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BIMSHHAS Ha KM3HECIIOCOOHOCTh, YTO XOPOIIO COTJACyeTcss ¢ JaHHBIMH I10 3KCIPECCHH,
OnMyOJMKOBaHHBIMH B 0a3e maHHbIX apo3oduiasl Flybase u monrBepkmaer pesynbraThl st
9MOpPHOHAIIBHOM CTANHU U CBS3b THOCIN UMEHHO C JICHCTBHEM HCCIICTYEMBIX MYTAIIHA.

Ha cerofHsimiHuii JeHb MbI CMOTJIHM TMPOAHAIW3UPOBATh MOBEACHHUE JIBOMHBIX MYTaHTOB
rad201G1Acfl s pannem smOpuorenese (10 4 4acoB pa3BUTHSA) MOCIIE BO3AECHCTBIS PEHTTEHOBCKOTO
u3nydeHusi. [lonydeHHbIe pe3ysbTaThl MOKA3aJId, YTO YYyBCTBUTEIBHOCTHh IBOMHBIX MYTAHTOB K
U3JIy4eHUI0O O00yCJIOBIIEHa TOJNBKO HapynienueM pabotel rena Acfl Pemapamus JHK 1o
PEKOMOMHAIIMOHHOMY IyTH B paHHEM 5MOpHOreHese aApo30o(uibl He ocymiecTsisercs. Pabora
MIPOIOJDKASTCS M OyAeT u3ydeH OoJjiee O3 IHIIH YMOPHOTCHES.
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Pesynbrarom cOanancupoBanHOi Tpancnokanmu 1(8;21)(q22;022) siBnsiercst  oOpa3oBaHUE
xuMepHoro onkorena RUNXI/RUNXLTL, koTOpbIii BOBIEKAeTCA B IPOLECC Pa3BHTHSA OCTPOTO
MUEIIOUJHOTO JieHKo3a. Ero TpaHCKpWIIIUS HAXOJUTCS IOJ KOHTPOJEM JIBYX KAaHOHHYCCKHX
npoMoTopHBIX peruoHoB reHa RUNXI; xumepHsbie OenxoBble MpoayKThl HecyT N-KOHIIEBYIO 4acTh
oenka RUNX1 ¢ ero JIHK-cBs3pIBatomum JOMEHOM M TPAKTHYSCKU MMOTHOPA3MEPHBIN Oenmok
RUNX1T1, coxpanstomniuii Bce QyHKIIMOHATIbHBIC TOMEHbI, Ha C-KOHIIE.

Mpbl  BeIABHTaEM THUNOTE3y ©O Hammuuu y rubpumgHoro reHa RUNXLI/RUNX1TL
HEaHHOTHUPOBAHHBIX MPOMOTOPHBIX PETHOHOB, KOTOPBIE MOTYT CYIIECTBEHHO PACUIMPHUTH CIIEKTP €ro
TPaHCKPHIITOB, W, B Y4CTHOCTH, OOCCIIEYUTh TPAHCKPHUIIIIHIO W TPAHCIALUIO (YHKIIMOHAIBHOTO Oelka
RUNXI1T1 ¢ rubpumnoro mokyca. JIjas TpOBEpKH 3TOH THNOTE3BI MBI TpEajiaracM IOCTPOHUTH
ONHUCATEIbHYI0  OMOMH(POPMATHYECKYI0 MOZETbh MOTEHIHMAIBHBIX TMPOMOTOPHBIX  PETHOHOB
THOPHUIHOTO TeHa, U Bepu(UIMPOBaTh e€ Ha YPOBHE TEHOMA U TPAHCKPHIITOMA.

JIist TOCTPOCHUsST MOJIENM MbI HCIONB30Ball 0a3y JAaHHBIX MPOMOTOPOB MIICKOTIHTAIOIINX
MPromDB, u3 koTopoil moiay4nian KOOpAuHaThl 16 MOTEHIMAIBHBIX MPOMOTOPHBIX PETHOHOB TeHa
RUNX1 u 8 npomotopusix pernonoB reHa RUNX1TL1. YUroObl moOHATH, KaKMe M3 ITHX OOmacTei
BOHIYT B COCTaB THOPHUIHOTO TeHA ITOCIIE TPAHCIIOKAIMW, ObUTa COCTAaBJICHA TaOJWIIA, CoAepIKarias
MIOCJIEJOBATEIFHOCTH U XPOMOCOMHBIE KOOPAWHATHI 64 YHUKAIBHBIX TOUEK pa3pbIiBa-BOCCOCIUHEHUS
npu tpanciokammu 1(8;21). [Tokazano, uro ruOpumneiii uHTpoH reHa RUNX1/RUNXI1T1 umeer
KpaifHe pa3HOOOpa3HYI0 CTPYKTYPY: MOYKHO BBIICIHTh HECKOJIBKO BO3MOXHBIX BAPHAHTOB COUCTAHUS
NPOMOTOPHBIX PErHOHOB, BCIEJICTBHE YEro CIEKTPhI TPAHCKPHIITOB THOPHIHOTO T'eHa Y Pa3HBIX
OOJIBHBIX OCTPBIM MUEIOUIHBIM JIEHKO30M MOTYT pa3indaThCsl.

Hanee Hamu OblJa OCYIIECTBIIEHA IPOBEPKAa HAIWYMS TPAHCKPUIIMOHHOM aKTUBHOCTH B
mpecKa3aHHbIX IpoMoTopHBIX pernonax reHa RUNXL ¢ momompio RT-PCR.Y nangocs 00HapyKuTh
tpauckpumio MPHK B permonax Ne3, 5, 7, 8, 10, 11 (RUNX1/PR0Ob RUNX1/PRO8ssstroTcs
KaHOHMYECKUMHU).

BepuduimporaTh NpOMOTOPHYIO aKTHBHOCTh Ha ypoBHe reHomuoit JJHK Mmbl mpeamaraem c
momoIibio teHTuBupycHoro Bekropa PHR-SIN-CPPT-SIEWyTéM 3aMeHBI BHYTPEHHETO ITPOMOTOPA,
KOHTpoympytomero cunte3 Oenka eGFP,Ha mHTepecyromuii Hac cerMeHT reHoma. ['eH Oenmka u
MPOMOTOpHAast 00jacTh paszneiacHbl ydacTkoM |IRES, mosromy nmake ecCid NpH  KIOHHPOBAaHHH
OOIIMPHOTO TIPOMOTOPHOTO PETHOHA MBI 3aXBATUM TOYKY MHUIIMAIIUH TPAHCIISIIAY, 3TO HE MOMelIaeT
CHHTE3y MOJHOLEHHOTO OeJIKa ¢ penopTEPHOTO r'eHa.
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