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CniHanbHa M’a30Ba aTpodiq:
peanii Ta nepcneKkTuBu B YKpaiHi

Meta — 3’acyBaTtii 0cobMBOCTI MPUPOAHOIo nepebiry criiHabHoI M’a30B0oi atpoii (CMA) B YkpaiHi Ta crnieumgiky meamnyHoro
3abearey4eHHsI XxBopux nawjeHTis. OB’ eKT i MeToan AocimkeHHs. 3anmcy oo 267 nauieHTiB, cepes skvx 69 xsopuvx Ha CMA
I Tuny, 168 — Il Ta 30 — Il Tuny. [xepesno 3anucis — YkpaiHCcbkui peectp xBopux Ha CMA, o niatpumyeTscs pomaacekon
opraHisaujieto «Xapkiscbkuii 6narogiviHni oHza «/itv 3i criiHaibHOK M 51308010 aTpogieto». Pe3ysbtaTty. Po3paxoBaHo rokas-
HUWIKV Yacy [0 BCTAHOBJIEHHSI iarHO3Y, BUPaXeHOCTI PyXOBMX YHKLIOHa/IbHMX OOMEXEHb Ta AuXaslbHuX opyLLeHb, 3abeare-
4YeHHs1 06nagHaHHsIM. [poBeaeHO OLHKY MOKa3HWIKIB LLIBUAKOCTI MPOrpecyBaHHs, CMEPTHOCTI Ta TPUBAJIOCTI XUTTSI [PU PI3HNX
Tmnax CMA. BucHoBkW. PeECTpm € BaXIBUM JKEPEIOM AaHVX AJ1s1 erifeMiosIoriqHuX Ta (papmMakoeKkOHOMIYHVX AOCTIKEHb
i eOEKTUBHNM IHCTPYMEHTOM rOKPAaLLEHHS Mean4HOI 4ornomory. OUiHKV AOCTIKYBaHVX TOKa3HWKIB, HE3BaXaro4m Ha no3nTmnB-

Hy AVHaMIKy, € He3a40BIIbHUMU, a iX MOKPaLLEHHS NOTPebye OpraHi3aLliviHyx Ta iHaHCOBYIX iIHBECTULLIA.
Knwouogi cnoBa: cniHasbHa M’s130Ba atpoQisi, PyxoBi MOPYLLUEHHS, PEECTP XBOPUX HA CriHaIbHy M’130BYy aTtpo@ito.

Bcryn

CniHanbHa M’s30Ba atpodis (CMA) — cnagkosa xBopoba 3 ayTo-
COMHO-PEeLECHBHMM TUMOM YCMaAKyBaHHS, fka XapakTepusyeTbCs
[ereHepauieto cniHanbHUX MOTOHEMPOHIB, WO NPU3BOAUTL A0 NPO-
rpecytoyoi M’s30B0i atpodii Ta cnabkocTi. Baxnmeoto 0cobamnBicTio
CMA € BenukumiA CNeKTP TAKKOCTI KNiHIYHMX MPOSIBIB — Big, ManoCcuMn-
TOMHUX GOPM Y NAUJEHTIB AOPOCOro BiKy 10 3aXBOPIOBaHb HOBOHA-
POOXKEHNX i3 HEMUHYYMM, AOHEAABHA, JIeTaSlbHUM NPOrHO30M.

3axBoptoBaHicTb HA CMA cTtaHoBuUTb 1 Bunagok Ha 6-10 Tuc.
XMBUX HOBOHAPOMXKEHUX, ane, OCKinbkn odiliiHa cTatncTmka 3a-
XBOPKOBAHOCTI HE BEAETHLCS, TOYHWUI NOKA3HUK A9 YKPaiHW HEBIJOMUIA.

MpurymHoto CMA BBaXatoTb rOMO3UIOTHY AefeLiio 7-ro Ta/un 8-ro
ek30HiB reHa SMN1, Wwo, B CBOIO Yepry, MOPYLLYE NPOLIEC CMNANCUHIY
dparmeHTiB MPHK npoTeiny 3 ogHoiMeHHoto Ha3soto SMN (survival of
motor neuron), sika po3LLMPPOBYETLCA Ta NEPEKSIAAAETLCS AK «BINOK, LLIO
3a6e3neyye BUXXMBaHHS MOTOHeNpoHa». CUHTE30BaHMIN Ha OCHOBI Takoro
MYTaHTHOIO reHa NPOTETH € HECTINKNM | MEHLL aKTUBHIM, TOMY He 3a0e3-
rneyYye BUKOHAHHA CBOET YHKLi «BUXKMBaHHA MOTOHepoHa». Liel rex
aKTUBHO EKCMPECYETLCA B YCIX TKAHMHAX Ta KNITUHAaX opraHiamy. dedbiunt
npoTeiHy NpM3BoAUTb [0 3armbeni CriHabHMX, 860 «HUXKHIX» MOTOHEN-
POHiIB. KpiM TOro, 0CTaHHiMM pokamm HakonmuyeHo Bee BinbLue A0Ka3iB, LLO
nediumt SMN B iHLLMX TKaHWMHAX Ta OpraHax TakoX Mae KiiHiYHe Ta naTo-
reHeTNYHEe 3HaYeHHs. 30KpeMa BUSIBNEHI Pi3HI CTPYKTYPHI Ta YyHKLIO-
HaubHi NATOMOriYHI 3MIHW Y CKENETHUX M’A3aX, CepLj Ta CyanHaXx, NiaLLIyH-
KOBI 320103, NeYiHLj, HUPKaX, LLIYHKOBO-KULLKOBOMY TPaKTi, KICTKOBIN
TKaHWHI Ta iMyHHI cucTemi (Szunyogova E. et al., 2016; Wijngaarde C.A.
etal., 2017; Kim J.K. et al., 2020). Y xBopux Ha CMA iCHyIOTb Ta MOXYTb
Oyt BUSBNEHiI iHWI MyTauii SMN 1, 3o0kpema TO4KOBI, siki YacTile Kombi-
HYIOTbCS 3 BULLE3a3HAYEHMN AeNeLiiMn, — «KOMMayHAa-MyTaLi». Ane
Lii BApiaHTX 3HA4YHO MEHLLI MOLLMPEHi, @ MAaTOrEeHETUYHO i KNiHIYHO He Bia-
PI3HSAOTLCS Bif, FOMO3UIrOTHMX AENELLN.

Knacuoikauis CMA Binobpaxae BUKMOYHO DYHKUIOHANBHUIA CTaH
nawjeHTiB abo TSXKICTb XBOPOOM. BMoKpemnioTb Tp OCHOBHI TUNM CMA:
| — HarTsKUMiA, || — npomidkHnia Ta lll — Hanerwwii. IHkonn oo knacu-
dikauii oaaloTh «apTPOrpuUno3», abo HyNLOBUIA TUM — HALTSXKKY hOpMy
3 NpeHaTanbHUM NOYaTKOM, Ta IV — «Haaferkmin», «4opocamn» Tmn.

Hes3Baxatoun Ha HasBHICTb TICHOT KOPensauji MiX KiflbKiCTIO FeHiB
SMNZ2 i TAXKICTIO XBOPOOW, BOHA He CTOBIACOTKOBA. Hapasi He icHye
aHanisiB 4 JoCNiaXeHb, KPiM KITiHIKO-aHAaMHECTUYHMX, SKi 4O3BONSN
6u BcTaHoBuTY TN CMA.

Benukuin cnekTtp TsbkkocTi CMA aoHenaBHa Npu3BoAMB A0 niyTa-
HVHW Ta BUKPUBJIEHHS CTIPUIAHATTS XBOPOOU By3bkMM daxiBugMu. Tak,
HEOHaToNIorN, ANTAYI peaHiMaTonorn Ta HEBPOIOr CAPUAManK X
XBOPUX 5K «6e3MnepcneKkTnBHMX». AkLL0 daxiBeLb MaB A0CBi crocTepe-
KEHHS «CUJTBHILLNX» Ta LOPOCHILLNX XBOPWX, BiH, HABMNaku1, Mas 1erko-
BaXKHE CTaBNEHHS Ta BUKOPMCTOBYBAB MiAX0Ay, 3ano3unyeHi 3 NpakTuK
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iHLLIMX HO30MOTIi, 3a3BMYal AUTAHOro LiepebpanbHOro napanivy. Takuii
CTaH HaJlaHHs MeVYHOI J0MOMOT 1 NMPU3BOAMTb, 3 0AHOM0 6OKY, 10 MpW-
LUBMALLEHHSI TPOrPECYBaHHS XBOPOOU Ta HEBUMPABLAHOMO MOTiPLIEHHS!
AKOCTI XUTTS XBOPWX, 3 iHLLIOr0 — [10 3HAYHUX BUTPAT POAMHI Ta CYCriNb-
CTBa Ha BTPYYaHHs, siki He MatoTb kopucTi abo wwkianvei. Kpim Toro, ons
CMA HeafekBaTHICTb MEAMYHOI KypaLji Mae 3Ha4HO BULLY «BapTiCTb»,
HiXX Npw GiNbLIOCTI BiGOMYX/MOLLMPEHUX CTaHIB, HE LU Y FPOLLIOBOMY
BMMIpI, @ 1 LWOA0 NCUXONOriYHNX CTPaXAAaHb CaMOro XBOPOro Ta oro
BIIN3bKUX.

BuiesasHa4eHi faHi € yHiBepcanbHUMM 4J15 YCiX KPaiH | nonynsin
xBopux. BogHovac nepe6ir CMA, skicTb i TPMBasiCTb XUTTS NaLeHTIB
Ta HaBITb Taki eNiAeMioNorivyHi MOKa3HMKK, SIK 3aXBOPIOBAHICTb, CbOroa-
Hi B pi3HMX KpaiHax MatoTb cyTTeBI BigmiHHOCTI (Finkel R.S. et al., 2014;
Kolb S.J. et al., 2017; Chabanon A. et al., 2018).

MeTta — 3’dcyBaTtu cneuudidHi 0co6MBOCTI enigemionoriyHmx
nokasHwukis woao CMA B YkpaiHi.

00’exT i MeToAN AOCNIAKEHHS

Docninyxysanu iHbopmaluiio Lwono xsopvix Ha CMA, siki Hapoamnmcst
Ta npoxveanu B YkpaiHi B nepiog 1965-2020 pp. NMpeameT gocnioxeH-
HS1 — HM3Ka enigemMionoriyHNX NOKa3HUKIB, OTPUMaHKX 3 YKPaiHCbKOro
peecTpy xBoprx Ha CMA. Cepep, 6aratbox Noka3HUKiB, siki MOXHa OTpK-
MaTu 3a IONOMOrOI0 PEECTPY, NMEPLL 3@ BCE LKaBUIW Ti, ki HANGINbLIOK
Mipoio BigoOpaxatoTb AKICTb XUTTS XBOPUX (TPUBANICTb XUTTS, BikK
BTpaTV 30aTHOCTI 10 CaMOCTIIHOrO NepecyBaHHsl, HEOOXiAHICTL Npo-
Be[EHHS BeHTUAALIi nierexb (BJ1) Towwo).

YkpaiHcbkuii peecTp xBopux Ha CMA nigTpumyeTsest FpomManchbkoo
opraHizaujeto «XapkiBcbkuii 6narogjinHnin doHg «Litv 3i cniHanbHO
M’5130BOt0 aTpodieto», Sknin GaKTUHHO € EAMHOI0 NOAIGHOI0 OpraHisa-
uieto B YkpaiHi, a 3a HanpsiMKamm CBOEI OisanbHOCTI Ta reorpadieto
YreHiB € 3aranbHOAEPXaBHUM YTBOPEHHSIM. 3arasiom 3a Yac iCHyBaH-
Hs, 3 2004 p., 3apeecTpoBaHO 428 XxBOPUX 3 YCixX PErioHiB YkpaiHu
Ta HEBENMYKY YacTKy NPeaCTaBHUKIB IHLWIMX NOCTPAOAHCLKMX KpaiH.
CraHom Ha 01.01.2020 p. peecTp MicTMB 267 akTyasbH1X 3anucis.
O6niraTHa ymoBa BKJIIOYEHHS iHPOpMaLLii PO XBOPOro 10 PEECTPY —
HasBHICTb JAaHWUX MONEKYNSPHO-rEHETUYHOMO AOCNIAKEHHS, LLO Mifa-
TBEPLXXYE AiarHo3.

[0 aHani3y He BKJIIOYEHO AaHi Lwoao 37 XBopuix, siki Buixanu 3 Ykpa-
HK, 41 nomepnoro, 66 rpomaasaH iHWKX kpaiH Ta 17 xBopux, iHpopma-
Liist NpO SIKNX He OHOBJItOBaNacs NPOTArom >12 mic (38°A30K 3 poanHa-
MU BTPAYEHO).

Pe3ynbTtaTi Ta iXx 00roBopeHHs

CMA CTaHOBUTb LLIMPOKUIA CMEKTP Ay>Ke BiAMIHHMX CTaHIB, | aHani3
OyAb-SKMX NOKA3HMKIB N03a KOHTEKCTOM MiATUMYy XBOpoOu He Mae
ceHcy. ToMy nepLunm KpokoMm 6ys1o BUSHAYEHHS! CTPYKTYpY Nonynsuii
yKpaiHCbKMxX nauieHTiB i3 CMA 3a TNOM 3axXBOPIOBaHHS.




OPUTIHANIbHI AOCNIAKEHHA

3a CKOpUroBaHNUMN JaHUMU (3iCTABNEHHS AiarHo3y, HagaHoro
6aTbkaMu NepeBaxHO 3 MeANYHOT AOKYMeHTaUi, 3 iHLWoto iHdbopMaLieto
peectpy), CMA | tuny BusiBneHo 'y 69 (25,84%), Il — 168 (62,92%), Il —
30 (11,24%) xBopwx. CepefHili Bik XBOPYX Ha Yac JOCHIMKEHHS (CiYeHb
2020 p.) — 3,01£2,00; 10,72+4,23 Ta 25,30+5,72 poky BianosigHo.
KinbkicTb XBOPMX HOMOBIHOI Ta XiHO4Oi cTaTi — 43 Ta 26 (62,3212 37,68%),
711297 (42,26 72 57,74%), 26 T2 4 (86,67 Ta 13,33%) BignosigHo. daHi
LLo10 Biky Aie6oTy XxBopoby 6e3 KopekLii HaBeaeHo Ha puc. 1.
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Puc. 1. Bik ne6toty CMA 3a faHumm peectpy, Mic (n=244)

CraH Ta akicTb aiarHocTvkyn CMA MOXHa OLHUTK 3@ 4acoM Mix
NiATBEPAKEHHAM AjarHO3Y (Pe3yNbTaTOM MOJIEKYNSIPHO-TEHETUYHO-
ro OOCNIAXEHHS) | NepLIMMM CUMNTOMaMy 3axXBOpioBaHHS. CepefHi
3HayeHHs Lboro nokasHuka ans CMA | tuny ctaHoBunm 2,2 mic (n=63;
95% posipuwnii iHTepsan (A1) 0-6,6), Il — 17,6 mic (n=161, 95% Al
0-54,4), Il — 29,3 mic (n=27; 95% [ 0-84,3).

HLWWM HaNBaXIMBILLMM IHTErpasibHUM MOKA3HMKOM, LLIO XapakTe-
pY3ye SK NonyNsLiHi 0cO6IMBOCTI NPUPOAHOro Nepebiry, Tak i Meanko-
coujasnbHi yMoBW, € TPMBaNICTb XUTTS XBopux Ha CMA | Tuny Ta cmepT-
HicTb xBOpUX Ha CMA Il Trny. 3a JaHUMN PeECTPyY CepeaHs TPUBANICTb
xuTTs xBopmx Ha CMA | Tuny ctanHosuna 15,0+8,27 mic. Lleii nokasHmk
po3paxoBaHo 3a daHnMm 25 gjteit, ki nomepnny nepiog 2009-2019 pp.
CrtocoBHO xBopux Ha CMA Il Tuny y peecTtpi HasBHa iHbOpMaLis
npO 7 XBOPVIX, SIki TOMepN y TV camuii Nepiog. Ix cepeanilt Bik ctaHo-
BuB 110£71,6 mic, @ NOKa3HMK CMEPTHOCTI, PO3paxoBaHUi 3a JOCTYM-
HMK gaHumMu, — 0,417% Ha pik. Lieit po3paxyHok 3po6sieHo 3 Takux
npunyLLeHb: KinbkicTb xBoprx Ha CMA Il Tuny Ta KinbkicTe noMepmx
LLLOPOKY (3a BuLLEe3a3HaveHni nepioq — 10 pokiB) 3annwaoTbesa He-
3MiHHUMK — 168 Ta 0,7 XBOpOro Ha pik BignoBinHO. Po3paxyeatu cepen-
HIO TPUBANICTb XMTTS XxBoprx Ha CMA |l Tvny Hapasi HeMOXNNBO.

BaxnnBoto npakTn4Ho iHGOopMaLLieD, Ha Hally AYMKY, € OLjiHKa
PiBHS 0OMEXEHHS XUTTEAIANBHOCTI AUTWHM, @ Came — 34aTHICTb [0 ca-
MO006CNyroByBaHHs Ta nepecyBaHHs xsopux Ha CMA Il ta lll Tuny. Pe-
€CTP A03BOJISIE 3pOOUTU LIFO OLLHKY 32 TaKUMM MOKa3HUKaMK, K «[10-
CSArHEHHS 34aTHOCTI CUAITU», «AOCATHEHHS 3AAaTHOCTI XOAUTU» Ta «Ha-
SIBHICTb ANXabHUX MOPYLUEHb» (3a3BUYali Lie AvixanbHa HeJOCTaTHICTb).
Tak, cepepn xBopux Ha CMA Il Tuny 30aTHOCTI XOAUTU JOCArnu
51(30,36%), He pocarnm 115 (68,45%) oci6, ons 2 (1,19%) iHpopma-
uis BigcyTHs. 3paTtHocTi cuaiti gocsarnm 150 (89,28%), He pnocsrnn
17 (10,12%) ocib, npo 1 (0,59%) iHdpopmaLii Hemae (puc. 2).

HocAarnu 3paTHocTi
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Puc. 2. PiBeHb 00MeXeHHs XUTTEAISNbHOCTI Aiteii i3 CMA
*31aTHiCTb CUAITY BU3HAYANN, SIKLLLO XBOPHIA MOXE NPOCHAITY Ge3 onopy NpoTaroM >3 X,

CepepnxsopuxHa CMAIl Tuny 15 (8,9%) manv npobnemm 3 AnxaHHSM
i He BMKOpUCTOBYBaNM AvxanbHe obnaaHaHHs, 1 (0,6%) MaB BCTaHOB-
NIeHy TpaxeocTomy Ta oTpumyBaB uinogobosy BJ1, 1 (0,6%) — maB
TpaxeocToMy Ta Bukopuctoys BJ1enizoanyHo, 8 (4,8%) — BUKOPUCTO-
ByBanu HeiHBa3uBHy BJ1 enizoanuHo, y 28 (16,7%) cTaH guxanbHoi
yHKUii HeBinomuin. Y 115 (68,4%) xBOpWX, 3riHO 3 AAHMMU PEECTPY,
npo6nem 3 auxaHHsaM He 6yno.

Insa xsopux Ha CMA | Tuny cTpykTypa 3a6e3neyeHHs AnXabHUM
06naAHaHHAM i TAXKICTb NOPYLLEHb Taka: MOPYLIEeHHs HasBHi, ane au-
xafibHe obnagHaHHs He BukopucToByBann — 8 (11,6%), uinogobosa
iHBasmBHa BJT1 — 17 (24,6%), Tvmyacosa iHBa3vneHa BJ1 — 2 (2,9%),
uinopobosa HeiHBasusHa BJ1 — 1 (1,5%), enidoanyHa HeiHBa3nBHa
BN — 4 (5,8%), HeBinomo — 10 (14,5%), nosigomMunu, Lo He MarTb
nopyLueHsb anxaHHs, — 27 (39,1%) (puc. 3).

CMA | Tuny (n=69) CMA Il Tuny (n=168)

5.8%
| nOpyLIJeHHﬂ HasABHi, ane avxanbHe 061agHaHHA He BUKOPUCTOBYETbCA

B Mae BCcTaHOB/EHY TPaxeoCToMy Ta OTpUMYE Liinogobosy BJ1
Mae TpaxeocTtomy Ta otpumye BJ1 enizognuHo
= Llinogo6osa HeiHBasueHa BJ1
m EnisognyHa HeilBa3smeHa BJ1
m CraH anxanbHoi GyHKLii HeBigoMMiA
= MosigoMunu, Wwo npobnem 3 AUxaHHAM HeMae
Puc. 3. Ctpyktypa 3abe3neyeHHs NaLjieHTiB AUXaibHUM 06N1aAHAHHSM i TAXKICTb
nopyLUEeHb

Knio4oBrM NokasHWKOM [1s aHanidy Meay4Hoi fonomoru npu 6y ab-
AKil XBOPOOi, HA Hally AyMKY, € SKiCTb ii AjarHOCTMKW. BulieHaBeaeHi
NMOKa3HWKN JOOPE KOPESIOTh 3 HTYITUBHUM BiAYYTTSIM, SIKe CKIIaaETh-
cs 3 NMOBCAKAEHHOI NpakTUKX. BogHovac 3ayBaxmnmo, Lo abConoTHO
HenpuiiHaTHUMK gnss CMA I Ta lll Tny € nokasHuKm Yacy, LWo BUTPaYeHo
Ha BCTAHOBJIEHHS AliarHO3Y, € BigoOpakeHHsIM cuTyaLlji, ika Mana MicLie
>5 pokiB ToMy. [MpoTAroM ocTaHHix 3—5 pokiB cuTyaLlisi 3Ha4HO nokpa-
Lpnacs. Jna nopiBHSHHSA B iHLWMX KpaiHax L MOKa3HMKN CTAHOBNSTL )15
CMA | Tvny — npubnm3Ho 2 Mic (cepeHili Bik NepLUMX CUMMTOMIB —
2,5%1,7 mic; Bik BCTAHOB/IEHHS AiarHO3y — 4,6+2,9 mic) 3a gaHummn
MikHapoaHoro peectpy (Oskoui M. etal., 2007), Il — 6am13bko 7 mic (9,0
Ta 16 mic BignogigHo), lll — 6nm3bko 10 mic (22 Ta 32 mic BiaNoBiaHO)
(Chabanon A. etal., 2018).

3ayBaxXu1MO, LLIO MOKA3HUKN «TPUBANICTb XNTTS» | «CMEPTHICTb» 415t
ycix nigrvnis CMA € gy>xe rpyb1mMm oLLiHkamMu, i CKOpILL 38 BCE TPUBAJTICTb
XKUTTS 3aBULLIEHA, @ MOKA3HUK CMEPTHOCTI 3a3Ha€E PISHOCTPSIMOBAHOMO
BM/IMBY Bifj, HENOBHOIO OCArHEHHS BUOIPKU K NOMEPAVIX, TaK i XuBwix. Mo-
x1bKa oA KiNnbKOCTi MOMEePINX NoB’si3aHa 3 TVM, Lo NiCNs CMepTi XBO-
poro y 6inbLIOCTi BUNaaKiB 38’°A30K 3 poavHamm BTpadaeTbes. OpHak
PO3pPaxoBaHW HAMKM MOKa3HNK CMepPTHOCTi xBopux Ha CMA Il tuny — 417
(npvBeneHuiA o0 CTaHaapTHUX oanHNLE Ha 100 TUC. HAaceNeHHs) Marxe
y 10 pasiB BULLMIA 3a MakCUMasbHI A5 BiKOBOI rpynin 5-9 pokis, siki 3a-
dikcoBaHo 'y 1989 p. — 48,6 — y 3aranbHii ykpaiHCbKir nonynswji.

Takox Benuky npobnemy CTaHOBUTb HEMOXJIMBICTb aHani3y NpUYmH
abo o6cTaBuH cmepTi, 60 6aTbku/pigHi (Ti, 3 KM 36EPEXEHO 3B’A30K)
3a3Bmyaii abo 30BCIM He MatoTb iHpopMmaLji, abo MatoThb ayxe obme-
XeHy/popmanbHy/BUKPYBIIEHY KapTUHY cuTyaLi, a0 HaaaloTb CBOO
Cy0’EKTVBHY iHTEPMPETALLIO TOro, LU0 TPanunocs.

Mpwn aHanisi pyxoBMx MOXIMBOCTEN, AKX gocsranu aitn 3 CMA
Il TMny, 3ayBaxumo, WO Li nauieHTn nicna nebloTy XBopodu WBNAKO
BTPaYatoTb 30ATHICTb A0 XOAJHHS, @ iHKOMN 1 CUAIHHS. LLi noKa3HWKuM Bino-
BpaxatoTb MPUPOLHY, NMEPEBAXKHO FEHETUYHO 3YMOBJIEHY, CTPYKTYPY
TspkKocTi nepebiry CMA B nonynsiuji, a LUBUAKICTb | rMbuHa BTpaTu py-
XOBUX MOXJIMBOCTEN BXE AesKOI0 Mipolo Bizobpaxae fkicTb Ta edek-
TUBHICTb MEOVYHOr0 A0rnsay. 3 AaHWX PEECTPY BU3HAYEHO, Lo 8 (5,33%)
3i 150 xBOpMX BTpATUAM 34ATHICTb [0 CUAIHHA nicns ii JOCArHEeHHS.
3 ypaxyBaHHsIM TOro, L0 cepefiHili Bik xBopux Ha CMA Il Tuny B peecTpi
CTaHOBUTL 6113bKo 10 POKIB, LIEV MOKA3HUK € OCUTb 3HAYHIM.

3as3Buyari LiHHOL € iHbopMaList LWOoAO BTPATK 30aTHOCTI A0 XO4iH-
Hs xBopvx Ha CMA [l Tuny. 3asasku ny6nikauji C.L. Bladen tacnisasTopis
(2014), B 5Ky BKJIIOYEHO AaHi YKpaiHCbKoro peectpy xsopux Ha CMA,
Ma€eMOo 3MOTY OLHUTY Lieli MOKa3HWK Yy AVMHamMmiL 3a nepiog npnuban3Ho
7 pokiB. Tak, Ha no4aTtok 2013 p. cepenHin Bik BTpaTK 34aTHOCTI [0 XO-
[OiHHA cTaHoBMB 9 POKiB, Hapadi — 11; a cepeHii 4ac Mix BCTAHOBNEH-
HAM giarHoay i uieto nogieto — 40 Ta 98 mic BianosigHo.

Ha xanb abCconoTHI NoKa3HWKKM, Hi ToAi, Hi 3apa3, CKOopiLl 3a BCce
He BigobpaxaloTb NPMPOAHOro nepebiry xeopobu B nonynsuji. Ha Hawwy
OYMKY, LLi MOKa3HMKM BigoOpaxaroTb CKIaAHOLL 3 AjarHOCTMKOI LIbOro
niaTVNY Ta HeaaeKBaTHICTb MEANYHMX BTPYYaHb. BinbLu iHbopmaTnBHOIO
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€ came JvHaMika NnokasHukiB — BOHa NO3UTUBHA i Binobpaxkae nokpa-
LLLeHHs noiHdopMOoBaHOCTI Nikapis woao CMA.

[Ly>xe noka3oBi AaHi LLoao cTaHy AvxanbHoi dyHKLIi Ta 3a6e3neyeH-
HS NaLeHTiB AnxanbHUM o6nagHaHHaM. Moka3Huk 68,4% xsoprx Ha CMA
Il Tuny 6e3 amxansHux Npobnem BUrnsaae NnpaBaonoAibHNM | NPUNHST-
HWUM, @ OT KifIbKiCTb XBOPUX 3 HEBIAOMMM CTAHOM AMXaslbHOI PYHKLi €
HENPUIHATHOIO | BKpar HE3a40BiNIbHUM € MOKa3HWK iCHYBaHHS Malixe
9% XxBOpUX, AKi MaloTb NPobnemn 3 GyHKLIEKD AMXaHHS Ta He 3abesne-
YeHi anxanbHUM 061aJHaHHAM.

BucHoBok

AHania naHnx peectpy xsopmx Ha CMA, nepLu 3a BCe, NPOAEMOH-
CTPyBaB KOPUCHICTb i HEOOXIAHICTb LibOro pecypcy. Lie nocnipxeHHs €
nepLUOto BiJOMOIO Ham pobOToI0, B SiKili HAMaranncst CUCTEMHO Mpo-
aHanisyBaTtu CTaH 300POB’a Ta AKICTb MEANYHUX | COLjanbHMUX NOCAYT,
L0 HAOAK0TLCS L KaTeropii XBOpUX.

Po3symitoun 6arato 06MexeHb, ki Haknanu Ha AOCTIMKEHHS Ke-
pena Ta cnocib 36opy iHdopmaLlji, BBaKaeMO, WO BinbLLICTb NOKa3HN-
KiB MOXYTb B6yTV B3ATi 32 6a30Bi OLHKM Ta iX NOXV1OKa € BENMKOIO, ane
npuiiHATHOI. Lle onocepenkoBaHO NiATBEPAKYETLCS TUM, LLO OTPU-
MaHi NoKa3HUKM BUSIBUANCS B61IM3bKMMM [0 aHANOTIHHKX, PO3PaxoBaHNX
iHWwwuMmKn gocnigHnkamun (Farrar M.A. etal., 2013; Bladen C.L. etal., 2014).

Cnogaisaemocs, WO AaHi, OTPUMaHI B AOCTIOKEHHI, MaTVMYTb HE Tiflb-
KW i HE CTiNbKK 3arajibHe HayKOBO-TEOPETUYHE 3HAYEHHS, a CIyryBaTu-
MyTb BiNPABHOK TOYKOIO AJ11 MPAKTUYHKX 3MiH Ha Kpalle. CBiToBUI
[0CBIA, BXe NPOAEMOHCTPYBAB HEBMMHHICTb Ta €NOXabHICTb 3MiH, SKi
BinOyBatoTbCs K y cdepi opraHisaLii HaaaHHS MeaMyHOI Ta CoLianbHOi
[,0MOMOr XBOPMM Ha HEPBOBO-M’A30BY MaTOJOrio, Tak i y 3acobax
dapmakoTepanii CMA.

TpaauuiiiHo B YkpaiHi, sik i B 6aratbox kpaiHax csity, CMA BBaXatoTb
HEBPOJIOMiYHOK XBOPOOOIO, ane Hacnpasaj Tsxki dopmMu Ta hopmm ce-
penHbOoi TAKKOCTI 30e6inblUoro NoTpebyoTb MyNbTUANCUMNNIHAPHOT
[0nomMoru, ie poJib 3arajibHoro Heeposora, To6To HeBposora 6e3
nornnéneHvx 3HaHb Ta AOCBIAY Y ranysi HelipoM’a30BOi naTonorii, €
[OPYropsiaHoI0 i 0OMEXYETHCS BCTaHOBNEHHSIM NOMEPEAHBOO AiarHo3y.

CsiToBUIA OOCBIA, y ranysi opdaHHMX 3axBOPIOBaHb, Sknum € CMA,
CBIYUTb, L0 HaWbiNbLL ePEKTUBHY AOMOMOrY LM XBOPUM MOXYTb
HaJaBaTu «LLeHTPW eKCnepTnaun», Ae € KOOPANHATOP MyNbTUANCUMNI-
HapHoi 6puragy, Lo CKNaaaeTbes 3 NyNbMOHOsI0ra, optonena, disuny-
Horo TepanesTa Towo (Mercuri E. et al., 2018; Finkel R.S. et al., 2018).
OCHOBHOO BUMOTOO 10 KOOPAMHATOPA € HAasIBHICTb JOCBIAY cCrnocTepe-
XeHHs xBopux Ha CMA Ta ae-sKoro 3arasibHO-KJiHIYHOro J0CBigy, sKi
MatoTb 3a6€3MeYnTi 30aTHICTL KOOPAMHATOPA PO3PI3HATU 11 OLHIOBATI
KJIHIYHY 3HAYMMICTb OCHOBHWX NPOSIBIB 3aXBOPIOBAHHS, MOro 6e3noce-
PeaHix yCKnaHeHb Ta CYMyTHIX KOMOPOIAHMX CTaHIB, HEe MOB’A3aHUX
i3 CMA. MepBuHHa cneLjanizaus Takoro daxisLs Mae apyropsaHe 3Ha-
YeHHs1, POJib KOOPAMHATOPA MOXE BUKOHYBATW NeAiaTp, HEBPOJIOr, Me-
[OVYHWIA FEHETUK TOLLLO.

Peanizaujs Ha NnpakTuLi BULLIEHABEAEHNX MiPKYBaHb LLLOAO OpraHi-
3avuji MeguyHoi gornomoru npy CMA pae BioyyTHUIA NpupicT edekTne-
HOCTI Ta sikocTi. BogHouac npu Tsxkkmx abo ycknagHeHux dopmax CMA
opraHisaLjiiHi 3axoa1 MatoTb 0OMexeHi MoXIMBocTi. CMA-rpomMaachbKicTb
noknazae BenvKi CNoAjiBaHHSA Ha OOCTYMNHICTb B YKpaiHi iIHHOBaLjnHMX
dapmakonoriyHnx 3acoBiB. Y KOHTEKCTi 3aCTOCYBaHHS Cy4acHoi papma-
koTepanii CMA 3HayeHHs1 iCHYBaHHSI | IKOCTi PEECTPY XBOPUX CYTTEBO
niaBuLLYETLCS, 60 [,O3BONSIE NPOBOANTIN ePEKTUBHI HapMaKOEKOHOMIY-
Hi PO3PaxyHKU.
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CnuHanbHas MbilLevyHas anO(I)WiI:
peanvun n nepcnexKTuBbl B praI/IHe
A.B. Watunno, B.M. MarioweHko

Pesiome. Liesib — BbISICHUTE 0COOEHHOCTY €CTECTBEHHOIO TE4YEHUSs Cru-
HasbHOU MbiLueyHor atpocum (CMA) B YkpanHe v crieumpuky meanumH-
ckoro obecne4eHus naumeHToB. OObEKT U MeToAbl Uccen0BaHus. 3a-
ey 0 267 naumenTax, cpeam kotopbix 69 ¢ CMA | tuna, 168 — Il n 30 —
Il Tuna. Wctoynuk 3anuceri — YkpavHckuii peectp 60sbHbix CMA,
noaaepxviBaembiii OOLLECTBEHHO OpraHu3aLmeii «XapbKoBCKuii biaro-
TBOPUTESIbHBIV QOHA «/]eTy CO CrMHAIbLHOM MbILLEYHON atpogueri». Pe-
3y/ibTatbl. PaccumntaHsl okasaresiv BpeMeHu [0 yCTaHOB/IeHUs AnarH03a,
BbIPaXEHHOCTY ABUraTENbHbIX QYHKLNOHAbHBIX OrPaHNYEHUI 1 [bixa-
TeJ/IbHbIX HapyLLeHui, obecrne4eHHOCTb 0bopynoBaHueM. lpoBeneHa
OLiEeHKa rokasaresneri CKOpOCTV NPOrPeccupoBaHus, CMEPTHOCTY U PO~
JOJIXUTENIbHOCTY XU3HM npu pasHeix Tunax CMA. BeiBoabl. Peectpbl —
BaXHbIV UCTOYHVK JAAHHbIX [J151 AMMAEMUOSIOrNYECKUX U (hapMakoIKOHO-
MUYECKUX UCCNEL0BAHNI, a TaKXe 39QOEKTUBHBIN UHCTPYMEHT YIydLLEHUS]
Ka4yecTsa MeAULMHCKON nomMoLun. [oay4yeHHbIe OLEHKU U3y4aembix ro-
Kasarenei, HeCMOTPS Ha MO3UTUBHYIO ANHAMVIKY, HEYA0BETBOPUTE IbHBI,
a ux yny4LieHne TpebyeT opraHn3aLoHHbIX Y PUHAHCOBbIX UHBECTULINIA.

KnioueBble cnoBa: crivHasibHas MbilleqyHas atpopus, ABUraTtesbHbIe
HapyLLUeHus], peecTp 60IbHbIX CIINHAIbHOM MbILLEYHO aTPOMUEL.

Spinal muscular atrophy:
reality and future in Ukraine
A.V. Shatillo, V.M. Matyushenko

Summary. The aim was to clarify peculiarities of spinal muscular atrophy (SMA)
natural history in Ukraine and peculiarities, which are caused by medical man-
agement. Objective of the study. The research has been done on the analysis
of 267 SMA patients’ records, among them were 69 patients of type |, 168 — Il
and 30 — lll. Source of these records was Ukrainian spinal muscular atrophy
registry, which is ran by Kharkiv Charitable foundation «Children with spinal
muscular atrophy». Results. Such indexes as time to diagnosis, motor func-
tional limitations, the severity of respiratory abnormalities and equipment
availability were calculated. Assessments of disease progression speed,
lifespan and mortality in different SMA types have been done. Conclusion. The
registries are an important source of data for epidemiological and pharmaco-
economic researches and a valuable tool for improvement of healthcare. In-
dexes, mentioned above, despite of positive dynamics, are unacceptable, and
their improvement requires organizational and financial investments.

Key words: spinal muscular atrophy, motor limitations, spinal muscular
atrophy registry.
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