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MOJIEKYJISAPHBIE MEXAHU3MBbI PABBUTHS XOPEU TEHTUHI TOHA
Hayunwiit pykosooumens kano. meo. Hayk, ooy. Pymkoeckaa K. A.
Kageopa duonocuueckou xumuu
benopycckuu eocyoapcmeennwiii meduyunckui ynugepcumem, 2. Munck

Xopess ['eHTHHITOHA — HEWPOAECTEHEPATUBHOE AayTOCOMHO-JOMHUHAHTHOE TI'E€HETHUYECKOE
3aboneBanue. [IpMuMHON pa3BUTUS XapaKTEPHBIX CUMIITOMOB SIBJISETCS 3KCIPECCHS MYTaHTHOTO
Oenka ['entuHrruHa (MHtt), B HOpME KOHTPOJMPYIOMIETO P (GYHKIMH KICTKH: BE3HUKYJSPHBINA
TPaHCHOPT, HOCTTpaHCIALUOHHYI0 Moaudukanuto (IITTM), Genok-6enKoBoe B3aUMOAECHCTBUE U T. [1.

Onuum u3 BunoB [1TM, xotopslit konTposupyet ['entunrtun (Htt), siBisercst cymonsnus —
KOBQJIEHTHOE IPHCOEINHEHUE MaJIbIX YOMKBUTHH-OJOOHBIX OenkoB-moaupukaropos (SUMO -
Small Ubiquitin-like Modifier) x ocraTky iu3uHa Ha OeJIKax-MHUIICHIX, KOTOPHIC PEryIUPYIOT
KJICTOYHbIE (PYHKIMH O€JIKOB, UX JIOKAJIN3ALUIO, CTA0MIIBHOCTD, IPOLIECCHl TPAHCKPUIILIMH, YTO BEIET
K JIETeHEpPAaTUBHBIM MATOJOTHAM B CIy4ae HapylIeHUs AaHHOTO mporecca. Kitouesble (epMeHTHI
Kackaja B3auMOJeicTBU, oTBevaromue 3a npucoeauHenne SUMO k Genkam (E3-nurupyromue
(bepMEeHTBI) M JKCIPECCUPYIOIMUECS NPEUMYIIECTBEHHO B HEPBHOM M CEPIEUYHO-COCYAUCTOU
cucTeMax, UrpatoT OJJHY U3 KIIIOUEBBIX POJICH B pa3BUTUU HEMPOereHepaTUBHbBIX 3a001€BaHU.

Cymounsuun crnoco0ctByer Rhes-6enok (romosor Ras-6enka mosocaroro Tena). Rhes
MHAYLHUPYET OOpa30BaHUE BBIISYMBAHUN CPEIHUX LIMIIMKOBBIX HEMPOHOB MOJOCATOrO Tela MU
o0pa3oBaHHE MEX /1y HUMHU MOJOOHBIX TYHHEIHPYIOIIUM HAaHOTPYOKaM TPAHCHOPTHBIX COEAMHEHU.
OHM omocpeAyIOT TpaHCIOPT OENKOB HAaNpsAMYI0 MEXIy HeHpoHaMmHu, B ToM uucie U mHtt, yto
CIOCOOCTBYET €ro pacrpocTpaHeHuo. Rhes mpucyTCTBYeT MouTH HCKIIOYUTENBHO B IOJIOCATOM
Teje, MaTOJOTHYECKUE TMPOLECChl B KOTOPOM M MPUBOJAAT B pa3BUTHIO 0ojie3HU [ e€HTHHITOHA.
[Tomumo cBoeli ponu B cTpuapHbIX 3a0osieBaHusAX, Rhes Takxke cBsizaH ¢ martosorueit Tay-0enka, a
€r0 HEIIPaBWJIbHAS JIOKAIN3allHsl B HEHPOHAaX Y€JI0BEKA CYMTAETCS OTIMYUTEIbHON YEPTOM TaynaTuil.
Takum o06pa3oB, Rhes yuacTByeT B pa3BUTHH HCEHPOHHBIX aHOMAJHM, CBS3aHHBIX C
Helpo/lereHepaTUBHBIMU 3a00JI€BAHUSAMH, OJJHAKO TOYHBIE MEXAaHU3MBI €r0 JIEHCTBUS OCTAIOTCS B
3HAYUTENIbHOM CTEeTeHN Hen3BeCTHBIMHU. OTKpPBITHE HOBBIX MEXaHHU3MOB TPAHCIIOPTA OEJIKOB MEXKAY
HellpoHaMu, TakuX Kak TPaHCIOpPT, omocpenoBaHHbIM Rhes, mpemocraBiser HOBoe TMojie A
uccie0BaHNi (yHKIIMOHUPOBAaHNS HEPBHOM CUCTEMBI U Pa3BUTHUS CBSI3aHHBIX C HEH 3a00JeBaHUi,
B TOM YHCJIE U HEMPOIETEHEPATUBHBIX.

B naTorenese 0osie3Hn ['eHTHHITOHA UTPAOT POJIb HAPYIIEHUS SIUI€HETUYECKOM PEryIIsIIHN.
[IpereprieBaeT HapyIIeHUS OJUH M3 TUIIOB SIUTCHETHYECKUX MOAM(DUKAIUN — aleTHIUpOBaHHE
I'MCTOHOB. MyTaHTHBIN O€lI0K B3aUMOJIEHCTBYET C TUCTOHALIETIIITPaHC(Epa3aMy, OTBEYAIOIIUMU 32
aleTUJIMPOBaHNUE TMCTOHOB M akTuBauuio TpaHckpunuuu JIHK. Onpenenennyto poibs B pa3BUTUU
HeWpoIeTeHEepaTUBHBIX 3a00JIEBaHUIN WTrpaeT HapylleHus ayrodaruu, OTBEHaromeld 3a KIHUPEHC
OETKOBBIX arperaToB, HAaKAaIUTMBAIOIIMXCA Takxke Npu OonesHun Anbrreiimepa u IlapkuHcoHa.
OnHako B HCCIENOBAHMAX TOBOPUTCS O CHIDKEHHM PHUCKAa Pa3BUTHS  3JI0KAYECTBEHHBIX
HOBOOOPA30BaHUil BCIEICTBUE HAPYIICHUS JAHHBIX MPOLIECCOB, TaK KaK OHU B OOJIBIIMHCTBE CBOEM
OTBETCTBEHHBI 34 HHULMALIUIO KaHLIEPOTCHE3a.

Nzyuenne oOmux s HeHpoJereHepaTUBHBIX 3a00J€BaHUN MEXaHU3MOB, paccMaTpHUBas
Xopero 'eHTHHITOHA B YaCTHOCTH, SIBJIIETCSI HEOTHEMIIEMOM YaCThIO B U3yYECHUH HEPBHOM CHCTEMBI
yenoBeka W ee matonoruil. Ha ocHOBe maHHBIX 3a00sieBaHMII BO3MOXXHO M H3YyYEHHE IMPOIECCOB
pa3BUTHS 3J10KaYECTBEHHBIX HOBOOOPA30BaHMM, TaK Kak HaOIroaeTcs oOpaTHass KOMOPOUIHOCTh B
ciydae ¢ Ooyie3HBIO ' €HTHHTITOHAa. DTO TakXKe SIBISETCS BKJIAJOM KakK B (PYHIaMEHTAIBHYIO H
IIPUKJIAIHYIO MEIULINHY, TaK U B HAYKY B LIEJIOM.
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