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I'en PDX-1 (Pancreas duodenum homeobox-1) kogupyer dpakTop TpaHCKPUIIIAT, HEOOXO U~
MBIl JIJIS DA3BUTHS U PereHepalun (-KJICTOK MOKeTy09HOi xee3sl |3, 4]. PDX-1 comepzxur
JHK-cBssbiBatorumii jomen (Homeodomain), pacronoxkennsiii 6imke K C-koHIly Oeska, u J10-
MeH TpaHcakTupanuu. MyTaliu B reHe MpUBOJIAT K PA3BUTUIO PA3HBIX (DOPM caxapHOro jauabde-
ta |5]. PDX-1 B3aumoseiictyer ¢ apyrumu dakropamu TpaHckpurnuu |2, 4| u zHeobxogum jiis
AKTUBAIMHU ITPOMOTOPOB UHCY/INHA, TVIIOKOKUHA3BI M aMUJIOUTHOTO noJiutentuia. [lens nacros-
el paboThl - n3ydenne BiausHust myTaruii B reie PDX-1, BbIsiBJIeHHBIX Y OOJIBHBIX IUa0ETOM,
HA TPAHCKPUIIUOHHYIO aKTHBHOCTH 3TOT0 OEJIKA.

Bribop muccenc-MyTanumii Jijisi (pyHKIMOHAIBHBIX UCCCTOBAHUI IIPOBOININ HA OCHOBE aHa-
mm3a 6asbl Janasix Human Gene Mutation Database (HGMD) [5]. Ilepedens BoiGpaHHBIX 3a-
meH amurHokucaor Briodaer C18R, P33T, Q59L, L73P, D76N, P87L, A152G, R155S, E164D,
Y170H, R176Q, E178K, E178G, E178A, R197H, G2132R, E244K, P239Q). Jlia skcrupeccun
GeJika JIMKOTO THUIIA UCIIOJIB30BaHN TIas3Muy Ha ocHoBe BekTopa pcDNA3.1(+) co BeTpoeHHOi
10T KOHTPOJIb mpoMoTopa ruromeratopupyca k/IHK PDX-1. 3amensr HyK/I€OTHI0B, COOTBET-
CTBYIOIINE MUCCEHC-MYTAIUAM, UJICHTUPUITUTPOBAHHBIM Y OOJIbHBIX Pa3sHbIMU (popMamu jguabe-
Ta, BBOJIMJIN, UCIOJIb3Ys OJTUTOHYKJIEOTH/ I-HAIIPABJIEHHbIN MyTareHes. [ljis omnpeesienns: TpaH-
ckpurnimonnoit aktupunoctu PDX-1 qukoro Tumna u MyTaHTHBIX BAPUAHTOB UCIIOJIH30BAJIU PEIIOP-
TepHbIE KOHCTPYKITUH, COJIepKAIIUe MeH JTIoIudepasbl CBET/ISTIKA 0] KOHTPOJIEM IIPOMOTOPOB
reHOB MHCYJ/INHA U IVTIOKOKUHA3BI YejtoBeka. [[posoammn korpancdekimio kiaerok HEK293 mras-
MEJaMI, 0DecevunBaionuMu dKcipeccrio BapuanToB PDX-1, u pernoprepHbIMU ILTa3MUIAMUT.
Yepes 48 1qacoB ompeiesisiii aKTUBHOCTD JIIOIUdEpPas3bl, 0 KOTOPO#l CyJIMIH O TPAHCKPUIIIIU-
OHHOI akTUBHOCTHU uccyepayeMbix BapuanToB PDX-1. [losydennbie pe3yabTaThl COMOCTABIISIN
C IPEeJICKa3aHusIMI KOMITbIOTepHOi mporpaMmbl PolyPhen-2 [1] u u3BecTHBIME KIMHUYIECKAME
maHHBIMEU. [[poBoUTCS aHaIN3 COOTBETCTBUS MEXKY CHIKEHHEM TPAHCKPUIIIMOHHONW aKTHB-
noctu PDX-1 1o cpaBHEHUIO ¢ JIMKUM TUIIOM U TS?KECTHIO KJITMHUYECKUX ITPOSBICHUI MY TaIINIA.

Pa6ora Beimosrena npu gactuanoit nogaepkke POOU (mpoextsr Ne18-04-01271 u Nel7-29-
06049).
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