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CniHansHa Ms3oBa atpodis (CMA) - rpyna crnaakoBUX HEpPBOBO-
M’SI30BUX 3aXBOPIOBaHb, B OCHOBI AKUX JIEKUTh [IEPBUHHE YPAXKEHHS PYXOBUX
HelpoHIB MepeIHiX POriB CAMHHOTO MO3KY Ta AAEp MO3KOBOIO cTOBOypa y
BUIMIsIAL X mporpecyrodoi jgereHepauii Ta sarubeni. ['eHeTHM4Yna ocHoBa
3aXBOPIOBaHHA — MyTalis B reHi SMNI1 (ren ¢aktopy BWXKUBaHHA
MOTOHeHpOHY). Ha cboroaHi BUALIAIOTE 5 THIIB 3aXBOPIOBAHHA, cepell AKUX
CMA T tuny — naibineir Baxka ¢opma. YenaaxoByerscs CMA BI 3a
ayTOCOMHO-peuecuBHUM (AP) THNOM Ta 3HaXOAWTLCS Ha IPYroMmy Micli B
CTPYKTYpi yciX xBopo6 3 AP-tunmom ycrmaakysanHsg. Hactotra — 1:10000-
1:6000 nemomnsT, 2-7:100 000 wHacenenusa. Yacrora TeTEPO3UTOTHOTO
HociticTBa — 1 Bunanok Ha 40-60 ocif. XapakTepu3veThes PaHiiM MoY4aTkoM
(0 6 Mic) Ta cMEPTIO BRIl ANXANBHOT HEAOCTATHOCTI 10 2 POKIB.

Hiarnoctnka CMA BHKNIMKAE 3HAYH( TpYAHOW i3-3a TOSiMOpgi3My
KNiHIYHUX npogBiB. JliarHo3 6ynyeThca Ha MiACTaBl AaHWX TEHEalorivyHoro
aHani3zy, ocobnuBocteil kimiHikd, pesynprtaTax EHMI Tta ganux J{HK-
niarHoctukd., EHMT Busnge notenuianu GiSpunsuii ta Gacumkynsuii y
CITOKOT Ta MiABULICHHS CEPEAHBOT aMIUTITY AW MOTEHLIANIB pyXOBUX OJAWHHULI,
IWBUAKICTE TPOBEACHHA MO PYXOBUX aKCOHAX NepuPepudHUX HEpBiB, gK
MpaBUIO, BIAMOBIiAa€ HOPMi. «30JI0THM cTaHgapTomy AiardocTnky CMA €
reHeTnyHe TecTypaHHsA. ['en SMN, sxnii Bianosinac 3a BiHMKHEHHA CMA -
[II TwuniB, posTawoBaHuii B paioni 5qi3 Ta npeactaBneHnid JBOMA
BUCOKOTOMOJIOTIYHHMH KOTiisIMH (TenomepHoio — SMN1 Ta ueHTpoMepHoo —
SMN2). Konyrwoua nocninosHicte SMN2 BiApi3HAeThes 811 SMNT ogHuM
HYKJIeoTUAOM B e€k30H1 7 (840C-T), 3aMiHa AKOTO NPU3BOANTE 10 3HUKEHHS
TPAHCKpUMUIT Ta aediunty HopManbHoro ctaGinsHoro 6inka SMN. ¥V 96%
nawieHTiB i3 CMA peecTpyeTbed aenenis rena SMNI, wo NpH3BOANTE 10
cyTTEBOI BTpaTh Ginka. Brpara ex3oHy 7 Mojke OyTH pe3ysbTaToM Jeneuii abo



nymiikauii 840C-T, siki SMN1 nepetBoproe Ha SMN2 (reHHOIO KOHBEpCi€0).
HiarHoz CMA MoXHa MIATBEPAUTH IIIAXOM BUABJIEHHS Jenelii 7-ro Ta/abo
8-ro ex3oHy reHy SMNI B romosurorHomy ctaHt. MLPA (MynbTHMNEK-
CHa amIulipikauis 30HZA) — OOMH i3 HAWOLIBL NOMYJAAPHUX METOAIB, AKi
BUKOPUCTOBYIOThCS B SIKOCTI MOYAaTKOBOroO TecTy B Jabopartopisx. Bpaxo-
BYIOUH BHCOKY YacTOTY HOCIAICTBA 3aXBOPIOBAHHA, AOUITEHUM € BUAB/ICHHA
reTepo3UroTHOro Hociftctea MyTtauiit reHa SMNI B nonynsauii. OaHax, cnij
BPaxoOBYBaTH OOMEXEHHS TECTy: HYacTMHA BUMAJKiB BUHHMKAE SK pe3yabTar
MmyTauil de novo, 2 rend SMN1 B uxc-ro3uii Ha OAHIN XpOMOCOMi 5 Ta
HeAeNewiitni TUIKH MyTauifl. IcCHye MeTonauka NpeHaTalbHOl AiarHOCTHUKY
(I1J) CMA (3 BopcoH xopioHy ab0 aMHIOTHYHOI PIIMHW), sKa CYTTEBO
nigsuurye ToyHicTs JHK-piarHocTHKH, 10 HO3BOJAE POINONATH PAHHE
NIKYBaHHsS Ta MOKPAIUTH TUIaHyBaHHs BariTHocTi. IIJ npoBomuTecs y
BUMAZKY paHiwe igeHTH}IKOBaHOI MOMO3ZWUTOTHOT Henewii, NpH HafgBHOCTI
25% pu3HKy ypaxeHHs oy (konmv 060€ 3 6aThKiB 1IeHTH(IKOBaHI K HOCIT
Ha MiAcTaBi ciMelHOro aHaMHe3y abo BH3HaYeHHI HOocilicTBa) abo HasABHOCTI
AHOMAaBHHX pe3ybTaTiB Y3/I mioay (3HHKEHHS pyXiB NMIOAY, KOHTPAKTYpH,
MiIBUILEHHS] MPO30PICTh MOTHINYHOI KicTKM Towo). CKPUHIHT HOBO-
HapomxeHHx i3 CMA TakoX M03BOJIA€ NMPOBOAMTH pPaHHE e(DEeKTHBHE JTiKY-
BaHHA (0 BTpaTH pYXoBHUX HeilpoHis). MacoBuii HeoHaTaNbHUI CKPUHIHP
na CMA npoeomutecss B wrati Heto-Mopk 3 2018 p. dudepeHiitosati
BpOKEHY Ta paHHIO popmy CMA cnill 3 3aXBOPIOBaHHAMH, sKi BXOIATH
B rpyny CHUHIPOMIB 3 «BPORKEHOIO M’A3€BOIO TIiMOTOHIEIO»: aMIOTOHISA
Onenreiima, BpomkeHa gobpoakicHa GopMa M’ a3eBoi aAUCTpodii, crnaaxkosi
3aXBOPIOBAHHS OOMIHY PEHOBHH, XPOMOCOMHI CHHIPOMH.

Ha choromi VYpaBiliHHSAM 3 CaHITApHOrO Harfisfy 3a sKicTio Xapuo-
BUX MpoAykTiB Ta MeaukaMeHTiB (FDA) cxBaneHo 3acToCyBaHHS TpbOX
ripenapatTi: 1. Nusinersen (Spinraza; Biogen), sikuit 36inbluye piBeHb ekc-
rnpecii 6ika SMN 3 BUKOPUCTaHHSAM aHTHCEHCHOTO ONIFOHYKJEOTURY I
MomMdikauii cnnaiicuury Tpanckpunty (npe-mPHK) SMN2 mnsaxom 3B’13y-
BaHHA 31 cnelMdiuHO 00JacTIo, 1100 GMOKYBaTH CNNAHCUHT Ta CIIPHATH
BKJIFOUEHHIO eK30HY 7, 10 MPU3BOAHTE X0 NMPOAYKUIT MOBHOPO3MipHOro Binka
SMN. Nusinersen cTaB TeplWidM npenaparom, skuid OyB cxBaneHwud s
nikysanus CMA. Ane, ockiibkM BiH He nponukae uepes [ED, Bremewus
30IHCHIOETBES iHTpaTekasibHO. 2. Onasemnogene abeparvovec (Zolgensma;
Novartis) — TeHHa Tepanisi, B SKill BHKOPUCTOBYETHCS aIeHOACOUIHOBAHIH
BEKTOp BIpyCy c¢e€poTHNY 9 ang niIBWMILEHHS HUW3bKHX (YHKIIOHANK-
Hux piBHeli Oinka SMN. TIpx UBOMY BHKOPHUCTOBYETHLCS KarncHI aaeHo-
acolUtfoBaHOro BIpYCY JUIa JnocTaBkd Konii reHa SMNI1 3 eHxaHcepoMm
LUTOMETANIOBIPYCY Ta KypsiUMM GeTa-aKTUHOM JIO PYXOBUX HEHpOHIB, M’ 43iB

32



Ta iHIIMM NepHdepuuHuM TKaHHHaM, e SMN1 ekcnipecyersea. 3. Risdiplam
(Evrysdi; Roche) — HeBenuka Mojexkyna, fka 3MiHIO¢ criaiicunr SMN2
Jutst 36ib1eHHd GpyHKHIOHaTBHOro 6iika SMN.

Jlikap reHeTWK 3ampoilleHMHi Ha KOHCYNBTALIF0 MICAYHOrO XJIOMYMKA
y Bigainenns naronorit nopoHapomkennx OKHIT «YepniBeubkoi obnacHo!
JUTSUOT KATHIYHOT JikapHi», skuit OyB gocTaBnenuil Opurazoro wswakol
MeIMYHOT AonoMoru y Billi 29 1i6 31 ckapramMu 6aThKIB Ha panToBe 3HHKEHHS
pYXiB ANTHHOIO Y KiHLiBKAX. 3 aHaMHe3y BiIOMO, L0 XJIOMYHK BiI mepurof
BariTHOCTI, AKka rnepebirana Ha ¢GoHi avemii, 3arpo3n BUKUIHS, TOKCUKO3Y,
Garatosoaas. [Tonoru [ B 40 Tk, camocTiiini. CnaaxoricTk Nno NiHIT MaTepi
Ta OaThka 00TsKena oHkonartonorieto. Ilpn Hapomkenni Bara 3600, nos-
*uHA — 55 cM. CTaH OWTUHU NpH MOCTYTUIEHHI cepefnbol BaxkocTi. Ilpn
OMIAAI MUTHHA KBOJa, (i3loNoriynl peduiekcd He BUKIMKAIOTHCHA, TOHYC
M’S31B AMQY3HO 3HMKEHWI, akTMBHI pyXU B pyKax MiHIMalibHI, B HOTax —
BiacyTHI. [Ipu TpakIii 3a pyKH rojloBa NpoBUCAE Hazall, TOJIOBY HE YTPUMYE.
IkipHt TOKPOBH KOBTAHUYHI, Ginblie Ha obnuyyl, TYAYOi T2 NMpoKCHMATb-
HUX BiZAiJlax KiHIiBOK, ckaepH cyOiktepuynt. Xupit 36inemennii B pos-
Mipax, Tiedinka +3,5 oM. 3aninospeHo CMA [ tuny. Ilposeneno EHMI,
BUsBNIEHO MionaTHUHUH cuHApoM. Pisens K®K B kposi — 340 OJl/n. Peko-
MmenaoBaHo JIHK-niarHocTHKY, BUIBREHO AeAewNit0 7-1o Ta 8-ro eK30HIB rena
SMN! y roMo3uroTHomy ctani. Orinaa HeBposioroM: [ imokcHYHO-1IUEMIYHA
eHuedanonaria, roctpui nepion, cuaapom npurniyeHHs HHC. CMA T tuny?
[Tposenena awndepenuiitna niarHoctuka 3 xnopoboro [Tlomre, ranaxro-
3EeMI€I0 Ta BHYTPIIIHBOYTPOOHOIO LIHTOMEraIOBIPYCHORK iH(eKuieto. Poauna
OTpHMaJia pekoMeHaallii OAO [ToAaNbIIOTO AIKYBaHHS INTHHH, TIIaHyBaHHA
HACTYNMHUX BariTHOcTell Ta npeHartanbHoi AiarHocTky CMA. B oawiit
3 ITAMIHCEKHX KITIHIK XIOMYMK OTpUMaB JIiKyBaHHS npenapatom Zolgensma,
akuit onoGpenuit FDA, ocHoBaHMiI Ha BIpYCHOMY BEKTOpl Ui 3aMiHM
negpexTHoro reHa SMN1 Ha pobGouy Komito.

Hamu onucannii Bunafok BpomkeHoi CMA 3 1e610TOM 3aXBOPIOBAHHA B
HEOHATaNbHOMY Billl, WIBWIKHM TNPOTpecylounuM mnepediroM, CBOEYacHa
Bepupikauis KIHIYHONO RIarHO3Y AKOr0 Jana MOXIKBICTh KIIHILMCTAM
BIPHO TPAaKTYBaTH HEBPONOTIYHY CUMITOMATHKY Y XBOPOro 3 MiOMaTHYHUM
CHHAPOMOM Ta MPOBECTH CBOEYACcHe JiKyBaHHsA. BpaXoByloun BHCOKY yac-
TOTY HOCIHCTBA 3aXBOPIOBAHHS, JOUINTEHUM € TIPOBEIAEHHS TECTY BU3HAYCHHA
TeTepo3NroTHOTO HociicTRa Heneuii reHa SMNI1 B nonynsuii, NpoBeacHHS
Henpamoi JJHK-aiarHoctukn CMA [-III TuniB 3 BUKOPUCTAHHAM MONIMOp-
bnux [JHK-mapxepis. Hononorosa MAHK-niarnoctika CMA omHO4acHo
NpsAMUMU Ta HENPAMHUMHA METONAMH JO3BONUTE 3HU3UTH PH3UK HAPOAKEHHS
XBOPOT AUTUHM Ta PaHO PO3TOYATH MATOTEHETHYHY TEPAMit0 3aXBOPIOBAHHS.
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MIEPEBATH CYUYACHUX METOAIB KOHTPOJHO FTOKO3N
JUISt OUIHKHA KOMIEHCALUT BYTJIEBOJHOIO OBMIHY
TA EOEKTUBHOCTI TEPAITIT TANIEHTIB
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AxTtyaabRricTb. OOHWUM i3 HalBaXIMBIWIKMX (aKTOpPIB, L0 CIPUSIOTH
KoMIeHcalii uykxpoBoro fiabeTy, € KOHTPONbL 32 NOKa3HUKAMHU TJHKeMil, ki
BIAOOpaXaoTh €(EKTUBHICTh TNPHU3HAUEHOT IYKPO3ZHHXYBILHOT Tepamnil.
s KOHTPOIIKO KOMIeHcalil BYTNeBOAHOTO OOMIHY OUIBIIICTH MALEHTIB
JeKiibka pa3iB Ha 00y BHUMIPIOIOTH KOHLEHTpALild [JIIOKO3H KpOBI
3a JIOMOMOT0I0 FyOKoMeTpa. Takuii MOHITOPUHT, Ha jXalb, HE Aa€ MOBHOT
KApPTUHW Ta MOXe CTBOPUTH XWUOHe BpaKeHHs nMpo nepebir 3aXBOpIOBaHHS Y
naumieHTa. AmKe JaHUH METOA He Jla€ MOXJIMBOCTI BIACTIXKYBATH ermizolMu
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