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mbimieyHot arpopuu (CMA) B Yiamyprckoit PecnyOnuke u M3ydeHHE MPOOIEMBI
MPEEMCTBEHHOCTH JICUCHMSI TIPH TEPEXO0Jie MANMEHTOB W3 MEIUAaTPUYECKON BO

B3POCIYIO MEIUIIMHCKYIO CITYXOY.

Martepuan u ™eroabl. B paboTe wHCHONB30BaHbl KIMHUYECKUE JaHHbIE 27
NAIMEHTOB JIETCKOro Bo3pacta U 6 B3pociabix co CMA, nHaOmromaBIIUXCS B
Yamyprckoii Pecniyonuke. [IpoBeieH peTpOCIIEKTUBHBINA aHAINU3 AEeMOTPaPpUIECKUX,
KIIMHUYECKUX M TEPAleBTUYECKUX XAPAKTEPUCTUK. [l OLEHKM aKTyaJbHOCTH

IIPUBJICYEHBI JAHHBIE MUPOBOM U POCCUNCKOU DIIUIEMHUOJIOTUU.

PesyabTaTbl. B Hamem uccnenoBanuu y 17 manmeHToB BbisiBIeHO CMA 1-ro Tumna
(63,0%). 23 peoénka (85,2%) mmenu nBe komuu reHa SMNZ2. T'enermueckoe
MOATBEPKACHUE AMarHo3a IOJy4eHO y Bcex aerei. ChekTp Tepanuu BKIIOYal
Hycunepcen, 3onrencma, Puciumam. Ha koHTpacrte ¢ 3¢ dhekTuBHOM HeoOHAaTaIbHON
JIMarHOCTUKOW BBISIBIICH KPUTHUYECKUWA pa3phlB B OpraHv3alld TMOMOIIM MpHU
JTOCTW)KEHUU 18-71eTHero Bo3pacTta: HM3BECTHO, MECTO JKUTEILCTBA TOJBKO y 6
MalMEeHTOBMALMEHTOB. Y OCTaJIbHBIX B3POCJbIX MAIMEHTOB OCTAETCSI HEM3BECTHBIM,
Opyu ITOM 3HAUYWTENbHAS YacTh B3POCHBIX (MSATEPO W3 IIECTH) HE TMOJydaeT

COBPECMCHHYIO TAaTOTCHETUYCCKYIO TCPAIIHIO.

3axnwouenue. [Ipodnema norepu nanuentoB co CMA mnpu nepexojie BO B3pOCTYIO
CeTh HOCHUT CHCTeMHbI xapakrep. HeoOxomumbl pa3paboTka peruoHabHBIX
MapUIPYTU3UPYIOIUX MPOTOKOJOB M 3aKOHOAATEIBHOE 3aKpEIVIEHUE TrapaHTUi

JIEKapCTBEHHOT'O 00ecreYeHus B3pocibix 00abHBIX co CMA.

KawueBble cioBa: cnuHanbHas MblieuHas arpodus, 50 SMA, opdanHbie
3a00NeBaHMs, MPEEMCTBEHHOCTH, transition, B3pocible MaIMEHTHI, Y AMYypTHS,

NMaTOr¢HCTUYCCKasd TCparms.
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Abstract

Objective. To analyze the epidemiological characteristics of spinal muscular atrophy
(SMA) in the Udmurt Republic and to explore the issue of continuity of care during

the transition of patients from pediatric to adult healthcare.

Material and methods. This study utilized clinical data from 27 pediatric and 6 adult
patients with SMA observed in the Udmurt Republic. A retrospective analysis of
demographic, clinical, and therapeutic characteristics was conducted. Global and

Russian epidemiological data were used to assess relevance.

Results. In our study, 17 patients (63.0%) were diagnosed with SMA type 1. Twenty-
three children (85.2%) had two copies of the SMN2 gene. Genetic confirmation of
the diagnosis was obtained in all children. The treatment spectrum included
nusinersen, zolgensma, and risdiplam. Despite effective neonatal diagnosis, a critical
gap in the organization of care for patients reaching 18 years of age has been
identified: the place of residence of only six patients is known. For the remaining
adult patients, the place of residence remains unknown, and a significant proportion

of adults (five out of six) do not receive modern pathogenetic therapy.

Conclusion. The problem of losing patients with SMA during the transition to the
adult network is systemic. The development of regional routing protocols and
legislatively enshrining guarantees of drug provision for adult patients with SMA is

necessary.

Keywords: spinal muscular atrophy, 5q SMA, orphan diseases, continuity of care,

transition, adult patients, Udmurtia, pathogenetic therapy.
BBenenue

[TpokcumanbHas cnuHanbHas MmbleyHas arpodus 5q (CMA) — 310 TspKenoe
HACJIEICTBEHHOE  ayTOCOMHO-PEIIECCUBHOE  HEPBHO-MBIIIEYHOE  3a0oJieBaHMUE,
KOTOPOE TPOSIBISETCS MPOrPECCUPYIONIMMH CUMIITOMaMH BSJIOTO Mapaivdya |
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MBIIIEYHON aTpopuu B CBSI3U C JIET€HEpalMel 0-MOTOHEUPOHOB MEPEAHUX POTrOB

CIIMHHOTO Mo3ra [4].

[Io MHpPOBBIM J@aHHBIM, PACHPOCTPAHEHHOCTh MPOKCUMAIBLHON CIHMHAIBHON
MbIeyHo atpodum coctaBiusger 1 Ha 6000-10000 HOBOpOXIeHHBIX. YacToTa
HocuTeNbeTBa 3a0oneBanuss — 1/40-1/50, a yacToTa HOCHTEIHCTBA MYTAIlUN B T€HE
SMNI1 B Poccuu — 1/36 uenoBek, pacueTHas yacToTa poxkaeHus peoenka co CMA 1
Ha 5184 HOBOpOXAECHHBIX. B YamypTckoil pecnyOiuke MO COCTOSHUIO Ha HOAODPDH
2025 roma mpoxwuBatot 23 pedenka co CMA, gacrota Bctpedaemoctu (0,04%), 9to
npeBsbilaeT cpennepoccuiickue nokazarenu (0,01%), cocrasnsis 1 ciywait na 2509

HOBOPOKJICHHBIX [2].

Oxkomno 53% nereit 60mpHBIX CMA He HOXKHMBAIOT JI0 JIBYXJIETHErO0 BO3pacTa.
IIpu 3ToM B P® rocyaapCTBEHHBIM PETUCTP IALNMEHTOB HE BEIETCS, NAHHBIE O
3aboneBaeMocT cobupaer poua «cembss CMA». Ilo nanHeiM (QoHIa Ha OKTAOpPH
2023 roga B P® BeisBieno 1380 mamuenTtoB, u3 Hux 417 B3pocibix, gete — 963, u
250-300 neranmbHBIX UCXOAOB — MEHBIIE TPETHU, UCXOIS W3 MHUPOBOM CTATUCTUKH.

Jleuenue B PO nonyvaet okono 129 60abHBIX.

Onuaemuonoruss myrtanuii rera SMN2 He W3ydeHa, HO W3BECTHO, YTO OH
BiusieT Ha TsokecTh CMA, a He Ha e€ pa3Butue. ['eH ABlseTCs BCIOMOTAaTEIbHBIM H,
HECMOTpSl Ha TO, YTO UMEETCS HECKOJIbKUX Pa0O4YMX KON reHa, OH OTBETCTBEHEH
Tosibko 3a 8-22% cunte3a reHa Oenka SMN. Uem menbmie y OGonpHoro CMA

¢byHkmoHanbHbIX Kot SMN2 — TeM BbIlIe TSKECTh 3a00eBaHus [4].

Yactora pazneix TunoB CMA mo MeXIyHapOAHBIM AAHHBIM: l-ii THUI - He
oomnee 5%, 2-ii tum - oxomo 59%, 3-ii tum — 36% [5,1-12]. B Yuamyprckoii
pecnyOnuke yactoTa HocutenbecTBa MmyTauuu B rene SMNI cocrasuina 2,8% (1 Ha 36
YeJIOBEK), 4acToTa HOCHUTeNbCTBa Ayruimkauuii reHa SMN2 — 4%. Ilo dbopmam
3a00JIeBaHUs U CMEPTHOCTH pECIyOJiMKa HE OTJIMYAeTCsl OT OOIIEPOCCHICKUX

nmokazaresnei [2].
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CnuHanbHas ~ MbllieyHass  aTpodus  CONMPOBOXKAAETCS  3HAYUTEIbHBIM
CHHKEHHUEM KadeCTBa JKM3HU M PabdOTOCMOCOOHOCTH, TPeOyeT JTOPOTOCTOSIIErO
JICYEHHUS] U TOCTOSHHOTO HAOMIOJEHUS CIEIMAIMCTOB, B CBSA3M C YEM aKTyallbHOU
SIBJISIETCS BOMPOC M3ydeHUs ocoOeHHocTer 3abosneBaemoctn CMA B P®, a Takke
npobsiema obOecrieueHus aaeKBaTHOW MPEEMCTBEHHOCTH B JICYCHUU W HAOIIOJICHHUH

HAI[MEHTOB IIPH MEPEX0/Ie U3 ACTCKUX YUPESKICHUIH BO B3pocCibie [6].
Marepuas u MeTObI

Hamu npoBeneH peTpOoCIEeKTUBHBIA aHAIN3 JaHHBIX T'OJOBOrO OTUETA NETEU U
B3pPOCJIBIX C BepUDUIIMPOBAHHBIM JTUAarHo3oM «CriuHaiabHas MbllieuHas atpodus Sg»
B Yamyprckon Pecriybnuke 3a 2025 ron. Koropra manueHnToB BKIItouana 27 neTei B
Bo3pacte oT 1 roma no 17 net (cpeanuit Bo3pact — 7,26+4,81 roga) u 6 B3pOCIBIX
nanueHToB. Kputepuu BKIIOYEHUS: HAIWYUE TEHETUYECKH IOJTBEPIKACHHOIO
JrarHo3a Ha ocHoOBe BbIsBIeHUs Aenenuu B rene SMN1 u onpenenenus yrcia KOMHiA
9k30HOB 7-8 reHa SMN2. M3ywanuchk pemorpaduyeckue gaHHble (107, MECTO
KUTEIbCTBA —  TOpojn/ceno), KiuHu4deckue ocobernnoctu (tun  CMA),

TepaneBTUYECKOE JIEKAPCTBEHHOE 00ecreyeHne, UCX0abl (JIETaTbHOCTh, MUTPAIIKs).
PesyabTaThl

B Bo3pacTHO# CTpyKType AETCKOM TpyMIibl peodnanaoT aety ot 1 roga 1o 3
et (N=9, 33,33%) u ot 10 no 14 ner (n=5, 18,52%). BoABIIMHCTBO MAIMEHTOB
NpOXHUBAIOT B ropogax — 17 yenoBek (63,0%), B cenbckoit mectHoctn — 10
nanueHToB (37,0%). 'eneTnueckoe MOATBEPKICHUE MPOBEJACHO y BCEX NETEH; y
oonpmmHcTBa (N=23, 85,2%) BBIABIEHO 2 KOMUU OK30HOB 7-8 reHa SMN2.
Pacnipenenenne no tunam CMA Obuto cienyromum: CMA 1-ro tuna — 17 nereit
(63,0%), CMA 2-ro tuna — 3 pebenka (11,1%), CMA 3-ro tuna — 4 peGeHka
(14,8%), neyrounennoe CMA — 3 pebenka (11,1%). ITartmentoB co CMA 4-ro tumna
HE BbIABIEHO. JleTaibHOCTD B AeTCKOM rpymme coctaBuna 11,1% (tpoe nereit). Eme

nBoe nerei (7,4%) nepeexanu B Apyrue peruoHsbl.
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HecMoTpst Ha BBICOKYIO CTOMMOCTb M CJIOKHOCTh JOCTyNa K TapreTHON
Tepamnuu, BCe JCTH MOJIY4YaloT MaTOTCHETHUECKOE JICUCHHE 10 PEIICHHUIO Cy/la W/UTn
npu nojzaepxkke ¢onaa "Kpyr gnodpa". Cnexkrp npuMeHsIeMbIX MpernapaToB BKIKOYAT:
Hycunepcen — 21 pe6énok (77,8%), Pucnuninam — 3 pedenka (11,1%), 3onarencma

— 3 pebenka (11,1%).

B Vamyprckoit PecnyOnuke 3aperucTpupoBaHO 6 B3POCIHBIX IMAIUEHTOB CO
CMA. KimroueBbsIM BBIBOJOM HACTOSIIETO aHAIM3a CTAJI0 TO, YTO MECTO >KUTCIBCTBA
OCTaJIbHBIX MMAIMEHTOB OCTACTCS HEU3BECTHBIM — OHU HE SIBWJIMCh HA NPUEM HWIIA
yTpaTWJd CBSI3b C JiedamuMm BpauoM. Cpenw ocTaBIMXCS 6 TALMEHTOB CYMEIH
COXPAaHUTh KOHTAaKT C MEIUUIMHCKON cucteMol. OcTalbHble B3pOCIbIE MAIlUEHTHI,
TakuM 00pa3oM, HE HMEIOT aJeKBaTHOIO JICKAPCTBEHHOro oOecrnedyeHus u
CHUCTEMAaTHYECKOr0 MeIUIMHCKOro HaOmonenus. B 2026 rogy u3 AeTCKOM C1y>KObI

BO B3POCIIYIO IIEPEXOUT | MmarueHT.
Oo6cyxaeHue

[TomyueHnHble JaHHBIE HAMJISIIHO JEMOHCTPHUPYIOT MpoOjeMy, KoTopas B
[OCIEAHUE TOJbl  CTAaHOBUTCS  IPEIMETOM  aKTHUBHOIO  OOCYXJEHHUS  Ha
po(heCCUOHATIBHBIX IIJIOLIA/IKaX, HO OCTaeTCs AAJIEKON OT MPAKTUYECKOIO PELICHHUS.
B poccuiickoii cucteme 3ApaBOOXPAHEHUs CIIOXKHUICA IApaJOKC: 4eM yCIEelHee
paHHsSA JUarHOCTHKA U JieYeHue JieTeil ¢ oppaHHbIMU 3a00JI€eBaHUSAMHU, TEM OoJIblIee
YUCJIO TAKUX IMALHUEHTOB JOCTUTIAET COBEPIICHHOJETHS, U TEM OCTPEE MPOSBIISIETCS

IMpOBaJI B OpraHrn3anuu moMoIin B3pOCJIbIM.

CornacHo  pe3yabTaTamM  CKpUHUHroBoro wuccienoBanus 2023  roja,
Yamyprckas PecnyOnnka mOpoAeMOHCTpUpOBATIA OAWMH M3 CaMbIX BBICOKHX
noka3zarenei yactotel CMA 5q B Poccun — 1 ciyyaii Ha 2509 HOBOPOKI€HHBIX, UTO
CYIIIECTBEHHO BhIlIEe cpeanero no crpane (1:10 177). B abconoTHbIX nudpax cpeau
nereit 2021 roma poxaenus yacrota coctaBuia 20,5 va 100 000 HOBOpOXKIEHHBIX

(95% JUW: 4,2-59,9). Ilpu ananuze Tekymed BBIOOPKM BHUAHO, YTO JETCKas
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HOMYJISAIMS NAIMEeHTOB HAXOAUTCS MOJ OTHOCUTENBHO YPPEKTUBHBIM KOHTPOJIEM —
0XBaT reHeTH4YeCKuM TecTupoBanueMm noctur 100%, a tapreTHas Tepamnus JOCTYITHA

oosiee ueM 90% Hy TAIOIIUXCS.

OnHako cuTyanus KapIuHaJIbHO MEHSIETCS, KaK TOJIBKO MAIlUeHT PE0/10JIeBaeT
18-netHunii pyOex. OuHAHCUPOBAHUE JTOPOTOCTOSIIUX MpEnapaToB As Aeteid 10 19
JeT ocyIllecTBiseTcs 3a cueT cpeactB Gouma «Kpyr mobpay, Torma xak B3pocible
MAlMEHThl OCTAIOTCSA 3a MpeleiaMHu 3TOW MoanepKku. B permonax HaOmomaetcs
HEeKellaHUE TIJIAaHUPOBATh 3aTpaThl HAa 3TUX MAIMEHTOB U3 MECTHBIX OIOIKETOB,
BCJIEJICTBHE YETO UM YacCTO MPHUXOIUTCS TOOMBATHCS JIEKAPCTBEHHOTO OOECIICUCHHS
yepe3 cya. CrneuuanucTbl TakKe OTMEYAI0T OTCYTCTBHE MYJIbTHUAMCHUILTHHAPHOMN
KOMaH/IbI 7151 BeieHus B3pocibix ¢ CMA, HE10CTaTOUHYIO OCBEIOMIIEHHOCTh Bpadei
pPErHOHANIBHOTO 3BeHa O cnenudurke 3a00aeBaHs 1 HEOOXOAMMBIX HaBBIKAX, a TAKKe
MOJIHOE OTCYTCTBHE YETKOM MapIIpyTHU3allUd NpU NEpexoje U3 JIETCKOM CEeTHu BO

B3pOCIYIO.

JlaHHBIE HAIIEro MCCIENOBAaHUs JEMOHCTPUPYIOT TPATMYECKUU HCXOX ITOTO
CUCTEMHOTO C0Osl: MECTOHAXOXKJIEHHE B3POCIbIX MAIMEHTOB HEU3BECTHO, OHHU
BBIITAJIMW W3 MNOJiA 3peHuss MeauluHbl. OHU HE HMEIT COBPEMEHHOMU
MAaTOTEHETHUECKON Tepanuu, TOrjaa Kak IMEHHO B MyOepTaTHOM U PaHHEM B3pPOCIIOM
BO3pacTe€ COXPAHEHHUE TEpaluu KPUTUYECKM BaXXHO Ul IIPEIOTBPALLCHUS
HEeoOpaTUMOM yTpaTbl JABUTATENbHBIX (DPYHKIMA W COXpPAaHEHHS ABTOHOMHOCTH

malueHTa.
3akJIroueHue

[IpokcumanbHas COUHAJIbHAS MbIIeYHass atpodust 50 JAEMOHCTPUPYET
JBOMCTBEHHYIO KapTHHY B COBPEMEHHOM Poccuu: ¢ OgHOW CTOPOHBI, BHEIPECHUE
pacIIMpeHHOI0 HEOHATAIBHOIO CKpUHMHTA U padoTa (onna «Kpyr nodpa» npusenu
K BIEYATIIOIIMM pe3yjbTaTaM B JUMAarHOCTHKE W JiedeHuu nered [l]; ¢ apyroit

CTOPOHBI — OTCYTCTBHUC IPCCMCTBCHHOCTHU IIpU IIEPCXOJAC BO B3POCIYIO CCTh H
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HEPAaBEHCTBO MPaB Ha JIEKAPCTBEHHOE 00ECIEUYEHNE CTaBAT B3POCIBIX MALMEHTOB Ha
rpanb BbDKHBaHUA. J(aHHble mo Yamyprckoit PecryOnmke — 53TO MiLTIOCTparius
CUCTEMHOM MpoOeMbl, TpeOyIOLeH HEMEIIEHHOIO PELIEHUs] Ha 3aKOHOAATEIbHOM
YPOBHE: 3aKpEIUIEHUS TapaHTUH JIEKapCTBEHHOI'O OOECHeueHusl NJsi B3pOCIbIX C
opbanHpIMH  3a00JIEBaHUSMHU,  pPa3pabOTKM  PETHOHANBHBIX  MPOTOKOJIOB
MapLIpyTU3alUd M CO3JaHUs CIELHUAIU3UPOBAHHBIX IIEHTPOB KOMIIETEHLUHU IO
HEPBHO-MBIIIEYHBIM 3a00J7€BaHUsAM JUIsi B3pOCHbIX [3]. TONBKO KOMIUIEKCHBIH
MOJIXO0JT TIO3BOJIUT M30€XaTh CUTYyalluH, KOrjAa JETH, CIACeHHbIE HEHOW OTPOMHBIX
YCUIIUH rocyjapctBa W OOILECTBA, «TEPSIIOTCS» B CHUCTEME, €/1Ba JOCTUTHYB

COBEPIICHHOJIETHS.
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