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Jucepraniiina poGoTa NpUCBSYEHA OCTIKEHHIO BIACTHBOCTEN Ca**-
3a/I&XKHOI CUTHANI3AII], ONOCEpPENKOBAHO! TiMOKAIBIHOM HEWPOHIB TriloKaMmIry
IypiB, 3 METOIO BUSIBIEHHS MEXaHI3MiB, sKi IPU3BOJAATE JIO HEBPOJIOTIYHOIO
CHHAPOMY TIOPYINEHb pPYyXy, AMCTOHIi, III0 BUHUKAE YHACTIZOK MOSBU TOYKOBHX
MyTali#i B o3umisax 71 ta 75 mepBUHHOL CTPYKTYPH TiIIOKANBINHY.

[IpoGnemu, sxi BupiuryroTees y miif poGoTi, € akTyambHEME s Giodisukw,
Oiloximii, MOEKyISIpHOT 610MOTT, FeHeTHKY Ta {HIIMX ranysei IpUPOJHUYMX HayK,
K MEIUIMHA (TCHETHYHA Tepallis) 4epe3 CIEeKTp [aTOoOTiH, mio MOXYTh OyTH
IOB’SI3aHI 3  MOPYLIEHHSIM CTpyMy  MOBUIBHOI  MOCT-Tileprossipu3aii
IIa3MaTUYHOI MEeMOPaHM HEWpPOHIB Ta HOBITHIMH YUHUKAMMU BIUIUBY Ha MOro
BINHOBIIEHHS. Cepesl OCTaHHIX MoITyKad OKPEMO BHALISE TPaHCHEKIIIIO HeHpOHiB
TIIIOKaMITy TEHETHYHUM MATEpPiaioM eK30TeHHOrO HEMYTOBAHOI'O TINOKANBIKUHY 3
METOI0 301IBLICHHS KiNBKOCTI IBOTO 6iKa Y HEHpOHAaX aHOMAaJBbHO 30y KEHUX
HUBXIJHUX [UIAXIB-DEryIaTOpiB pOGOTH CKeTeTHOI MYCKyJIaTypd, IO MOXKE
BiIHOBHUTH IOBLIBHY NOCTTINEeP-NOJIAPH3ANiI0 MeMOPaH HEHpPOHIB i HOpMaJIbHU I
TOHYC MYCKYJIATYpHU XBOPUX Ha AUCTOHIIO.

PesynpTatyt mOCHimKEHHS Takox 30arauyloTh Cy4acHy HayKOBY 6i0dizuuny
METOZIOOTIO  3aBISKM  PO3POGIEHOMY  IOLIyKadeM METONy BUMIPIOBAHHS
KOHIIEHTpaIil €K30T€HHO-EKCITPECOBAHOI0 (iyopecueHTHO-MiueHOTO
TIMOKAIBIMHY Ta #Oro MyTaHTHHX TOXiTHHX B HevipoHaX. Po3poGnenuit meton
TaKOXK MOXHA BIPOBAIKYBATH B MOJEKYSIPHO-O0I0MOTIYHHX Ta TEHETHYUHMX
JOCII/DKCHHAX DI3HUX TUIIB B GiONOrii Ta MENHIMHI 3 METOO BUMIPIOBAHHS
KITBKOCTI pI3HUX €K30r€HHUX IPOTEIHIB CHUHTE30BaHMX B KIITHHAX IIJIAXOM
TpaHCQEKITii.

[Hmi, BuKoprcTaHi y po6oTi METOMH, € J0CHTD Pi3HOMaHITHUMUY (KJIITHHHO-
blosoriuni, QryopecrenTHO-MiKpoCcKomiyHi, €JIEKTPO(I3i0NOTiYHI, MOJIEKyIApHO-
TCHETUYHI, 3arajabHO-(i3ioorivHi, MOZETBHO-I1aTO(1310JI0TIYHI, MaTeMaTHYHO-
CTaTUCTHYHI TOIIO) Ta IIJIKOM afeKBATHUMM MOCTABICHIH MeTi JOCIIIDKEHHSI, a
OJIEpyKaHi PE3YJIBTATH € CTATHCTHYHO MiATBEPIKEHIMY, THM JUCEPTAHT 3aCBiTuye
BHCOKHII PIBEHB HOro mpodeciftHoro BUmKoy.

Y pesynbTaTi NMpOBENEHMX NOCIiIKEHD I0Ka3aHO, IO B yMOBax CIIBMIpHOI 3
CHAOTCHHUM  TiNOKaJIbLMHOM  KOHIEHTpAI(i €K30T'CHHO-EKCIIPECOBAHOIO B
HEMpPOHAX TiNoKagblHa abo Horo 2-X AMCTOHIYHIX myTtanTiB (T7IN ta N75K)
N75K, Ha Bimminy Bin Brache rimoxansiuHy ta T71N, He Moske TPaHCIOKYBATHUCE
A0 IIa3MaTHIHOT MEMOpaHu NEHIPUTHHX KOMIIAPTMEHTIB HEHpOHa y BIAMOBIAL HA
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(i310IOriYHO pPeNEBAHTHI THUMH AKTUBHOCTI HEHpOHiB, 1m0 poGHUTE MyTaHT
HE3NATHUM  BUKIMKATH  CTPyM  MOBUIBHOI  NOCTrimep-mosspusamil — uum
IiABUINYeTbCS 30YIUBICTE HEHpPOHIB Ta, AMOBIPHO, MOACHIOIOTHCA CHUMIITOMH,
XapaKTepHi [UIs MEPBUHHOI AWCTOHIi Tumy DYT2 (OpYIIEHHA PyXy XBOPOTO
YHACITIZOK TPUBAJMX T IIOBTOPIOBAHUX CKOPOUCHS M’S3iB).

OxkpiM Ge3nocepenHbO BUTIKAIOUNX i3 POGOTH BUCHOBKIB CTOCOBHO MOKJIUBOCTEH
BUPILIEHHS PSOy Mpo0iieM, OB’ SI3aHuX i3 YCKIaIHCHHSIMH, K1 BHKIHKAE DYT2,
TIPAKTUYHE 3HAYCHHsA POOOTH TAKOXK MOJATAE Y PO3BUTKY PO3YMIHHS MEXaHI3MY
BUHUKHCHHS [[bOTO 3aXBOPIOBAHH:A, MOB’A3aHOT0 3 mopymenusm Ca’™ -samexmol
CUrHaJIi3anii riloKanblMHy y HellpoHax rimokamiTy Ta KEpYBaHHS HUM, 1[0 3BYXKYE
0071aCTh IS TIONTYKY IeHETUYHUX TIOPYIIEHb, K IPU3BOJATE 10 Li€l XBOpoOH.

BucHoBku cdopMynpoBaHi WiTKO Ta JIOTIYHO BUILIMBAIOTE i3 pe3ynbTaTiB
pociipkenb. OCHOBHI IIOI0XKEHHS TUCepTariiiHo] po0oTH, AKi BUKIA[CH] y TEKCTi
AUCEpTalii CIIBNAJAOTh 3 TAKAME Y 3MiCTi aBTopedepary. HaykoBy LiHHICTH
Pe3yNbTaTIB JOCHIIKEHD BiNOOPAKEHO TOCTATHBOIO KITbKICTIO nyOunikamiit (5
CTAaTeHl y BITYU3HAHMX 1 MDKHAPOAHUX (haxOBUX KypHajax) Ta anmpoboBaHO Ha
BITYM3HSAHUX Ta MDKHAPOJHUX HAYKOBHX KOH(EPEeHIIisX.

I IprHIMIIOBYX 3ayBaXkeHb HAYKOBOIO XapaxkTepy 10 PE3yNbTaTiB poOOTH HEMAE.
Onnak, e moGaxaHHs: 1) KOHKpETHIIIe BupakaTn CyTh poOOTH Yy i1 Ha3Bi, OCKIIBKU
Hanane dopmymoBanns «llopymenns Ca* -sanexmor CHUTHAJII3alii MiMoKaIbIuHy
K MEXaHI3M [IEPBHHHOI ayTOCOMHO-PELECHBHOT 130160BAHOI AUCTOHID 32 YMOB
TOTO, IO B OCHOBHOMY y POOOTI LOCII/KYBABCS BILIMB TiMOKANBIHHY Ta HOTO
puctoHivHnX MyTaHTiB (T71N Ta N75K) na Ca’* -3amexuumii Mexanism YTBOPEHHS
MOBLILHOTO CTPYMY HOCTTIMEp-TIOApU3arii HEUPOHA HE JOCUTH YiTKO BigoGpasxae
3MicT 3poGrenoro. Tomy, Ha3sBy mwcepTauii AOMimbHiIIC Oymo 6um 3amiHuTH,
HalpuKiIal, Ha «BUSHAYCHHA BINIMBY NPUCYTHIX NPH TEPBHUHHIN AUCTOHIT
MYTalif TiOKaNbIMHYy HA MOBITBHY MOCTTINepP-NOAPH3aniio  MeMOpaHu
HEHPOHY»; 2) cepell pi3HUX YMHHMKIB BINIMBY Ha MICLIE3HaXO/KCHHS Ta
duryopecueHIi'o MideHnx IOCITiIKYBaHUX MPOTEIHIB, TiMOKAJBIUHY Ta HOTO
MYTAHTHUX TIOXIJHWX, 3TaJaHUX y TEKCTi AucepTamii y posaini 3.1 Pesynpraris
“BuMIp KOHIEHTpAIii eKCIPECOBAHUX EK30TEHHUX OilKiB” He MOBHOIO MIpPOIO
QHAI3YIOTECA BJIACTHBOCTI camMux (IyOpecIieHTHUX OINKIB, BHKOPUCTAHUX IS
Mivenns. Hampukian y po6oTi He BpaxosaHo, mo dayopecuentri 6inku YFP a6o
CFP € MyTaHTHUMU TOXiTHIMY TOYATKOBOT opmu — diryopecueHTHOTO MPOTEiHY
GFP wmenysu Aequorea Victoria, yHacmimox goro yci i 6imxm 36epiraroTs
KOHCEPBATUBHY IUIAHKY, yTBOPEHY JIUCTKOM 0€Ta-CKIagd4acTocTell, aKki He TLILKA
€KpaHyIOTh (iryopodop mocepeneHi Bin racinms MOJICKyJIaMU PO3UMHHHUKA, aje
TakoXK yTBOPIOIOTh OeTa-Gapuiblie, CIIPOMOXKHE yTBOPIOBATHU OpX B JIMITHOMY
Oimapi mrasMaruanoi MeMOGpaHH, MOAIGHO Oynb-skoMy 13 rpymnum mopa-
$OpMYIOUMX TOKCHHIB GeTa-THITy, Hanpukiaa nepginromizuny O.

3) ¥ CHHCKY JiTepaTypu Maibie BIJICYTHI IOCHJIAHHS Ha POGOTH BITYM3HIHIX
aBTODIB, IO CTaBUTH MiJl CYMHIB HASBHICTb B HAIIiM KpalHl LIKOJHW, HEeOOXiTHOT



3

AJIL TAKOTO CKIAJHOTO THITY HOCII/KEHb, X0Ua 3TiIHO 3 iHhOpMAaIiero, MoJaHoIo B
ABtopedepari «...PoGoTa BukoHaHa y Bimmisi Oiodisuku ceHcopHOi curHamtizamii
IncruryTy dizionorii im. O.0. Boromonsngs HAH YKpainu ...»; 4) He3Bakaroun Ha
Iepernik ymoBHHX ckopoduens (cTp. 13 JucepTanii) Ha ¢1p. 17 aucepranii aBTop
Hanae abpesiatypy PFT Ges momepemuporo 3rajyBaHHs B TEKCTI ab0 CITHCKY
CKOPOYEHb.

Buxonsuu 3 akryambHoCTi, 06’eMy Ta PIBHS JOCIIIKeHb, HayKoBOI
HOBU3HU DPE3YJILTATIB, TEOPETUYHO! T4 MPAKTUYHOI LIHHOCT OTPYMAaHUX JaHUX,
00'eKTMBHOCTI Ta OGIPYHTOBAHOCTI BHCHOBKIB Ta O(QOpMIIEHHS JmcepTariitHa
pobora Jlpomapenskoro Aumpis BanenturoBmYa «ITopyurenns Ca* -3anexuoi
CUTHANI3allil TiMOKaNbIMHY SIK MeXaHi3M IIEPBUHHOI  ayTOCOMHO-PELECHBHOT
130J1bOBAHOI AUCTOHIT» MOBHICTIO BifMOBiae BiMOram «IIopsinKy NpUCYIKEHHS Ta
N030aBICHHS HAYKOBOIO CTYIEHs MOKTOpA HAyK» 3aTBEPKEHOIO TI0CTAHOBOIO
Ka6inery minictpis Yipainu Nel1197 Bin 17.11.2021 31 sminammu BHECEHUMH 3TiHO
3 ITocranosoro KaGinery minictpis Yipainu Ne 502 Bin 19.05.2023, Ta Hakasis
MOH Vkpainu Ne 40 Bix 12.01.2017 «lIpo satBepmkenHs Bumor 1o odopmienns
aucepranii» 1 Ne 1359 Bim 13.12.2021 «IIpo sarsepmxenns IlonoxkeHHs mpo
CIICLIai30BaHy BUCHY pajy 3 IPHUCYLKCHHS HayKOBOTO CTYIIEHs JJOKTOpa HayK», a
1l aBTOp 3aC/IyroBye NPHUCYIKEHHS HAYKOBOTO CTYNeHs KaHaujaara OGioaoriyHux
HayK 3a crerianbrocTi 03.00.02 - «Giodizukay.

Odiuitinuit oroHeHT

IPOBIAHKH HAyKOBHI CIIBPOGITHHK BLILIUTY Helpoximii

IneturyTy Gioximii imeni O.B. [amranina HAH VYkpainu,

4.0.H, c.H.C. Matypepkuit O.5.
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