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PE3IOME

Llenb cTaTbm — NpeAcTaBUTb akTyanbHbIV CTaTYC U pe3yNbTaTbl MPOrPaMm HeoHaTanbHOro cKpuHuHra (HC) Ha CnHanbHy0 MbllLeYHyo aTpo-
duto (CMA), a TakKe BbINOSTHATL CPaBHUTENbHDIN aHanm3 nofAxoAos K nposefeHuto HC, peannsyembix B Poccunn 1 page 3apy6exHbix cTpaH.
CMA — opiHO 113 Hanboree pacnpPoCTPaHEHHbIX HACNEACTBEHHbIX HEPBHO-MbILIEYHbIX 3a601eBaHMI, NpUBOAALLee K paHHel rmbeny nayneH-
TOB [I€TCKOro Bo3pacTa. B MyvpoBoii NpakTrke HabnogaeTcsa TeHAEHUMA K pacluMpeHnio HauoHanbHbix nporpamm HC 1 BKIOYEHNIO B HUX
anarHoctukn CMA. KntoueBbiMuy 3Tanamu B BbiaBneHun CMA ABRAIOTCA NePBUYHOE onpeaeneHne nauMeHToB BbICOKOTO prcka METOAOM KOJu-
yecTtBeHHoi MNLP 1 ganbHenwasn noaTeepXaatoLLasn ANarHocTrka, Hanbonee yacto npoeoarmasn metogom MLPA. Mo pesynbTatam aHanmsa nu-
noTHbix npoekToB HC Ha CMA B M1pe, HanbosbLIas PacnpoCTPaHEHHOCTb 3aboneBaHus gocturana 18,71 ciyyas Ha 100 TbIC. HOBOPOXAEHHDBIX
1 6bina BbisiBNeHa B AinoHun (NpedekTypa Xéro). B eBponeinckux cTpaHax Haunbonbluas pacnpocTpaHéHHocTb CMA onpegensanach B Utanuu,
lfepmaHuu, Micnanunn (BaneHcus). B Poccun, cornacHo pesynbratam paciumpeHHoro HC, pacnpoctpaHéHHocte CMA coctaBumna 9,5 Ha 100 Tbic.
06cnefjoBaHHbIX HOBOPOXKAEHHDIX. MosBneHne 3PpEKTVBHOW Tepanuy NaToreHeTMYeCKoro AeicTBuA npegonpeaenseT LenecoobpasHocTb
BbIAABNIEHVA 3260/1€BaHMA Ha €ro NPeCMNTOMaTNYECKOW CTafuy ANA AOCTUXKEHVA JTYUYLUMX PE3YNbTaToB MO KNVHUYECKM 3HAYVIMbIM NCXOAaM B
[ONrOCPOYHOI NepcnekTuae. B HacToAWMIn MOMEHT Ha Tepputopumn Poccum 3aperncTprpoBaHo 3 fieKapCTBEHHbIX MpenapaTa natoreHeTnye-
CKOTO AeiiCTBUA: HYCUHEPCEH, PUCAUMIIAM 11 OHaCEMHOTeH abenapBOBEK, UTO NOATBEPXKAAET 3HAUMMOCTb BKoueHns CMA B nporpammy HC.
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ABSTRACT

The purpose of this article is to provide an up-to-date status and outcomes of neonatal screening programs for spinal muscular atrophy
(SMA) undertaken in the Russian Federation and other countries, as well as to conduct comparative analysis of these approaches. SMA is one
of the most common hereditary neuromuscular disorders that leads to the death in early age. Globally, there is an increasing trend toward
incorporating SMA diagnostics into national neonatal screening programs. The key key stages of the SMA diagnostics include the initial
identification of high-risk patients using quantitative PCR, followed by confirmatory diagnostics, commonly performed by MLPA. Analyses
of global pilot newborn screening projects worldwide have shown the highest incidence of SMA to be 18.71 cases per 100 000 newborns
in Japan (Hyogo Prefecture). In Europe, the greatest incidence was documented in Italy, Germany, and Spain (Valencia). According to the
results of expanded neonatal screening conducted in the Russian Federation the SMA prevalence was 9.5 per 100 000 screened newborns. The
availability of effective disease-modifying therapies underscores the importance of identifying SMA at the presymptomatic stage to achieve
better outcomes in terms of clinically meaningful long-term endpoints. Nowadays there are three disease-modifying drugs that are approved
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in the Russian Federation: nusinersen, risdiplam, and onasemnogene abeparvovec, which confirms the importance of inclusion neonatal
screening for SMA in national neonatal screening program in the Russian Federation.
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BBepgeHune

CrnmHanbHasg MbieyHas atpopust (CMA) gpnsercs
HACJEACTBEHHBIM HEPBHO-MBIIICUHBIM  3a00JIeBAHUEM,
XapaKTEPUIYIOIIUMCS IIPOTPECCUPYIOIIEN IOereHepaluein
0-MOTOHEIPOHOB CIIMHHOTO MO3Ta, Pa3BUTHEM BSIJIOTO Ma-
panuya M MbllIeyHoi arpodun [1, 2]. Knuauyeckast kap-
tHa CMA MOXeT BapbUpOBaTh B 3aBUCHMOCTH OT BO3pac-
Ta, B KOTOPOM HabJtonanach MaHUdecTauus 3a00J1eBaHuUs,
U XapaKTepU30BaTbCs KaK OBICTPOIPOrPECCUPYIOIIUM Te-
YeHHEM M TUOENbIO TAallMeHTa WIM Pa3BUTUEM HEOOXOmM-
MOCTH B IPOBENCHUYN PECIIMPATOPHON MOMIEPXKKU B TeUe-
HMe 1-To roma XXW3HH, TaK U 0ojiee JETKUM TeYCHUEM TIpU
MPOSIBJICHUY 3a00JieBaHus BO B3pOCJIoM Bo3pacte [3].

B Poccuu 3apeructpupoBaHbl Bce 3 ONMUNMM MaTOTeHe-
TUYECKOM TepaIuu, mpuMeHsoeiics mis nedeHuss CMA:
nekapcTBeHHbIl Tipeniapat (JITT) reHosamecTuUTeNbHOM
tepanuu (MHH onacemHoreH abemapsoBek, OA) u 2 JIT1
Ha OCHOBE aHTUCMBICIOBBIX OJuronykieoruagos (MHH
HycuHepceH 1 MHH pucnunnam). Bee 3 JIIT BkatoueHbI
B JICHCTBYIOIINE KIMHUYECKME PEKOMEHIALIMY U B Tepe-
yeHb JII1, MEMUIIMHCKUX U3ACINH U TEXHUUECKUX CPEACTB
peabuiutanuu, 3akynaembix ®onaom «Kpyr gobpa» s
OKa3aHUS TTOMOIIU AETIM C TSXKENBIMU, KU3HEYTPOKaI0-
UMY U XPOHUYECKVMMH, B TOM UMCJIe PEAKUMHM 3a00Jie-
BaHUSAMU [2].

Pannee BuisiBneHue CMA 1 cBoeBpeMeHHOE Ha3Have-
HUE MMaTOTeHETUYECKOM TeparMy MOXKET CTaTh PEIIaOIINM
9TaroM B 3aMEUICHUM TTPOTPECCUPOBaHUS 3a00JIeBaHMS,
COXpaHEHUM IBUTATEIbHBIX BOBMOXHOCTE!N U YIyJIICHUN
KayecTBa XU3HU manueHToB [4,5]. C y4éToM HOCTYIHO-
cti 3¢ ¢GEeKTUBHON MaTOreHETUYECKON JIeKapCTBEHHOM
Tepanuu BHeIpeHue HeoHaTtanbHOro ckpuaunra (HC) na
CMA c 11enbIo paHHEH TMarHOCTUKY TTO3BOJISET MTOBLICUTh
KauyecTBO OKa3blBa€MOW TMOMOIIM MallMEHTaM C JaHHBIM
3aboseBaHueM [6, 7].

B mupoBoit mpaktuke K Hauvaimy 2024 r. maccoBoe
obcienoBaHue HOBOpPOXAEHHBIX Ha CMA ObulOo peanu-
30BaHO B 33 cTpaHax, IpU 3TOM B IPYIMX CTpaHaX Takxke
paccMaTpuBaeTCs TTOTEHIIMaIbHasl BO3MOXHOCTh PaCIIy-
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PEHUS IPOTpaMM CKPUHMHTA C BKIIIOUCHUEM JaHHOTO 3a-
ooneBanwms [8]. Tak, omHOI U3 OCHOBHBIX LieJIeil AJbsSTHCA
no nipoBeneHuio HC na CMA gBinsgeTcs BHeApeHUe CKpU-
HUHTa BO Bcex eBporeiickux ctpaHax K 2025 1. [9]. B Poc-
cuu ¢ 2023 r. mpoBoautca pacmupeHHbiii HC Ha 31 3a60-
neBaHue, Bkiodas CMA'.

B nmanHoili pabote nmpeacTaBieH 0030p U CpaBHUTEIIb-
HBII aHamm3 toaxonoB K npoBegeHno HC na CMA, pea-
nm3yeMbIX B Poccuu u psie 3apyOesxxHbIX CTpaH.

CpaBHUTENbHbIN aHanu3 NoAxXoA0B
K NpOBeAeHNI0 CKPMHUHIa U X pe3y/ibTaToB

Poccutickas ®edepayus

B Poccum mpencrtaBieHBI pe3yiabTaThl 3 MUJIOTHBIX
npoekToB HC, mpoBenéHHbix B MockBe n Cankr-Ile-
TepOypre, M pe3yJabTaThl enepaibHoii nporpamMmbl HC,
nposeaéuHoro B Ilpubaitkanbe (Mpkyrckast o0JacTb,
Pecnnyonuka byparus, 3abaiikanbckuit Kpaif), LleH-
TpaibHOM U JlalbHEBOCTOYHOM (elepabHbIX OKpyrax
[10—13]. B nmunoTHOI1 nporpaMMme B MOCKBe BBHISIBJICHUE
MalMEeHTOB ¢ TOMO3UTOTHOM nejieleii 7-ro sK30Ha reHa
SMN] ocymiecTBISIIOCH TI0 pe3yibTataM ITOJUMepa3Hoit
uenHoi peakiuu (ITLP) ¢ aHanmm3oM KpuBoii TUTaBICHUS
U nocienyoouieid Banuaanuein meromom TP u ananuzom
moauMop¢u3Ma UIMHBL PECTPUKIIMOHHBIX (hparMeHTOB
(IO P-TTIPP) Ha cyxux nmsarHax KposH [11]. B ocTanpHbIX
IIporpaMMax OIIpeleicHUE IMallMeHTOB BBICOKOTO PHCKa
Ha TepBoM 3Tamne npooauyiock metonom I1LIP B pexume
peansHoro Bpemenu (ITIIP-PB). Ha srame monrBepxxma-
[olleii OTUarHOCTMKM BO BCEX IIPOrpaMMax MCIOJIb30-
BaJICSI METOA MYJbTUIUIEKCHOM aMIUIMGUKAIIAN JIUTH-
poBaHHBIX 30HIOB (Multiplex Ligation-dependent Probe
Amplification, MLPA).

B nacrosmuit momeHT mnposeaeHue HC na CMA
B Poccuu ocymiecTsisiercs B 2 aTamna, Iie Ha IIepBOM dTalie

"Mpuka3 MuHzgpasa Poccum ot 21.04.2022 N2 274H «O6 yTBepXAeHUN
MNMopsaka okasaHWA MEAULIMHCKOW MOMOLLYM NaLMeHTamM C BPOXKAEHHBIMU 1
(nnn) HacneacTBEHHbIMM 3a601€BAHNAMNY.
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B LICHTpaX YPOBHs 3A IIpOBOIUTCS BBISIBJICHHUE MAIIMEHTOB
C TOMO3UTOTHOM Aeneuneii 7-ro 3k3oHa reHa SMN1 (Bbi-
cokoro pucka CMA) meronom ITIP-PB Ha obpasmax cy-
XUX TISITeH KPOBH, 3aTeM IOJIOKUTEIbHBIC 00pa3iibl IIPO-
XOISAT IMTOBTOPHYIO TMArHOCTUKY M HAIIPABJISIOTCS B LICHTP
ypoBHs 3b ny1g mocnenyloueit moaTBepKaaoei JuarHo-
ctuku MetomoM MLPA [14].

ITo pesymbraram mpencTaBIeHHBIX IMJIOTHBIX ITPOEK-
TOoB pacnpocTpaHéHHocTh CMA B Poccum BapbupoBaiia
oT 6,95 1o 13,52 Ha 100 Thic. HOBOpOXAEHHBIX. B 2023 T.
B xoxe pactmnpeHHoro HC 0bUn poaHaanu3npoBaHbl 00-
paslibl, MOJIydeHHBIE 6oee 4yeM oT 1,2 MJTH HOBOPOXKIEH-
HBIX, TIPU 3TOM YMCJIO MOATBEPXKIEHHBIX ciaydyaeB CMA
cocTtaBuio 117, 4TO COOTBETCTBYET pacHpOCTPaHEHHO-
ctu 9,5 Ha 100 ThIC. HOBOPOXIEHHBIX [15].

CmpaHsi Esponetickozo coto3a (benveus, BeHepus,

lepmaHus, icnaHus, Umanus, Xopeamus)

ITo ouenke AnbstHca o ripoBeneHuo HC na CMA, HC
Ha CMA nipoBoautcst B 21 (78%) u3 27 cTpaH, BXOASIINX
B cocTaB EBporieiickoro coro3a, a 10151 HOBOPOXAEHHBIX,
OXBauy€HHbBIX CKPMHUHIOM, cocTaBisieT 64% [16]. KpaTkas
xapakTtepuctuka ctaryca rposeneHust HC na CMA B ctpa-
Hax EBporeiickoro coro3a npezicrasieHa B TadJ. 1.

JaHHble 0 pe3yabTaTax MPOBEACHUS MUJIOTHBIX MPO-
rpaMM CKpMHUWHTA ObUTH HaiimeHbl 11t 6 ctpaH (FOr benb-
ruu, Benrpus, l'epmanust, Mcnanust, MUtanust, XopBaTus).
B npencraBneHHBIX cTpaHax, Kak U B Poccuu, maccoBoe
obcnenoBaHne Ha CMA cOCTOSIIO M3 HECKOJBKUX 3Ta-
noB. B KkauecTBe TMepBOro AMArHOCTUYECKOTO METONA
BO BCEX CTpaHax IMpuUMeHsuiach KojudecTBeHHas ITLIP.
B benbruu, Benrpun u Ucnnanuu (BaneHcust) nepBUYHO-
TOJIOXKUTENbHBIE PE3yJIbTaThl MMOBTOPHO TECTUPOBAIUCH
IO TIPOBEACHUS MTOATBEPXAAIOIIei nuarHocTuku [17—19].
B xauecTBe moaTBepKAAIOLIEH TMarHOCTUKY BO BCEX CTpa-
Hax ucroJjib3oBaics metoa MLPA, kpome Utanuu (peruoH
Anynus), TAe MOATBepKaaronias JUAarHOCTUKA OCYIIECT-
BJISIJIaCh MPU TTIOMOIIY KoanyectBeHHoM TTHP [17—-23].

PacnipoctpanénHocte  CMA 1o pe3yiabraTaM MH-
JIOTHBIX TIpOTPaMM BapbUpoBajla OT MWHUMAJIBHOTO
3HaueHus 6,6 Ha 100 ThIc. HOBOPOXIEHHBIX B beabrum
JI0 HaOOJIBINIETO 3HAYEHUS, TTOJIYyUYEeHHOIO IO pe3ysibTa-
TaM 2-JIeTHeTro CKpuHUHTa B UTanuu u coctaBusiiero 16,5
Ha 100 TeIC. HOBOPOXAEHHBIX [18, 23].

CoeduHéHHble LLimamel AMepuku

B CHIA pacmmpenue nporpammbl HC ¢ BKiTioueHUEM
CMA o6b10 pekomeHgoBaHo ¢ 2018 r. K 2022 r. obcneno-
BaHMe HOBOPOXIEHHBIX OCYIIECTBIISITIOCH YXKe B 43 IITaTax,
a B HACTOSIIWN MOMEHT CKPMHUHT IIPOBOIUTCS II0 BCEl
ctpaHe 1 oxBatbiBaeT 100% HOBOPOXIEHHBIX [24—26].

Mertonuka ImpoBeaeHNs CKPUHIHTA JOCTATOYHO Bapy-
aTWBHA M MOXET Pa3InJyaThes OT ITaTa K mraty [4, 27—33].
Tak, BO Bcex pacCCMOTPEHHBIX INTaTaX Ha 3Talle OIpeie-
JIEHUSI TIallMeHTOB BBICOKOTO pucka npumeHsuiach ITLP-
PB Ha obpasiax cyxux nsiteH KpoBu. IIpumeuaTenbHo,
YTO, TI0 CPAaBHEHUIO C IIpOTrpaMMaMU, PaCCMOTPEHHBIMU
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B APYTUX CTpaHaX, CICAYIONINIA 3Tall — ITOATBEPXKIAIOIIAsT
MUATHOCTHKA — B OMYOJIMKOBAaHHBIX MMJIOTHBIX IIPOTpaM-
Max CIIIA B 00JBIIMHCTBE CIy4YaeB BBITTOTHSIICSI METOIOM
konnuectBeHHoi [TIP. Metog MLPA B CIIIA nmen orpa-
HUYEeHHOe NTpuMeHeHue 1 Ha MOMeHT 2021 1. ObIJT UCITOJIb-
30BaH TOJbKO B 3 u3 34 mtaroB ([lenaBap, [leHcunbBaHus,
Tenneccu) [25]. Cpenn 6 MJIH 0OOC/IEIOBaHHBIX HOBO-
POXIEHHBIX OOIEEe KOJIMYECTBO IMOATBEPXKAEHHBIX CIIy-
yaeB 3a00JieBaHUSI COCTaBMIIO 425, TIpU 3TOM pacuyETHOE
3HayeHue pacrnpoctpaHéHHocth CMA cocrasuino 6,81
Ha 100 ThIC. HOBOPOXIEHHBIX [34].

Kanaoa

K 2023 r. ckpyuHUHT HOBOpOXAEHHBIX HAa CMA tipo-
BOOMJICS B S5 mpoBUHLUSAX U 3 Tepputopusx KanHamwl,
a 0XBaT HOBOPOXAEHHBIX cOCTaBUJI IpuMepHo 72% [35].
OO1eit XxapakKTepUCTUKON TMpOorpaMMbl SIBISIETCSI MTPOBe-
JIEHWE JBYX 3TAlOB AMArHOCTUKM, OMHAKO METOMIbI, IPHU-
MEHsIeMbIe Ha KaXXIOM 3TaIrle, B Pa3IMUHbIX MPOBUHIIMSIX
MOTYT BapbupoBaTh. Tak, B OOJBIIMHCTBE MPOBUHIIUI
METO/IOM IPeIBAPUTEIbHON ATMATHOCTUKY [Tl BHISIBICHUST
TOMO3UTOTHOM Jeeu 7-ro 3k30Ha reHa SMN I siBisiiach
konunuectBeHHas [P, B bputanckoit Konymobun — mMe-
ton MLPA, a B npoBuHIIMY OHTapUO — METOI MacC-CIIeK-
TPOMETPUH, C IIOMOIIIbIO KOTOPOI TaKKe ObUIO BO3MOXHO
omnpejeeHue MyTallyii, CBA3aHHBIX C HACJIEACTBEHHBIMU
HapyLIEHUSIMU CJIyXa U TSOKETBIMU KOMOMHUPOBAHHBI-
MU UMMYHoneduumuTaMmu. MeTonoM, MOATBEPKAAIOIINM
Hajau4yue 3a0ojieBaHMS, BO BCEX MPOBUHLMUSX SIBJISIETCSI
MLPA [35—37]. T1o ony0AMKOBaHHBIM pe3yabTaTaM Ipo-
BEIEHHBIX MporpaMM 13 Bcex 186,8 Thic. 00CiIeI0BaHHBIX
obu10 BeIsiBIeHO 10 cnyyaeB CMA [37, 38].

bpasunus

B 2021 r. B bpa3unuu denepaibHbIM 3aKOHOM OBLIO
PEKOMEHIOBAHO paclllMpeHre B TeYeHue Tofa MporpaMMbl
HC ¢ Bk110YeHMEM ClIeaYIONIMX COCTOSTHUI U rpyIin 3a00-
JIeBaHUI: BPOXIEHHOIO TOKCOILJIAa3M03a, TaJaKTO3eMUHU,
HapylleHUit oOMeHa aMUHOKMUCIIOT, HapylleHuil oOMeHa
MOUYEBUHBI U [3-OKUCIEHUS KUPHBIX KUCOT, JIU30COMAJIb-
HbIX 0OJIe3He HaKOIUJIeHHUS, TIEPBUYHBIX UMMYHOIeMhU-
uutoB 1 CMA. OnHako BBINOJHEHWE YCTaHOBJIEHHBIX
liejieit B COOTBETCTBUMU C TJ1JaHOM K 2024 1. He ObLIO pea-
Jnu3oBaHo [39].

OO6cnenoBaHre HOBOPOXIAEHHBIX Ha Hanumuue CMA
B bpaszunuu 6610 IpoBeAeHO B paMKaX OJHOIO MUJOTHO-
ro npoekta HC [40]. MeTtoauka npoBeneHus HC Bkio-
yaja 2 aTamna, rae no pesyjbraram odcienoBaHus 40 ThiC.
o6pa3ziioB MetonoM I[P ¢ aHanu3oM KpuBOii MIaBlIeHUS
BBISIBJIEHO 5 TallMeHTOB BbicoKoro pucka CMA. B nmanb-
HeiimeM MetonoM MLPA nuarHo3 ObLT MOATBEPXKIEH
y 4 nauueHToB [40].

TatisaHb

IlepBas mwiotHasg nporpamma HC Ha CMA Obuia
peannzoBaHa B 2014 1. npu o6cienoBaHUM HOBOPOXIEH-
HbIX B OonbHMIle HarmmonansHoro yHuBepcureta TaiiBa-
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Ta6nuua 1. Cratyc nposeaeHus nporpamm HC Ha CMA B cTpaHax EBponelickoro colo3a B COOTBETCTBUM € JaHHbIMU, NPeACTaBA€HHbIMW Ha dneK-
TPOHHOM pecypce AnbsHca no nposegexnuio HC Ha CMA

Table 1. Status of SMA newborn screening programs in European Union countries, based on data from the SMA NBS Alliance online resource

CrpaHa
Country

ABcTpus
Austria
benbrust
Belgium
Bonrapus
Bulgaria
Benrpus
Hungary
'epmanus
Germany
Ipeuus
Greece

Jlanus
Denmark

Wpnanaust
Ireland

Hcnanus
Spain

Hranus
Italy
Kurnp
Cyprus

JlatBust
Latvia

JIutBa
Lithuania
JltokceMOypr
Luxembourg
Majbta
Malta
Hunepnanabt
Netherlands

[Monbira
Poland
IMoptyranus
Portugal

PymbiHMS
Romania

CrnoBakust
Slovakia

CroBeHust
Slovenia

DunngHans
Finland

Dpannys
France

XopBarus
Croatia

Yemuickas Pecriybnnka
Czech Republic

IIBeuus
Sweden

DCTOHMS
Estonia

Reviews

Cratyc mporpaMMbI
Program status

®DenepanbHast
Implemented in countrywide NBS program
DenepanbHas
Implemented in countrywide NBS program
JlaHHBIE HE TIPEICTABICHBI
Not reported
DenepanbHast
Implemented in countrywide NBS program
DenepanbHast
Implemented in countrywide NBS program
OnobpeHa, HO OXKUIAET BHEAPEHUS B CUCTEMY
Approved in the NBS panel but pending implementation
®enepanbHas
Implemented in countrywide NBS program
OpnobpeHa, 0XXUIAeT BHEAPEHUS B CUCTEMY
Approved in the NBS panel but pending implementation
YacTruHO BHenpeHa (pernoHaabHast), peKOMEHIOBaHa K BKIIOYEHHUIO
B (heepasibHyIO MPOrpaMMy CKpUHUHTA
Partialy implementated and approved in NBS panel, pending full implementation
YacTuuHo BHenApeHa (pernoHaibHast) B 15 u3 20 peruoHax
Partial implementation (screening is active in 15 of 20 Italian regions)
JlaHHBIe HE IPEACTABICHBI
Not reported
DenepanbHas
Implemented in countrywide NBS program
DenepanbHast
Implemented in countrywide NBS program
DenepanbHast
Implemented in countrywide NBS program
JlaHHBIE HE TIPEICTABIICHBI
Not reported

®DenepanbHast

Implemented in countrywide NBS program
DenepanbHas

Implemented in countrywide NBS program
DenepanbHast

Implemented in countrywide NBS program

Ha sTane moarotoBKu npemioXeHus
Regulatory procedures under way

DenepanbHast

Implemented in countrywide NBS program
®DenepanbHast

Implemented in countrywide NBS program

OnoOpeHa, 0X1IaeT BHEAPEHUS B CUCTEMY

Approved in the NBS panel but pending implementation
IIpoBomsATCsSt pernoHaTbHBIE MATOTHBIE MTPOEKThI, PEKOMEHIOBaHA K BKITIOUEHUIO
B (beepabHyI0 IPOrpaMMy CKPUHUHTA
Conducted regional pilot projects and recommended for inclusion in the federal
screening program

®enepanbHast

Implemented in countrywide NBS program
DenepanbHast

Implemented in countrywide NBS program
®DenepanbHast

Implemented in countrywide NBS program
DenepanbHas

Implemented in countrywide NBS program

J1oJ1s1 HOBOPOXKIIEHHBIX,

Proportion of newborns
screened for SMA, %

100

100

100

100

100

33

100

100

100

100

100

100

100

100

90

100

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2025; 6(3): 160-171

obcienyembix Ha CMA, %

163



HEBPOJTOTMYECKUI XKYPHAIT nmenm 11.0. BAOATIIHA. 2025; 6(3): 160-171

https://doi.org/10.46563/2686-8997-2025-6-3-160-171

0630p

Hs [41]. Kak u B ipyrux crpaHax, paCCMOTPEHHBIX paHee,
MepBhIi 3Tarl CKpMHUHTA B TaliBaHe IMpOBOAUIICS METOAOM
I1LIP-PB, omHako mnoaTBepxparoliasi OUAarHOCTUKA
BKITIIOYaja B ceds 2 Metona: uudposyio KaneiabHyto [TL[P
1 MLPA, ¢ ToMo1Ibi0 KOTOPBIX TAKXKE OTNPEAEISIIOCHh KO-
ymyectBo Kormmii SMNI n SMN2. JJoNOJIHUTENbHO st
omnpeneneHusT THOpUIHBIX TeHoB SMNI/SMN2 O6buio
MPEeayCMOTPEHO MpOBeeHNe ceKBeHpoBaHUs 110 CeHre-
py. B teuenue 2 net npoBeneHus ucciaenoBanus u3 120 Teic.
o0cieqoBaHHBIX ObIIO MoATBepkaAeHOo 7 ciaydyaeB CMA,
a 1mocJie 5 et HaOoAeHUS KOJTMIECTBO MOATBEPKIEHHBIX
ciryqaeB CMA yBenmnumiioch B 3 pasa, a pacuéTHasl pacrpo-
CTpaHEHHOCTb 3aboseBaHus coctaBuia 5,77 Ha 100 ThIC.
HOBOPOXAEHHBIX [41, 42].

HanmwvonansHasg nporpamma HC na CMA B TaiiBa-
He TaKXKe COCTOMT M3 2 3TAIloB, OMHAKO Ha IIEPBOM JTalle
B pa3HBIX LIEHTPaxX BBISIBJICHHE TMAIIMEHTOB OCYIIECTBIISI-
ercs 1160 metogom TP, n1ubo ¢ moMolibio Macc-crek-
TpoMeTpun. [lonTBep:kaaroiasi IMarHOCTUKA TTPOBOIUTCS
metonoM MLPA [43]. 3a 5 ner obciaenoBanue Ha CMA
npouutn 6onee 400 ThIC. HOBOPOXAEHHBIX, MPU STOM
KOJIMYECTBO MOATBEPXIEHHBIX ciiyuaeB CMA cocraBu-
J10 22 yenoBeka [43].

AnoHus

B fnmoHuu obGcnenoBaHue HOBOPOXAEHHBIX HA CMA
ObLIO OMMCAHO Ha MpUMepax IporpaMM, IPOBEAEHHBIX
B ropoaax Ocaka, Kymamoro u npedexrype Xéro [44—48].
Bo Bcex nporpammax HC ocyiuecTsisiicst B 2 3Tarna, Tie Bbl-
SIBJICHUE MAllMeHTOB BBICOKOI'O pHCKa MPOBOAMIOCH METO-
noM ITLP-PB, a Ha BropoM aTarie aJisi OATBEepKACHUS T~
arHo3sa npumeHsiicst metonq MLPA [44—48]. B npedexTtype
XEro mwis MoATBepKIeHUS 1arHo3a, momumo MLPA, ripu-
MeHsutach 1udponas kKaneiabHast TILP. OmHoBpemeHHOE
MPYMEHEHME IBYX TaHHBIX METOJ0B paHee TAKXKE IIPOBOIM -
noch B Heto-Mopke u B TaiiBane [4, 32, 41, 42, 45]. B xone
HC B Ocake 1 KymamoTo ObLIO BBISIBJICHO MO 1 TallMeHTy,
B npedpekType Xéro — 2 mauueHta. PacrpocTtpaHEHHOCTD
CMA BapbupoBaia OT MUHUMAaJbHOTO 3HayeHust 1,44
Ha 100 Thic. HOBOpOXIEHHBIX B Ocake JO HAaMOOIBIIETO
3HaueHus 18,71 Ha 100 Teic. HaceneHus B npedekType XEro.

Ascmpanusa

C 2021 r. B ABCTpajiuM peKOMEHIOBaHO MPOBEACHUE
TUTAaHOBBIX ITPOrpaMM MacCOBOTO OOCJIeTOBaHNSI HOBOPO-
xaEHHBIX Ha CMA Bo Bcex mTarax [49].

IlepBasg muiotHas nporpamma HC B ABcTpanuu co-
CTOsIJ1a U3 3 TaroB:

1) onpeneneHue MalMEHTOB C OTCYTCTBUEM KOIUIA Te-
Ha SMN1 metonom ITLP-PB;

2) BepudUKalUKs TEPBUYHO-MOJOXUTEILHOIO pe-
3yJabTaTa v ofnpeaesieHue KoandecTBa konuii SMN2 meto-
oM ubpoBoi KareabHoit TTLP;

3) noarBepxKaarolias nuarHocTrka MmetonoM MLPA [50].

Ilo pe3ynbraTam MWJIOTHOM MPOrpaMMBbl pacpocTpa-
HEéHHOCTh CMA B ABcTpanuu coctaBuia 8,66 Ha 100 Thbic.
HaceJeHus.
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KpaTkas xapakTeprcTrKa pacCMOTPEHHBIX IIPOrpaMM
HC npencraBneHa B Ta6J1. 2.

ITo pe3ynbraTamM NpoBeIEHHOTO aHaIM3a HauboIbIIast
pacrnpoctpanéHHocTh CMA B TIoTHBIX ITporpaMmax HC
obu1a omnpeneneHa B Anonuu (mpedekrypa Xéro). Kpome
TOTO, IOCTAaTOYHO BBICOKME 3HAYECHUS PaCIpOCTpPaHEH-
HOCTH OBLIU BBISIBJICHBI B HEKOTOPBIX cTpaHax EBporieii-
ckoro coto3a (Uranusa, I'epmanus, Ucnianus (BaneHncus))
u B Poccun. HaumeHbliie 3HaueHUsI pacopOCTpaHEHHO-
ctu 66utn onydeHsl B SAnmonuu (Ocaka), TaiiBaHe, benb-
run 1 CILA (pucyHoK).

Hanuune nocTymHBIX ONMLUI JIeKApCTBEHHOU Tepa-
MKMU, COIIACHO MpeMIoXeHHbIM B 1968 r. Wilson J.M.G.
n Jungner G. npuHLMNIAM CKPUHUHTA?, SABISIETCS OIHOMN
U3 KIIOUEBBIX IIPEAIIOCHUIOK K BHEAPEHUIO MAacCOBOTO
o0OciienoBaHMsI Ha paccMaTpuBaemMoe 3a0ojIeBaHUE, 4YTO
MOJATBEPXKIAETCS B XOJ€ MPOBEAEHHOTO 0030pa, MOCKOJIb-
Ky OOJIBIIMHCTBO IHMJIOTHBIX ITPOEKTOB M IIOCEAYIOIIEe
BkimoyeHue CMA B mporpammbel HC Oblto peanm3oBa-
Ho B 2016—2020 rr., mocie paspaborku JIIT [53]. Pannee
BBISIBJICHHE 3a00JIeBaHUS M IIOCTEAyIOlIee Ha3HauYeHHE
IaToreHeTHYecKoi Tepanuu namueHtam co CMA Ha no-
KJIMHUYECKON CTaguM TTO3BOJISIET YBEIWYUTD ITPOIOJIKM-
TEJIbHOCTD XXM3HU, COXPAHUTH IBUTATEIbHYIO aKTUBHOCTD
1 JOCTUYB JIY4IIEro TepaneBTudeckoro apdexra [22, 54].

PaciivpeHue AOCTYMHOCTM ONLMK JIEKApCTBEHHOM
tepanuu CMA npuBeno K M3MEHEHUIO TMOIXON0B K Be-
IEHUWIO TTAIIMEHTOB C JOKJIMHUYECKON cTaauel 3adojeBa-
HU, BBISIBIIEHHBIX o pe3yiabratam HC. Hanpuwmep, pa-
Hee B MWJIOTHOI mporpamme, npoBeA¢HHOI B ['epmaHuun
B 2018—2020 rr., OOJBIIMHCTBO BBLISIBIEHHBIX MMALIMEHTOB
co CMA (88%) monyyanu jiedeHUE HYCUHEPCEHOM, KO-
toperit 10 2019—2020 rr. SBISUICS €IMHCTBEHHBIM 3ape-
TUCTPUPOBAHHBIM TIperaparoM i JedeHuss CMA [22].
Onnako mocie paspaborkm OA Ha3HaueHHWe TeHo3ame-
CTUTEIBHON TEPANTUM CTAJIO MPEANIOYTUTENBHBIM [26, 55].
[IpenMyiiecTBEeHHOE YBEIMUYECHUE YACTOTHI ITPUMEHEHUS
OA Takke HaOII0JaI0Ch U 10 pe3ysbTaTaM ImporpaMm HC
B npyrux crpanax [20, 27, 33]. B Poccum o pesyiabraTam
pacmpernHoro HC u3 100 mauueHnToB Tepanus OA Oblia
HasHayeHa 51% nauueHToB, JIIT U3 rpyIimnbl aHTUCMBICIIO-
BBIX OJIMTOHYKJIEOTHIOB — 43% [56].

IIpuMeyaTenbHO, YTO B 3apyOeXHBIX CTpaHax He-
KOTOPbIMM IAallMEHTAaMU ObUIO MPOBEACHO JIeYEHUE He-
CKOJIBKMMHM OITIUSMU JIEKapCcTBeHHOM Tepanuu. Harpu-
Mep, 1 13 33 malmeHToB, KOMY 10 pe3yIbTaTaM MporpaM-
mbl HC B mtate KanudopHus Oblia Ha3HavYeHa Teparus,
TIOJIyYUJI JIeueHrue HycuHepceHoM o BBemeHust OA [30].
B wrrate Hpio-Mopk 13 34 BBISIBAGHHBIX MALMEHTOB CO
CMA Ttepanuio nonyymnu 32 (94%) pebeHka, U3 KOTO-
pbix 5 (16%) mauueHTOB CHayajla IOJy4alMd JeueHUe
HycuHepceHoM, a 3ateM — OA, 2 (6,25%) — pucauiuia-
mMoMm u OA [4]. B mrare Maccauycetc 1 mauueHT TOJTy-

2Wilson J.M.G., Jungner G. Principles and Practice of Screening for Disease.
WHO papers No 34. 1968. URL: https://apps.who.int/iris/handle/10665/37650
(paTta obpateHusn: 25.10.2025).
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Ta6bnuya 2. KpaTtkas XxapakTepucTuka n pesynbraTtbl nporpamm HC Ha CMA

Table 2. Short characteristics and results of neonatal screening (NS) programs for spinal muscular atrophy

CrpaHa,
HMCTOYHUK
Country,
source

ABcTpanus
Australia

ABcTpanus
Australia

benbrus, ror
Belgium,
South

bpasuius
Brazil

Benrpus
Hungary

l'epmanus
Germany

I'epmanus
Germany

Ucnanus,
Banencus
Spain,
Valencia

Uranus
Italy

Uranus,
pPErvoH
Anynus
Italy, Apulia
region

Kanapna,
MPOBUHLIMS
Anbbepra
Canada,
Alberta

Kanana,
OHtapuo
Canada,
Ontario

Reviews

XapakTepucTuKa
Characteristics

[MunotHas
nporpamma
Pilot program

[MunotHas
nporpamma
Pilot program

[MunotHas
nporpamma
Pilot program

[MunotHas
nporpamma
Pilot program

[MunotHas
nporpamma
Pilot program

[MunorHas
nporpamma
Pilot program

[MunotHas
rnporpamMmma
Pilot program

[MunorHas
rnporpamMmma
Pilot program

[MunotHas
nporpamma**
Pilot program**

HC
Neonatal
screening

[MunotHas
nporpamma,
Pilot program

HC
Neonatal
screening

Tonst
IIPOBEIEHMUST
Years of
conduction

2018—-2019

2018—-2021

2018—-2021

H/,Z[**
N/a**

2022—-2024

2018—-2019

2018-2020

2021-2024

2020-2022

2021-2022

2022-2023

2020

0630p
OO0111ee YnCcIo Yucio
Merox oz TIPOTECTUPO- non-
KomnaectBo  Merox niepBoro . BaHHBIX TBEPKIEH-
TBEPXKIAIOIIEH .
staroB HC aTamna HOBOPOXIEH- HBIX WcTounuk
. IMATHOCTUKU
Number First-stage Confirmato HBIX ciaydaeB  Reference
of NS stages method . . 1y Total number Number of
diagnostic method
of newborns  confirmed
screened cases
KonnuectBeHHast
3 I[P MLPA 103 903 9 [50]
Quantitative PCR
KonnuectBeHHast
3 I[P MLPA 252 081 21 [49]
Quantitative PCR
KonnuecrBeHHast
3* I[P MLPA 136 339 9 [18]
Quantitative PCR
[TLIP c anaim3om
KPUBOM
2 TJIaBJICHUS MLPA 40 000 4 [40]
PCR with melting
curve analysis
KonnuectBeHHast
3* I[P MLPA 155 985 19 [17]
Quantitative PCR
KonnuectBeHHas
2 I[P MLPA 165 525 22 [21]
Quantitative PCR
KonunuectBeHHast
2 1P MLPA 297 163 43 [22]
Quantitative PCR
MLPA u
KonmuyectBeHHasi KOJIWYECTBEHHASI
3* I[P [P 31 560 4 [19]
Quantitative PCR MLPA and
qualitative PCR
KonnuectBeHHast
%k kk
N ILIP N e 90 885 15 [23]
Quantitative PCR
KonuuectBeHHast
KonuuectBeHHas TILIP***
2 1P . 42492 4 [20]
.. Qualitative
Quantitative PCR PCR***
KonnuecrBeHHast
3* I[P MLPA 47 005 5 [37]
Quantitative PCR
Macc-
2 CTEKTPOMCTDIT MLPA 139 800 5 136, 38]
Mass
spectrometry

IIpodonscenue maba. 2 cm. na cmp. 166.
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CrpaHa,
HMCTOYHUK
Country,
source

Poccus,
MockBa
Russian
Federation,
Moscow

Poccus,
Cankr-Ile-
TepOypr
Russian
Federation,
Saint
Petersburg

Poccus,
ITpubatikanne
Russian
Federation,
Baikal region

Poccus,
LlenTpanb-
HBIA U
JlanbHeBO-
CTOYHBINA
enepanbHbIe
OKpyra
Russian
Federation,
Central and
Far Eastern
Districts

Poccus,
HECKOJIBKO
PErMOHOB
Russian
Federation,
several regions

CIIA, mrar
BuckoHcuH
USA,
Wisconsin

CIIA, mrar
JIxopmKust
USA, Georgia

166

XapakTepucTruka
Characteristics

ITunoTtHast
TporpamMmma
Pilot program

ITunoTtHast
TporpamMmma
Pilot program

ITunoTtHast
mporpamma
Pilot program

ITunoTtHast
Tporpamma
Pilot program

DIUIEMUOIOTH-
YecKOoe MCCIIei0-
BaHUE 110
pesyibTatam
MUJIOTHOMN
nporpammel HC
Epidemiological
study based on
results of the pilot
neonatal screening
program

HC
Newborn
screening

ITunoTtHast
TporpamMmma
Pilot program

Tonmbl
MPOBEIECHUST
Years of
conduction

2019-2022

2022

2023

2023-2024

2022

2019-2020

2019-2020

KonuuectBo
sranoB HC
Number
of NS stages

H/m**
N/a**

H/m**
N/a**

H/m**
N/a**

Meron nepBoro
Jramna
First-stage
method

[ILIP c ananuzom
KpUBOW
TTaBJICHUST
PCR with melting
curve analysis

KonuyectBeHHast
[P
Quantitative PCR

KonuuectBeHHast
[P
Quantitative PCR

KonuuectBeHHast
[P
Quantitative PCR

KonuuectBeHHast
[P
Quantitative PCR

KonuuectBeHHast
[P
Quantitative PCR

KonuuectBeHHast
[P
Quantitative PCR

Merton non-
TBEPXKIAAIOLLEH
JTMaTHOCTUKU
Confirmatory
diagnostic method

MU P-ITIPD
(st BAIM AN
u MLPA
PCR-RFLP
analysis (for
validation) and
MLPA

MLPA

IMonTBepxnaro-
1ast IMarHOCTHKA
OCYIIECTBIISUIACh
B IPYTOM ILIEHTpE
(ypoBeHb 3B)
Confirmatory
diagnostics was
performed at a
different center
(3B)

MLPA nisa
OIpeaeICHUS
KOJIMYECTBA
KOMUM TreHa
SMN2
MLPA for
determination of
SMN2 gene copy
number

H /m**
N/a**

Kanenbhnas
uudponas [TLIP
Droplet digital
PCR

H /m**
N/a**

O611iee yncio
MPOTECTUPO-
BaHHBIX
HOBOPOXIEH-
HBIX
Total number
of newborns
screened

23 405

36 140

43 151

295916

202 908

60 984

301418

Yucno
oI~
TBEPXKIEH-
HBIX
cIyyaeB
Number of
confirmed
cases

3

40

26

6

15

HcTouHuk
Reference

[11]

[12]

[13]

[10]

[51]

[28]

[29]

IIpodonscenue maba. 2 cm. na cmp. 167.
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CrpaHa,
HMCTOYHUK
Country,
source

CIIA, mrat
Kanndopuus
USA,
California

CLIA,
Heio-Mopk
USA, New
York

CLIA,
Heio-Mopk
USA, New
York

CLIA,
Heio-Mopk
USA, New
York

CLIA,
Maccauycetc
USA,
Massachusetts

CIIA, HOra
USA, Utah

TaitBanb
Taiwan

TaitBanb
Taiwan

Reviews

XapakTeprcTuka
Characteristics

HC
Newborn
screening

[MunotHas
mporpamma
Pilot program

HC
Newborn
screening

HC
Newborn
screening

HC
Newborn
screening

HC
Newborn
screening

[MunotHas
nporpamMmma B
Llentpe HC B

KJIMHUKE
HaunonanasHOTO
YHUBEpCUTeTa
TaitBanst
Pilot newborn
screening program
at National
Taiwan University
Hospital

[MunotHas
nporpamMmma B
Llentpe HC B

KJIMHUKE
HaunonansHOTO
YHUBEpCUTeTa
TaitBans
Pilot newborn
screening program
at National
Taiwan University
Hospital

Tonpt
MPOBEAECHUS
Years of
conduction

2020—-2021

20162017

2018—2020

2018—2021

2018—2021

2018—-2023

2014-2016

2014-2019

0630p
Ob1ee yucio Yucno
Merox rox- MPOTECTUPO- noz-.
KonuuyectBo  Meton nepBoro " BaHHBIX TBEPKIEH-
TBepXKIaloLei ..
stanoB HC JTara HOBOPOXIEH- HBIX HcTounuk
. TIMAaTHOCTUKU
Number First-stage Confirmato HBIX ciyqaeB  Reference
of NS stages method . . Iy Total number Number of
diagnostic method
of newborns  confirmed
screened cases
KanenbHas
H/p** KonuyecrBennast 1mdposas [TLIP/
N /l;** TP TP 628 791 34 [30]
Quantitative PCR  Droplet digital
PCR/PCR
H/p** KomuectBeHHas H/m+*
N/a** nup N/a** 3826 1 [31]
Quantitative PCR
KanenbHast
KonuyectBennast 1mdposas [TLIP/
2 np [1LIP-PB 225093 8 [32]
Quantitative PCR  Droplet digital
PCR/RT-PCR
KanenbHas
KonuyectBennast 1mdposas [TLIP/
2 np [1LIP-PB 650 000 34 [4]
Quantitative PCR  Droplet digital
PCR/RT-PCR

KonuuectBennass CeKBeHUPOBaHUE
3 [P o CeHrepy 179 467 10 [33]
Quantitative PCR Sanger sequencing

TLP H/m**

2 PCR N/a** 239 844 13 [27]
KanenbHas
Komnuectsennast  mudposast [1L[P
2 [P u MLPA 120 267 7 [41]
Quantitative PCR  Droplet digital
PCR and MLPA
KanenbHas
Komnuectsennast  mmdposast [1L[P
2 [P u MLPA 364 000 21 [42]
Quantitative PCR  Droplet digital
PCR and MLPA

IIpodoaxncenue maba. 2 cm. na cmp. 168.
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OO0111€e€e YnciIo Yucio
MPOTECTUPO- mnox-
CrpaHa, Tonmbl KomuuectBo ~ Meron nepBoro L non-“ BaHHBIX TBEPXKIEH-
MCTOYHUK XapakTepucTUKa  MPOBEAEHUS sranoB HC JTana LR Rou HOBOPOXIEH- HBIX HcTouHuk
Country, Characteristics Years of Number First-stage . HBIX cayyaeB  Reference
source conduction of NS stages method . Conﬁl:matory Total number Number of
diagnostic method
of newborns  confirmed
screened cases
TTLP unu
TaiiBans IIporpamma HC Macc-CreKTpo-
. Newborns 2017—-2022 2 METpUsI MLPA 446 996 22 [43]
Taiwan .
screening program PCR or mass
spectrometry
;(;)fp ]?:gm[’ ITunoTtHast KonunyecTBeHHas
. porpamMmma 2023—-2024 3* [P MLPA 32655 4 [52]
iz, Pilot program Quantitative PCR
Zagreb
AnoHus, IMunotHas KonnuectBeHHas
Ocaka rnporpamMmma 2021 2 TP MLPA 22 951 1 [47]
Japan, Osaka Pilot program Quantitative PCR
AnoHus, IMunorHas KonnuectBeHHas
Ocaka nporpamMmma 2020—2023 - TP MLPA 69 679 1 [46]
Japan, Osaka Pilot program Quantitative PCR
AnonHwus,
[ [MunotHas KonunyectBenHast
TporpaMmma 2021-2022 2 I1P MLPA 13 587 1 [48]
Yeoem, Pilot program Quantitative PCR
Kumamoto
AnoHus, KanenbHas
npedexTypa [MunorHas KonnuectBenHast  mucposast [TL[P
Xéro rnporpamMmma 2021-2022 2 [TLHP u MLPA 8336 2 [45]
Japan, Hyogo Pilot program Quantitative PCR  Droplet digital
Prefecture PCR and MLPA
Snonws, MLPA/
npedexTypa [MunorHast KonnyectBeHHast KoJIM4YecTBEHHAsT
Xéro porpamMmma 2021-2023 2 TP I[P 16 037 3 [44]
Japan, Hyogo Pilot program Quantitative PCR  MLPA/qualitative
Prefecture PCR

Ilpumenanue. *B KayecTBe OJHOTO M3 3TANOB YUUTHIBATIACH TOBTOPHASI AMATHOCTHKA MEPBUYHO-TTOJOXKUTEIbHBIX PE3YJIbTaTOB, MPOBOAMMAsI 10 MOATBEPXKAAIOLIEH AUarHo-
cTUKU. **He NpMMEeHNMO BBUY OTCYTCTBUS MH(MOpMALIMU B UCTOUHUKE. ***[IpoBOAMIMCH 2 UCCIeOBAaHUSI MeTOIoM KoinyecTBeHHo [TLIP — st moarsepxnatowieit nua-

THOCTUKM U OTpelieSIeHUs yucia Konuit rena SMN2. H/n — HeT naHHBIX.

Notes. Quantitative PCR (polymerase chain reaction in real-time, RT-qPCR), MLPA (Multiplex Ligation-dependent Probe Amplification) — a method of multiplex amplifica-
tion of ligated probes; PCR-RFLP — polymerase chain reaction and restriction fragment length polymorphism analysis

*Reassessment of initially positive results, performed prior to confirmatory diagnostics, was considered as one of the procedural steps. N/a ** — not applicable due to the lack of re-
ported data in the source. ***Two assays with quantitative PCR were conducted — for confirmatory diagnostics and for determination of SMN2 gene copy number.

yua Bce 3 mpenapaTa maToreHeTumdeckoin Tepanuu [33].
ITpu 3TOM, HECMOTPS Ha OTHCIbHEIC CIIydal Ha3HAYCHUS
HeckoNbkuX JIIT ogHOMY MalleHTy B 3apyOeXHBIX CTpa-
Hax, B Poccun mpuMeHeHre KOMOMHNPOBAHHOM TepaItnn
HeckosbknMu JITT He peKOMEeHIOBaHO BBUIAY HEAOCTATOU-
HOCTHM KIIMHUYECKUX JAHHBIX, TTOATBepKAAOmMnX 3P deK-
TUBHOCTb U O€30ITaCHOCTh TAKOro nojaxona [2].

3ak/loueHve

Bcé Oosbuie cTpaH MPUHMMAIOT MEPbI MO pacilupe-
HUIO TTPOrpaMM MacCOBOT'0 OOCJIEIOBAaHUSI HOBOPOXKIEHHBIX
U BHEIPSIOT B HUX AMarHocTuky Ha CMA. C y4€ToM MOBbI-
IIeHUsT AOCTYMHOCTU 3(P(MEKTUBHONM 00J€3Hb-MOAUMULIN-
pyIOllIEl Tepanuu, BbISIBIEHUE 3a00JeBaHUSI 1O MOMEHTa
€ro KJIMHWYEeCKON MaHudecTauuy ¢ MOCAeAyoIMM Ha3Ha-
YEHWEM JIEKAPCTBEHHOI Tepanmvy MMeeT PEellaolllylo pPojib

168

B CHIDKEHWU CKOPOCTU YTpaTbl NBUTATEIbHBIX (DYHKIIUH,
YBEJIMYEHUU BbDKMBAEMOCTU, MOBBIIEHUH KA4eCTBA XXU3HU
MalKeHTa U KayecTBa OKa3aHUs MEAULIMHCKOI TTOMOIIIY.
Hecmotpst Ha pazHOOOpa3ue Moaxoa0B K MPOBEACHUIO
HC na CMA B MUPOBOIi NMpaKTUKE, KIOYEBBIM U HAaUOO-
Jiee pacrpOCTPaHEHHBIM SIBJISIETCS AMAaTHOCTUYECKUI aro-
pUTM, BKIIOYaOIUi konudectseHHyto [P wig nepsuy-
HOTO BBISIBJIEHUSI UMCJia KONuii reHa SMN 1 v mocienyioliee
MoaTBepXkIeHre nuarHoza MerogoM MLPA. JlaHHbIi ajiro-
PUTM BHEIPEH B KJIMHUYECKYIO MPAKTUKY Ha BCEH Teppu-
Topuun Poccuu u obecrieunBaeT eqMHbINM CTAHAAPT BbISIBIIE-
Hus1 CMA BHe 3aBUCUMOCTH OT peruoHa. [IpeacTaBieHHbII
YHUMDULMPOBAHHBIN MOIXOJ MOXET SIBJSAThCS LIEHHOU MO-
JIEJIbI0 OpraHU3allMid MacCOBOro 00CIeI0BAaHUSI HOBOPOXK-
NEHHBIX 11 T€X CTpaH, Te Ha ¢enepalbHOM YPOBHE MPO-
BegeHne HC Ha CMA B HacToOsIIIIMiT MOMEHT HE BBEIIEHO.

Reviews

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2025; 6(3): 160-171



HEBPOJTOTMYECKUIA XKYPHAI umenn 1.0. BAOANIAHA. 2025;6(3): 160-171

https://doi.org/10.46563/2686-8997-2025-6-3-160-171

AnoHua, Ocaka

Japan, Osaka 144

TanBaHb

Taiwan 492

benbrua
Belgium

CLIA
USA

AnoHua, KymamoTo
Japan, Kumamoto

ABcTpanua
Australia

Wtanus, pernon Anynua
Italy, Apulia region

Poccuickas Qepepaunn
Russian Federation

bpasunua
Brazil

KaHapa, AnbbepTa
Canada, Alberta

BeHrpusa
Hungry

Xposatusa
Croatia

WcnaHuva, BaneHcua
Spain, Valencia

lepmaHua
Germany

Ntanna
Italy

AnoHus, MpedekTypa Xéro
Japan, Hyogo Prefecture

5,00

0630p

6,60
6,81
7,36
8,33
9,41
9,53

18,71

10,00

15,00

20,00

Ha 100 TbiC. HOBOPOXAEHHDIX
Per 100 000 newborns

PacnpocrpaHéHHoctb CMA no paHHbim nporpamm HC B Poccn n gpyrux ctpaHax.

Prevalence of spinal muscular atrophy (SMA) according to the results of neonatal screening programs conducted in the Russian
Federation and other countries.

10.

13.

JUTEPATYPA (mm1,4-9, 11,12, 16-52, 54, 55cm. REFERENCES)

Kimnnueckue pexomennauun 593_3 «IIpokcuManbHasi CIIMHaIbHAsK
MblmeuHast atpodust Sq»; 2023. https://cr.minzdrav.gov.ru/view-cr/
593 3 [ara obpammenwst: 30.07.2025

Biiomasen [1.B., l'anuna H.B., Unbpuna E.C., Kokopuna A.A., Ky-
3eHkoBa JI.M., Canero E.}O. u np. PeTpocnieKTUBHBINM aHAIU3 ecTe-
CTBEHHOTO TEUYEHUsI CIIMHAJIBHOW MBIIICYHON artpoduu 1-ro Tura
y nmeteid. Poccuiickuii éecmuuk nepunamonoeuu u neduampuu. 2021;
66(4): 64—73. https://doi.org/10.21508/1027-4065-2021-66-4-64-73
https://elibrary.ru/phghtg

boposukoBa A.H., Kanun WM.C. Crnyyan CHNUHAIbHOW MBbIIIEY-
HOU aTpoduu, BBISIBJICHHBIE B XO[¢ PACIIMPEHHOTO HEOHATAIBHOTO
ckpuHuHTa. Poccutickuii neduampuueckuii wcypran. 2024; 27(S4): 16.
https://elibrary.ru/pcarkt

bauposa T.A., Actaxosa T.A., bensckux A.B., bensesa E.B., Ep-
moBa O.A., CamGsutoBa A.IO. u np. [lepBble UTOTM pacUIUpeH-
HOTO HeoHaTajlbHOro ckpuHuHra B Ilpubaiikanve. Heonamono-
eusi: Hogocmu, mHuenusi, oOyuenue. 2024; 12(4): 49—60. https://doi.
org/10.33029/2308-2402-2024-12-4-49-60 https://elibrary.ru/dnapzl

Reviews

14.

15.

53.

56.

Boponun C.B., Kyues C.U. HeoHartanbHblli CKpUHUHT Ha HacJef-
CTBeHHBIE 3abojieBanus B Poccun: Buepa, ceroms, 3aBrpa. Heona-
monoeus: Hosocmu, mienus, odyuenue. 2022; 10(4): 34—9. https://doi.
org/10.33029/2308-2402-2022-10-4-34-39 https://elibrary.ru/xjvlyr
Boponun C.B., 3axaposa E.1O., Baiinakosa I'.B., MapaxoHos A.B.,
IlarmHa O.A., PeokkoBa O.I1. u mp. PacmmpeHHBIN HeoHaTallb-
HBIIl CKPUHWHT Ha HaclleJICTBEHHbIe 3abojieBanus B Poccuu: mep-
BbIE UTOTU W TIEPCTEKTUBHL. [leduampus. Kypnanr um. I'H. Cne-
parckoeo. 2024; 103(1): 16—29. https://doi.org/10.24110/0031-
403X-2024-103-1-16-29 https://elibrary.ru/txvobf

IIporpaMMBbI CKpMHUHTA: KpaTKoe pyKOBOACTBO. [loBbIlieHne 3(h-
(heKTUBHOCTH, MaKCUMAaJIbHOE yBEJIWUYECHUE MOJIb3bl 1 MUHUMM3A-
uust Bpena. Korenraren: EBporieiickoe pernoHanbHoe 61opo BO3;
2020.

®oun Kpyr Jlob6pa. PaciimpeHHBIi HeOHATaJlbHBIA CKPUHUHT B
2023-M romy oMor BbISIBUTb U 06ecrieduTsb yke 100 HOBOPOKIEHHBIX
co CMA. Available at: https://doHakpyrno6pa.pd/pacimpeHHbI-
HEOHATATbHBIN-CKPpUHUHT-B-2023/ [laTta obpamenus: 30.07.2025

169

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2025; 6(3): 160-171



HEBPONOTUYECKUI XKYPHAT umenn J1.0. BAOANAHA. 2025; 6(3): 160-171
https://doi.org/10.46563/2686-8997-2025-6-3-160-171

0630p

10.

11.

12.

13.

14.

15.

16.

17.

18.

170

REFERENCES

Hjartarson H.T., Nathorst-Boos K., Sejersen T. Disease modifying
therapies for the management of children with spinal muscular atro-
phy (5 SMA): an update on the emerging evidence. Drug Des. Devel.
Ther. 2022; 16: 1865—83. https://doi.org/10.2147/dddt.s214174
Clinical recommendations 593_3 «Proximal spinal muscular atrophy
5g»; 2023. (in Russian)

Vlodavets D.V., Ganina N.V,, Ilina E.S., Kokorina A.A., Kuzenko-
va L.M., Sapego E.Yu., et al. Retrospective analysis of the natural his-
tory of type 1 spinal muscular atrophy in children. Rossiiskii vestnik peri-
natologii i pediatrii. 2021; 66(4): 64—73. https://doi.org/10.21508/1027-
4065-2021-66-4-64-73 https://elibrary.ru/phghtg (in Russian)

Lee B.H., Deng S., Chiriboga C.A., Kay D.M., Irumudomon O.,
Laureta E., et al. Newborn Screening for Spinal Muscular Atrophy
in New York State. Neurology. 2022; 99(14): e1527—37. https://doi.
org/10.1212/wnl.0000000000200986

Aragon-Gawinska K., Mouraux C., Dangouloff T., Servais L. Spinal
muscular atrophy treatment in patients identified by newborn screen-
ing — a systematic review. Genes (Basel). 2023; 14(7): 1377. https://
doi.org/10.3390/genes 14071377

Boardman F.K., Sadler C., Young P.J. Newborn genetic screening
for spinal muscular atrophy in the UK: The views of the general pop-
ulation. Mol. Genet. Genomic Med. 2018; 6(1): 99-108. https://doi.
org/10.1002/mgg3.353

Lee T., Tokunaga S., Taniguchi N., Fujino T., Saito M., Shimomu-
ra H., et al. Views of the general population on newborn screening for
spinal muscular atrophy in Japan. Children (Basel). 2021; 8(8): 694.
https://doi.org/10.3390/children8080694

Vrs€aj E., Dangouloff T., Osredkar D., Servais L. Newborn
screening programs for spinal muscular atrophy worldwide in
2023. J. Neuromuscul. Dis. 2024; 11(6): 1180—9. https://doi.
org/10.1177/22143602241288095

SMA NBS Allians. About us. Available at: https://sma-screening-al-
liance.org/about-us Accessed July 30, 2025

Borovikova A.N., Zhanin I.S. Cases of spinal muscular atrophy iden-
tified during extended neonatal screening. Rossiiskii pediatricheskii
zhurnal. 2024; 27(S4): 16. https://elibrary.ru/pcarkt (in Russian)
Mikhalchuk K., Shchagina O., Chukhrova A., Zabnenkova V., Chauso-
va P., Ryadninskaya N., et al. Pilot program of newborn screening for
5q spinal muscular atrophy in the Russian Federation. Int. J. Neonatal
Screen. 2023; 9(2): 29. https://doi.org/10.3390/ijns9020029

Kiselev A., Maretina M., Shtykalova S., Al-Hilal H., Maslyanyuk N.,
Plokhih M., et al. Establishment of a Pilot Newborn Screening Pro-
gram for Spinal Muscular Atrophy in Saint-Petersburg. Int. J. Neonatal.
Screen. 2024; 10(1): 9. https://doi.org/10.3390/ijns10010009

Bairova T.A., Astakhova T.A., Belskikh A.V., Belyaeva E.V., Ersho-
va O.A., Sambyalova A.Yu., et al. The first results of extended neo-
natal screening in the Baikal region. Neonatologiya: novosti, mneniya,
obuchenie. 2024; 12(4): 49—60. https://doi.org/10.33029/2308-2402-
2024-12-4-49-60 https://elibrary.ru/dnapzl (in Russian)

Voronin S.V., Kutsev S.I. Neonatal screening for hereditary diseases in
Russia: yesterday, today, and tomorrow. Neonatologiya: novosti, mne-
niya, obuchenie. 2022; 10(4): 34—9. https://doi.org/10.33029/2308-
2402-2022-10-4-34-39 https://elibrary.ru/xjvlyr (in Russian)
Voronin S.V., Zakharova E.Yu., Baydakova G.V., Marakhonov A.V.,
Shchagina O.A., Ryzhkova O.P., et al. Advanced neonatal screening
for hereditary diseases in Russia: first results and future prospects. Pe-
diatriya. Zhurnal im. G.N. Speranskogo. 2024; 103(1): 16—29. https://
doi.org/10.24110/0031-403X-2024-103-1-16-29 https://elibrary.ru/
txvobf (in Russian)

SMA NBS Alliance. Status Map. Available at: https://sma-screen-
ing-alliance.org/map Accessed July 30, 2025

Hegedtis K., Lénart 1., Xue A., Monostori P.B., Barath A., Mikos B.,
et al. Results of the Hungarian Newborn Screening Pilot Program for
Spinal Muscular Atrophy. Int. J. Neonatal. Screen. 2025; 11(2): 29.
https://doi.org/10.3390/ijns11020029

Boemer F., Caberg J.H., Beckers P., Dideberg V., di Fiore S.,
Bours V., et al. Three years pilot of spinal muscular atrophy newborn
screening turned into official program in Southern Belgium. Sci. Rep.
2021; 11(1): 19922. https://doi.org/10.1038/s41598-021-99496-2

19.

20.

21.

22.

23.

24.

25.

26.

27.

28.

29.

30.

31

32

33.

34.

Berzal-Serrano A., Garcia-Bohorquez B., Aller E., Jaijo T.,
Pitarch-Castellano 1., Rausell D., et al. Outcomes of a pilot new-
born screening program for spinal muscular atrophy in the Valen-
cian community. /nt. J. Neonatal. Screen. 2025; 11(1): 7. https://doi.
org/10.3390/ijns11010007

Gagliardi D., Canzio E., Orsini P., Conti P., Sinisi V., Mag-
giore C., et al. Early spinal muscular atrophy treatment following
newborn screening: A 20-month review of the first Italian regional
experience. Ann. Clin. Transl. Neurol. 2024; 11(5): 1090—6. https://
doi.org/10.1002/acn3.52018

Vill K., Kolbel H., Schwartz O., Blaschek A., Olgemdller B.,
Harms E., et al. One year of newborn screening for SMA — results of
a German pilot project. In: Journal of Neuromuscular Diseases. Lon-
don: SAGE Publications; 2019.

Vill K., Schwartz O., Blaschek A., Glaser D., Nennstiel U., Wirth
B., et al. Newborn screening for spinal muscular atrophy in Germany:
clinical results after 2 years. Orphanet J. Rare Dis. 2021; 16(1): 153.
https://doi.org/10.1186/s13023-021-01783-8

Abiusi E., Vaisfeld A., Fiori S., Novelli A., Spartano S., Faggia-
no M.V,, et al. Experience of a 2-year spinal muscular atrophy NBS
pilot study in Italy: towards specific guidelines and standard operating
procedures for the molecular diagnosis. J. Med. Genet. 2023; 60(7):
697—705. https://doi.org/10.1136/jmg-2022-108873

Cure SMA. Newborn Screening for SMA. Available at: https://cures-
ma.org/newborn-screening-for-sma/ Accessed July 30, 2025

Hale K., Ojodu J., Singh S. Landscape of spinal muscular atrophy
newborn screening in the United States: 2018—2021. Int. J. Neonatal
Screen. 2021; 7(3): 33. https://doi.org/10.3390/ijns7030033
Zaidman C.M., Crockett C.D., Wedge E., Tabatabai G., Goede-
ker N. Newborn screening for spinal muscular atrophy: variations in
practice and early management of infants with spinal muscular at-
rophy in the United States. Int. J. Neonatal Screen. 2024; 10(3): 58.
https://doi.org/10.3390/ijns10030058

Wong K.N., Mclntyre M., Cook S., Hart K., Wilson A., Moldt S.,
et al. A five-year review of newborn screening for spinal muscular at-
rophy in the State of Utah: lessons learned. Int. J. Neonatal Screen.
2024; 10(3): 54. https://doi.org/10.3390/ijns10030054

Baker M.W., Mochal S.T., Dawe S.J., Wiberley-Bradford A.E.,
Cogley M.F., Zeitler B.R., et al. Newborn screening for spinal mus-
cular atrophy: The Wisconsin first year experience. Neuromuscul. Dis-
ord. 2022; 32(2): 135—41. https://doi.org/10.1016/j.nmd.2021.07.398
Elkins K., Wittenauer A., Hagar A.F., Logan R., Sekul E., Xiang Y.,
et al. Georgia state spinal muscular atrophy newborn screening expe-
rience: Screening assay performance and early clinical outcomes. Am.
J. Med. Genet. C Semin. Med. Genet. 2022; 190(2): 187—96. https://
doi.org/10.1002/ajmg.c.32003

Matteson J., Wu C.H., Mathur D., Tang H., Sciortino S., Feucht-
baum L., et al. California’s experience with SMA newborn screening:
A successful path to early intervention. J. Neuromuscul. Dis. 2022;
9(6): 777—85. https://doi.org/10.3233/jnd-221561

Kraszewski J.N., Kay D.M., Stevens C.F., Koval C., Haser B., Or-
tiz V., et al. Pilot study of population-based newborn screening for
spinal muscular atrophy in New York state. Genet. Med. 2018; 20(6):
608—13. https://doi.org/10.1038/gim.2017.152

Kay D.M., Stevens C.F., Parker A., Saavedra-Matiz C.A., Sack V.,
Chung W.K., et al. Implementation of population-based newborn
screening reveals low incidence of spinal muscular atrophy. Genet.
Med. 2020; 22(8): 1296—302. https://doi.org/10.1038/s41436-020-
0824-3

Hale J.E., Darras B.T., Swoboda K.J., Estrella E., Chen J.Y.H., Ab-
bott M.A., et al. Massachusetts’ findings from statewide newborn
screening for spinal muscular atrophy. Int. J. Neonatal Screen. 2021;
7(2): 26. https://doi.org/10.3390/ijns7020026

Belter L., Taylor J.L., Jorgensen E., Glascock J., Whitmire S.M.,
Tingey J.J., et al. Newborn screening and birth prevalence for spi-
nal muscular atrophy in the US. JAMA Pediatr. 2024; 178(9): 946—9.
https://doi.org/10.1001 /jamapediatrics.2024.1911

Groulx-Boivin E., Osman H., Chakraborty P., Lintern S., Oskoui M.,
Selby K., et al. Variability in newborn screening across Canada: spinal

Reviews

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2025; 6(3): 160-171



HEBPOJTOTMYECKUIA XKYPHAI umenn 1.0. BAOANIAHA. 2025;6(3): 160-171

https://doi.org/10.46563/2686-8997-2025-6-3-160-171

36.

37.

38.

39.

40.

41.

42.

43.

44,

45.

muscular atrophy and beyond. Can. J. Neurol. Sci. 2024; 51(2): 203—9.
https://doi.org/10.1017 /cjn.2023.34

McMillan H.J., Kernohan K.D., Yeh E., Amburgey K., Boyd J.,
Campbell C., et al. Newborn screening for spinal muscular atrophy:
Ontario testing and follow-up recommendations. Can. J. Neurol. Sci.
2021; 48(4): 504—11. https://doi.org/10.1017/cjn.2020.229

Niri F., Nicholls J., Baptista Wyatt K., Walker C., Price T.,
Kelln R., et al. Alberta spinal muscular atrophy newborn screening
— results from year 1 pilot project. Int. J. Neonatal Screen. 2023; 9(3):
42. https://doi.org/10.3390/ijns9030042

Kernohan K.D., McMillan H.J., Yeh E., Lacaria M., Kowalski M.,
Campbell C., et al. Ontario newborn screening for spinal muscu-
lar atrophy: the first year. Can. J. Neurol. Sci. 2022; 49(6): 821-3.
https://doi.org/10.1017 /cjn.2021.231

Romanelli Tavares V.L., Mendonca R.H., Toledo M.S., Hada-
chi S.M., Grindler C.M., Zanoteli E., et al. Integrated approaches
and practical recommendations in patient care identified with 5q
spinal muscular atrophy through newborn screening. Genes (Basel).
2024; 15(7): 858. https://doi.org/10.3390/genes 15070858

Oliveira Netto A.B., Brusius-Facchin A.C., Lemos J.F., Pasetto F.B.,
Brasil C.S., Trapp F.B., et al. Neonatal screening for spinal muscular
atrophy: A pilot study in Brazil. Genet. Mol. Biol. 2023; 46(3 Suppl.
1): €20230126. https://doi.org/10.1590/1678-4685-gmb-2023-0126
Chien Y.H., Chiang S.C., Weng W.C., Lee N.C., Lin ClJ.,
Hsieh W.S., et al. Presymptomatic diagnosis of spinal muscular at-
rophy through newborn screening. J. Pediatr. 2017; 190: 124—9.el.
https://doi.org/10.1016/j.jpeds.2017.06.042

Weng W.C., Hsu Y.K., Chang FM., Lin C.Y., Hwu W.L., Lee W.T.,
et al. CMAP changes upon symptom onset and during treatment
in spinal muscular atrophy patients: lessons learned from newborn
screening. Genet. Med. 2021; 23(2): 415—20. https://doi.org/10.1038/
$41436-020-00987-w

Wang C.H., Hsu T.R., Liu M.Y., Wang L.Y., Chou L.J., Lee W.T, et
al. Newborn screening facilitates early theranostics and improved spinal
muscular atrophy outcome: five-year real-world evidence from Taiwan.
Orphanet J. Rare Dis. 2025; 20(1): 197. https://doi.org/10.1186/s13023-
025-03697-1

Sonehara S., Bo R., Nambu Y., Iketani K., Lee T., Shimomura H., et
al. Newborn screening for spinal muscular atrophy: a 2.5-year experi-
ence in Hyogo prefecture, Japan. Genes (Basel). 2023; 14(12): 2211.
https://doi.org/10.3390/genes 14122211

Noguchi Y., Bo R., Nishio H., Matsumoto H., Matsui K., Yano Y., et
al. PCR-based screening of spinal muscular atrophy for newborn in-
fants in Hyogo prefecture, Japan. Genes (Basel). 2022; 13(11): 2110.
https://doi.org/10.3390/genes 13112110

CBefieHnA 06 aBTOpax

46.

47.

48.

49.

50.

51.

52.

54.

55.

56.

0630p

Kimizu T., Nozaki M., Okada Y., Sawada A., Morisaki M., Fujita H.,
et al. Multiplex real-time PCR-based newborn screening for severe
primary immunodeficiency and spinal muscular atrophy in Osa-
ka, Japan: our results after 3 years. Genes (Basel). 2024; 15(3): 314.
https://doi.org/10.3390/genes 15030314

Kimizu T., Ida S., Oki K., Shima M., Nishimoto S., Nakajima K.,
et al. Newborn screening for spinal muscular atrophy in Osaka-chal-
lenges in a Japanese pilot study. Brain Dev. 2023; 45(7): 363—71.
https://doi.org/10.1016/j.braindev.2023.03.004

Sawada T., Kido J., Sugawara K., Yoshida S., Ozasa S., Nomura K.,
et al. Newborn screening for spinal muscular atrophy in Japan: one
year of experience. Mol. Genet. Metab. Rep. 2022; 32: 100908. https://
doi.org/10.1016/j.ymgmr.2022.100908

D’Silva A.M., Kariyawasam D.S.T., Best S., Wiley V., Farrar M.A.
Integrating newborn screening for spinal muscular atrophy into
health care systems: an Australian pilot programme. Dev. Med. Child
Neurol. 2022; 64(5): 625—32. https://doi.org/10.1111 /dmcn.15117
Kariyawasam D.S.T., Russell J.S., Wiley V., Alexander I.E., Far-
rar M.A. The implementation of newborn screening for spinal mus-
cular atrophy: the Australian experience. Genet. Med. 2020; 22(3):
557—65. https://doi.org/10.1038/s41436-019-0673-0

Efimova 1.Y., Zinchenko R.A., Marakhonov A.V., Balinova N.V.,
Mikhalchuk K.A., Shchagina O.A., et al. Epidemiology of spinal
muscular atrophy based on the results of a large-scale pilot project on
202,908 newborns. Pediatr. Neurol. 2024; 156: 147—54. https://doi.
org/10.1016/j.pediatrneurol.2024.04.015

Simi¢ D., Sari¢ A., Skari¢i¢ A., Lehman 1., Bunoza B., Rako I., et al.
One-year pilot study results of newborn screening for spinal muscu-
lar atrophy in the Republic of Croatia. Int. J. Neonatal Screen. 2024;
10(3): 50. https://doi.org/10.3390/ijns10030050

Screening programmes: a short guide. Increase effectiveness, maxi-
mize benefits and minimize harm. Copenhagen: WHO Regional Of-
fice for Europe; 2020.

Cooper K., Nalbant G., Sutton A., Harnan S., Thokala P., Chil-
cott J., et al. Systematic review of presymptomatic treatment for
spinal muscular atrophy. Int. J. Neonatal Screen. 2024; 10(3): 56.
https://doi.org/10.3390/ijns10030056

Miiller-Felber W., Blaschek A., Schwartz O., Glaser D., Nenn-
stiel U., Brockow I., et al. Newbornscreening SMA — from pilot proj-
ect to nationwide screening in Germany. J. Neuromuscul. Dis. 2023;
10(1): 55—65. https://doi.org/10.3233 /jnd-221577

The «Circle of Kindness» Foundation. Expanded neonatal screening
in 2023 helped to identify and provide for 100 newborns with SMA.
Available at: https://boHakpyrno6pa.pd/paciiipeHHbIA-HEOHa-
TaJdbHbIN-cCKpUHUHT-B-2023/ (in Russian) Accessed July 30, 2025

BopoHuH Cepreit BnagumnpoBuny, KaHa. Mefl. HayK, 1. Bpay, JOUeHT Kadbeapbl 6MOXMMUNYECKON FeHEeTUKN U HaclefCTBEHHbIX 6one3Hen obmeHa
BewectB OIBHY «MIHL», Mockea, Poccus, https://orcid.org/0000-0002-9918-9565 E-mail: voroninsvvlad@mail.ru

MyxopTtoBa MonuHa AnekceeBHa, 1. Criell. OTAeNa MeTOA0NIONMYECKOro obecneyeHns NPoBeeHUA KOMMIEKCHOW OLIEHKM TEXHONOT WA B 34paBoOXpa-
HeHuy OIBY «LISKKMIM» Munspgpasa Poccun, 109028, Mocksa, Poccus, https://orcid.org/0000-0001-7261-3461 E-mail: muhortova@rosmedex.ru

CnabukoBa AnekcaHgpa AneKkceeBHa, Beyll. CNeLVanucT oTaena METOA0NONMYECKoro obecneyeHns NpoBeeHs KOMMIEKCHON OLEHKM
TexHonorui B 3gpasooxpaHeHunn OIBY «L|SKKMIM» Mun3gpasa Poccun, 109028, Mocksa, Poccusa, https://orcid.org/0009-0001-7817-5180 E-mail:

slabikova@rosmedex.ru

OmenbAHOBCKUI1 Butanuii Bnagumnposuy, JOKTOp MeA. Hayk, npodeccop; reH. anpektop OIBY «LISKKMIM» Munsppasa Poccru, 109028, MockBa,
Poccus, https://orcid.org/0000-0003-1581-0703 E-mail: vvo@rosmedex.ru

Information about the authors

Sergey V. Voronin, PhD (Medicine), chief physician, associate professor, Department of biochemical genetics and hereditary metabolic diseases,
Research Centre for Medical Genetics, Moscow, 115522. Russian Federation, https://orcid.org/0000-0002-9918-9565 E-mail: voroninsvvlad@mail.ru

Polina A. Mukhortova, chief specialist, Department of methodological support of health technology assessment, Center for Healthcare Quality
Assessment and Control, Moscow, 109028, Russian Federation, https://orcid.org/0000-0001-7261-3461 E-mail: muhortova@rosmedex.ru

Alexandra A. Slabikova, leading specialist, Department of methodological support of health technology assessment, Center for Healthcare Quality
Assessment and Control, Moscow, 109028, Russian Federation, https://orcid.org/0009-0001-7817-5180 E-mail: slabikova@rosmedex.ru

Vitaliy V. Omelyanovskiy, DSc (Medicine), professor, general director, Center for Healthcare Quality Assessment and Control, Moscow, 109028,
Russian Federation; Russian Medical Academy of Continuous Professional Education, 125993 Moscow, Russian Federation,

https://orcid.org/0000-0003-1581-0703 E-mail: vvo@rosmedex.ru

Reviews

171

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2025; 6(3): 160-171



	_Hlk112769065

