U, NOVARTIS

PaclWwmnpeHHbIN HEOHaTasIbHbIN CKPUHUHI HOBOPOXAEHHbIX
Image

PacluMpeHHbIX HEOHATAJIbHbIU CKPUHUHT
HOBOPOXXAEHHbIX

MwunH3gpaB Poccmum pa3paboTan 06HOBNEHHLIN NOPALOK OKa3aHMA MeAULUHCKON NOMOLLN
nauneHTaM C HacNenCTBEHHbIMU N BPOXXAEHHbIMU 3aboneBaHuamMu [1]. CornacHo emy, ¢
2023 roga Ha BCen TeppUTOpUM CTpaHbl 3apaboTan pacluMpPEHHbIN HEOHATaJIbHbIN
CKPWUHUHI Ha 36 3aboneBaHun.

B 3TOT nepeYeHb BoLWJIa CNMHAaNIbHaA MbilwevyHasa atpodpua (CMA) — peakoe
nporpeccupytlollee HacneaCcTBeHHOe MOHOreHHoe 3aboneBaHune, xapakTepusyoLieecs
hereHepaunen gBuraTesibHbIX HEMPOHOB CAVHHOIO MO3ra 1 MblleYyHon cnabocTblo.

CKPUHUHI HanpaBJieH Ha BbISABJIEHNE XXU3HEYrpoXKatloLwen NaToNlorMm Ha paHHen ctagun,
00 NOsIBNIEHNSA NEPBbIX KIMHNYECKUX CUMMNTOMOB. Takon Noaxon rno3BosisseT Ha3HavYaTb
CBOEBPEMEHHOE NlIe4yeHne 1, No NPOrHo3aM 3KCMNepToB, CNacaTb 40 OOHOW ThbICAYM OeTen B
rog [1, 2].

LLenu pacluMpeHHOro CKpuHuHra exksawouator [1, 3]:

e PaHHee OOoK/IMHNYeCcKoe BbisBaeHne 3abosneBaHNn N X CBOEBPEMEHHOE NleYeHune C
Lesnblo NPpoPUIaKTUKN paHHEN CMePTU N NHBaNNAN3aLUN OeTeN.

e Yay4yweHne nNporHo3a n KayecTBa XXN3HM HOBOPOXXAEHHbIX C HAac/eACTBEHHbIMU U
BPOXXOEHHbLIMN 3ab0/1€BaAHNAMMN.

e Co3paHune peecTpa ceMmen — HocuTeNnen NaTosNornMm B reHax, NpuBoOAALLMX K
pPa3BUTUIO HacNleACTBEHHbIX 3aboneBaHnN.

C nepevyHeM MeAULNHCKUX YYPEXKAEHMN, KOTOPble OCYLLECTBASIOT PacLUMPEHHbIN
HeOHaTaJIbHbI CKPUHWHT, Bbl MOXKETEe 03HAaKOMUTbLCSA HUXKE.

NMepeuyeHb pepepanbHbIX rOCyAapCTBEHHbIX



MEeOULUUHCKUX OPraHu3auum M rocyaapCTBeHHbIX
MeAMLMHCKUX OpraHusauum cyonektos PO,
OCYLUEeCTBJIAIOWUX paCclLUMPEHHbIX HEOHATAJIbHbIN
CKPUHUHT [4]

e OI'BY «HaumoHanbHbLIN MEANLNHCKNIA NCCenoBaTeNbCKUN LLEHTP aKyLLepCcTBa,
FMHEKONIOrnMnM N NepuHaToNorum nMeHn akagemmka B.U. Kynakosa» M3 PO, r.
MockBa;

e OI'AY «HaumoHanbHbIN MEeONLUMHCKNIA NCccnenoBaTelbCKUN LEHTP 300POBbSA OeTen»
M3 PO, r. MockBa;

e ®I'BOY BO «POCTOBCKMIN rocyapCTBEHHbIN MeONLMHCKUIA YyHUBEpCcuTeT» M3 PO,

r. PoctoB-Ha-[oHy;

e OIBHY «Megnko-reHeTU4eCKNn Hay4YHbIM LEHTP UMeHN akagemMmuka H.M. bo4ykoBa»,
r. Mockea;

e [BY3 «Mopo30BCKasa feTcKkas ropoackas kamHnyeckasa bonbHnua enaptameHTa
3[paBooxpaHeHunsa ropoga Mocksbl», r. MOCKBa;

e CMN6 NKY3 «narHoCTU4eCKnn LUeHTp (Megnko-reHeTnyeckun)», r. CaHkTt-Metepbypr;

e OIBHY «TOMCKUA HauMOHaNbHbLIA UCCNefoBaTeNbCKUN MEeAUUUHCKUN LEHTP
Poccunckonm akageMum Hayk», r. TOMCK;

e OI'BHY «Hay4HbI LueHTp NnpobsieM 300p0BbA CEMbU U PENPOAYKLMN HYesloBEeKa», I.
NpKyTCK;

e [BY3 «Hay4HO-nccnenoBaTeNbCKUM MHCTUTYT — KpaeBas KanHunyeckasa 6onbHuua Ne
1 nmeHun npodpeccopa C.B. O4anoeckoro» M3 KK, r. KpacHogap;

e [BY3 «PecnybnnkaHCKUN MeanKo-reHeTn4Yecknim ueHTp», r. Yoa; NrbyY3 CO «KnnHuko-
ANarHocTnyecknin ueHTp «OxpaHa 300p0BbA MaTepun u pebeHka», r. EkKaTepuHbypr.

Ecnn y Bawero nayneHTa no pesysbTaTaM HEOHaTaJIbHOro CKPpUHUHIra nogospesatoT CMA,
ANA NOATBEPXKOEHNS AMarHo3a MoXXeT noTpeboBaTbCs MOBTOPHAs caada KpoBu (OTnpaBKa
ONa nooTBEP)XAEHNA OMarHosa ocyulectenseTca B PenepasibHoe rocygapCcTBeHHOe
B6loa>KeTHoe Hay4yHoe yuypexxaeHne «MeonKko-reHeTUYeCKNM Hay4YHbIN LEHTP UMEHM
akagemuka H.l. boykoBa»). B page csy4aeB AMarHo3 He NoATBEpP)XAaeTCs.

MakcMMasibHO paHHASA AMAarHOCTUKa U CBOeBpPeMeHHoe Jie4YeHUe )XUSHEHHO Ba>kHbl
ana nauveHTtoB co CMA:

e bonee 90% 60nbHLIX co CMA 1 Tuna, He NoJsly4YaBLUUX JieYeHuns, NOrnbHyT nnm éyayTt
HY>XOaTbCHA B NOCTOAHHOW BEHTUIALUMN NErkKnx K Asym rogam [5].

e bbICTpoe BbiSiB/IEHNE 3ab01€BaHNA NMEET peLuatolee 3Ha4YeHe anas 3ameneHns
NN OCTaHOBKW ero pasBuTus, co3gaBas yCo0BMA OJ189 Hauyyllero oTBeTa Ha
Tepanuio [6].

CNUCOK nuTepaTypbl



3.

4.

. Mpuka3 MunH3gpasa PO oT 21.04.2022 Ne 274H «O6 yTBEep>XAeHUN NopaaKka okaszaHus

MeOUNLNHCKON MOMOLLX NaLMeHTaM C BPOXKAEHHbIMU U (MN) HAacNeaACTBEHHbIMU
3aboneBaHnamMun». URL:

http://publication.pravo.gov.ru/Document/View/0001202207130023?rangeSize=50

(akTyanbHO Ha anpesnb 2025).

. MopTan HenpepbIBHOrO MEeANLIMHCKOIro 1 hapMaLieBTUYECKOro obpa3oBaHus

MuH3apaBa Poccun. B 06HOBEHHbIN NOPSALOK MeanoMOoLLW NPU HacsieACTBEHHbIX
3aboneBaHusx BKJ’HO‘-IeH pacLUNpPeHHbIN CKpI/IHI/IHF URL:

(aKTyaano Ha anpesb 2025)

MocTtaHoBneHune lMpasutenbctea PO o1 29.11.2022 roga Ne 2161. URL:
http://government.ru/news/47189 (akTyanbHO Ha anpenb 2025).
Pacnops>xeHue lNpasutenbctea PP o1 09.06.2022 roga Ne 1510-p. URL:

http://publication.pravo.gov.ru/Document/View/0001202206100025 (akTya/JlbHO Ha
anpenb 2025).



http://publication.pravo.gov.ru/Document/View/0001202207130023?rangeSize=50
https://edu.rosminzdrav.ru/news/novosti/news/v-obnovlennyi-porjadok-medpomoshchi-pri-nasledstvennykh-z
http://government.ru/news/47189
http://publication.pravo.gov.ru/Document/View/0001202206100025

5. Finkel R.S. et al. Observational study of spinal muscular atrophy type | and
implications for clinical trials. Neurology. 2014;83(9):810-7.

6. Schorling D.C. et al. Advances in Treatment of Spinal Muscular Atrophy: New
Phenotypes, New Challenges, New Implications for Care. ] Neuromusc Dis.
2020;7:1-13.

11410463/ONAABE/web/05.25/0

Termn

e HeBponorus

Source URL:
https://pro.novartis.ru/terapevticheskie-oblasti/nevrologiya/spinalnaya-mishechnaya-atrofiy
a/informatsiya-o-zabolevanii/rasshirennii



