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CHIHAJIBHA MA30BA ATPO®IA: JITHOCTUYHI ACIIEKTH
TA JIKYBAJIbHI CTPATEI'IT

Beryn. Croinansna msizoBa atpodis (CMA) — 1me Benuka rpyna TSHKKHX
MPOTPECYIOUNX HEHUPOACTCHEPATUBHUX 3aXBOPIOBAaHb 3 TCPBUHHUM YPaKCHHIM
MepPEeaHIX POTiB CIMHHOTO MO3KY 1 BTOPUHHUM YPaXXEHHSM MS31B, IPUUMHOIO SIKUX €
TeHH1 MyTallii, 1[0 BUKJIMKAIOTh MOPYHIEHHs cUHTEe3y Oika SMNI, mo € >XUTTEBO
HEOOXITHUM JUII HOPMAJIbHOIO (PYHKIIOHYBaHHS PYXOBUX HEWPOHIB CIUHHOTO
MO3Ky. 3aXBOpIOBaHHS J€0IOTy€ TMEPEBAXKHO B PAHHHOMY AWTSIYOMY BIIll, Mae
HIBUJKAN MPOrpecyrounii mepedir 1 MPU3BOAMTHL A0 paHHBOI I1HBadiaAM3alii Ta
BHCOKOTO PIBHS JICTAJILHOCTI. 3TiHO 3 E€MiJeMIOJIOTIYHIUMH JaHUMH, MOITUPEHICTh
CMA y cBiti cranoBuTh npudau3zHo 1-2 pumnaaku Ha 100 000 oci6. YacToTa HOciiicTBa
MaToJIOT1YHOIO reHa cTaHOBUTH 1 Bumnanok Ha 40—60 ocil.

3acTocyBaHHS MOJIEKYJSIPHO-TEHETUYHUX METOJIB JIarHOCTUKH A€ 3MOTY
MIATBEPAUTH KIiHIYHMI niarHo3 CMA Ha paHHIX eTanax pO3BUTKY MNaToOJIOrii Ta
CBOEYACHO PO3IMOYATH MATOTEHETHYHY Tepartiro. OCTaHHIM 9acoM 3SBHUBCS MPOTPEC y
JIKyBaHHI JIaHOI NATOJIOTIi Yy 3BSI3KY 13 BIPOBAKEHHSIM Cy4YaCHUX MIKHApPOJHHMX
CTaHAApTIB JIIKYBaHHS, BKJIOYAIOUM XBOPOOOMOJM(IKYIOUl MpernapaTd. 3aBAsKu M
BJIaJIOCh YIOBUILHUTH MPOTPECYBaHHS 3aXBOPIOBAHHS, CTA0LTI3yBaTH HOro mepedir Ta
MOKPAIIUTH MPOTHO3 II0JI0 SAKOCT1 Ta TPUBAIOCTI KUTTSI MAIIEHTIB.

Merta pocaimkenns. I[IpoananizyBatu cydacHi morsinu Ha mpooinemy CMA,
35ICyBaTH OCHOBHI JIarHOCTUYHI aCTIEKTH Ta HOBITHI METOM JIIKYBaHHSI.

PesyabraTu gociaimkenns. He3paxaroun Ha Te, 110 CIiHAIbHA MsA30Ba aTpodis
(CMA) € BIZTHOCHO PIIKICHUM CIAJKOBUM HEPBOBO-MS30BUM 3aXBOPIOBAHHSM, BOHA
HaJIeKUTh JI0 MPOBIJHUX MPUYUH JIUTSIYOI 1HBAJIIJHOCTI Ta CMEPTHOCTI Cepen
MOHOTEHHHUX 3aXBOPIOBaHb. JlereHneparlisi HEHPOHIB MEPEAHIX POTIB CIUHHOTO MO3KY
MPU3BOAUTH J10 PO3BUTKY MS30BO1 clIa0KOCTi, JUCTpodii 3 HACTYMHOIO iX aTpodiero 1
MOBHOIO BTPATOIO PYXOBUX (PYHKIIIH, 1110 3HAYHO 3HMIKYE SIKICTh 1 TPUBAIICTD KUTTS
TMalfieHTa 1 HeraTUBHO B11I0OpakaeThCs HA CiMi B LIJIOMY.

[TepBuHHOIO MoOJIEKYJIsipHOIO OcHOBOO CMA € nenenisa abo MmyTailisi TeHa
SMN1, noxkamnizoBanoro Ha xpomocomi 5013, sxuit xomye 6110k SMN, kpuTHyHO
BOXJIMBUU 11 BUXKMBaHHS MOTOHEWpoHiB. Hecraua dyHkiionansHoro 6inka SMN
MPU3BOJIUTH 1O TOCTYMOBOI 3aruOel MuX HEUpPOHIB. Y TEHOMI JIOAWMHH TaKOX
HasBHUM aHanoriyamii TeH SMNZ2, onmHak depe3 MexXaHI3MH albTEPHATUBHOTO
crutaicuary BiH 3a0esmneuye ymme 10-15 % dynkmionansHoro 6inka. Bimomo, 110
KUIBKICTh KoIii reHa SMN2 kopeiroe 3 TSHKKICTIO KinHIYHOro nepediry CMA.
Kniniuno BuauisitoTs kinbka TuniB CMA, 30kpema tunu I ta Il € naiiBaxxuumu.
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1. Tun I (Bepauira—T'oddmana) xapakrepusyeTbcsi paHHIM TTOYATKOM (10 6 MICAIIIB) 1
HECTIPUATIMBUM IIPOTHO30M. 3T1HO 3 TaHUMHU, 10 8 micsAiiB goxxkuBae 50—75 % miteit,
1o 13 micsmiB — 50 %, a no 21 micsng — mume 25 %.

2. Tun II (xponiuHa iHpaHTWIbHA (OopMa) Ma€e MI3HIMIMK MOYATOK 1 MEHII arpeCUBHUMN
nepeoir, OIHAK YCKIAAHIOETbCA OyIp0apHUME TOPYIICHHIMHE, Tape3aMH, JTUXaTbHOO
HEJIOCTATHICTIO, 1110 00YMOBIIIOE cMepTh Yy Bitli 10—15 poxis..

B Vkpaini ¢yHKIIIOHYIOTh JIeKiIbKa OpraHizallii, ski 311MCHIOIOTh MATPUMKY
miterd 13 CMA, a Takox 3alpoOBaJKEHO MIXKHAPOJIHI MPOTOKOJIM HAJaHHS MEIUYHOT
JOTIOMOTH TAKUM TaI[l€HTaM.

3a nanumu Ponny gonomoru naimientam 31 CMA, y 2020 poui B Ykpaini 0yJio
3apeecTpoBaHO 45 HOBHMX BHIIQJIKIB 3aXBOpIOBaHHS. BojaHowac, BIAMOBIAHO [0
MmatepialiB YkpaiHcbkoro MeanuHoro xypHany (moruit 2020), Ha 1 ciuns 2020 poky
B HalllOHaJIBLHOMY peecTpi nepedysaino 267 narienti 31 CMA. Cepenniil mopiuHuii
MPUPICT HOBUX BHUIIAJIKIB 32 OCTaHH1 pOKHM CTaHOBUB OJM3bKO 35 0cil.

CydacHi  crpaTerii ~ JIarHOCTUKM  Ta  JIKyBaHHS  0a3yloThCs  Ha
MYJIbTHIMCIUIUTIHAPHOMY IMIIXO1 M BKITFOYAIOTh:

- KJIIHIYHE 0OCTE)KCHHS,

- TeHeTUUHY Bepudikairiro aiaruno3y 3 Bukopuctanasm MLPA, qPCR, NGS;

- pecrmipatopHy  MATPUMKY  (BUKOpPHCTaHHS  Mimka  AMOy,  CTHUMYJISIIIS
BIJIKAIIUTIOBaHH, (pi3ioTepariis rpyIHO1 KIITKH, 3acTocyBaHHs BiPAP);

- OLIIHKY ¥ KOHTPOJIb HYyTPUTUBHOTO CTATYCY;

- ¢i3uuHy peabuiTalliio, ICUXOJIOTIYHY TIATPUMKY;

- OpTOTeAMYHUY CYTIPOBif (MpodiTaKTHKa KOHTPAKTYD 1 Aedopmarriii);

- hapmakoTepariio;

- HAJJaHHS HEBIJKJIAIHOI Ta MaJTIaTUBHOI JOTIOMOT'H.

dapmakoTepariis BKJIIOYa€ BUKOPUCTAHHS HACTYIHUX MpernapaTiB 3 KIIHIYHO
JIOBEJICHOI0 €()EeKTUBHICTIO:

1. Hycinepcen (Cminpa3a) — aHTHUCEHC-OJITOHYKIICOTHA, W10 MOAHQIKyeE
crutaiicudr npe-MPHK rena SMN2, cnpusitoun cUHTE3y MOBHOLIHHOTO Ou1ka SMN.
BBomutbcst iHTpaTeKadbHO, 3 HABAaHTAKYBAJIBHUMHU J03aMU Y TMEPIIMA PIK Ta
MIATPUMYIOUYMMHU 1HEKI[ISIMU TPUUl Ha PiK y moAaibiomMy. OpieHTOBHA BapTICTh OJIHIET
no3u — $100 Twc.

2. Piminnmam (EBpical) — mepopalibHMII Tipemapar, Mo TakKoX Mojaudikye
crutaiicunr  npe-MPHK  SMN2, copusitoun cuHTe3y (yHKIIOHAIBLHOTO OUIKA.
[IpusHauaeTscs A MIOACHHOTO TpHWioMy B JomaiHix ymoBax. CepemHsi piuHa
BapTICTh Teparii — OJU3bKO 9 MITH TPHUBEHB.

3. OnacemHoreH abenapBoBeK (30JTeHCMa) — TEeHOTEpaneBTUYHUN 3aci0, 110
JIOCTaBJIsI€ IHTAKTHY Koo reHa SMN1 fo kiiTHH maiieHTa 3a qonomororo AAV9-
BEKTOpA. 3aCTOCOBYETHCA OJIHOPA30BO BHYTPIIIHHOBEHHO B JITE€H BIKOM A0 2 POKIB 1
Macoto 10 21 kr. Ile oauH 13 HAMIOPOKIKMX MTPENapariB y CBITi 3 BAPTICTIO TPUOIN3HO
$2,3 MutH.

AHani3 e(eKTUBHOCTI nmaToreHeTnyHoi Tepamii y naunieHTiB 13 CMA tumy I
MO0Ka3aB MO3UTUBHI PE3YJIbTATH i1 3aCTOCYBAHHS, a CaMe:

- 30UIBIIEHHS CEPEIHBOI TPUBAJIIOCT KUTTS,

- TIOKpAIEHHS MOTOPHOT (PYHKIIIT Ta 3MEHIIICHHS MPOSBIB OyJIH0apHOTO CHHAPOMY;
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- 3HIDKEHHS YaCTOTH YPreHTHUX TOCIITaIi3aIlii.

BucnoBkn. Panns niarHoctuka CMA 13 3QJTYCHHAM Cy4aCHHX TE€HETHIHHX
TEXHOJIOT1M [TO3BOJISIE CBOEYACHO BCTAHOBUTH JIarHO3 1 pPO3MOYATH JIIKyBaHHS.
[IpusHaueHHs XBOpoOOMOAMDIKYIOUOl, y TOMY YHCII i TEHHOI Teparii BiIMTOBIIHO J0
MDKHAPOJHUX KIIHIYHUX MPOTOKOJIIB, ICTOTHO IMOKpAIlye€ MPOTHO3, CIPUSE
MTOJIOBKEHHIO TPUBAJIOCTI KUTTS Ta MOKPAIIEHHIO HOTo SAKOCT1 y mamieHTiB 31 CMA.
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Hapnist I'epmaniok

HaykoBwuii kepiBHUK — K.Me/[I.H., ao11. Irop
Heninbko

K3BO «BonuHChKHN METUIHUI THCTUTYT»

E®EKTUBHICTH BUKOPUCTAHHS METO/IB BI3YAJII3ALIL
IPY MIICOTOBI HAIIIEHTIB JOIIKLILHOTO
TA MOJIOJIILIOTO IIKLILHOTO BIKY MEJIUYHOIO CECTPOIO
JUISI IPOBEJIEHHSI AYIIOMETPI{

IMocranoBka nmpodaemu. OCTaHHIMUA POKAMH CIOCTEPIra€ThCS TEHICHIIIS 10
3pOCTaHHS MOPYUIEHb CIIYXY HE TUIBKU CEepell J0POCIOro HacelIeHHs, a i cepel ITeH.
3a panumu BOO3 y 2015 pomi y cBiTi HamiuyBanocs 360 MiIbHOHIB OCIO, fKI
CTPaKJAI0Th HA IHBAIIU3YIOUY BTPATy CIYyXY, 3 HUX 32 MUIbHOHHU CTAHOBUJIU JITH. Y
2019 poui monan 466 MiTBHOHIB 0Ci0, IO CTaHOBUTh 5% CBITOBOIO HAaCEJICHHS,
KHUBYTb 13 BTPaTOI0 CIyXy, IO KBali(IKyeTbCs SIK Taka, IO NPU3BOIUTH [0
Herparne3aaTHocTi. 3 466 MinbiioHIB 0ci0 34 Minbiionu — 11e 1iTh [4]. BTpaTa cinyxy €
JOCUTH YaCTOIO MPOOIEMOI0, III0 BUHUKAE B OyAb-IKOMY BIIll, yCKJIaTHIOE BepOaIbHE
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