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Ha ceropnsmnmii jeHb BhICOKOIIPOU3BOIUTEIbHBIE TEXHOJIOIUN CEKBEHUPOBAHUS TIO3BOJIAIOT
reHepUpOBaTh OIPOMHBIE MacCUBbI MH(MOPMAIUN O reHeTuvdeckKux Bapuarusax. OHaKo UMEHHO
HHTEPIpeTaIis STUX JAHHBIX PEJICTaB/IsIeT CO00 OCHOBHYIO CJIOYKHOCTD JjIsi 9 (DEKTUBHOTO
ucnosib3oBanns nosydernoil RNASeq-undopmarm. W aentudukanusa Bapuarmit (Hampumep,
eIMHIYIHBIX AMIHOKHUCJIOTHBIX 3aMEH U MPOJYKTOB ATbTePHATUBHOTO CILIANCHHTA ), aCCOIUIPO-
BaHHBIX C PA3JIMYHBIMU OOJIE3HAMU, SIBJISETCA ropas3io Oojiee CJIOXKHON 3a1a4eil.

o HacTodIero BpeMeHn OJIHUM U3 HanboJee PacIpOCTPAHEHHBIX METOJIOB N3yYeHUS €JI1-
HUYIHBIX AMIHOKHCIOTHBIX 3aMeH fABJIsIach shotgun-macc-criekrpoMerpust. Pazpadoranublit He1aB-
HO MacCC-CIIEKTPOMETPUYIECKUIT METOJ MOHUTOPHHIa MHOXKecTBeHHbIX peakimii (SRM, selected
reaction monitoring) npejcrapiisier coboil MEPCIEKTUBHYIO aJIbTePHATUBY Jjisi TOYHOTO KOJIH-
YECTBEHHOI'0 aHan3a 6eakoB. CIeLyonM 3a CEKBEHIPOBAHUEM IIIArOM SBJISETCS COOTHECCHHE
MaCC-CIIEKTPOB IENTUIOB OEJIKOB ¢ COOTBETCTBYIOIIUMU OHKO-aCCOITMUPOBAHHBIMUA HYKJICOTHU/I-
HBIMU MYTAaITUSMU, CBEJIEHUs] O KOTOPBIX IMOJTYyYeHbI ¢ TIOMOIIBIO TEXHOJIOTUI CEKBEHUPOBAHUS
HOBOT'O TIOKOJIEHUSI.

Pazsurne MeTOooa SRM JJId JeTEKTUPOBaHUA IIPOJYKTOB aJIbTEPHATUBHOI'O CILTaliCMHIa WNJIN
OEJIKOB C CINMHNYIHBIMHA aMWHOKHNCJIOTHBIMHU 3aME€HaMI Tpe6yeT cepun MacCC-CIIEKTPOMETPHUIECKHUX
IKCIIEPUMEHTOB, COIIOCTAaBJICHHBIX C pe3yJ/IbTaTaMi CEKBEHUPOBaHUA HOpM&JIbHOfI n OHYXOJIQBOﬁ
TKaHH.

BuounndopmalinoHHbIil ITPOTOKOJI HAIIIET'o MCCJIe0BAHUsT BKJIIOYAJ CJIEYIONINe STallb:

1) CekBennpoBaHIe T€HOMOB HOPMAJIbHON TKaHU IedeHH u Kjerodnoit jsuanu HepG2 Ha
mwrardopmax SOLID u Illumina

2) O6paboTka MpouTeHnit U UX KapTUpoBaHUe Ha PedepPEeHCHBIN TeHOM

3) OT6op BApUAHTOB HYKJICOTHIHBIX TTOCIEI0BATETLHOCTEH, OTIMIAIONIIXCS OT pedbepeHCHO-
ro reHoMa

4) Tlonck n aHHOTAITHST OJJHOHYKJICOTHIHBIX TTIOJUMOPMI3MOB
5) [Mounck HOBBIX crutaiic-hopM TPAHCKPUIITOB U GEJIKOB

6) Nnentndukanns yHUKAJIBHBIX HENTHIOB, MPUTOJHBIX JJIsi MACC-CIEKTPOMETPUIECKOTO
aHaJIN3a

B cumy cTpormx orpaHndeHnit Mo YHUKAJIBHOCTU U JJIMHE UCCIIeyeMbBIX MEeNTUIOB YIAJI0Ch
JIOCTUTHYTH JECATUKPATHOTO YMEHBIIEHUs SKCIIEPUMEHTAIbHOIO IIysa: Jijisd OeJIKOB UCCerye-
Mo#t xpomocombl 18 obnapyxken 101 BapuaHT aMUHOKUCIOTHOTO mojuMopdusMma, s 49 us
HUX TI0J00PAHbI IPOTEOTUITNYECKNE TENTUIbl. BbLIO BbISB/IEHO 25 HOBBIX, HE AHHOTUPOBAH-
HBIX paHee CILIafic-BapHaHTOB OEJKOB XPOMOCOMBI 18 (mofaBiistioriiee GOIBIIMHCTBO KOTOPBIX
[PEJICTaBIEHO B PAKOBOi KieTouHoi juHuu). [ng 24 u3 Hux mogo0paHbl MIPOTEOTUIINIECKHE
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IIeIITU IbI.

B pamkax nanpHeiinero uceseoBanus manupyercs nposectu MS/MS-anaims BapraHTHBIX
MIPOTEOTUITMIECKNX MTEIITHIOB M COOTBETCTBYIONIUX KAHOHMIECKNX (POPM C M30TOITHBIMEI METKa-
M 1 pazpaborarh mnmporokos SRM-anaanza B OMoormdIecKux odopasiiax, KOTOPbIH MTO3BOJIUT
IPOSCHUTD POJIb €IMHUIHOTO aMUHOKHC/IOTHOI'O MOJUMOP(MU3Ma U aJbTePHATUBHOTO CILIaii-
CUHTa B IIPOIECCe KaHIEPOreHes3a.
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