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BabosaeBaemocth caxapabiM guaberoM (CJI) crpemuresnbho pacter Bo Beem Mupe [1]. CII siB-
JIsteTcst MHOTO(DaKTOPHBIM 3abosteBanneM. CymiecTBytoT MoHorenubie ¢popmbl CJI — 910 3ab071€-
BaHUs, BbI3BAHHbIE MyTallneil B OJHOM T'eHe, PeJIKUe MATOJIOIMH U3 BCeX BAPUAHTOB HAPYIIIEHU
yIJIeBOJIHOTO obMeHa [2].

Jnaber MODY — rpyiia 3abo/eBannii ¢ ayTOCOMHO-TOMUHAHTHBIM THUIIOM HAC/IE€I0BAHUSI.
Buraenstor 6osee 10 TumoB MODY. Myranun B rere hbaxTopa HeifporeHHoit auddepeHImpos-
k-1 (NeuroD1) ceazanbt ¢ Tumom MODY6. Dror dakTop TpaHCKPHUIIHHA SKCIPECCHPYETCs
B 3peJIbIX U Pa3BUBAIONINXCHA [J-KJIeTKax, B KUIIEYHNKEe U B HEHPOHAX IEHTPAJbLHON U TepH-
depuyeckoit HEPBHOI CHCTEMbI, UTPAET KJIIOUEBYIO POJIb B paHHell jauddepeHnnpoBke KIeToK
OJIZKEeTY049HOM keste3bl. NeuroD1, momMumo peryssinuu 9KCHPECCHH T'eHa WHCYJIMHA, TaKXKe
YyYacTByeT B PEryJIsiiiii SKCIPECCUH JAPYTUX MEHOB, CBSI3AaHHBIX ¢ TOMEOCTa30M IIIOKO3HI [4]. B
HACTOSIINI MOMEHT MH(MOPMAIMU O KJINHIIeCKHX posiBieanax tuira MODY6 wemocTaTodHO,
OJIHAKO OIIpeJIesIeHO HoJIee JecsiTKa MyTalnuii y 60JIbHBIX B pa3Hbix nomyssiiusx [3]. Kinnunaecku
9TOT THII 3a00JIeBaHUs MTPOTEKAET aHAJOIUYIHO TszKeIbiM popmam CJI; conpoBoxkiasch m3me-
HEHUSMU MOPMOJIOTUH TIOJIZKETYI0UHOM YKeJIe3bl, IIPU STOM Y IAINEHTOB HAPYIIEHA SKCIIPECCUsT
reHa WHCYJIMHA U B OOJIBIITMHCTBE CJIy4daeB 3a0o/ieBaHue omubouHo quarnoctupyercs kak C/I 1
WiIn 2 Thna.

DKCIepUMEHTHI TPOBEJIEHBI Ha KYJIbTYpe KaeTok mHeyanHoMBl Mbin MING. Ilyrem myra-
reHesa MoJIyUYeHbl TIJIA3MUJIbI JIJI SKCIPECCHH HECKOJILKUX BapuanTos rena NeuroD1 B KileTKax
mitekonutaronux. C 1me/ibio GyHKIIMOHAIBHOTO U3YYeHUsT My Talllii IPOBOININ KOTPAHCHEKITHNIO
KJIETOK TpeMmsi Tuniamu miasmul: 1) Bapuant NeuroD1; 2) penoprepHslil reH Jrronudepasbl moJy
KOHTPOJIEM HCCJIEYEMOro MPOMOTOPa (COMATOCTATHHA, TVIIOKOKWHA3BI WM WHCYJINHA); 3) TeH
JIJTsT HODMHUPOBAHMUSI.

C moMOIIbIO U3MEPEHUsT AKTUBHOCTH JoIdepassl (M3MepeHne XeMUTIOMUHECIIEHITUN ) yCTa-
HOBUJIU, 9TO MyTaHTHBIe BapraHThl NeuroD1 mo-pa3HoMy BIUSIOT HA aKTUBHOCTH IIPOMOTOPOB
UCCJIe/IyeMbIX T€HOB, KOTOPBIE CBSI3AHBI C yIJIEBOIHBIM 0OMeHOM. HekoTophlie BapraHThI BbI3bIBA-
0T YBeJIMYIeHe aKTUBHOCTH ITPOMOTOPOB T€HOB COMATOCTATHHA ¥ TVIFOKOKMHA3KI 110 CPABHEHUIO
¢ NeuroD1 nukoro Tuma, mpu 3TOM aKTUBHOCTb ITPOMOTOPA WHCYJINHA CHUYKAETCS.

PesynbraThl cpaBHeHnst aKTUBHOCTH MyTaHTHBIX BapuaHToB NeuroD1 Ha mcciie/ryeMbIx mpo-
MOTOpax OYIYT IIPeJ/ICTaB/IeHbl Ha KOHMEPEHINN.

Pa6ora BouimosHena mpu yactuuanoit nojyiep:kke rpanta PH® Ne 23-24-00581 «Dynkimo-
HaJIbHBIN aHaan3 MyTanuii B rene Neurodl: BimgHME HA TPAHCKPUIIIMOHHYIO aKTUBHOCTH U
B3aMMO/IeICTBIE ¢ OeJTKaMU-TIapTHEPAMU».
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