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CnuHanbHas MblleyHas aTpoms — HacneAcTBeHHOe 3ab0/ieBaHNe HEPBHOM CUCTEMbl C NOPaXKEHWEM MOTOPHbLIX HENpPOHOB
nepesHNX pPOroB CAWHHOFO MO3ra, MPUBOAALLEE K PasBUTMIO aTpotum M NPOrpeccupytoLleii MblleyHoi cnabocTtn. B ctatbe
npeacTaBieH KAMHUYECKWIA ciyyaii TeuyeHWUs CNHaNbHOWM MbllleyHol aTpogun |1 Tuna y pebeHka B Bo3pacTe 7 neT. Brepsble
3TOT AMarHo3 6bin BbICTaBEH M 060CHOBaH Ha OCHOBaHWM Pe3y/bTaTOB MOEKYAPHO-TEHETUYECKOTO UCCNej0BaHMA B BO3pacTe
1,5 roga. B Bospacte 2,5 roga gvarHo3 CnvHanbHOM MbllLeyHoV aTpotun 6bin NOATBEPXKAEH B «HayuyHO-MccnesoBaTe/lbcKom
KNMHNYECKOM MHCTUTYTe neaguaTpum um. akagemuka HO.E. BenbTuwesa» (HW KW negnatpun), Mocksa. B TeueHue nocnegy-
IOLLMX NeT y NaumeHTa Habnganca 6bICTPbIA perpecc paHee Noay4YeHHbIX HaBbIKOB. PebeHOK nepectan CTOATb C MOAAEPXKKONM,
He XOAMT, He CUAWUT CaMOCTOATeNbHO. MMOABUINCH KOHTPAKTYPbl KOMIEHHbIX CYCTaBOB W FOMIEHOCTOMHBIX CYCTaBOB, CKOMMO3
No3BOHOYHMKA || cTeneHu, BbIBUX rONOBKW N1€BOr0 Ta300e4peHHOro cycTaBa, CUMITOMbI XPOHWUYECKOW BEHTUNALNOHHOM Hefo-
cTtaToyHocTM. OAWH pa3 B rof OCyLLecTBAsfach NaaHoBas rocnuTanusauus B NCUXOHEBPONOrMYeckoe OTAeNeHWe f[eTCKOM
60/bHMLBI N0 MECTY XUTENbCTBA C LeNbio NPoBeLeHWs NOAAEPXKMBatOLLEN Tepanun. HEOAHOKPATHO Hax0AWCA Ha rocnuTanm-
3aynn B HUKIW neguatpun. Mo 3aknoueHno KoHcunamyma Bpadeit HVU KW neguatpum B cBsi3n ¢ abCONOTHLIMM MOKa3aHNAMMN
K NIeYeHuto faHHOr 0 3a60neBaHMA 4 MeC Hasaz, HayaTo NaToreHeTUYeCKOoe NeyeHre pucaunnamom B fo3se 5 Mr/cyT no nporpaMme
[OperucTpaLmMoHHOro MCnonb30BaHWA AaHHOro npenapara. 3a Bpems nNpuema pucauniaMa y nauueHTa oTMmevaroTcs ctabunm-
3auma 3a6oneBaHns, yayulleHne o6LLero COCTOAHMS U MOTOPHOM (PYHKLMM BEPXHUX KOHEYHOCTeR. HexenartenbHble ABAEHNUS
Ha oHe nNpvema npenapaTa He HabnAa0TCS.
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Spinal muscular atrophy is a hereditary disease of the nervous system with damage to the motor neurons of the anterior horns
of the spinal cord, leading to the development of atrophy and progressive muscle weakness. The article presents a clinical case of type
2 spinal muscular atrophy in a child aged 7 years. For the first time, the diagnosis of spinal muscular atrophy was made and substantiated
by the molecular genetic method at the age of 1.5 years. At the age of 2.5 years, the diagnosis of spinal muscular atrophy was confirmed
at the Veltischev Research and Clinical Institute for Pediatrics, Moscow. Over the next years, the patient experienced a rapid regression
ofpreviously acquired skills. The child ceased to stand with support, to sitindependently. Contractures ofthe knee joints and ankle joints
appeared; 2nd degree scoliosis of the spine; dislocation of the head of the left hip joint; symptoms of chronic ventilation failure. Once
a year, planned hospitalization was carried out in the neurological department ofthe children’s hospital at the place ofresidence to con-
duct supportive therapy. The patient was repeatedly hospitalized at the Research and Clinical Institute for Pediatrics. In connection with
the invariable indications for the treatment ofthis disease, according to the conclusion ofthe case conference ofthe Research and Clin-
ical Institute of Pediatrics, pathogenetic treatment with risdiplam at a dose of 5 mg per day according to the program of premarketing
use of this drug was started 4 months ago. While the patient continues to take risdiplam, the disease is stable and the general condition
and motor function in the upper extremities improve. Adverse events while taking the drug are not observed.

Key words: Child, spinal muscular atrophy type 2, risdiplam.

For citation: Kryuchkova T.A., Balakireva E.A. Spinal muscularatrophy type 2: efficacy of risdiplam in a 7-year-old child. Ros Vestn Perinatol i
Pediatr2022; 67;(3); 100-106(inRuss). DOI: 10.21508/1027-4065-2022-67-3-100-106

NUHanbHble MbllWeYHble aTpoduum — rpynna
CHaCI‘Ie,qCTBeHHbIX 3a60neBaHmnit c ayTOCOMHO-peLec-
CMBHLIM TUMOM HacneAoBaHWA, NpPOTeKalWMX C nopa-
XEHWEeM W noTepeii MOTOPHbIX HEMPOHOB MepeaHUX
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pOroB CNWHHOIO MO3ra, KOTOpPble OTHOCATCA K 4ucny
[OBONBHO YacTO BCTPEYaloWNXCA HacnefCTBEHHbIX 3a60-
NneBaHWN HEPBHOW CUCTEMbl — 1 Ha 6—10 ThbiC. HOBOPOX-
AeHHbIX [1—4]. Mpwn gaHHOM 3aboneBaHUM HapylwaeTcs
WHHepBauWs MNPOKCMMaNbHbIX MblWEYHbIX BOJMIOKOH,
4TO NPUBOAMT K pPasBUTUIO aTpoduu MbllWL, nporpec-
CUPYHOLLEN MbIWEYHON CcNnaboCcTu M HEBO3MOXXHOCTHK
coBepwartb ABUMXEHMA. TPUUYNHOW Takux HapyleHui
CNYXUT feduunt 6enka, 3a CUHTE3 KOTOpPOro oTBevaeT
reH SM N (survival motor neuron gene), pacnonoXXeHHbl i
B palioHe 5ql3 u npeacTaBneHHbIA kKonuamu: SMN1
nSMN2 [1, 3, 4]. Y 601blWIMHCTBA NALMEHTOB C pa3iny-
HbIMW TUNaMW CMUHANbHON MbIWEYHON aTpohumn perun-
cTpupyetca geneymns reHa SMN1. Puck poxaeHnsa 6onb-
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HOro pebeHKa OT poauTenei, UMEK LW NUX aHOMa/bHbINA
reH, coctasnset 25%. B ocTanbHbIX CAyyasax poXxparwTca
abconoTHO 3g0poBbie getun [1, 5, 6].

B HacTofiLee BpeEMS BbIAENAOT HECKONbKO OCHOBHbIX
TUNOB CMWHANbHON MblWEYHOW aTpopuy B 3aBUCUMO-
CTW OT fe6loTa BOSHUKHOBEHUS 3ab0neBaHnA, THKeCTH
ero TeYeHNS U NPOLOMKUTENbHOCTUN XXWU3HWU NaLUeHTOB.
CnuHanbHas MbiweyHas atpodua O Tuna npoasnseTcs
BHYTPUMYTPO6GHO OTCYTCTBMEM Yy nNnoja ABUraTenbHoOW
aKTUBHOCTM; C pPOXAeHUs y peb6eHKa BblpaXKeHa reHe-
panu3oBaHHaa MbllWeYyHas TMNOTOHUA C XapakKTepHOW
N030M «NATYWKN», Pe3K0 CHWXEeHa CNOoHTaHHas ABuUra-
TeNbHas aKTUBHOCTb; CYXOXMWNbHble peNeKChbl He Bbl3bl-
BatoTcs [2, 4]. Mpun CAMHaNbHON MbIWEYHON aTpodum
| Tvna (6onesHb BeppaHura-fohdmaHa) KnuMHuMYeckue
nposBneHWs y 60NbHbIX OTMEYalTCH, Kak npasuno,
[0 6-MECAYHOro BO3pacTa M XapakTepusylTca NpusHa-
Kamy BANOro napanuMya MbllWL, KOHEYHOCTEA u Tyno-
BMLLa C BOBJIEYEHUEM B NPOLECC AbIXaTelbHON MYCKY-
natypbl. fletn ¢ | Tunom 3abonesaHns pegko A0OXWUBAKT
[0 2-3 neT XMW3HW. YacTo cMepTb Takux fgeTell HacTy-
naeT OT OCNOXHEHWA OCTPOA NHEBMOHWMW W Mporpec-
cupyloulelii  AablxaTenbHOM HepgocTaTouyHocTm [1, 5]
CnuHanbHas MblweyvyHas atpogua Il Tmna KNUHUYeckn
NpoABNAeTCA NOCNEe 6 MeC XXU3HWU. BOonNbHble 4eTn MoryT
CUAeTb, HO HUKOT4a He 4OCTUTADT CNOCOBHOCTU XO4UTb
camocTosiTenbHo [1, 3, 4]. Mpn CNMHANbHON MblLWEYHON
atpodun Il Tnna (6onesHb Kiorenobepra-BenaHpgep)
nepBble CMMNTOMbI 3ab0fieBaHWA NOABNAKOTCA nocne
15 net Xu3HuW. Takue Jetun MOryT CTOATb U XOAUTb
CamMOoCTOATENbHO. B KAMHU4YeCKON KapTuHe 3abone.a-
HUA HabnwgalTCsd He TONbKO TUNWYHbIE CUMMNTOMBI,
HO W (GunbpunnapHble U GacynmKynapHbie Nogepruea-
Hua [1, 5]. CnnHanbHaa MbiweYyHaa atpodusa IV Tuna,
KakK npaBuWno, mMaHudecTupyeT BO B3pOC/AOM BO3pacTe.
Ons atoro Tuna 3aboneBaHMa XapaKTepHa CTepTOCTb
KNWHUYECKNX MNPOABNEHUIA B BUAEe HE3HAYUTENbHOTO
orpaHuyeHus GQYHKLWN NepeABUXEHNSA, YMepeHHON
runotpodmmn mbiwLy 6egep n TasoBoro nosica [1, 2, 4].
Mpwn BCeX TuMNax CNUHANbHOW MbIWEYHON aTpodumn
MOTYT NOpaxaTbCA OCHOBHble TrPynnbl AblXaTeNbHbIX
MbILL L, BKAOYAA MblLLbl B4OXA U BbIJOXA U BynbbapHYto
MYCKynatypy, npu 3TOM CTeMeHb NOPaKeHMA MOXET pas-
NNYaThCA B 3aBUCUMMOCTM OT TMNa CAUHANBHOW MblLey-
HOM aTpotunm n ctaguu 3abonesaHusa [7].

[narHo3 ocHOBaH Ha TwaTenbHOM cbope aHamHe3sa,
0COOEHHOCTAX KJWHWYECKUX NPOABAEHWUNA, [aHHbIX
aNeKTpoHelipomuorpapumn, MoNeKynsapHoO-reHeTU4YeCcKnx
nccnegoBanuii [4, 7-9]. OuddepeHunanbHbliii guar-
HO3 MPOBOAMTCA C MMWOMNATUAMU, MPOrpeccUpytoLlei
MbllWeYHOW gucTpotumein AroweHa, 60KOBbIM aMmUOTpPO-
(hMYeCKUM CKNepo3OM, CUPUHTOMUENNER, NONNOMUENN-
TOM, eTCKMM LepebpanbHbIM Napainyom, HacneLCTBEH-
HblIMK 3a6oneBaHuAMM o6MeHa Bew,ecTs [1, 4, 8, 9].

MeanKameHTO3Has Tepanuna CNMHAaNbHON MblLEYHON
atpoun noapasfensetcs Ha ABa HanpaBleHUA: NaTo-
reHeTMyeckas Tepanua, HanpaB/ieHHas Ha KOppekuuto

pepuuynta 6enka SMN, n cumnTomaTmyeckas Tepanus
[2, 4, 7, 10-14]. B KayecTBe OCHOBbl MATOreHETUYECKONA
Tepanuu 3abonesaHnsa BCeM NauMeHTaM C FeHeTUYecku
NOATBEPXAEHHbIM 4MATHO30M C ABYMA U 6onee KONUAMM
reHa SMN2 pekomMeHAOBaAHO NpPUMEeHeHWe npenapaTta
HYCWHEpPCEeH B CaMblil KOPOTKUIA CPOK MOCNEe MOCTAHOBKM
avarHosa [11-14]. B Poccuiickoin ®epepayun npenapat
HycuHepceH 3apeructpuposBaH ¢ 2019 r. no HacTosuee
BpemMA. A NOfABNEHWE HOBOrO PEBONIOLMOHHOIO npena-
paTa oHaceMHOreH abenapBOBeK ANA NeYEHUA CNUHANb-
HOM MblLWeYHOW aTpoumn y feTeld 40 2 NeT faN0 Hafjexay
Ha MONHOE BbI3JOPOBAEHMNE AETAM C 3TOW MATONOTMe.
Bo MHOrmMx cTpaHax 3aperucTpupoBaH M yCcnewHo npu-
MeHAEeTCA ANA NeYeHUs CNUHaNbHOM MblLLIEYHOW aTpo-
hmvn gpyroil npenapat naTtoreHeTU4Yeckoin Tepanum —
pucgunnam. Pucgunnam - Mogudukatop cnnancuHra
MPHK, OH yBennumBaeT KOHUEHTpaun QYHKLNOHaNb-
HOro 6enka fBuratesbHbiX HEMPOHOB, NPOAYLUPYEMOTO
reHom SMN2 [15]. Pucgunnam paBHOMEpPHO pacnpege-
naetcA BO BCEM OpraHuWsMe, B TOM YWUC/e B LeHTpaNb-
HON HepBHOW cucteme (LLHC), npoHukas 4yepes3 rema-
TO3HUe(annyeckmin 6apbep M NPUBOAA K YBENNYEHUIO
ypoBHA 6enka SMN B LUJHC v no Bcemy opraHusmy [15].
Moka pucagmnnam — nepBbii U eAUHCTBEHHbIN Npenapar
ANA NeYyeHWs CMWHANbHOW MblWeEYHOW aTpopum, KoTo-
Pbll MOXHO MPUHMMATb Ha LOMY, TaK KaK OH MPUMEHSA-
eTCs B XUAKOW hopme OA4WH pa3 B CYTKW NepopanbHOo.
MwuH3gpaB Poccuiickoin depgepaynnm  3aperncTpupo-
Bas npenapaTt pucgunnam ANA NevYeHUs CNUHanbHOM
MblWeYHOW aTtpoum 26.11.2020r.B  KAMHMYECKMUX
nccnefoBaHMAX MOATBEPXAEHO YyNyulleHWe ABUTATENb-
HbIX PYHKUWMIA Y NaLMeHTOB pa3HbiX BO3pacToB CO CNWu-
HanbHOW MblWeYHOW aTpotuein I-111 Tunos.

[Ons KOppeKuMM CHUXKEHUA MNNOTHOCTU KOCTHOW
TKaHW B CMMNTOMATWYECKON MeLMKAMEHTO3HOW Tepa-
NMM HasHayalwT npenapaTtbl KanbLuWA, Xonekanbuu-
thepona, 6uchochoHaToB, BUTaMUHbLI. [pu BbIABNE-
HuM 6poHXxocnasmMa MPUMEHAT KOMOWUHWPOBAHHbBIE
6eTta2-agpeHomMumMeTnkn [2, 16, 17]. Bonbwoe 3HavyeHue
B NIeYEHWN CNWHANbHOW MbIWEYHON aTpodmm wurpaet
peabunutaums. [iokasaHo, 4To hm3noTepanusa n peabu-
nuTauma cnoco6Hbl MOBLICUTb KauyeCcTBO XWU3HW nauu-
EHTOB W YNyYWWUTb (YHKLWOHAaNbHbIE BO3MOXHOCTHU
opraHusma [17, 18]. Ha3HayeHne B KOMMAEKCHY Tepa-
nu nevyebHOM (U3KYNbTYpPbl, Maccaxa, (u3amoTepa-
NeBTUYECKUX METOLOB NleYeHUs, a TaKXe NPUMEHEHUe
opToneAnyYecKMX CpefcTB BO3AEWCTBUA ANA NpeAynpex-
LEeHNA KOHTPakKTyp CycTaBOB, HECOMHEHHO, UTPalT BaX-
HYI0 po/fib B TEPAnMM CANUHANbHOW MbIWEYHOW aTpopuun
y 60nbHbIX geTei. [2, 17, 18]. Xupyprmuuyeckoe neyeHue
naynmeHTam €O CNUHANbHOW MbllWEYHOW aTpopunm npo-
BOAMTCA B Ka4eCTBE KOPPEKTUPYIOLLEr0 MHCTPYMEHTaNb-
HOro BMellaTeNbCTBa HA MO3BOHOYHUKe [7].

Mpyv nnaHupoBaHMW nocnepytoweii 6epeMeHHOCTH,
ecnin paHee B CeMbe 6blIM cnyyvyan POXAeHWA feTeil co
CNMHANbHOW MblWeYHOW aTpodumeld, cynpyxeckaa napa
B 0653aTeNbHOM MOpPALKe HanpaBiAfeTCs Ha KOHCY/bTa-
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LMo K Bpauy-reHeTuky. bnarogaps nposefeHunto JOpoao-
BOoN AHK-AMArHOCTUKN CNMHANbHOW MbILWEYHON aTpo-
(hun 3a nocnegHee BPEMSA BO MHOTMX CTpaHaxX CHUXaeTcs
pUCK poXpaeHus 60n1bHOro pe6eHka NpakTUYeCcKU A0 0
[6, 19]. CKPUHUHTOBbLI TECT HOBOPOXX/AEHHbIX NO3BONUT
nauveHTam Nony4YnTb 6onee aKTMBHOE fle4eHMe 4O TOrO,
KakK Npon3oiigetr HeobpaTumasa noTeps HEMPOHOB.

AKTyanbHyl0 3ajadyy npejcTaBnseT CBOEBPEMEH-
Haa obpaliaeMoCTb MauWMeHTOB C AAHHOW natonoruen
K NpouabHbIM Crieynannctam, Tak Kak Hepegko feTw,
cTpajalouime CNMHaNbHOW  MblWEYHOW aTpoduen,
HabnwparTCca y Bpayeil C OWMOGOYHBIMU [UarHO3amu
M He HanpaBNAKTCA K Bpayy-reHeTuky. B kayecTse npu-
Mepa npeacTaBNAfieM KAUHWYECKUW chnyyall TeuvyeHus
CNWHANbHOW MblWweyHoW atpodun Il Tnna y 7-netHero
pebeHka.

KnnHunyecknin cnyvaii. PebeHok [,., 7 net mocTynun
B NCUXOHeBponornyeckoe otgeneHne ONbY3 «[etckas
ob6nacTHaa kKnnHuyeckas 6onbHnua» (JOKB) benropoga
16.03.2020 . c Xano6aMu Ha Kallenb MOCMAe rnoTaHus,
OTCYTCTBME AKTUBHbIX ABVMXKEHUW B HMXKHUX KOHEYHO-
CTAX. Pe6eHOK caMOCTOATENbHO He cafguTCs, He CTOWuT,
He X0auT.

N3 aHamMHe3a XXU3HW U3BECTHO, YTO nauueHT oT 1-i
6epeMeHHOCTM W pojoB. bepemMeHHOCTb MnpoTekana
C yrposoi npepbiBaHna Ha 10-ii Hegene. Ha 16-i Hegene
6epemeHHOCTM maTepu pebeHka 6blna npoBedeHa nana-
poCKONMWA ANs yAaneHUsa KUCTbl NPaBoro sM4HuKa. Poabl
CpOYHble, (hm3nonormyeckme. Macca Tena npu poxpge-
Hun 3010, pocT 51 cm. OueHka no wkane Anrap 7/8 6an-
nos. K rpyaun 6bin npunoxeH Ha 1l-e cyTku. pygb B3sin
aKTUBHO, He cpbiruean. NMpusueka BLIXK B pogaome cae-
naHa. N3 pogaoma 6bin1 BbINUCAH HA 5-€ CYTKMW XU3HU.
Ha 1-m rofy >XM3HW HaxoAMNCHA Ha CMELWaHHOM BCKapM-
NNUBAHWWN M3-3a TMNoranakTum y matepu. HacnefctBeH-
HOCTb He OTArolWeHa, Co CNoB poauTenein. Mpodunak-
TUYeCcKue MNPUBMBKWU CcAenaHbl N0 WHAWBUAYANbHOMY
rpagmky. M3 nepeHeceHHbIX 3ab60neBaHW: HECKONbKO
pa3 60nen OCTpbIM pecnuMpaTtopHbiM 3aboneBaHueM
B Nerkon ¢opme, B Bo3pacTte 1,5 roga 6bina ocTpas Kpa-
nUBHMLA Ha BBeAeHWe BUMepoHa per rectum. B 2015
nepeHec ABYCTOPOHHIOI OCTPYI BHEOONbHUYHYIO NHEB-
MOHWIO CpPefHeR cTeneHu TAXeCcTU. MNMauneHT —uUHBanNug
c jetcTBa.

N3 aHaMHe3a 3a60n1eBaHMA U3BECTHO, YTO C poXje-
HUSA y pebeHka oTMeyanucb cnabocTb MbIlWL, B KOHeY-
HOCTAX, HeOobGblYHas «pacnnacTaHHas» No3a, CHUXEHUue
CONPOTUBNEHUA B CyCTaBax MpU MNacCUBHbIX [BUXKe-
HUAX WM yBeNUYeHUe aMNAUTYAbl OBUMXKEHUI B cycTaBax.
HeckonbKo MO3Xe BbIABAANACH U 3afepXKa MOTOPHOIO
pasBUTUA: TONOBY AEPXUT € 2 Mec, cuauT ¢ 10 mec. MaTb
pebeHKa cumTaeT ero 60/bHbLIM C BO3pacTa 10 Mec, Korga
OHa BNepBble 3aMeTW/a, YTO OH Havyan TepATb yXXe Npnob-
peTeHHble HaBbIKW, & HOBble He NOABNANUCL. B Bo3pacTe
1 rofia He nonsan, He cToAn 6e3 NOALEPXKW, He XoAun
CamMOCTOATeNbHO, TONbKO AepXach 3a 0Mopy, Yepes 2 Mec
nepecTan XoAUTb BAO/b ONOPbI.

Bnepsble nauuneHT 6bin FrOCNMTANU3MPOBAH B MCKU-
XOHEBPONOrnyeckoe oTheneHne ANS fAeTeld paHHero
BO3pacTa ropoAckol peTckoi 6onbHuuUbl I Benropoga
ana obcnepoBaHusa u nevyeHns B BospacTte 1,5 roga, Bnep-
Bble Oblfl BbICTaBfieH AWArHO3 CMUHANbHON MbllIEYHOMN
atpoduun. B oTgeneHnn nNpoBOLMAOCH 3NEeKTPOHeNpo-
muorpaguyeckoe obcnefgosaHue: MNpu  UCCNef0BaHUM
n. mtibialis ¢ NOMOLW b MOBEPXHOCTHON CTUMYNALUOH-
HOM 3NeKTpoHelpoMumorpatuy BbLIABNEHO CHUXEHUE
amnautygsl M-oTBeTa, F-BOMHbI, OTHOweHua H/M.
MonyyeHHble faHHble YKa3blBAOT Ha aKCOHAaNbHOe nopa-
XeHue n. tibialis ¢ gByx cTopoH. [l03Xe B pe3ynbTaTe
reHeTmyeckoro o6cnefoBaHns [AMArHo3 CNWHaNbHOM
MblLWEeYHON aTpodum 6bIN NOATBEPXKAEH B nabopaTtopun
«/HBUTPO»: 6blna 06HapyXxeHa geneunsa 7-8-ro aK30HOB
reHa SMN1.

[Ona obcnefoBaHUs U Ha3HavyeHUA HeobXoLMMOro
NneyeHmns B Bo3pacTe 2,5 rofa pe6eHOK 6bln HanpaBieH
Ha rocnuTanusauuio B «HayyHO-uccnegoBaTenbCKUi
KNUHUYECKUN WHCTUTYT neguaTtpum UM. akagemuka
KO.E. BenbTuwesa» (HUKW neagnatpun) MuH3gpasa
Poccun (Mockga), rae gMarHo3 CNMHaAbHOW MblWEYHON
aTpoumn 6bln NOATBEPXKAEH, HA OCHOBAHWMW B TOM Yuncne
noBTOpPHON AHK-gnarHocTuku.

MauneHT HaxoguTCcA NOA MNOCTOAHHBIM Habntfe-
HWeM [eTCKOro HeBponorau neguarpa no MeCTy XXUTENb-
cTea. ocnutanusauns B NCUXOHEBPONOTMYECKOE OTAe-
NleHne N0 MeCcTY XWUTeNbCTBa OCYLeCcTBAANACh 1 pa3 B rof
ONA NpOBeAeHWA MOBTOPHbIX KYpPCOB MOAAEPXUBAIO LW el
KOppUrupyloLlein Tepanuu; 2 pasa Haxoguncs Ha pea-
6GUNNTALMOHHOM NEeYEeHUN B MECTHOM peabunutalunoH-
HOM uUeHTpe «Becenas /lonaHb». B goMawHNX yCN0OBUAX
nepuognuyeckm nposogAaTca neyebHas QU3KynbTypa
n maccax Kypcamum no 20 gHeli. BonbHOW nepepBura-
eTcs B Kpecne-KonACKe C anekTponpusogom. B Teye-
HWe nocnegHux neTt y nayueHTta Habnwopganca 6biCTPbIi
perpecc nNony4YeHHbIX HaBblKOB. Pe6eHOK nepecTtan cTo0-
ATb C MOAAEPXKOW, 3aTeM W CUAETb CaMOCTOSATENbHO;
CUAUT C oNopoii Ha 06e pyku. MoABUANCH KOHTPaKTypbl
KONIEHHbIX U FOMIEHOCTONHbLIX CYCTaBOB, FPYyAOMNOSACHWNY-
Hblli CKOMMO3 MO3BOHOYHWKA, BbIBUX FOMOBKW 1€BOT0
Ta3obefpeHHOro cycTtaBa, 00OYC/IOBNEHHbIe MblLIEYHON
TMNOTOHWEN N aTpoOPUeRn Mbll L.

Pe6eHOK HEOAHOKpPAaTHO HaxoAunca Ha cTaumo-
HapHOM neyeHun B HUN KW negnatpun nm. akagemmka
KO .E. BenbTunuiesa, nocnegHunii pas c 10.07.18 no 27.07.18
C AMarHo3oM: CNMHanbHaa MblweyHas atpodus Il Tuna.
OCNOXHeHNA: BbIBUX TONOBKW NeBOro Ta3obefpeHHOro

cyctaBa. BanbrycHas pgedopmauus Taso6eApeHHbIX
cycTaBoB. KOHTPaKTypbl KONEHHbIX, TOMEHOCTOMHbIX
cycTtaBoB. ConyTcTBYHOLWMWA AMArHO3: OCTPbIA (apuH-

rmT ¢ 3kcmko3om (c 12.07.18 no 17.07.18). B oTaeneHue
nocTynun c>anobamn Ha OTCYTCTBME CAMOCTOATENbHO
X0fb6bl, MporpeccupoBaHne KOHTpakTyp. B cTaumoHape
6blnM NpoBeAeHbl Heob6xoaMmoe obcnefoBaHe U NONKN-
KOMMNOHEHTHas Tepanusa c NpUKNagHol KnHesoTepanuei
Ans 60NbHOTO C HEPBHO-MbIWEYHbIM 3ab60neBaHUEM.
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Pe6eHOK 6bln BbiNWCaH C HeGONbWOW MNONOXKUTENb-
HOW AMHAMWKOWN B BUAe YBeNNYeHNA obbema gBUXKEHWIA
N HeOOXOAMMBIMU peKOMeHJauuamMu nop HabnwgeHue
nefuartpa, HeBposora, opTonesa no MecTy XXUTeNbCTBa.

Mo pe3ynbTaTy NMOBTOPHOTO MONEKYNAPHO-TeHeTnYe-
CKOro aHanmsa umcna konuii reHa SMN ot 27.12.2020 r.
BblfiB/IEHA feneuna ak3oHoB 7—8-ro reHa SMN1 B romo-
3UTOTHOM COCTOAHWMMW. [narHo3 NOATBEPXAEH MOMEKY-
NAPHO-TEHETUYECKUM METOAOM.

3a nocnegHue 2 roga, co CNOB MaTepu, y pebeHka
Ha (hOHe nporpeccupoBaHMa OCHOBHOro 3abone.a-
HUSA (BblpaXeHHas TUNOTOHUA MbIlWL, KOHEYHOCTEN,
He MOXET MOAHATb FON0OBY U3 MONOXEHWA Nexa, ycune-
HWe Tpemopa BEPXHUX KOHEYHOCTel, He MOXEeT ypep-
XnBaTb MNpegMeTbl B PYyKe) MNOABUAUCL CUMMTOMbI,
CBUAETENbCTBYHOLWME O HATMYNU XPOHUYECKOA TMNOBEH-
TUNALWOHHOW HEeLOCTATOYHOCTU: T0N0BHaa 60/b B Teye-
HWe [HS, HapacTaHue obuwei cnaboctn, 6eCNOKONHbBIN
COH B HOYHOe BpeM#, yyalleHue kKawnsa. B gomawHux
YCNOBUAX MPUMEHAOT Maccax Kypcamu, neuve6Has
hu3KynbTypa, (GuU3MoneyeHne, PpacTAHXKKM KOHTpak-
Typ n TyTOopbl. lMpoBogunu peabmnnTaluMoOHHOE fneye-
HMe Ha TpeHaxepe «3Jk3apTa». KopceT ucnonb3yetcs
B TeyeHue 1—2 4 B fleHb. OTKawnuBaTenb NPUMeEHAETCA
c oceHm 2018 r. Nnpu ycuneHny Kawns u Nnpu peynamsax
OCTPOW pecnupaTopHOR UHDeKLUN.

MocnegHasa rocnutanusaunsa B NCUXOHEBPONOrnye-
ckoe otgeneHne JOKB no MecTy XutenbcTBa A4ns nNpo-
BeAeHUA Kypca MOAAEPXUBAKLWEA CUMMNTOMATUYECKOMN
Tepanuu Hocuna nnaHoBblli XapakTep. O6uwee cocTo-
AHUe pebeHKa NpPW MNOCTYNNeHUW B OTAeNeHue 6bINIO
cpefHel cTemeHW TAXKECTW 3a CYeT HEBPOSOrMYECKOW
CMMNTOMATMKN. PebBeHOK CN0XeH NPONoOpPLUOHANbHO.
OKPYXHOCTb r0n0Bbl 54 CM, OKPYXHOCTb TFpYyAHOWA
KneTku 62 cm, poct 117 cm, macca tena 22,2 kr. Co cTo-
POHbl OMNOPHO-ABUraTeNbHOro annapara OTMevyalTCH
pedhopmaummn  ckeneta: BOpPOHKoo6pas3Hasa rpyaHas
KNeTka, KOHTPAKTYypbl KOMEHHbIX W TOfIEHOCTOMNHbIX
CyCTaBOB, KU(PO3 rpyfHOro othena no3BoHOUYHMKa 111
CTeneHun, BanbrycHasa gegopmauma cton. MOAKOXHbIA
XWPOBON CNOW pa3BUT YMePeHHO, paBHOMepPHO. Typrop
TKaHel coxpaHeH. OTMeyaeTcsa BblpaXeHHas rMNOTPoO-
OMAa MbIWL HUWKHUX KOHEYHOCTEW WM MPOKCUManbHbIX
OTAEN0B BEPXHUX KOHeYyHOoCTen (puc. 1).

KoXHble MOKPOBbI 6nefHble, YNCTble, 31aCTUYHbIE.

Buanmble CNnW3ucTble 060M0YKU BNaXKHble, YUCTbIE,
posoBble. [Mepugepuyeckne nuM@paTnyeckme ysnbl
He yBenMuYeHbl. YactoTa [AbiXaTeNbHbIX ABUXEHUN

20 B MUHYTY. HocoBoe gbixaHue cBob6ogHoe. Hapg ner-
KUMKW npu nepkyccum c 06emx CTOPOH onpepensncs
ACHbIV NeroyHblin 3ByK. [pu ayckynbTauumm nerkux
BbIC/YLIMBANOCh BE3UKYNAPHOE [fblXaHWe, XPUNOB HeT.
O6nacTb cepAala NMpuW OCMOTpPe He M3MeHeHa. [paHuubl
OTHOCUTENbHOI TynmocTW cepfla COOTBETCTBOBaNN BO3-
pacTHoli Hopme. YacToTa CepAeyHbiX COKpalweHuUi
92 ya/MunH. ToOHbI cepfua MPUrAyWeHbl, PUTMUYHbIE.
XnBOT 006bIYHON (hOPMbl, aKTUBHO y4yaCTBOBa/l B aKTe

AblXaHuWsA, Npu nanbnaunm MATKUiA, 6e360/1€3HEHHbIN.
MeyeHb He BbiCTynana M3-nof Kpas pebepHoOW p[yru.
CeneseHka He yBenuyeHa. Ctyn 1 pa3 B CyTku, ohopm-
neH, 6e3 natonornyeckux npumeceii. uypes B Hopme.

B HeBpONOrnyYeckom craTyce: CO3HaHue ACHOe, CYyAO0-
por HeT. Ha ocmoTp peakuus ajgekBaTHas. B KOHTakT
BCTYNaeT OXOTHO. WHTennekT COOTBETCTBYeT BO3pacTy
Yuutca B nepBom knacce. C nporpammoli cnpaBnseTcs.
YepenHO-M03roBas MHHepBaLusa He HapyweHa. dacum-
KyNnauum Ha f3blke NOCTOAHHO. MeHUHreanbHble CUMM-
TOMbl OTCYTCTBYHOT. YYBCTBUTENbHOCTb HE HapyLIEHa.
[onoBy yAepXwBaeT B BepTUKaNbHOM MON0XeHuUu. He
MOXEeT NOAHATbL FON0BY U3 MONOXEHUA Nexa. He xoauT,
He CTOMT, He MON3aeT, He MOXET CeCTb W3 MON0XeHUs
nexa Ha cnuHe. MakcumanobHas gBuratenbHas BO3MOX-
HOCTb — MOCAXEHHbIN pebeHOK CMAUT C ONOPOI Ha obe
pyku (puc. 2). He MOXeT NOAHATb PYKW Bbille YPOBHA
BEPXHEro nosca KOHEYHOCTel, Xyxe cnesa. [MacCuBHble
N aKTUBHbIe ABUXXEHUS OrpaHWYeHbl B KOJIEHHbIX, rone-
HOCTOMHbLIX CycTaBax, OTMeyaeTcA BanbrycHas fgedop-
Maymns cton. BbIBUX rONOBKW NeBON GefpeHHOR KOCTK.
ToHyC MblWLY ANDPY3HO CHUXKEH. Mblwybl gpsabable.
OTmeuvaeTcsa obuwas runoTpopua. MblleyHas cuna CHU-
)XeHa B pykax fo 2 6annos, B Horax go 1 6anna. Cyxo-
XUNbHble pedieKCbl He BbI3blBAlOTCA. BploWwHbIE ped-
NeKCbl He Bbl3blBAOTCA. BblpaXeHHbI TpeMop BepXHUX
KOHEeYHOCTEeWN.

Ha ocHoBaHWW ano6 npu NOCTYNMeHWn, aHamHe3sa
3a60M1eBaHNA W XMWU3HW, KAMHUYECKOro ocmoTpa 6bin
BbICTaBNeH [AWArHo3: CNWHanbHaa MbllleyHaa aTpo-
tua, tun Il. OCNOXHEHUA: KOHTPaKTYpbl KOMEHHbIX,
roNIEHOCTOMHbIX CYCTaBOB. PYyAONOACHWYHBIA CKOMNO3
no3BOHOYHMKa |l cTeneHun. BanbrycHaa pegopmauns
TasobepeHHbIX CycTaBOB M CTOM. BbIBUX rONIOBKYW N1€BOr0
TasobefgpeHHoro cycrtaBa. ConyTcTBytoume 3abonesa-
HWA: HapyleHWe CaMOCTOATENbHOW BepTUKanM3auuu.
Mcnonb3oBaHue oTKawnusaTens.

Bbino npoeefeHo nabopaTOPHO-UHCTPYMEHTanbHOe
o6cnefoBaHne. B KNIMHWYECKUX aHANM3ax KpOBU U MOYH,
6MOXMMNYECKOM aHanM3e KPOBM NaTonormMyecknx mname-
HEHWN He BbIABMEHO; KONpPOrpaMma B HOpMe.

Ha anekTpokapaunorpamme peructpmpoBanca CUHY-
COBbIA pWUTM C vacToToih 96 ya/MWH, HOpManbHOe
NONOXEHNe 3NeKTPUYECKON OCU Cceppua; HapylweHwue
npouecca penonsapusauun B Mmokapge. OCMOTPEH OKYy-
NUCTOM: rnasHoe AHO B HOpMe. Ha anekTposaHuedano-
rpaMme peructpmpoBsanca [fe30praHuW3oBaHHbIl Tum;
anddysHas OCTPOBONHOBAA aKTUBHOCTb, MPW Npobax —
NoBbIWEHNE BNOINEKTPUYECKOW aKTUBHOCTW CTBONOBbIX
CTPYKTYp MO3ra, Nnpu3Hakn YHKLNOHaNbHOW HeyCcTOM-
YMBOCTU CPeAMHHbLIX CTPYKTYp MO3ra Ha AuaHuedanb-
HOM YPOBHE; TUMUYHO CHOPMUPOBAHHbLIE 3MUKOM-
NNeKcbl He 3aperucTpupoBaHbl. [pu ynbTpa3ByKOBOM
nccnefoBaHWM OpraHoB OPHOLWHOW NOMOCTU U NOYek
BbIAIB/IEHbl YBENNYEHUNE MEeYEeHW W XENYHOro ny3bipa,
peakTUBHble W3MEHeHUA NOAKeNyAOUYHON >Kenesbl.
Mpu peHTreHorpaum MNO3BOHOYHUKA BbIABJEH YyMe-
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KINHN4YeckKmne cnydawu

Puc. 1. BHewWHWiA BUA 6ONbHOTO CMMHANBHOW MbleYHOW aTpodum pebeHka [.,
7 NeT, Npv NOCTYNAeHNN B NcuxoHesposnoruyeckoe otaeneHve JOKB r. benro-
poga. OTMeyvatoTCa AeopmaLuy CKeneTa: BOPOHKOO6pa3Has rpyfHas Knetka,
KOHTPaKTYpPbl KOJIEHHbIX U F0/IeHOCTOMHbIX CYCTaBoB, AethopMmaLus cTon.

Fig. 1. The appearance ofa child D. 7 years old with spinal muscular atrophy upon
admission to the neuropsychiatric department of the Children’s Clinical Hospital
in Belgorod. Deformities of the skeleton are noted: funnel chest, contractures

ofthe knee and ankle joints, deformity of the feet.

pPeHHbI S-06pa3Hblii CKONMMO3 FPYAHOTO Y NOSACHUYHOTO
OTAenoB MNO3BOHOYHMKA. Ha peHTreHorpamme Tasobeg-
PEHHbIX CYyCTaBOB — MPWU3HaKW BblBUXa FOIOBKW N1€BONA
6efpeHHON KOCTW, BanbrycHasa pedopmaums Tasobeg-
pPeHHbIX CycTaBoB. Ha peHTreHorpamme OpraHoB rpyf-
HOW KNeTKNW — npu3Haky O6GCTPYKTUBHOrO OGpOHXMTA.
Mpyn HOYHOW MYNbCOKCUMETPUU HapPYLWeHWUl AblXaHWs
BO BpPeMf CHa He BbiABMEeHO. [pu oueHKe (YHKUUYK
BHELWHEro fblXaHUA OTMeYanucb yMepeHHble Hapylle-
HWA NEeroYHON BEHTUNALWOHHOW GYHKLWM Ha YPOBHE
LeHTpanbHbIX 6GPOHX0B M GPOHXOB CpefHero Kanubpa;
VC in = 62%, VC ex = 70%; MOXHO npeanonaratb yme-
pPeHHble PeCTPUKTUBHbIE HapYLIeHUA GYHKLUN BHEL -
Hero fbixaHus. Pe6eHOK KOHCYNbTUPOBAH OPTOMeAoM
C AMarHo30M: S-06pa3Hbli TPYJONOACHUYHBIA CKONMO3.
BbiBUX ronoBkW neBoii 6eapeHHol kocTu. Crubatenb-
Hble KOHTPaKTypbl KONEHHbIX cycTaBoB. MpoOHaLMOHHbIE
YyCTaHOBKM npefnneyunii. SKBUHYCHbIe YCTAHOBKW CTOM.
HapylieHune caMoCTOATEeNbHON BepTUKanu3ayuu.

C nepBoro AHA npe6biBaHWA pebeHka B OTAeNeHUU
npoeoAunacb Tepanua: MeAuMKaMeHTO3Has (MNULKUH;
anbKap; KypecaH), nevyebHas (u3KynbTypa M Maccax
Nel10; napauH Ha HUXHUe KOHeyHoCTM Nel0. 3a Bpema
npebbiBaHMA B CTaLMOHape COCTOAHME BONBHOrO Mpak-
TUYECKN He W3MEeHWNOCb, NO-MPeXHeMy COXPaHANuCb
Xano6bl Ha cnabocTb, NOBbIWEHHY YTOMAAEMOCTb,
NAOXOMN COH, MblLEeYHble 60N B KOHEYHOCTAX.

26.03.2020 r. 6bl1 NpoBeAEH KOHCUANYM
Ha 6ase JJOKB r. benropoga no BONPOCY HasHauyeHWs
nauneHTy /leKapCTBEHHOrO Mpenaparta, He 3aperucrTpu-
poBaHHOro Ha TeppuTtopunm Poccuitckoin depepauunu,
4N OKasaHWA eMy MegWLMHCKOW MOMOLLM MO >XXWU3HEH-
HbIM NOKa3aHWAM U Heob6Xo4MMOCTK ero BBO3a. B cBA3YU
C abCoONTHBLIMWU MOKa3aHWAMM W OTCYTCTBMEM anbTep-
HaTUBHbIX HEWHBA3WBHbIX NpenapaTos AnA NeYeHUs faH-

Puc. 2. BHeWHWiA BUA 60/IbHOr0 CNMHAIbHON MbILLEYHOW aTpo-
(hun peberka [., 7 neT, npu NOCTYN/EHUN B NCUXOHEBPONOrnYe-
ckoe otgeneHne LOKE r. benropoga. MayneHT CMANUT C ONOPOiA
Ha 06e pyKu.

Fig. 2. The appearance of a child D. 7 years old with spinal mus-
cular atrophy upon admission to the neuropsychiatric depart-
ment of the Children’s Clinical Hospital in Belgorod. The pa-
tient sits with support on both hands.

Horo 3aboneBaHus, a Takxe B COOTBeTCTBMM C [ocTa-
HoBneHnem [MpaButenbctea P® o1 29.09.2010 Ne771
«O nopajgke BBO3a /IeKAPCTBEHHbIX CPefCTB AN Mefu-
LMHCKOTO MPUMEHeHUs Ha Tepputoputo Poccuiickoi
Pegepaynm» n NMpukasom MuHUcTepcTBa 34paBooxpaHe-
HWA W couuanbHOro pasBuTua Poccuitckoit ®epepalmm
oT 09.08.2005 Ne494 «O nopsafKe NMpuMeHeHUA fekap-
CTBEHHbIX CPeACTB Yy B0/bHbIX MO XW3HEHHbIM NoKa3a-
HUAM» KOHCU/IMYM MOCTaHOBWU/ paspewnTb K UHAUBUAY-
anbHOMY MPUMEHEHWIO M BBO3Y N€KapCTBEHHbI npenapaT
pucamnnam fNS oKasaHUs MeAULMHCKON nomouwu nayu-
eHTY MO XXWU3HEHHbIM NOKa3aHWAM. Pe6eHOK 6blfl BbINU-
CaH Mo MeCTy XWUTenbcTBa Nof HabAAeHNne y4acTKOBOro
neavartpa 1 [eTCKOro HeBposiora ¢ peKoMeHpaauuen npo-
BefleHUA KOHCY/IbTaTUBHOro ocmoTpa B ycnoemuax HUMKUN

Bpaueinegunatpumn um. akagemunka KO .E. BenbTuuiera. Mo 3aknto-

YyeHuto ®PefepanbHOro NMPoOTOKONa KOHCUAMYMa Bpauei
HUMKWN nepgnatpumn oT 19.06.2020 r. NpUHATO pelleHune
0 NPUMEHEHUN npenapaTta pucamnnam B KayecTBe Marto-
reHeTUYECKO Tepanumn nayneHTy ¢ ntoHa 2021 r. OgHako
npenapat noctynun B POCCUI0O 3HauyuUTeNbHO paHblle,
N pebeHOK yxe ¢ oKTA6psa 2020 1. B TeyeHue 4 MeC NPUHKN-
mMaeT npenapart B 03e 5 MI eXXefHeBHO.
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Ha ¢oHe npuema npenapata OoTMevarTcs cTabu-
nunsauns 3aboneBaHMs U ynyuyweHue obuiero cocrtof-
HMA pebeHKa. Y nayueHTa YAy4ylWMNOCb OTXOXAEHMWE
MOKPOTbl M3 [AbIXaTeNbHbIX MYTeW, YNYyYLWUNCH COH.
OTMeuYeHbl MONOXMWTENbHbIE W3MEHEHUS [ABUTATENbHbIX
DYHKUWIA: pe6eHOK MOXeT 60nee 4INTENbHO, YeM paHee
yAepXuBaTb NpeAMeTbl B pyKe; noyepk ero cran 6onee
POBHbLIM; YyCMelwHee cnpaBnseTcs ¢ AOMAlIHUM 06y-
YyeHueM.

3aknuyeHune
MpeacTaBnas onucaHue [JaHHOTO KAWHWYECKOTO
HabnwogeHns, cnegyet o06paTuTb BHWMaHMe Bpa-

yell-cneynanncToB Ha OAHO W3 HacNefCTBEHHbIX 3a60-
NneBaHUi — CMNUHANbHYK MbIleYHY aTpoduio U npea-
CTaBUTb O0COGEHHOCTW  KJUHWUYECKOro MPOSABNEHUSA
3aboneBaHna B gUHamuke y 60nbHOro pebeHka cTap-
Wwero BO3pacTa. bbicTpoe nporpeccupytollee TeyeHUe
3a60neBaHNA, Hanu4yme OCNOXHEHWUNA, COMHUTENbHbIN
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NPOrHo3 3aboneBaHna CTaBAT KypupoBaHWe NauueHTOB
C laHHOW natonoruel B pag Hanbonee CNOXHbIX 3ajad,
CTOAWMNX Mepes COBPEMEHHOW HeBposnoruein m nepma-
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