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Pesiome

BeepeHue. CnuHanbHag MbllweyHas atpodusa 5q — 4acTo BCTpevatolleecs 3aboneBaHue AETCKOro BO3pacTa B MpaKTWKe Bpaya-
neauaTpa v IeTCKoro HeBposora. HecMoTps Ha BBeAeHWe HEOHATaNbHOIO CKpUHMHIA B PD ¢ 2023 r., uMeeTcs Koropta nauMeHToB,
KOTOpble HEe BOLUAN B HEOHATANbHbIM CKPUHUHT, MO3TOMY aKTyaslbHOCTb 3HAHWI KNUHKMYeckmux cumntoMoB CMA coxpaHsieTcs.
Lenb. M3y4nTb NpuymHbI NO3AHEN ANMATHOCTUKM CMIMHANbHOM MbllleyHor aTpodun B Poccuiickon Mepepaumm.

Matepwuanel u MeToabl. Hamu npoBeaeH aHanus faHHbix peectpa 1452 naumeHTtos doHaa «Cembn CMA»: Bpems 3aaepiKku nocTa-
HOBKM AMarHo3a C MOMeHTa MOsBIEHUS NEPBbIX KNMHUYECKMX CUMNTOMOB, ONpeAeNeHbl MepBble KIMHUYECKME CUMMITOMbI U Mpo-
aHaNM3MpOoBaHbl OLUIMBOYHbIE NEPBUYHbBIE IMArHO3bI, KOTOPbIE YBENUYUAN BPEMS MOCTAHOBKM NPaBMIbHOMO AMarHo3a. [MauneHTsl
6blnK pasgeneHbl Ha Age rpynnbl: 1-9 rpynna naumextos (1 170), koTopble poannuch Ao 2019 r, u 2-a rpynna nauneHToB (274),
poamsumxcsa ¢ 2019 po 2023 r. [poBeaeH aHanun3 MeauMUMHCKOM gokyMeHTaumm 330 nauneHtoB co CMA, Habnogarowmnxcs
B Hay4Ho-MccnenoBaTeNbCKOM KIMHUYECKOM UHCTUTYTE NeamaTpum U AeTckon xupypriun uM. akafd. t0.E. Benbtuilesa, ¢ Lenbio
aHanusa KnMHundecknx cumntomos CMA, koTopble Bbin HeLO0OLEHEHbI Bpa4aMMi NEPBUYHOTO 3BEHA U NMPUBENM K 3aepXKKe MocTa-
HOBKM NPaBUIbHOTO AMarHo3a.

Pesynbtatbl. B 1-/ rpynne naumeHTOB 3apernctpupoBaHo 146 naumentoB co CMA 1-ro Tuna, 531 - co CMA 2-ro tmna, 493 -
co CMA 3-ro TMna, 8 - co CMA 4-ro Tvna. Bpems 3agepkku B NOCTaHOBKE AMArHo3a CoCTaBuno 4 mec.; 2 roga 4 mec.; 5 net 2 mec.;
11 net cooTBeTCTBEHHO. BO 2-11 rpynne naumeHToB 3apeructpupoBaHo 176 nauunentos co CMA 1-ro Tmna, 81 - co CMA 2-ro Tuna,
17 - co CMA 3-ro Tvna. 3aaepkka B NocTaHoBKe gnarHosa «CMAL» coctasuna 2 mec., CMA2 - 6 mec.,, CMA3 - 6 mec. C 2019 1.
OTMEYAETCS 3HAYUTENbHOE CHIKEHME BPEMEHU 3a4ePXKKM B MOCTAHOBKM AnarHosa, ocoberHo ang CMA 2-x 1 3-x TnoBs o 6 Mec.
OnpepeneHbl NepBUYHbIE M Haubonee 3HaUMMble KIMHUYECKME CUMMATOMbI A5 NaUMEHTOB C pa3nMyHbiMU TunamMu CMA.
BbiBoabl. HegooueHKa KAMHUYECKMX CMMATOMOB CMWHANbHOM MbIEYHOW aTpOdUM MPUBOAMT K MO3AHEN MONMEKYNsIpHO-
reHeTU4YeckoW AnarHocTuke 3aboneBaHus. BoigBneHHble HaYanbHble KAMHUYECKME MPU3HAKKU, XapakTepHble A8 CMUHANbHOW
MbILEYHON aTpOdUM pa3HbIX TMMOB, MO3BONSKOT BPayaM MEPBMYHOrO 3BEHA BOBPEMS 3an0A03puTb 3aboneBaHWe M HanpaBuTb
NaLuMeHToB Ha NOATBEPXKAAIOLLYI0 MONEKYNAPHO-TEHETUYECKYIO LMArHOCTUKY.

KntoueBble cnosa: cnvHanbHas MblleyHas anoq)lAﬂ, MbilleYHaa rMnoToOHUA, 3a4eP>KKa MOTOPHOIO pa3BUTUA, NO30HAA AMATHO-
CTUKa, HEPBHO-MbILLEYHbIE 3abo0neBaHus

Ona untupoBanus: Aptembea Cb, ManuHa 00, fepmanerko OFO. Mo3aHaa AnarHOCTMKA CNMHANBHOM MbILLEYHOM aTpo-
un, NnepBUYHbIE CUMNTOMbI 3a60/1€BaHMS MO AaHHbIM peecTpa nauueHTos hoHaa «Cembn CMAx». MeduyuHckuli cosem.
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Abstract

Introduction. Spinal muscular atrophy 5q is a common childhood disease in the practice of a pediatrician and pediatric neurol-
ogist. Despite the introduction of neonatal screening in the Russian Federation since 2023, there is a cohort of patients who
were not included in neonatal screening and the relevance of knowledge of the clinical symptoms of SMA remains.
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Aim. To study the reasons for delayed diagnosis of spinal muscular atrophy in the Russian Federation.

Materials and methods. We analyzed the data of the registry of 1452 patients with SMA: the time of delay in diagnosis from
the onset of the first clinical symptoms, identified the first clinical symptoms and analyzed erroneous primary diagnoses that
increased the time of correct diagnosis. Patients were divided into two groups: group 1 of patients (1170) born before 2019,
the second group of patients (274) born from 2019 to 2023. An analysis of the medical records of 330 patients with SMA
observed at the Veltischev Scientific Research Institute was conducted in order to analyze the clinical symptoms of SMA that
were underestimated by primary care physicians and led to a delay in correct diagnosis.

Results. In the 1% group of patients, 146 patients with SMA type 1, 531 SMA type 2,493 - SMA type 3, 8 - SMA type 4 were
registered. The delay in diagnosis was 4 months, 2 years 4 months, 5 years 2 months, 11 years, respectively. In the 2" group
of patients, 176 patients with SMA type 1,81 - SMA type 2,17 - SMA type 3 were registered. The delay in diagnosis was SMA1 -
2 months, SMA2 - 6 months, SMA3 - 6 months. Since 2019, there has been a significant decrease in the delay in diagnosis,
especially for SMA types 2 and 3 up to 6 months. The primary and most significant clinical symptoms for patients with different
types of SMA are determined.

Conclusions. Underestimating of clinical symptoms of spinal muscular atrophy leads to late molecular genetic diagnosis of the
disease. The identified initial clinical signs of spinal muscular atrophy of different types will allow primary care physicians
to suspect the disease in time and refer patients for confirmatory molecular genetic diagnostics.

Keywords: spinal muscular atrophy, muscular hypotonia, motor development delay, late diagnosis, neuromuscular diseases
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BBEAEHUE

CnuHanbHas MbllweyHas atpodua 59 - HepBHO-
MbllleyHoe 3aboneBaHme, BbI3BaHO MyTaumsmm B reHe SMNZ,
YTO NPUBOAMT K OTCYTCTBMIO BbIpaboTKM Benka BbIXKMBAEMO-
CTM MOTOHeMpoHoB (6enok SMN), nereHepaunn MOTOHERpO-
HOB CMWHHOMO MO3ra, pa3BUTMIO aTPOdMM MbIWL, U MbllleY-
HoM cnaboctu [1, 2].

PacnpocTtpaHeHHOCTb 3aboneBaHns coctaBnser 1 Ha
7 804 HOBOPOXAEHHbIX. YacTOTa HOCUTENBLCTBA B POCCMMCKOM
nonynaumu = 1:36 [3-7].Ten SMN1 umeeT MHBEPTUPOBAHHYIO
nynavkaumio — reH SMNZ2, KOTopbii MOXET UMEeTb HECKOb-
Ko Konuit reHa SMNZ2. [oMO3MrOTHbIE Aeneuumn 7-8 3K30HOB
reHa SMN1 B 95% cnyyaeB NpuBOAAT K Pa3BUTUIO KIUHU-
YeCKOM KapTUHbI CMMUHANBbHOM MbllWEeYHOM aTpoduun, 5% co-
CTaBNSOT KOMMNAYHA-TeTEPO3UTOTHbIE AeneuUnn 1 TOYKOBbIE
myTauuu. C reHa SMN2 npopyumpyetcst 90% HedyHKUMOHANb-
Horo 6enka SMN u Tonbko 10% cTabunbHOro 6enka, T.K. 60nb-
LUMHCTBO TPAHCKPUMTOB HE COAepyKaT 7-i 3K30H. Y yenoBeka
MOXeT bbiTb 0T 1 Ao 5 konuit reHa SMNZ [5, 8, 9]. Konnue-
CTBO KOnuii reHa SMN2 aBnseTcs 0gHMM M3 OCHOBHbIX MO-
onduumpyrowmnx GakTopoB TSXXECTU CMUHANBHOM MbILLEYHOM
atpodun [9-11]. MNMokaszaHo, 4TO MaUMEHTbI C TsKenon dop-
Mo CMA tuna 1 nmetot ot 1 oo 2 konwmii reHa SMN2,y 6onb-
lMHCTBa naumeHtoB co CMA Tvna 2 reH SMN2 npencrtaBneH
2-3 konusamu, a 6onbluag Yyactb 60nbHbIX CMA TMNa 3 nmeeT
oT 3-4 no 5-6 konuit reHa SMN2 [10, 12-17].

Knunnyeckas knaccnpukauma CMA nogpasaeneHa Ha He-
CKOMbKO TMUMOB B 3aBMCMMOCTM OT BO3pacTa AebtoTa 3abone-
BaHMS M BO3MOXHOCTM AOCTUXKEHMS ABUraTeNbHbIX HABbIKOB.

Y okono 50% naumentoB co CMA pa3suBaetcsa tmn 1
(6onesHb BepaHura — foddmaHa) ¢ 4eboTOM CMMNTOMOB
C poXAeHus Ao 6 Mec. 3T AeTU He AOCTMUIakT CNocobHOCTH
CULETb CAMOCTOATENbHO M Y HUX PAaHO Pa3BMBAKITCS CMMMTO-
Mbl AbIXaTeNbHOM HeAOCTaTOYHOCTU U Ancdarmm.
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Mpn CMA 2-ro Tna cMMNTOMbI NOSIBASIOTCS Nocsie 6 Mec.,
NaLUMeHTbl MOTYT CUAETb CAMOCTOATENbHO, YaCTb U3 HUX UHO-
raa AOCTUratoT CNOCOBHOCTU CTOSATb, HO OHM HMKOTAA HE MO-
ryT XOAWTb CaMOCTOSITENBHO.

Mpn CMA 3-ro Tna nepBble CUMATOMbI BO3HMKAT MNO-
cne 1,5 net, nauneHTbl MOTyT XOLUTb CAMOCTOSTENBHO, HO 6e3
naToreHeTU4ecKoro neveHns 6onesHb NPorpeccupyeT n MHO-
rme U3 HUX TepstoT CNOCOBHOCTb CaMOCTOATENBHOM XOLb-
6ol [12,18,19].

OcobeHHOCTM KNMHMYECKOM KapTUHbI Y B3pOCAbIX NaLy-
€HTOB M MaCkW, 3@ KOTOPbIMU CKPbIBAETCS CMUHANbHAS Mbl-
WweyHaa aTpodus 4-ro TMna, Xopowo onncaHa aBTopamu
13 HayuHoro ueHTpa Hesponoruu [19].

CnuHanbHas MblleyHas aTpopus OTHOCUTCS K Gones-
HAM MOTOPDHOrO HEMpOHa WM XapakKTepu3yeTcs TUMUYHbIMU
KNUHUYECKMMU CUMMTOMAMU: MbllIEYHAS TUTNOTOHMS, FMMNo-
MAn apednekcus, CUMMeTPUYHAsa NPOKCUMMaNbHas Mbllley-
Has cnabocTb, bonee BbipaXKeHHAs B HUXKHUX KOHEYHOCTSIX.
3aboneBaHue HOCWT NPOrpPecCcUpyIOLLMiA XapakTep C pa3su-
TMEM OpTOMeanyYecKUX U pecnnpaTopHbIX HapyweHwui. Ba-
prabenbHOCTb KIMHUYECKOM KapTUHBI COCTOUT B Pa3nnumsx
no BPEMEHW Hayana NepBbIX NMPU3HAKOB, MO CTEMEHU TXe-
CTW BbIPAKEHHOCTU CMMMNTOMOB M MO CKOPOCTU Mporpeccy-
poBaHus 3abonesaHus. BeposaTHo, 3Tn 06CTOSTENbCTBRA, @ TaK-
e OTCYTCTBME KJMHUYECKON HAaCTOPOXEHHOCTU MPUBOAAT
K HeLLOOLeHKe PaHHWMX CUMMTOMOB M 3aepKe B MNOCTaHOB-
ke omarHosa [20-24].

3a nocneaHue rofbl NOSIBMAOCH HECKONBKO Tepamnes-
TUYECKMX OMUMIA ANg NeYeHUs NaLMeHTOB CO CMUHANbHOM
MbllleYHOoM aTpoduein. Bce Tpu ogobpeHHbIX MeTona ne-
YeHMs HanpaBneHbl Ha yBenuyeHue Henka BbIKMBAEMOCTU
[BUraTenbHbIX HEMPOHOB. [lepBble ABa nNpenapaTta BAUSIOT
Ha cnnancuHr reHa SMN2 Ha yposHe MPHK [14, 15]. Mpena-
paT reHo3aMecTUTeNbHOM Tepanun CBA3aH C 3aMeHON reHa
SMN1 v Takxe NpuBOAKT K yBennyernto 6enka SMN [16,17].
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[epBbli Npenapat — aHTUCMbICIOBOM ONIMTOHYKNEOTUA,
HycMHepceH bbin 3apeructpupoBaH FDA B nekabpe 2016 r.
BTtopoi npenapat - mMoaudumkaTop CnnancuHra npejle-
CTBEHHMKA MATPUYHOW PUOOHYKIEMHOBOM KMUCNOTbI (Npe-MP-
HK) reHa BbK1BaeMOCTV ABWUraTeNbHbIX HEMPOHOB 2 (SMN2)
pucamnnam - B Mae 2019 r. TpeTuit npenapaTt — OHAaCEMHO-
reH abenapsoBek onobpeH FDA B mae 2019 r. ans reHosa-
MectuTenbHon Tepanum CMA 'y neteit mnagwe 2 net [15, 16].

B Poccuiickoit Menepaunmn nekapcTBeHHble npenaparsl
[N NeYeHnsa NaLMeHTOB CO CMMHANbHOM MbILLEYHOM aTpodu-
en ctanu poctynHel ¢ 2019 r; Takke MMeeTcs COBCTBEHHbIM
OMbIT HABMOAEHMS 33 MALMEHTaMM, NONYYAIOLLMMU NaTOreHe-
Thyeckoe nevenne [24-27].

C aHBaps 2023 r. 8 Poccuu ctaptoBana nporpamma pac-
LUIMPEHHOr0 HEOHATANIbHOTO CKPUHWMHIA, KOTOpas BKA4YaeT
[MArHOCTMKY Ha CMMHaNbHYH MbllleyHyto atpoduto. MepBsble
pe3ynbTaTbl MUAOTHBIX NPOEKTOB M NPOrpaMMbl pacliMpeH-
HOrO HEOHATaNbHOro CKPWHWMHIA MO3BOMMAM paCCUMTaTb
CpefHo no Poccmm 4acToTy BCTPEYaEeMOCTM CMMHANBHOM
MblweyHon atpodun = 1 Ha 7700 - 1 Ha 7900 HoBopoOXAEH-
HbIX [3~7]. [TporpaMMbl HEOHATANbHOTO CKPUHMHIA AOKA3aNN
CBO BbICOKYH 3(DOEKTUBHOCTb A1 CKPUHMHIA HOBOPOXAEH-
Hbix Ha CMA [3-5, 28, 29]. BBeaeHne HeoHaTanbHOro CKpu-
HUHra Ha CMA no3BonsgeT paHo MOCTaBWTb AMArHO3, 4acTo
Ha LOKIMHUYECKOM CTaAun, HO OCTaeTcs HeHObLLOW NPOLEHT
NOXXHOOTPULATENbHbIX PE3YNbTATOB, U KIUHUYECKME CUMMTO-
Mbl MOTYT MOSIBUTLCS MO3AHee. B HEKOTOPbIX Clyyasx poaute-
NN OTKA3bIBAKOTCH OT HEOHATANbHOIO CKPUHMHIA, TaKXe ecTb
60nbLIOe KOANYECTBO AETCKOro HaCceneHus, KOTopoe He 0XBa-
YEHO NPOrpaMMOoi HEOHATaNbHOIO CKPUHUHIA, B CBS3M C YeM
KNMHMYECKas HaCTOPOXXEHHOCTb Bpayel NepBUYHOro 3BEHa
OCTaeTCs KPUTUYECKM BAXKHOW.

Llenb nccnenoBaHms — M3yu4nTb NPUYMHBI 334EPXKKM MO-
CTAaHOBKM AMArHO3a «CMWHanbHas MblleyHas atpodusy
B 3aBuMcumoctn oT Tuna CMA. BbinenuTb NnepBuYHblE KIK-
HMYeCKMe CMMMTOMBI, KOTOpble Bbl MO3BOAMAM BPaYy NOAY-
MaTb 0 anarHose «CMA» npu nepsbIX xanobax nauueHToB
N UX poauTenen.

MATEPWUAJIbl U METO/LbI

Hamu npoBeneH peTpocneKTUBHbIM aHaNM3 AaHHbIX pe-
ecTpa nauneHtoB doHaa «Cembn CMAy, Peectp CMA - 310
efMHas 6a3a [aHHbIX NMaUMEHTOB CO CMMHANBHOM MbllleY-
Hol aTpodueit no Bceit Poccun. MoHp, «Cembn CMA» BepeT

peectp ¢ 2015 r. B peecTp naumeHTbl 1 3aKOHHbIE NPeaCcTaBum-
Tenu NaLMeHTOB OTNPABASIOT PErUCTPALLMOHHYIO GOpPMY C OT-
BETAMW Ha BOMPOCHl aHKeTbl. B peecTp BHOCAT AaHHbIE /t0-
new ¢ 3abonesaHnem CMA 5g, c noaTBepXAEHHOM Aeneunen
B reHe SMN1. Mbl npoaHanu3npoBanu aaHHble 1452 naum-
eHToB peectpa ¢oHaa «Cembn CMA», KOTOpble OTApaBuIM
CBOW aHKeTbl C MHDOPMMPOBAHHBIM COrnacMeM Ha 06paboT-
Ky [LaHHbIX M y4acTus B peectpe fo Hadvana 2023 r. (oo BBe-
[leHUS HEOHATANbHOTO CKPUHWMHTA).

MauneHTbl paccMaTpuBanuce B 2 rpynnax: 1-q rpynna -
C paton poxaenusa no 2019 r. (0o nosBneHMs LOCTYMHOMO
naTtoreHeTMyeckoro neyenuns B P®), 2-q rpynna nawumeHTos,
poxaeHHbIx ¢ 2019 r. go 2023 r. [poaHanM3npoBaHoO BpeMS
nossneHns nepsbix cumntomoB CMA 1 BO3pacT K MOMEHTY
MOCTAHOBKM AMarHo3a B 3aBncuMMoctu ot tuna CMA (no faH-
HbIM aHKeT). OnpeneneH BpeMeHHOM MHTEPBan OT NOSBNEHNS
nepsbix cumntoMoB CMA [0 yCTaHOBNEHUS MONEKYNSPHO-
reHeTn4yeckoro auarHosa. OnpeneneHsl nepeble KAMHUYE-
CKMEe CMMMNTOMbI M MPOAHANM3MPOBaHbl OWIMOOYHbIE Mep-
BMYHblE AMArHO3bl, KOTOPbIE YBENMYMUAM BPEMS NMOCTAaHOBKM
NpaBMbHOTO MarHo3a.

PE3YJNIbTATbI

K Hauvany 2023 r. B 6a3e AaHHbIX 3aperncrpupoBa-
nocb 1452 naumeHta: 322 nauuneHta co CMA 1-ro tuna,
612 naumeHtoB co CMA 2-ro tmna, 510 naumnento co CMA
3-ro TMna, 8 nauneHToB co CMA 4-ro tmna; 1170 naunen-
TOB OblIM OTHECEHbI K MEPBOM rpynne naLMeHTOoB, KOTOpble
poguance fo 2019 r. Bropas rpynna nawmMeHToB, pOXAEHHbIX
¢ 2019 r. go 2022 r. BKNHOYUTENBHO, COCTaBUNA 274 nauueHTa.
[poaHan“3MpoBaHO BpeMs NOSBEHWUS MEPBbIX CUMMTOMOB
CMA 1 BO3pacT K MOMEHTY NOCTAHOBKM AMArHO3a B 3aBUCH-
MocTh oT Tuna CMA (N0 faHHbIM aHKeT).

Bo3pact nossnennsa nepebix cumntomoB CMA 1 Bo3pact
NauMeHTOB K MOMEHTY MONIEKYNSPHO-TEHETUYECKOrO aHau-
3a NpeAcTaBneHbl B mabauye.

MepBble KNUHWYECKME CMMNTOMbI Y naumeHToB co CMA
1-ro TMna noseunucb B 2-3 Mec., y nauneHtos co CMA
2-ro Tvna - B 9-10 mec. Y naumenTtoB co CMA 3-ro Tmna otT-
MeyaeTcs pa3bpoc BO BpEMEHM perucrpauuu nepsbix CUM-
ntomoB: o 2019 r. - B 3 roga 3 mec., nocne 2019 . - 1 rop,
6 Mec. Takyto 3HaUUTENbHYIO Pa3HULLY B CPeAHEM BO3pacTe no-
SBNEHWNS CMMMTOMOB B [AHHOW Ipynmne MOXHO O6bSACHUTb, YTO
B rpynny NauMeHToB ¢ fatov poxaeHns ¢ 2019 r.ewe He Bowwm

Ta6auya. Bo3pact nosiBnenns KnmHmyeckmx cumntomo CMA m Bpems 3agepxku noctaHoBku JJHK-aHanusa
Table. Age at clinical onset of SMA and a diagnostic delay in DNA analysis

CMA1 3(0-6) 7(0-49) 4 2(0-5) 4(0-18) 2
CMA2 10 (6-24) 38 (5-510) 28 9 (4-16) 15 (8-24) 6
CMA3 39 (18-60) 103 (17-476) 64 18 (12-27) 24 (14-41) 6
CMA4 231(96-500) 362 (232-449) 132
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naupeHTbl co CMA 3, koTopble byayT aebrotrpoBath B 6onee
nosaHem Bo3spacTe. [lepBble CMMMITOMbI Yy NauneHToB co CMA
1-ro v 2-ro TMNOB B 2 rpynnax CyLLeCcTBEHHO He OTANYAUCh.
Bpems no nocraHoBku OHK-aHanu3a y naumeHtoB co CMA
1-ro Tmna cokpatunock B 2 pasza, co CMA 2-ro TMna - noytu
B 4,5 paza. [lepsble cumMnToMbl y naumeHToB co CMA 3-ro Tmna
CTa/IM 3aMeYaThb 3HAUNTENBbHO paHblUe, CpeaHuMii BospacT 18 mec.,
3HAUMTENBHO COKPATUIOCh BPEMS MOCTAHOBKM MOJEKYNSPHO-
reHeTM4eckoro aHanusa. Y naumeHto co CMA 4 peructpa-
LMs nepsbiX CUMATOMOB - B 19 neT, AMTeNbHOCTb Nepuo-
na no nocraHoBku [HK-aHanu3a coctaBmna 11 net npo 2019 r.
Bo 2-# rpynne naunentoB co CMA 4-ro Tmna HeT.

Takxe Mbl NPOaHaNM3NpoBanu MeaULUHCKUE AOKYMEH-
Tbl 1 BbiNuckn 330 petert co CMA, kKoTopble Habnaanucb
B AMHO-2 HUKW um. BenbTuiesa. bbinu BbisiBNeHbl NepBble
CMMMTOMBI, XapakTepHble ans Bcex Tunos CMA, a Takxke nep-
BMYHbIE AMArHO3bl, C KOTOPbIMU AETU Habafanuce (puc. 1-3).

Hanbonee yactble cumntomMbl CMA 1-ro TMNa BblpaxeHsbl
B MblleYyHow rmnoToHum (100%), orpaHnyeHnm oBuUraTenbHom
akTuBHocTH (100%), bacumkynaumm a3bika (86%),y Tpetu na-
LUMeHTOB Habnaanucb pecnupaTopHble HapyLWeHus cpeam
nepBbIX CUMMTOMOB.

OpHum 13 nepbix cumntomoB CMA 2-ro Tmna - Mblwey-
Hag runotoHms B Horax (100%), cnabas onopa Ha Horu (87 %),

© PucyHok 1. HactoTa BCTPEYAEMOCTU KIIMHUYECKMX CUMMTOMOB
CMA 1-ro TMna
© Figure 1. Frequency of clinical symptoms of SMA type 1
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© Pucyrok 3. YacToTa BCTpe4aeMoCTU KIMHUYECKMX CUMMNTOMOB
CMA 3-ro TMna
© Figure 3. Frequency of clinical symptoms of SMA type 3

Mepsbie cumntombl CMA3(98)
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MbllweyHas runotoHms (100%), runo- n apednexcus (100%),
OTCYTCTBME NMPUOBPETEHMS HOBbIX ABUIaTeNbHbIX HABbIKOB
(87%), Tpemop B pykax (82%).

MepBble »anobbl nauneHToB co CMA 3-ro TmMna: Hapy-
weHune noxopku (100%), yactele nageHuns (73,5%), yromns-
emocTb (52%). MNpu ocMOTpe MOXHO BbISIBUTb MMONAaTHUYe-
ckyto noxoaky (100%), HeBO3MOXHOCTb X04bObl HA NATKaX
(96,9%), cHMKeHWE MblleyHoro ToHyca (96,9%), cHuxKeHune
UMK OTCYTCTBME CYXOXMNbHbIX pednekcos (97,9%) v cHu-
XeHune MblweyHor cunbl (100%). Mruonatmyeckas noxoaka
y naumeHToB co CMA mnMeeT CBOM 0COBEHHOCTM M OTAMYa-
eTCs OT MMONaTUYECKOW NOXOAKM NALMEHTOB C MMOAUCTPO-
¢dven JioweHHa: oTMeYaeTcs packaymBaHue BepXHen 4actu
TYynoBuLLa BO GPOHTANbHOW NAOWAAM 33 CYET BOBNeYe-
HWS MbILWL, TYNI0BMLLA NpU BblHOCE Geapa Npu ware, OTCyT-
CTBME MepekaTa CTOMbl M MOCTAHOBKA Ha BCH cTony. B Heko-
TOpbIX Cnyvasx naumeHtol co CMA 3-ro Tvna MoryT XoAuTb
Ha nepeaHMx OTAenax CTomn, KoMneHcupys cnabocts benpa
M AroLMYHbBIX MbILLL,

Bbinn npoaHanu3npoBaHbl AaHHble aHaMHe3a 3abonesa-
HWS M NEPBUYHbIE AMATHO3bI, C KOTOPbIMM HabnAaNuCh na-
LMeHTbl Yy Bpayei nepBMYHOrO 3BeHa (puc. 4).

Tonbko 1/3 naumertam (30%) nepsuyHO Bbin 3anoao0-
3peH AMArHO3 CMMHANbHON MbllleyHon aTpodumu. MNauneHTbl

@ PucyHok 2. HactoTa BCTPEYaEMOCTH KIIMHUYECKMX CUMMTOMOB
CMA 2-ro TMna
© Figure 2. Frequency of clinical symptoms of SMA type 2

MNepaobie cumntombl CMA2(166)
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© PucyHok 4. TlepB1yHble AnarHo3bl, C KOTOpPbIMKU HabAAANNUCD
netn co CMA

© Figure 4. Initial diagnoses, which were used to follow up
children with SMA
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4acTo Habnwaanucb B NONUKAMHUKE C MepuUHaTanbHbIM
nopaxexnunem LLHC c HapyweHWSIMM MbllLEYHOrO TOHYCA
(16,9%), c opToneanyeckMmmn ouarHosamm (6%), ¢ 4eTCKUM
LuepebpanbHbiM napanmyom (7,9%), bonesHamu Hapyue-
Hua metabonusma (10,6%), a Takke € gpyrumu dbopmamu
HEpPBHO-MbIlWeYHbIX 3aboneBanunin (28%) (MnogucTpodumm,
MONMHEBPONATUM, BPOXAEHHbBIE MMOMATHN).

KnnHnyeckne cMMNTOMbI M NepBble Xanobbl y nauueH-
T0B c0 CMA 4-ro TMna Mbl He aHann3npoBanu. 1o AaHHbIM
peectpa doHaa «CeMbn CMA®, MOXXHO OTMETUTb 3HAYMMYIHO
3a[lepXKY MONEKYNSIpHO-TeHETUYECKOro AMarHo3a, C MOMEH-
Ta NosBNeHUs NepBbix Xanob oHa coctasuna 11 net.

OBCY>XOEHUE

CnuHanbHas MblWeyHas atpodusa — nporpeccupyto-
uee 3aboneBaHue, 3Ha4YMTENIbHO OrpaHUYMBalOLLEE ABUIa-
TeNbHble BO3MOXHOCTU MALMEHTOB W BIMAKOLLEE HA MPO-
LOMKMTENbHOCTb XM3Hu [1, 2, 30]. HoBble MeToabl neyeHus,
HanpaBfieHHble Ha yBeNMYeHWe NpoaykKumm 6enka BbiKU-
BAeMOCTM MOTOHEWPOHOB, CMOCODOCTBYIOT U3MEHEHMIO Tpa-
eKTopumM TeyeHus 3aboneBaHus, ynyyllatoT NporHo3 3abo-
neBanuns [14-17]. bonbWKMHCTBO AaHHbIX CBUAETENLCTBYIOT
0 TOM, YTO YeM paHblle HayaTa Tepanus, TeM Bbllle 3P dek-
TUBHOCTb NeveHns [31-33]. PaHHAs AMarHoCTuka nmeet pe-
Lwatollee 3Ha4YeHue 4ns Havana Tepanuu u ynyyeHms npo-
rHO3a Ang naumeHTos [3-5, 26-29].

CucteMaTmyeckme 0630pbl CBMAETENLCTBYOT O MO3[-
Hel NOCTaHOBKEe AMArHO3a CMMHAAbHOM MbIWEYHOW aTpo-
WK B pasHbIX LEHTPaX, 3HaYMTENbHAs 3a[epXKKa AMarHo3a
y naumenToB co CMA 2 n CMA 3 [23, 24,31-33].

Pe3ynbTaTbl Halero uccnenoBaHUs Takxke nokasbiBa-
lOT, YTO CYLLECTBYET 3HAYMUTENbHAA 3aA4epXKKka OT nossne-
HWS NepBbIX NPU3HAKOB [0 OKOHYATENIbHOrO AMArHo3a, 0co-
oeHHo ons naumeHtoB co CMA 2-ro n 3-ro TMNOB, a TakxXe
4-ro Tmna. NpuuYnHOI 3aAepXKKK B AMATHOCTMKE SABNSETCS He-
3HaHWe NePBUYHbIX KITUHUYECKMX CUMMTOMOB, XapaKTepHbIX
ons pasnnyHbix TunoB CMA. Yacto KIMHMYeCcKne CMMNTOMbI
TPAKTYHOTCA B MONb3y APYrnx 3abonesBaHuWi, CONPOBOXAAL0-
WMXCS HapyLeHWeM OBUraTeNbHOIO0 Pa3BUTUS NauMeHTa.
B To xe BpeMs aHanu3 nokasan, YTo BpeMeHHas 3adepxka
nocTaHoBKM AanarHosza «CMA» 3HauMTeNIbHO YMeHbLWNACh
3a nocnenHee Bpems, HaumMHasa ¢ 2019 r. Bpemsa nocraHos-
KW OMarHosa nocie nosiBieHUs nepebiX CMMMNTOMOB COKPa-
Tunocb gns CMA 1-ro tvna Ha 2 mec., gng CMA 2-ro tna -
c 28 Mec. no 6 mec. B rpynnax naumeHtoB co CMA
3-ro TMNa - ¢ 5 net o 6 Mec. Takasgd pasHMLA BO BpEMEH-
HOM MHTepBase No yCTaHOBKE MONEKYNSPHO-TEHETUYECKOTO
OMarHo3a obbvacHseTca goctynHocTbio AHK-onarHocTmnkm
B NOC/eLHUE TOAbl, paHee MHOMMe naumeHTbl 6biin 6e3 noa-
TBEPXAEHHOrO reHeTMYeCcKoro aHanm3a. YMeHblleHme Bpe-
MEHHbIX MHTEPBANIOB B MOCTAHOBKE AMArHo3a 1S naumeH-
T0B c0 CMA 1-ro Tmna n CMA 2-ro TMna Mo)HO 0ObACHUTb
Nyylen oCBeLOMIEHHOCTbI) Bpayew B CBA3M C MOSIBNEHUEM
naTOreHeTMYeCKoro eYeHuns, a Takxke C yayylweHuem Lo-
CTYMHOCTU MONEKYNSIPHO-TEHETUYECKMX aHANM30B.

[MpuvynHa No3aHEN KAMHUYECKOW AMATHOCTUKKM CMun-
HaNlbHOM MbllEeYHOM aTpodum 1-ro TMna 4acto CBsA3aHa

C TSXKECTbl COCTOAHUS pebeHka, COYeTaHMEM Mbllley-
HOM TUNOTOHUW C AblXaTeNbHbIMU HapyLWeHUIMHU, 4TO MO-
XeT OblITb NPOSBNEHNEM PA3/IMYHBIX HEBPONOTMYECKUX CO-
CTOSHUIA MnafeHua. B npouecce HabnoaeHus 3a pebeHkoM
neamaTpbl MOryT 06paTuTb BHUMaHWE Ha cneuuduyHblie
CMMMTOMBI, XapakTepHble ons CMA 1-ro Tvna: dacumkyns-
LMK 93bIKa, YbHApHble YCTAHOBKM KUCTEN, Hanuyne napa-
[LOKCaNbHOrO AblXxaHug (BO BpeMs BAOXa rpyLHas knetka
yMeHbLaeTcs B pa3Mepe, a 006beM XMBOTa YBENUYMBAET-
cs), cnabblii KpUK, BANOE COCaHWe, yTOMAGeMoCTb. [onesHa
OLLeHKa COOTHOLUEHMUS OKPYXXHOCTW TFONOBbI M OKPYXXHOCTH
rpyau, y naumerntos co CMA 1-ro Tvna, B €BA3M co cnabo-
CTblO BAOXA, OKPYXXHOCTb FPYAHOM KNETKW OTCTaeT B pocTe
M nocteneHHo GopmMumpyeTcs KonokonoobpasHasa gedopma-
LMS TPYAHOM KNEeTKM.

Y naumeHToB co CMA 2-ro Tuna - nepeble »anobbl po-
ouTenel Ha cnabyto onopy B HOrax, a Takxe OTCYTCTBUE MK
3aMennieHHoe npuobpeTeHne HaBbIKOB CaMOCTOATENIbHO-
ro CMAEHUS, MON3aHUA M BCTaBaHMA. [pu Hanuumm Takux
Xanob negmaTpbl U HEBPONOTU NPU OLEHKE HeBpoNornye-
cKoro cratyca pebeHka MOTyT YyBUAETb, MTOMUMO MbILLEYHOW
TUMOTOHUKU U CHWXKEHUS CYXOXMbHbBIX pednekcos, Takon
NPU3HaK, KaK TPEMOP B pyKax, bonee BbIpaXKeHHbIV B Nasb-
Lax pyK, TakxKe MOXHO yBMAETb GACUMKYNSLMN U KOHLIEBbIE
aTpodumM MbILLL, A3bIKa.

MauneHTtbl co CMA 3-ro TMna A0/blue BCEro oCTatTcs
He AMarHOCTMPOBAHHbLIMK CBOEBPEMEHHO. [TepBble xanobbl,
KOTOpble MOSBASIOTCA Y MALMEHTOB, YAaCTO HOCAT Hecnewum-
duyecknii XxapakTep U OTpaXatoT ABUraTeNbHble HapyLle-
HW4, XapakTepHble AN MHOTMX 3a60neBaHMi, CONPOBOXAA-
IOLLMXCS HApyLUeHWeM NOXOAKM M YyTOMASeMOoCTbio. XKanobbl
Ha M3MeHeHMe MOXOAKM, YacTble nafeHus, 6bICTpyo yTOM-
nsemMocTb TpebytoT yrnybneHHoro obcnenoBaHus C npose-
[leHneM 31eKTpPOHepoMMopaduryeckoro nccnefoBaHus,
HerMpopaaMoNornyeckoro UCCIeLoBaHUsg CNMHHOIO MO3ra,
OLLeHKM BUMOXMMUMYECKMX moKasaTenem, B YaCTHOCTU Kpea-
TMHKMHa3bl (KK). Hannyune noBbieHHOro ypoOBHS KpeaTuH-
kuHa3bl go 1500 Eg He pomKHO CcMywaTh Bpaya, U He UC-
KMYaeT AMarHo3a «CnuHanbHas MbllieyHas atpodusay» npu
HaZIM4MKM MblWEYHOW CNaboCTu, CHMXKeHMM pednekcos. [pu
npogeaeHus anddepeHunanbHOro guarHo3sa Tpebyercs
nposecty AHK-AnarHoCTMKy AN MCKAKYEHUS HANMYUS My-
Taumn B reHe SMNI.

OrpaHuyeHuns B UCCnesoBaHUM

B HacToseM nccnenoBaHMM MMENUCh OFpaHUYEHUS, Xa-
pakTepHble 415 PEeTPOCNEKTUBHBIX UCCAen0BaHMMI. MICTOUHMK
[aHHbIX (peecTp naumeHToB co CMA doHaa «Cembn CMAY)
COLEPXUT AaHHble aHKETUPOBAHMS CaMUX MALMEHTOB U UX
3aKOHHbIX NPeLCTaBUTeNER C NPUNOXKEHUEM MONEKYNSIPHO-
reHeTMYeCKoro aHanu3a, NnoaTeepxaatolero amardos «CMA
5g». CpaBHMBaeMble ABe rpynmbl NALMEHTOB 3HAYUTENLHO
OT/IMYAKOTCS MO KOAMYECTBY M NO COCTaBy. [pynna nauneHTos,
poxaeHHbix 10 2019 r., ocobeHHo oTamnyaeTcs no Tunam CMA,
KOTOPble CTaBMAMCH NALMEHTAM B CBSA3M C MaNOM OCBEAOM-
NEHHOCTbIO Bpayen B knaccubukauum tunos CMA. 310 MOX-
HO pPeTpOCMNeKTMBHO MPeLNoNoXUTb N0 pa3bpocy BpeMeHM
nossnenns cumntomo CMA B KaxxgoMm Tune.
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3AKNIIOYEHME

Hawwu pes3ynbTaTel Mokas3anu, 4TO CywecTByeT 3a-
[EPXKA B MOCTAHOBKE KJIMHUYECKOrO M MONEKYNSIpHO-
reHeTMYeCcKoro AmMarHo3a CAMHaNbHOM MbILEYHOW aTpo-
®uK, YTO CBA3AHO C HEAOCTAaTOYHOW OLLEHKOW CMMMTOMOB,
XapaKTepPHbIX AN Pa3HbIX TUMNOB CMNMHANIbHOW MbllleyY-
HOM aTpoduu, OTCYTCTBMEM HACTOPOXXEHHOCTU B OTHOLLE-
HUWM CMMHANBbHOW MbIWEeYHOW aTpodun. HecMoTps Ha TO 4TO
cuTyaumsa B cpokax amarHoctmkn CMA c 2019 r. MmeHseT-
Cs1, He0bX0AMMO MOBbIWATh OCBEAOMIEHHOCTL Bpayen nep-
BMYHOTO 3BEHA B YMEHWU BbIAENSATb «KpaCHble (naru», xa-
paKTepHble O CMMHANBbHOM MbllevyHOM aTtpoduun. Kpome

TOro, CieflyeT COXPaHATb HACTOPOXEHHOCTb B OTHOLIEHUM
nauMeHTOB C HEBPONOrMYECKUMMU AMATHO3AMMU, KOTOPbIE
MOryT HEeBepHO yCTaHaBAMBATbCS Yy naumeHToB co CMA
C uenbto npoeefeHus auddbepeHuUManbHOM AMATHOCTUKM
M MONeKYyNspHO-reHeTnyeckoro uckntoverms CMA, B T.u. pe-
TpocnekTMBHO. [lporpamMma pacliMpeHHOro HeoHaTasnbHO-
ro CKPMHMHIA B JONTOCPOYHOM nepuoge OyaeT 3HaUnTeNb-
HO BNMATbL Ha BbisiBnseMocTb CMA. Ho B HacTosuee Bpems
y Hac elie MoryT 6biTb NAUMEHTbI C MO3AHUM MOSIBNEHMEM
HayaNbHbIX KNMHUYECKMX CUMMTOMOB.
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