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MporpaMmMa AMArHOCTUKN CMUHAbHOW MbllLEeYHOW aTpodurmn
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NMporpaMMa AMArHOCTUKMU CMUHAJIbHOW
MbILLE@YHOMU aTpodhum

O6paTuTe BHUMaHUe Ha paHHUe CUMMTOMbI CMIMHAJIbHOW MbILLEYHOM
atpocduu (CMA)*>

OTnpaBbTe Ha AMArHOCTUKY

PebeHOK f,0/KeH 6bITh HanpaB/ieH B CreLMaan3npoBaHHoOe yupexaeHne, nmetoLlee onbiT
B AMarHOCTNKE HEePBHO-MbILLEYHbIX 3abosieBaHuUn®, cpasy nocne Toro, Kak Bbl 3aM0403pUAN
cumnToMbl CMA®®,

BbicTpoe HanpaBJs&ieHUe Ha ANArHOCTUKy nossonaunT*’:
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MonyunTs [MpoBecTu CEOEBPEMEHHD 3aMeannTb JocTuub oNTUManbHbIX
. 45
CreurannsMpoBaHHyHo reHeTuueckuii ananus®, NporpeccupoBaHue PeEsyNLTAaTOB NeUeHMUA™ .
NOMOLbL Ha paHHKX cTagmsx>. sabonesanuna Bnarogaps

paHHeMy TepanesTMUeCcKoMy
BMelIaTeNbCTBy ™,

OpraHusau,uﬂ MNOCTOAHHOIO BpaqeGHoro HaSHIOAeHIIIﬂ
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ByabTe BHUMaTENBHDI Ecnu Bbl nogospesaeTte CMA, ' HanpasbTe nauveHTa
Kk cumnTomam CMAZ, AeicTByiATE HeMeANeHHO?. K Npo@UAbHOMY
cneumnanncTy

ANA TeHETWYECKOH
AWAarHoCTUKEN CMA3ZS,

O6ecnoKOeHHOCTb BM3KNX NauneHTa, CBA3aHHas C 3a4epP)XKoN pa3BuUTuUSA pebeHka, MoXXeT
BbI3BaTb 3aTPyAHEeHUs rnpu obuweHnn’®. O4eHb BaXKHO NCM0/b30BaTb CBOW KJMHNUYECKUI
ONbIT U 3HAHWSA, MOCKOJIbKY PaHHAA AnarHocTtuka CMA nmeeTt npuHunnuasnabHoe
3Ha4YeHune™’.

Bam cnepyeT npoBecTU OLEeHKY pa3BuTusa pebeHka B COOTBETCTBUM C BO3PACTHLIMMU
HOpMaMu Kak npu obbIYHOM OCMOTPE, Tak U NMpu obpalleHnn 6an3KKUx naumeHTa
C xxanobamu Ha 3aepXKy pas3sutuma’,

CuMmnToMmbl CMA

C O pno 6 mecsaues C 6 no 18 mecsLes

3apep>XKa B AMarHoCTUKe 4acTo BcTpevaeTtca npu CMA>*,

MporpaMMbl CKPUHMHIA HOBOPOXKAEHHbLIX MOMOraloT BbisBuTbh CMA B nepsyio
Heaenlo XXU3HU A0 pa3BUTUA NPU3HAKOB 3aboneBaHuns, 4To 6N1aroNnpUATHLIM
ob6pa3om BauseT Ha nporHo3 3abonesaHus’'.

Ecnu Bbl nopo3peBaete CMA y cBoero nauueHta, NOMHUTEe, YTO NoTepn
ABUraTesibHbIX HEMPOHOB HeobpaTuma'®?*?,
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Ka>kpbili peHb uMeeT 3HavyeHue!

IeTckue HepBHO-MblLLUeYHble 3aboneBaHun

CumnToMbl CMA MOryT coBnagaTb C APYrMMU PacrnpoCTPaHEHHbLIMU OETCKUMM HEPBHO-
MblLLUEYHbIMU 3aboneBaHnsaMmn’ >,
24,25

CX0OXXUMW NMPU3HaAKaMM ABNAAKOTCA TMNOTOHUSA, MbllLeYHas cnabocTb n apednekcus

Image

FrmnoToHna aBnaeTca Hanbonee pacnpoCcTpaHEHHOW MPUYMHON A1 HanNpaB/ieHUS K Bpady
y [leTei C AeTCKUMU HEPBHO-MbILLIEYHbIMU 3a60n1eBaHnaMn’>,

Image

CMA aBnseTcs oaHoM 13 Hanbonee 4acTbiX MPUYMH FUMNOTOHUN Y MIadeHLeB™ .
Mpn 0EeTCKUX HEPBHO-MbILLIEYHbIX 3ab0/1€BaHNSAX NMOPaXKalTCA MHOFME OpraHbl, a Npw
TAXKENbIX POPMax MOryT Pa3BUTLCA XKU3HEYTPOXKAIOLLME OCSIOXHEHNS .,

O6LimMe CMMNTOMbI AETCKUX HEPBHO-MbILLEYHbIX 3ab0neBaHui, KOTopble
HabnopaloT poautenn’’:
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TpyAHOCTH

AHOManbHbIE
ABMMHEHWA

HenogaumHOCTE

NpY KopMNeHWKW
W pbIXaHMK

PacnpocTpaHeHHble AeTCKUe HepPBHO-MbILIeYHble 3abonesanmna®:

Image
CnuWHankeHaa MbllweuHan MbilweyHan BEpoxaeHHan BpoxaeHHan MuoToHMUecKan
MblLLIEUHAA AucTpodna auctpodun MWUOMNaTUA MbllLIeUHad AvcTpobua

atpodua ArowerHa Bekkepa avcrpodua 1 Tvna



YT06b!I OTAMYUTL pa3/InydHbIe TUNbI 3a0os1eBaHni 3TOM rpynnbl OT APYrux
bonesHen, HapAAy C APYrMMM aHasM3aMm M ob6cnenoBaHMAMU KpaHe Ba>kHO
NPOBECTN reHeTU4YeCKUi aHanus>,

Cnucok nuTepaTtypbl

1. Kolb SJ and Kissel JT. Neurol Clin. 2015;33(4):831-46.

2. Prior TW, Leach ME, Finanger E. Spinal Muscular Atrophy. 2000 Feb 24 [Updated 2019
Nov 14]. In: Adam MP, Ardinger HH, Pagon RA, et al., editors. GeneReviews®
[Internet]. Seattle (WA): University of Washington, Seattle; 1993-2020.



oOuvhkw

~

11.

12.

13.

14.
15.
16.

17.
18.
19.
20.
21.

22.

23.
24.
25.
26.

Wang CH, et al. ] Child Neurol. 2007;22(8):1027-49.

Qian Y, et al. BMC Neurology. 2015;15:217.

Pera MC, et al. PLoS One. 2020;15(3):e0230677.

KnnHnyeckmne pekomeHaaumm «lpokcMManbHaa CNnHasbHasa MblleyYyHas aTpodus
5g», https://cr.minzdrav.gov.ru/recomend/593 3 (naTa goctyna: anpenb 2025 r.)
Leyenaar ), et al. Paediatr Child Health. 2005;10(7):397-400.

Zimmerman B and Hubbard |JB. Deep Tendon Reflexes (Stretch Reflexes) [Updated
2020 Jul 31]. In: StatPearls [Internet]. Treasure Island (FL): StatPearls Publishing; 2020
Jan.

Markowitz JA, et al. JOGNN. 2004;33:12-20.

. Great Ormond Street Hospital for Children NHS. Brief Developmental Assessment

(BDA). Available at: http://www.gosh.nhs.uk/file/1841/download?token=0TvMwb9q.
anpenb 2025 .

Hammersmith Infant Neurological Examination (v07.07.17). Available at:
https://bpna.org.uk/userfiles/HINE%20proforma_07_07_17.pdf. Anpenb 2025 r.

Spinal Muscular Atrophy UK (2019). Toys, Play & Activities for Babies and Young
Children who have Spinal Muscular Atrophy. Available at:
https://smauk.org.uk/toys-and-play-a-guide-for-professionals. anpens 2025 r.

SMA Europe (2020). About SMA. Available at: https://www.sma-europe.eu/about-sma/.
Anpenb 2025 T.

Fujak A, et al. BMC Musculoskelet Disord. 2013 Oct 4;14:283.

Wang HY, et al. Arch Phys Med Rehabil. 2004;85(10):1689-93.

Martinez-Pitre PJ, Sabbula BR, Cascella M. Restrictive Lung Disease. [Updated 2020 Jul
15]. In: StatPearls [Internet]. Treasure Island (FL): StatPearls Publishing; 2020 Jan.
Shababi M, et al. ] Anat. 2014;224(1):15-28.

Govoni A, et al. Mol Neurobiol. 2018;55(8):6307-18.

Mercuri E, et al. Neuromuscul Disord. 2018;28(2):103-15.

Lin CW, et al. Pediatr Neurol. 2015;53(4):293-300.

European Alliance for Newborn Screening in Spinal Muscular Atrophy (2020). Available
at: https://www.sma-europe.eu/newborn-screening-in-sma. Anpenb 2025 r.
Kirschner J, et al. Eur J Paediatr Neurol. 2020 Jul 9:51090-3798(20)30142-2. Published
online ahead of print.

Glascock |, et al. ] Neuromuscul Dis. 2018;5(2):145-58.

Lee HN and Lee Y-M. ] Genet Med. 2018;15(2):55-63.

McDonald CM. Phys Med Rehabil Clin N Am. 2012;23(3):495-563.

Lisi EC and Cohn RD. Dev Med Child Neurol. 2011;53(7):586-99.

11410463/ONAABE/web/05.25/0

Term

e HeBposnorus

Source URL:
https://pro.novartis.ru/therapeutical-areas/neurology/sma/information/diagnosys-program


https://cr.minzdrav.gov.ru/recomend/593_3
http://www.gosh.nhs.uk/file/1841/download?token=oTvMwb9q
https://bpna.org.uk/userfiles/HINE%20proforma_07_07_17.pdf
https://smauk.org.uk/toys-and-play-a-guide-for-professionals
https://www.sma-europe.eu/about-sma/
https://www.sma-europe.eu/newborn-screening-in-sma

