HayuyHo-uccnegoBaTenbckas nabopatopusa MoneKynsipHON BUPYCOJIOTUM
M OHKOJIOTUMU

HanpaBneHus paboTtbl

N3yyveHune heHOMeHa onyxonecneunpu4eckomn 3KCnpeccmm 3BOIOLUNOHHO HOBbLIX FEHOB
3y4yeHne eHOMeHa HU3KOro reHeTnyeckoro pasHoobpasma BUY-1 n BbisBNEHNE NeKapCTBEHHOMN
YCTONYMBOCTM Y LMPKYIMPYIOLWMX LWTaMMOB BUpYycCa B Poccun

OCHOBHbIe UCCNef0BaHUSA, IKCNEePUMEHTbI 1 pa3pa60TKu

JKCnepuMeHTanbHaa NPOBEPKa FEHOB Ha onyxonecneunpuyHocTb ¢ nomoubio MLUP Ha naHensax
KIAHK 13 onyxoneBbiX 1 HOPMaNibHbIX TKAHEN YenoBeKa

OnpeneneHne 3BONKOUMOHHOW HOBWU3HbI BbiIOpPaHHbIX FE€HOB C MOMOLWbIO MpPOrpaMm
HomoloGene.release68 n ProteinHistorian.

Ontummsaumna noaxona NGS ons onpefneneHns 4yucaa passiNyatoWnNXcs BUPYCHbIX BapuaHTOB B
aHanusnpyemom obpasue Ha OCHOBaHMM y4aCTKa reHoMa AJIMHOW, COOTBETCTBYIOLLEN MaKCUMaIbHON
annHe npoyteHus (400 n.H.). NccnepoBaHMs NPOBOAATCSA MO CAeayloWMM HarnpaBieHUsaM: -
onpegenieHne 4yBCTBUTENbHOCTU MeToda NGS ¢ To4kM 3peHusa obHapyXeHus peakux BUPYCHbIX
BAapWAHTOB B UCKYCCTBEHHO MPUrOTOBJIEHHON CMECU Pa3/INYHbIX KIOHUPOBaHHbLIX BapuaHToB B/Y- 1;
- npuMeHeHune noaxona «PrimerlD» (BBefeHUe Ciy4alHOro naeHTudukaTopa npu cmHtese KGHK)
A5 CEKBEHNPOBAHMA peasibHblX BUPYCHbIX BaPUAHTOB U OTCEUBAHUA MyTaLUiA, BO3HMKAOLWMX in Vitro
B pe3dynbTaTte [UP v cekBeHUMpoOBaHMA. - ONTUMU3ALNSA BbISBJIEHUA MyTauUn NleKapCTBEHHON
ycTon4ymsocTtu BUY-1 B reHe pol n onpeneneHme nopora 4yBCTBUTENLHOCTU MeTOAA.

Pa3zpaboTka M ycoBepleHCTBOBaHNE OMOMH(MOPMATUYECKUX METOAO0B aHasiM3a pe3ysibTaToB
rnyboKoro cekBeHnpoBaHua. ONTuMmM3aumnsa aHanmsa rannoTmnos BUY-1 Kak BHYTpu MHAMBMAA, TakK
n nonynaumn. CpaBHeHNE N3BECTHbIX METOLOB OLIEHKW FeHeTUYeCKoro pasHoobpasusa sBupyca u
noabop oNTMManbHOrO MeTo4a AN Kaxx4oro reHa B/Y-1

OCHOBHble NapTHepbI

YHIY "BrnomeanumHckum ueHTp"; ®ryn "rocHU 046" ®MBA Poccumn; AOHUT



