HanpeHa BO3MOXXHasA OCHOBA AJ1A Npenaparta NpoTuB 6one3Hu
Anburenmepa

Helipobuonoru n3 CaHkT-MeTepbyprckoro NONNTEXHUYECKOr0 yHUBepcuTeTa MeTpa BeNnkoro casszanm passuTiie 601e3HM AnbLreiiMepa ¢
FeHamu, 0TBEYaIOLNMM 3@ (HOPMUPOBAHME KOHTAKTOB MeX/y HepBHLIMI KieTkaMu. KpoMe TOro, OHM Onpeaenm BellecTso, cnocobHoe
3HaYMTENbHO CHU3UTB OTpuLaTensHoe sansaHne myTauuin B 3Tux reHax. Pa6ota nccnegosatesnel | B s <ypHane Neuroscience.

BonesHb AnbureriMepa - 04HO U3 CaMblX PAaCNpPOCTPAHEHHbIX HelipoaereHepaTBHLIX 3ab0s1eBaHMI, KOTOPOE MPOSBASETCS B MOXWUIOM
Bo3pacTe. Y 60/bHbIX HapyLLlaeTcs CHavasa KpaTKOBPEMEHHAS, @ 3aTEM U AOJIrOBPEMEHHAA NaMATb, B pe3y/bTaTe Yero pasBUBaeTCs
cnaboymue. B HacTosiLee BpeMs TOYHbIE MPUYMHLI U OCHOBHblE hU3M0I0rMyeckme Nyt pa3BuTus 60n1e3HN U3yyeHbl Na0X0, MOITOMY
JleyeHne He HangeHo. CoBpeMeHHas Tepanus cnocobHa Anilb 0cNabutb CUMNTOMbI. CUTYaLNs OCNIOXKHSAETCS U TEM, YTO Ha PaHHMX 3Tanax
AMarHoCcTUpoBaTh 60N1e3Hb AnbLreiiMepa KpanHe TSXeno.

CyuTaeTcs, YTO OCHOBHAs NPUYMHA MOTEPU MAMATU - HapyLlleHne MYHKLUN CUHANCOB B MO3re. HelpoHasbHbIA CMHAMNC - 3TO MeCTo
KOHTaKTa HEepPBHbIX KNETOK (HEMPOHOB) APYr C APYroM. Korfaa cBA3b MeXAYy HUMWU HapylleHa, CTpafaloT MHorme yHKUMM Mo3ra, B
ocobeHHOCTU NamATb. bone3Hb AnbLrenMepa MoxeT 6bITb HacNeACTBEHHON. B 3ToM cnyyae y 601bHbIX 0OHApYXUBAOTCA pa3anyHble
MyTauum. HekoTopble U3 HUX MOryT bbITb B reHax, kogupyowmx 6enok - npeglwecTBeHHMK amunounga (APP). KneTo4Hble hepMeHTbI
(cekpeTa3sbl) pa3pe3aloT TakoW MyTaHTHbIN 610K ¢ 06pa3oBaHNEM KOPOTKOW aMWHOKUCIOTHON Lenu - 6eTa-amunonga. MocnenHun
cnocobeH o06pa3oBbiBaTb HEPACTBOPUMbIE CKOMJIEHNA, KOTOpble 3anyckaloT rybuTesibHble ANA TKaHen u KNeTok npouecchl. Apyrue
MyTaLuuy NPOUCXOANAT B reHax, KOAUPYIOLWNX 6eNkn NpeceHnnnHbl, KOTOPbIe PACcMoI0XKeHbl B KNETOYHON MeMbpaHe 1 ABASIOTCA YacCTbio
cekpeTasbl, paclennsiowen APP ¢ obpasoBaHneM beTa-amunonaa. Bce oHu Bbi3biBaloT 06pa3oBaHMe aMUIOUAHbLIX BasileK B MO3re,
KoTOpble 1 MPUBOAAT K pa3BuTuio BonesHn AnbLreiMepa, HapyLlasa CMHaNTUYeCKNe KOHTaKTbI.

yyensie vz (NG 'cceqnoBann MyTaumio PSEN1AED, KoTopas oTBevaeT 3a yaaneHue

onpefeneHHoro yyacTka reHa, Kogupytuero npeceHnnvH-1. laHHoe HapylueHue 6bi10 06HapyXXeHO y MaLMeHTOB C HaCNeACTBEHHOM
thopmoit 6onesHn AnbureiMepa Ha TEPPUTOPUM PUHASHAUU. [N nccaefoBaHMs aBTopbl PaboTsl BBOAWUAN B KYAbTYpbl HENPOHAIbHbIX
KJIETOK FeH C MCCNieflyeMoil MyTaLMei U FreH, KOAMPYIOLWNIA (hlyOpeCLEHTHLIN 6eN0K, KOTOPLIN NO3BOASET YBUAETL U3MEHEHNS B CTPOEHUN
cvHancoB. Mpy 3Tom 06a dparmeHTa JHK BHeApsan 0LHOBPEMEHHO — KaXKAbl CBETSALLMACH HEAPOH UMEN MyTaHTHbLIA NPECEHWUINH-1.

Ha Tene BOCNpMHUMAIOLLMX CUTHaN OTPOCTKOB (LEHAPWTOB) €CTb TOHKME WNMUKK, N0 (hOpPMe KOTOPbIX MOXXHO CYAUTb 06 X aKTUBHOCTY 1
CcTaguu hopMmnpoBaHnsa cuHanca. B knetkax ¢ mytaumen PSEN1IAE9 konmyecTBo rpnboBUAHLIX WNMUKOB ObIIO 3HAYUTENBHO HIXKE, YTO
roBOPMT 06 yMEHbLUEHUW NIOWAAN KOHTaKTa Mexay HermpoHamu. NoMUMO OpMbl AEHAPUTHBIX LMMMKOB U3MEHSNAcb CNOCOBHOCTb
KNeTOK NPOBOAUTL MOHbI KabLMs, KOTOPble UrpatoT 60/bLyio posib B hOPMUPOBAHUN HEPBHOMO MMNYbCa. Tak, B HepoHax ¢ PSEN1AE9-
MyTaLuWen akTUBHOCTb erno-yrnpaBfiseMblX KajbLneBblX KaHa0B (OHM OTKPbLIBAIOTCS, KOrAa 3anachl KanbLus B CAeunanbHbIX «4emno»
KNeTKU ncTowatoTcs) 6blna NoBbILLEHA.


https://www.sciencedirect.com/science/article/abs/pii/S0306452219302921?via%3Dihub
https://www.youtube.com/watch?v=Mj_Dlv-IT8o&list=PLXZjMFZeddbjWN8dhI2awfai1Hi6z2HPW&index=17&t=5s

BeepeHue xuMmnyeckoro coegmHeHmns EVP4593, koTopoe 610KMpyeT Takme KaHasbl, MO3BONIO 3HAYUTENbHO CHU3UTbL OTpULA@TENbHbIe
3(pheKTbl MyTaUUyM N NPaKTUYECKN BEPHYTb PYHKLUN HENPOHOB B HOPMY. ITO MO3BOASET NPeAnosioxuTb, 4To EVP4593 n cxoxue no
MexaHU3My OEeNCTBUS COEQUHEHNSA MOMYT CTaTb MPOTOTUMNAMU IEKAPCTBEHHBIX NMPenapaToB ANa fevyeHns 6onesHn Anburenmepa.

«OaHaKo 310 3aboneBaHme ABNAETCA MyJIbTUPAKTOPHBLIM. 3TO O3HAYAET, YTO Yy Pa3HbIX MaLMEHTOB
MOryT 6bITb HapyLLEHbl pa3Hble CUrHalbHble MyTW. TakuM 0bpa3om, Tepanns A0HKHa noabupaTbes
nHanBmnayansHo. [...] CoeanHeHns Ha ocHoBe EVP4593 moryT ObiTb MCMONb30BaHbl A5 JIEYEHUS
Tex NauneHToB C 601e3HbI0 ANbLIreMepa, Y KOTOPbIX MOBbILIEHA aKTUBHOCTb AEMN0-YNPaBAsSEMbIX
KaNbLUMWEBbLIX KAHAJIOB», - OTMETWU/IN UCCneoBaTeNn.



