctaBiseT
1:36—1:37, a pacueTHast yacToTa BcrpeyaeMocti (PUB) —
1:5184—1:5480 HOBOPOKAEHHBIX.

OpmHako moKa3aTesIu, PerucTpupyeMble B YCIOBUSIX
peaJbHOM KIMHUYECKON MPaKTUKU, MOTYT OTJIMYATHCS
OT yKa3zaHHbIX. Hanmpumep, B IUJIOTHOM ITPOEKTE C yda-
CTHEM HOBOPOXICHHBIX U3 3 poa1oMOB MOCKBEI B aBrycTe
2019 . — auBape 2022 1. 6bUIO JUATHOCTUPOBAHO 3 Cilyyast
CMA Ha 23 405 HoBopoKaAeHHBIX, 3HauuT, PUB cocTaBu-
sa 1:7801.

B npyromM nuioTHOM mpoekTe, MPOBEAEHHOM B 7 pe-
ruoHax P® (KpacHomapckuii kpait, Psg3anckas, Bragn-
mupckas, OpeHoyprckas u CepmiioBckast oonactu, Ce-
BepHast Ocetusi—Ananusi, Yeuenckast PecryOnuka), roe
B 2022 1. 6b110 UccaenoBaHo 0Kosio 200 ThIC. HOBOPOXKIECH-
HBIX, TMarHOCTUpoBaHoO 26 ciayyaeB CMA (PUYB 1:7700).
B Cankr-IletepOypre B siHBape—Hos10pe 2022 I. MOSIBUIOCH
36 140 HOBOPOKIEHHBIX 1 OBLTO BBISIBIICHO 4 ciaydass CMA
(PYB 1:9009).

Pe3yanaTb| dHaJIn3a pOCCI/IVICKOFO perncrtpa

CNUHANIBHON MbIlIEYHON aTpoum

PesynbraThl peTpOCHEKTUBHOIO aHajan3a perucrpa
CMA npencTaBu pyKoBoauTeIb Poccuiickoro aeTckoro
HEPBHO-MBIIIICYHOT'O LIEHTPa, BEMYIIUIA HAyYHbII COTPYI-
HMK OT/e/1a IICMXOHEBPOJIOTUY 1 anwientonoruu HayaHo-
HCCJICAOBATEIbCKOTIO KIIMHUYECKOTO MHCTUTYTA TIeaura-
tpuu uM. FO.E. Bensruiena, k.m.H. JI.B. Bnogase.

«SMArt Retro: KimHU4YecKue, neMorpaduieckue,
SMMUACMHUOJOTUYECKME XapaKTepPUCTUKHU IallUeHTOB
co CMA: peTpOCIIeKTUBHBIM aHAIN3 JaHHBIX POCCUIICKO-
ro peructpa CMA» — TaKOBO ITOJTHOE Ha3BaHUE MCCIIEIO-
BaHusl, mposeaeHHoro ¢ 01.01.2020 mo 31.03.2023, o ko-
TopoM pacckaszan JImutpuit Bnagumuposud. Peub uaer
00 omnucareIbHOM HEMHTEPBEHIIMOHHOM PETPOCIIEKTUB-
HOM KOTOPTHOM MCCJICIOBAHUU IMAIIUEHTOB C AMATHOCTH -
poBaHHOIT CMA, BKJIIOYEHHBIX B POCCUNCKUIA PETUCTP
MalMEHTOB C 3TUM 3a00JIeBaHUEM.

3amauyn MCCIeNOBaHMs 3aKII0YaliCh B TOM, YTOOBI
OIMcaTh AMUASCMUOJIIOTUIECKIE, COLIMAIBHO-IeMorpadu-
yeckue M KJIMHMYECKUE XapaKTePUCTUKHU MallMEHTOB
C TTOATBEPKACHHBIM arHo3oM CMA, METO/TbI AMarHOCTH -
ku CMA, MapipyTU3ainio NalMeHTOB 1 CYILLECTBYIOLINE
CXEMBI TePaInu B YCJIOBUSIX PealbHOM MPaKTUKU.

B uccnenosanue Ob110 BKItoYeHO 1408 cocrosiux
B PETUCTPE NAIMEHTOB 13 79 peroHoB PP ¢ KIMHUYeCKu -
MU TIPOSIBJICHUSIMU 1 TIOATBEPKACHHBIM quarHozom CMA
60 6e3 KIMHUYECKUX ITPOSIBJICHUI, HO C TTOATBEPXKICH-

2

HBIM AMarHo3oM. IToaTBepKIeHHBIM CUMTAJICS TMATHO3
CMA, yCTaHOBJIEHHBII1 B XO/I€ OJHOIO 13 3TAIlOB HEOHA-
TaJbHOTO CKpUHMHTIA B Poccuu i B pyTMHHOM KJIMHU-
YeCcKOl MpakTuKe, M 00513aTeIbHO C MCIOJIb30BaHUEM
MOJIEKYJISIPHO-T€HETUIECKOT0 TECTUPOBAHYSI.

B ncciaenoBaHMy OLICHUBAIMCH CIIEMYIOIIME MTOKa3a-
TEJN:

* MCXOIOHBIE KIMHUKO-IeMOTpachUuecKue XapaKTepu-
CTUKHU MMALEHTOB;

* IUAarHo3, 1aTa ¥ METObI €r0 YCTAaHOBJICHUS,

* ceMeiHbIi aHaMHe3 B oTHoueHun CMA;

* (buszuKaibHOE 00CIeIOBaHNUE;

* JIEKapCTBCHHAs M HeJIeKapCTBEHHAS Teparivisi, B TOM YUC-
JIe TIPOBEJICHHBIE XMPYPTUUECKUE BMEIIIATEILCTBA.
PacueTtHas yactora BoisiBieHuss CMA B 2021 . B Bo3-

pacTHBIX rpymnmax (4ucio ciydaeB Ha 100 ThIC. HaceneH s )
BBITJISIAENA CAeAyIoIuUM obpa3oM: B rpymne 0—4 roga —
0,44 ycnoBHoro ciyyas, B rpymnmax 5—9, 10—14 u 15—
19 net — 0,05; 0,09 u 0,04 cnydas cooTBeTCTBeHHO. Pac-
yeTHas yacToTta BbIsiBAeHUsSS CMA Ha 100 ThiC. HOBOpPO-
KICHHBIX cOCTaBMJIa 5,6 ciryJast.

B peanbHoCcTH cpenu 1342 nmaliMeHTOB perucTpa auar-
Ho3 CMA I tuma O6bl1 ycTaHOBJEH Y 33 % TallieHTOoB,
CMA Il tuna — y 45 %, CMA 11l tuna — y 20 % u CMA
IVtunma—y2 %.

Tpu xoru reHa SMN2 Ob110 BBISBICHO Y 79 % many-
eHtoB co CMA Il tuna u y 47 % nauuentoB co CMA
III Tuna. 4 u 6onee Konuit reHa SMN2 oOHapy:KUBaloCh
y 41,3 % nauuenToB co CMA 111 tuna. [Tpu CMA I tuna
Gosbliie Beero ciaydaeB (53 %) MpUXoauaioch Ha MallMeHTOB
¢ 2 xonusimu reHa SMN2. Kak HalTOMHWI JOKJIaAUUK, YeM
oosblIe Konuii reHa SMN2 yyacTBYIOT B CMHTe3¢ Oejika
SMN, tem MeHee Tskeno rpotekaeT CMA 1 TeM no3aHee
MaHUpeCTUpyeT.

CrnirHaabHask MbllIeyHas aTpodus J11o060ro TUMa Bbl-
SIBJISIIACh Y TIPUMEPHO OJAMHAKOBOIO YKMCIa MallueHTOB
MY>KCKOT'0 1 3KeHCKOTO0 11oJ1a (49 1 51 % COOTBETCTBEHHO).
WuBanmumamu neTctsa aBisuuch 98 % nanumentoB co CMA
I Tuma, 86 % naunentoB co CMA 11 tuma, 61 % nauneH-
ToB co CMA III Tuna. INanninaTuBHYIO MTOMOILb MTOJTYYaIu
6oapHble CMA I, 11, 111, IV tuna B 41, 34, 11 u 6 % cay-
YaeB COOTBETCTBEHHO.

Hawub6oee xapakTepHbIMU KIMHUYSCKUMU ITPOSIBIIC-
HUSIMM Y MAIlMEHTOB, 3apeTUCTPUPOBAHHBIX B PETHUCTPE
CMA, oka3aiuce:

* HECIOCOOHOCTh YIePXMBaTh TOJIOBY, CUACTh U Tepe-
BopauuBaThcs — y 00JbHBIX cO CMA I Tumna;

* OTCYTCTBUE CaMOCTOSITEIbHON XOIbOBI U BO3MOX-
HOCTb CHMIETh TOJIBKO ¢ mopuepxkoil — nmpu CMA
II Tuna;

* TPYOHOCTU IPY BCTaBaHUU U3 ITOJIOXEHUsS CUIS Ha
oty — ipu CMA 111 tuna.

B nopasnsttonieM OONBIIMHCTBE CIyYaeB CIICLIMATIM-
CTOM, HamnpaBUBIIMM TaleHTa co CMA Ha KOHCYJIbTa-
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LIMIO K TeHETHKY, SIBJISIETCSl HeBpoJIor. [leauarp ke genaet
9TO B 5 1 6osee pa3 pexe B 3aBUcUMOCTH oT Tuna CMA.
B 10 ke BpeMsI IIpH yKe YCTaHOBJICHHOM IMAarHo3¢ Marm-
€HTa IIPMMEPHO OJMHAKOBO YaCTO BEIYT HEBPOJIOT U Tie-
nuatp (B 49 u 42 % ciydaeB cOOTBETCTBEHHO). [lasiee cie-
IyoT TeHeTukK (23 %), opromen (21 %), mMyJIbMOHOIOT
(5,9 %), peadunurosor (7 %), tepanesT (3 %), racTpo3H-
tepoJor (1 %).

MenuaHa JIMTETLHOCTH TIeproJa OT MOMEHTa ycTa-
HOBJICHMSI IMarHo3a 0 Havyajia Tepallii OCTaeTCsl J0CTa-
TOYHO BBICOKOM 1 cocTaBisieT 21, 59, 47 u 87 mec mist CMA
I, I1, I1I u IV TMIIa cCOOTBETCTBEHHO.

Poccutickue maimenTsl co CMA B HacTosiiee Bpemst
TTOJTyJaloT BCe 3 3aperdCTPUPOBAHHBIX NTATOTCHETUIECKHUX
rpenapara. JIaHHbIe 0 IIPOBOIMMOIA TATOreHETUYECKOI Tepa-
MK OBIIM BHECEHBI B perrcTp TobKo mist 570 (40,5 %) na-
LIMEHTOB. [IBagiaTyl ecTy GOJbHBIM IIPOBEACHA FeHO3a-
MECTUTEIbHasl Tepamnus (MOHOTepalus IpernapaToMm
OHaceMHoOreH abernapBoBeK), 507 MauUeHTOB MOJYYUIN
MOHOTEepaIliio HyCMHEPCEHOM WM pucauriamoM. Ilepe-
KJIIOUEHHMeE Teparuu TpUMEHSI0Ch Y 34 00JIbHBIX, KOMOU-
HUPOBAaHHOE JIeUeHUE — y 3.

JlaHHbIe No IeYeHUI0 CNUHANbHOMW MbILUEYHOW
atpotum B peanibHOM KNMHUYECKOM NPAKTUKE:
MexpyHapoaHbiu peructp RESTORE

JoKkitaj ¢ TakuM Ha3BaHUEM TPECTaBMIIA 3aBeaytolast
TIcUXoHeBposiorndeckum otaereHrneM Ne 2 ®ITAOY BO «Poc-
CUMCKUIA HAlTMOHAJIBLHBIN MCCIIETOBATEIbCKUIA METALIMH -
ckuit ynusepcuter uM. H.U. Iluporosa» MuH3apaBa
Poccuu, k.m.H. C.b. ApTeMbeBa.

— RESTORE — 310 MHOTOLIEHTPOBOE MEXKIyHAPOIHOE
HEMHTEPBEHIIMOHHOE HAOII0NaTeIbHOE MCCIIeI0BaHUE
peanbHOI KIMHUYECKOM TTpaKTUKHU, cTapToBaBiiee B 2018 1.
M OLICHUBAIOIIEe CYIICCTBYIOIIME TTOIX0ABI M CTAaHAAPTHI
JIeYeHMs, IPUMEHSIEMbIE B Pa3JIMYHBIX CTPaHaX, — paccKa-
3aja CeetniaHa bponuciaBoBHa. Llenb peructpa — oleH-
Ka a(pdexkTuBHOCTH U Oe3omacHocTu Tepanuu CMA
B KPaTKOCPOYHOM U JIOJITOCPOYHOM IIEpHOIaX M aHaIu3
o01Ieil BbIKMBaeMOCTH. BKiIloueHre nmaiueHToB OyaeT
npoJoJKaThbesl B TedeHue 5 jeT. HabmoaeHue ke OyaeT
MPOBOAMTHCS B TeUCHUE 15 JIET WIIM IO MOMEHTA TTPEKIEB-
PEMEHHOTO 3aBepPIICHMS YIaCTUs B UCCICIOBAaHUM.

B uccaenoBanue yxe BkioueHo okos10 400 pasHopo-
HBIX TTAIIUCHTOB, B TOM YMCJIE YYACTBYIOIIMX B IIpOrpaMMax
YIPAaBJIIEMOTO JOCTYIIA U TOJIyYalonIuX JIeYeHEe B TIapT-
HEPCKMX KIIMHUYECKUX LIEHTpax. B mpeacraBieHHOM aHa-
JIM3€ OLICHUBAJIOCh COCTOSTHME 168 GOJIbHBIX, TIOTYYMBILIMX
MOHOTEPAITUIO MperapaToM OHACEMHOIeH abemnapBOBeK,
cpeny KOTOPHIX 98 ObLIM BBISIBICHBI IIPY HEOHATAIBHOM
cKkpuHuHTe, 70 — Ha cuMmnTomMaTuueckoi craguu. Cpea-
HUI BO3pAcT JeTeil Ha MOMEHT MPOBENECHUS TeHO3aMECTH -
TEJIBHOM Teparnuu ISl IEPBOM M3 3TUX MOATPYIIIT COCTaB-
Jisin 3,3 Mec, i BTopoii moAarpymnmnsl — 10,7 Mec.
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beccobbiTuiiHAas BBDKMBAEMOCTh, KOTOpasl BKJI0Jalia
OTCYTCTBUE CMEPTEJbHOI0 MCXOoHa WJIM HEOOXOAMMOCTHU
B ITOCTOSTHHOM BEHTWISILIUM JIETKMX, TS J€TE, MOTYyIUBIINX
TeHO3aMECTUTETbHYIO Tepamnuio, npuommkantack K 100 %
1 Ha TaKOM YPOBHE COXpaHsuiach B TeyeHue Oosee 30 Mec
0e3 KaKoi-JIn0o TeHISHUMHU K cCHYKeHuIo. [Tpn aHanmze 6ec-
COOBITUITHOI BELKUBAEMOCTH TPYITIION CpaBHEHUSI SIBJISTUCH
MalYEeHThl U3 UCCIIeIOBaHMIA, HE TTOYYMBIIME KAKyl0-JIM0O
MaToreHeTMYeCKyo Tepanuio. PaHee, 10 3pbl IIMPOKOIO MpK-
MEHEHMsI MaTOreHETUYECKOM Teparuu, TPy eCTeCTBEHHOM
TeueHnu 3abomeBanus a1et co CMA I tuma B 90 % citydaes
0€3 UCKYCCTBEHHOI BEHTWISILIMM JIETKMX YMUPa K 20 Mec.
B peructpe ke RESTORE uepe3 ron mocie BKITIOYEHMS
B HCClleIoBaHUE OecCcOOBITHUITHASI BBLKBAEMOCTh COCTaBIIIa
93,7 % st nanyieHToB ¢ 2 Konvsamu TeHa SMN2u 100 % nns
MalMeHTOoB ¢ 3 KonusiMu reHa SMN2.

WHby3ua npenapata 3oareHcMa® npusena K 3HaYK-
MOMY YJIYYILIEHUIO ABUTATEeJIbHBIX HABBIKOB, OLIEHEHHBIX
no wkaje CHOP-INTEND. Pe3ynbraThl OlLIeHKM IBUTa-
TeJIbHBIX HABBIKOB (ITPOBENEHHOI 2 1 0oJjiee pa3a 1o IKa-
e CHOP-INTEND) Ha MoMeHT aHaiu3a 6a3bl JaHHBIX
umenuch y 20 malMeHTOB, BhISIBJIEHHBIX TP HEOHATAIb-
HOM CKpuHUHTe, 1 21 mamueHTa ¢ cumnromamu CMA.
HMcxonmHas oleHKa MO 3TOMY MOKaszaTesio IJis JeTei,
y Kotopbix CMA Obl1a BbISIBJI€HA TIpU HEOHATaJbHOM
CKpMHUHTe, cocTaBuaa 44,9 6anna u 37,3 Gaia B ciiydyae
MalMEeHTOB ¢ CUMIITOMaMM 3a00JieBaHUs, OlLlEHKA MpU
MocJaeIHeM BU3UTE /151 TALMEeHTOB MIEPBOM M BTOPOI oI~
rpynn — 57 u 52,1 6aia COOTBETCTBEHHO.

Cynsa no ouenke no mkajae CHOP-INTEND, nauu-
€HTBI, BbISIBJICHHbIE ITPU HEOHATAJIbHOM CKPUHMHTE, HC-
XOIHO HaXOAWJIMCh B 3aMETHO JIyYIleM (PYHKIIMOHATBHOM
COCTOSIHMM, YeM OoJibHbIe, Y KoTopblx CMA ObL1a guar-
HOCTHUPOBaHa IocJie MosBiaeHus cuMnToMoB. [Tocne mpo-
BeAeHUS T€HO3aMECTUTEIbHON Tepamuu MX OllEHKa
no wkajge CHOP-INTEND 0ObicTpo yBeluuuBajach,
y 3HAYMTEJIbHOM MX OJIM MPEBBICUB 64 Galia. Y «CuMII-
TOMHBIX» TalieHToB olleHKa Mo CHOP-INTEND Ttaxke
BO3pacTajia, HO He CTOJIb OBICTPO 1 HE IO CTOJIb XK€ BbICO-
KMX 3HaYeHuit. Dto, nmo MmHeHM1o C.b. ApreMbeBoii, ellle
pa3 MoATBEepXIaeT HeOOXOIMMOCTh KaK MOXHO 0oJiee
paHHero Hayajia TeHO3aMeCTUTEJIbHOM Teparuu.

Takke ObLIO MpoaHAIM3MPOBAHO MPUOOpETEeHUE T1a-
LIMEHTaMM HOBBIX JIBUTATEIbHBIX HABBIKOB (KOHTPOJIb r0-
JIOBBI B TeueHHMeE 3 ¢ (0e3 ToAIepKKH ) ; TOBOPOT CO CITUHbI
Ha OOK; CUAUT caMOCTOSITeJIbHO >30 ¢; CTOUT ¢ Hoaaep-
JKKOM; MOJI3a€eT; MbITAeTCS BCTaBaTh; XOAMT C MOIIEPKKON;
CTOUT CaMOCTOSITEJIbHO; XOAUT CaMOCTOSATENbHO). JleTu
C MO3AHO AuarHoctupoBaHHoOl CMA 3aMeTHO I0o31Hee
OTBEYaJIM Ha Tepalulo, HO OHU TaKXe MpuoOpeTaan Bbl-
IIEOTMCaHHbIE JBUraTeIbHbIE HABBIKU, IPUYEM B 0OJIb-
IIMHCTBE CIyJaeB B Ipeesiax HOPM BO3PACTHOTO Pa3BUTHS
3IOPOBBIX IE€TeH, YyTBEpKIeHHbIX BceMupHOil opraHuza-
LIMei 3MpaBOOXpaHeHNS.
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pssi' IIETCKOM
HEBPOAOT UM

B otHomenun HA ananu3s perucrpa RESTORE mnoka-
3aj1, YTO JaHHBIE 10 OE30MaCHOCTH JICUCHUS Y NeTei, IMo-
JIyYMBLIMX TePaIMIo IpenaparoM 3oiareHcMa®, coracyior-
¢s1 ¢ paHee OMyOIMKOBaHHBIMU TaHHBIMM 110 0e30I11aCHOCTH
Mpenapara 1o pe3yJibraTaM KJIMHUYeCKUX 1 Ha0JIIo1aTe b~
HBIX uccaegoBanuii. HA mo0oit TsokecTu, BO3HUKIIINE
B XOJI¢ JIeUeHHUs, ObITM OOHapyKeHHI y 48 % neteit, a HA 111
1 6oJiee BRICOKOI CTeNeH! TsoKecTr — y 24 %.

— YeM paHblile ObUIa HAYaTa Tepanus, — MOTIePKHY-
J1a 3KCIIEPT, — B YaCTHOCTH, €CJIM MaJIbIIIa HaYajIu JICUUTh
JI0 Bo3pacTa 6 Mec, TeM ropaso MeHblIIIe BhISBIsuIoch HA,
yeM eCJIM MHPY3UsT TpoBoarIach rmocie 6 mec. OOHapy-
JKUJICS U CBOEOOpa3HBbIii LIeH3 Macchl Tea — 8,5 KT letu,
BECHBIIIME MEHbIIIE 3TOr0 3HAYEHMSI, OTIIMYAIUCHh MEHb-
wuM yucioM HA mo cpaBHeHUIO ¢ AeTbMU OoJiee KpyTl-
HBIMM 1 60JIee CTapIIero Bo3pacra.

— Takum obpaszom, — noapIToxkuia CeemiaHa bpoHucna-
BoBHa, — pe3y/srathl peructpa RESTORE niponeMoHcTprpo-
BaJIi, YTO y MALIMEHTOB, ITOJYYMBIIMX OHACEMHOTCH aberap-
BOBEK, YJTYUIIIAIMCh BEDKMBAEMOCTb, IBUTATE/IbHAST (DYHKIIHS
1 pa3BUBAIMCh HOBbIE JIBUraTeIbHbIE HABBIKU, IIPUYEM YACTh
MAlMEHTOB TOCTUIIIM MOTOPHOIO Pa3BUTHsI, XapaKTEPHOTO
JUIS 3MOPOBBIX JeTeil. YeM paHblile ObIJI0 HAaYaTo JICYCHHE,
U 4yeM OoJibliie Konuit reHa SMN2 BbISBISUT TeHETUIECKUI
aHaJI3, TeM JIyYILIMMU OKa3bIBAJIUCh PE3YJIBTATHL

Bonpocbl KOMGUHMPOBAHHOW Tepanuu

CNUHANbHOMN MbILEYHOM aTPO(PUM C TOUKM

3peHusa BAUAHUA Ha ypoBeHb 6enka SMN

Kak pacckazan B cBoeM goknane «Ponb 6ea1ka SMN
B naropusuonoruu CMA» 3aBenymoluii jadbopaTtopueit
TeHHO-KJIETOYHOI Tepanmuu MHCTUTYTa pereHepaTuBHOM
MeIULMHBI (haKyisreTa hyHIaMeHTaATbHOM MeTUIIMHBI Moc-
KOBCKOTO TOCyIapCTBeHHOro yHuBepcutera uM. M.B. Jlo-
MOHOCOBa, K.M.H. [1.1. MakapeBuu, ypoBeHb 6enka SMN,
M3MEPEHHBII B KpoBU y nareHToB co CMA, B HacTosiiee
BpEeMsI HE MOXKET MCITOJIb30BaThCs KakK OromMapkep 3 dex-
TUBHOCTU ITaTOI€HETUYECKON Teparuu, ITOCKOJBKY
He ObUIM TMOJIyYeHbl yOeauTebHbIC JaHHBIE O HATMYUK
KOPPEJISIIUM MEXAY €ro YpoBHeM U 3(h(HEKTUBHOCTHIO
MPOBOIMMOI TePaITH.

— IMoBbieHue sxkcnpeccun 6enka SMN, ocobeHHO
B MOTOHEMpPOHAX CIIMHHOIO MO3Tra, — 3aMETWJI JOKJIal-
YUK, — 0€3YCIIOBHO, TOJIOXKUTEIBHBIN IJIST MIPOTeKAHUS
CMA npotuecc. Ho cyliecTByIoT Jiv TOPOroBkIe, T.€. (pr3u-
OJIOTMYHBIC YPOBHU 3KCIPECCUu gaHHoro oenka? Mccre-
nosaHue 2021 1., BBIIIOJHEHHOE Ha MBbIIIAX, IT0KA3aJ10, 4YTO
TIPH CYILIECTBEHHO BBICOKMX YPOBHSIX KCIIPECCHM BO3MOX-
HBI HexXeJaTeabHble 3(P(HEKThl B BUIEC OTCPOYEHHBIX HEM-
polereHepaTUBHBIX SIBJICHUI W pa3pyllIeHMs CUMHAIICOB
MOTOHEWPOHOB. ONTUMAaJTbHAs XK€ BbDKMBAEMOCTb HEPBHBIX
KJIETOK, IIpuemMieMasl Ui cAepXKuBaHUs (hOpMUPOBaAHUS
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¢enoruna CMA, obecrieunBaeTcsl TOJAbKO IPU IKCIpeC-
cum GeJika B (p13MOJIOTMYECKOM AMara3oHe.

Ecimu peub MaeT 0 reHo3aMeCTUTETbHOM Tepariu B (hop-
MaTe MOHOTEpAIK, BOIPOC «HE CJIMIIKOM JIM MHOTO OejKa
SMN» He clieayeT CUMTaTh aKTyaJlbHbIM, OCOOEHHO eCiiv
BCIIOMHUTb O LIEJIOM CITEKTPE MOJIOXKMUTEIbHBIX 3(D(HEKTOB
rpernapaTra OHaCEMHOTEeH abermapBOBEK U €ro MPUEMIIEMOM
npoduie 6e30MacHOCTH, TOAYEPKHYIT SKCITEPT.

— OnHaKo KakK pa3 B CBSI3M C 3TUM BOIIPOCOM, — YTOU-
Hun ITaBen UropeBuu, — ocTaeTcsl OTKPBITOM MpodieMa
Oe3ormacHocTU KoMOMHUpoBaHHOM Tepanuu CMA. Benb
OHACEMHOIeH abenapBOBeK, a TAKXKE PUCIUILIAM U HYCH -
HEPCEH BJIUSIIOT C TIOMOIIBIO Pa3HBIX MEXaHW3MOB Ha 3KC-
npeccuto 6enka SMN, 4To Mpu KOMOMHUPOBAHHOM IO/~
X0Jle MOXET MPUBOAUTH K IMOTEHIIMAJIbHO OMacCHOMY
MPEBBIIICHUIO KPUTUYECKOTO BEPXHETo0 YPOBHS OeyiKa
SMN. K ToMy ke MexaHU3Mbl ITOKa3aHHOTO Ha JKUBOTHBIX
HeOJIaroIPUATHOTO NEHCTBUS BBICOKOM IMPOIYKIIMH OeiKa
SMN B MOTOHEelpOHaxX He 10 KOHIIA U3y4YeHbl. TakKe HET
JTAHHBIX O TOM, KaKoe KojindecTBo 6eka SMN nmocraTou-
Ho 1jis1 Koppekuuu ¢peHotuna CMA, a Kakoe — MOXeET
BBI3BIBAaTh HETaTMBHOE BJIMSTHUE Ha MOTOHEHPOHBI. COoOT-
BETCTBEHHO, CJIOKHO CZEJIaTh BBIBOA O TOM, YTO JOTOJI-
HUTEJIbHOE MOBLILIeHUEe YpoBHs 0eka SMN 3a cuet 10-
OaBjieHUS APYroil MaTOre€HETUYECKON Tepanuu IMocie
MPOBENCHNST TeHO3aMECTUTEIbHOM NacT KaKUe-JI1ubo Te-
paneBTUYECKHME TTPEUMYIIECTBA U He OKaXeTCsI MeHee
0e30macHbIM JIJISI TAIMEHTOB 110 CPABHEHMIO C MOHOTEpa-
MKeil mpernapaToM OHaCEMHOTeH aberapBOBEK.

EBponeiickuii koHceHcyc 2020 . mo CMA He gaet of-
HO3HAYHOTO OTBETA 10 BOITPOCY 3(PGheKTMBHOCT KOMOWHY -
POBaHHOI1 Teparuy. B moKyMeHTe IpU3HaeTCsI, YTO TTOKa He
TTOJTyYeHBI yOeIUTeIbHbIE TIOATBEPKICHMS TOTO, YTO KOMOY -
Halus 2 IperapaToB MMeeT MPEUMYIIIECTBO Hall JIIOObIM Me-
TOIOM MOHOTepanuu. TakKe MoKa He SBJISIETCST OYCBUIHBIM,
4yT0 3¢h(PeKT KOMOMHALIMU OYAET MPeACTARISATH COO0M CyMMy
3(hdEKTOB KaxkKI0ro 13 MpenaparoB B oTaeIbHOCTH. HakoHel,
ITOKa OTCYTCTBYIOT IPSIMbIE CPaBHEHUS Pa3IMYHBIX ITperia-
pPaToB C TOYKHU 3pEHUST KIIMHUIYESCKOTO pe3y/IbTara.

— IToHuMato, — cka3aj B 3aKJIIOYCHUE CBOETO BHICTY-
menus [1.1. MakapeBuu, — HAaCKOJILKO TOpsiueii 1 KpaiiHe
HEIIPOCTOI TEMOI C TOYKU 3PSHUST 1 MAalIMEHTCKOTO CO00-
1IeCTBa, U Bpayel sBJsIeTcs ceiiyac KOMOMHMpPOBaHHAS
tepanusi CMA — HazHaueHre MOAUDUKATOPOB CIUIACUH-
ra reHa SMNZ2 nocie npuMeHEHMST TeHO3aMECTUTETbHOMN
Teparnuu. MBI JOJDKHBI MOJTYYUTh J0Ka3aTeIbHbIC TaHHbIE
BBICOKOTO YPOBHSI JJIsI TOTO, YTOOBI KOHCTAaTUPOBATh 3¢h-
(beKTUBHOCTH KOMOMHUPOBAHHO Teparu 10 CpaBHEHUIO
¢ MOHOTeparueil MoauduKaTopaMy CIIaiiciHra. XoueTcst
BEPUTh, YTO YK€ B 0003PMMOM OyIyIlleM Mbl Y3HaeM pe-
3yJbTaThl KIIMHUYECKUX UCCIIEAOBAaHUI, KOTOPHIE CMOTYT
JIaTh OTBET Ha 3TOT OYEHb HEITPOCTOM BOMPOC.

Mamepuan nodeomosun k.m.H. Arexcandp Porios.





