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Pedepar. Llesnp uccaegoBaHus COCTOUT B TOM, YTOOBI HA OCHOBE aHAJIM3a IEPCIIEKTUB Pa3BUTUA OUOMHPOP-
MAaTHUKHU ¥ OMUKCHBIX TEXHOJIOTUI 0O0CHOBATh U MPEJIOKUTH BOCIIPOU3BOJUMYIO BBIYUCIUTENBHYIO CPEAY IS
peanu3aliiii TUIIOBBIX 33/]a4 PabOThI C TEHETUYECKUMU MOC/IE0BATENBHOCTAMU U Pe3y/IbTaTaMU UX aHalIn3a B
Hay4YHBIX UCCIe[IOBAaHUAX U KIMHUYEeCcKo! MTpakThKe. MaTepuasaMy ¥ MeTOJaMHU MCCIef0BaHUA [TOCITYKIIN
JlAaHHBIE JINTEPATYPHBIX UCTOYHUKOB, OITUCAHUSA U3BECTHBIX TEXHOJIOTHH PAOOTHI C TEHETHYECKUMU MOC/IE0BA-
TEJIbHOCTSIMH, y4eGHbIE MaTeprasbl MUPOBBIX aBTOPUTETHBIX 00pa30BaTebHBIX OpPraHU3allUi, a TaKXKe Co0-
CTBEHHBIN OIBIT BHEAPEHUSA BOCIPOU3BOAUMBIX UCCIEOBAHUI B HAYYHYIO J€ATEIbHOCTb M MEAUIIMHCKOE 00-
pa3oBaHue. AHa/IN3 JTUTepaTypHbIX UCTOYHUKOB YKa3bIBaeT, YTO OTOPUHONIAPHUHTOJIOTHA XOTA 1 He HaXOAUTCA B
OCHOBHOM (OKYyCe UCCIeA0BAHNI I'eHOPEHOTUITMYECKUX aCCOIUAII U BHEIPEHUS TEXHOJIOTHI TIepCOHANTNU3U-
POBaHHOH (IIPELM3UOHHON) MEJUIIMHBI, OHAKO B 3THUX HUCCIEA0BAHUAX U TEXHOJOTHAX €CTh 0O BEKTHUBHAS I10-
TpebHOCTh. Peanu3arus 3TUX NOTpebHOCTEN OorpaHnYeHa OObEKTUBHBIM HEZIOCTaTKOM aKTYyaJIbHBIX KOMIIETEH-
LW MEAULIMHCKUX CIIEIUAIMCTOB B 061aCTH MHGOPMATHUKU 1 GMOMEAUIIMHCKOUN CTATUCTUKY, HEBO3MOXXHOCTHIO
OCBOUTH HOBBIE, TOCTOSTHHO pa3BUBAIOIINECs OMUKCHbIE TEXHOJIOTUU B YCJIOBUAX OTPAaHUYEHHOCTU BpEMEHHBIX
PECYPCOB, a TaK)Ke BBICOKUMU TPEOOBAHUAMU K BEIYUCTUTETBHBIM MOITHOCTAM. KpoMe 3TOro, B HEKOTOPBIX CIIy-
yasx, CyllleCTBeHHOe 3HaueHue /I PaclpoCTPAHEHHOCTH STHUX TEXHOJIOTUU B KIMHUYECKOU MIpaKTUKe MMeeT
HU3KasA CTaTUCTUYECKAs IOCTOBEPHOCTb FeHOGEHOTUITMYECKUX aCCOLMALINI, KOTOPasi OKUJIaeMO CTaHET ITPUeM-
JIEMOM TI0 Mepe YBeJIM4eHUsI 00beMOB U MacIITaboB HccieZoBaHuii. Pe3ynbraThl. B vccie[0BaHUY TIpeIOKeHa
MO/IeJTb, BOCIIPOU3BOZSAIIAS OCHOBHBIE 3JIEMEHTHI ¥ GYHKIIUU PabOTHI C TeHETHYECKON MHPOPMAIIUeH, TpeoKe-
HBI MHTETpHpOBaHHAasA porpaMMHas cpe/ia U coZiepyKaHre TUITOBbIX BEIYMCINUTENbHBIX 3a/la4: OT IIPOCTHIX OIle-
partuii ¢ reHeTrdeckuM nociefoBarenbHocTaAMU JJHK, PHK 1 aMUHOKUCIOT 0 KIMHUYECKON WHTepIpeTaruu
BapUaHTOB reHETUYECKUX IOCIeA0BaTeNbHOCTEN HHAMBUAYYMA. [IpeaioxkeHa obpa3oBaTebHass MOJEIb IPO-
11ecca, 1o KOTOPOU MOC/IEA0BATENbHO U3y4YaloTCsA PELIeHNs TUITOBBIX 3a/1a4 WIN «PeLelThl» 00pabOTKU reHeTH-
YeCKUX JaHHBIX. B Hell cIob3ytoTes efHasg TEPMUHOJIOTHA U JaHHbIe. [I1 peaausanuu 3ToN MOZeIu B OTOPH-
HOJIAPUHTOJIOTUH TTPEe/JIOKEHBI MPorpaMMHas cpesa R u mpoekT Bioconductor, mpeZiocTaBIsAONINN MHOKECTBO
OTZIeIbHBIX ITAKETOB I UCCIeZ0BaHUM B obnacT 6uonHpopmatrku. OH BKIOYAaeT HAOOP MHCTPYMEHTOB /IS
aHajaM3a YU IMOHMMAaHMS FeHOMHBIX JaHHBIX, aHHOTAI[UKM OHMOJIOIMYECKUX II0CAE0BAaTEIbHOCTEHN, a TaKKe caMK
SKCIlepUMeHTaIbHbIE JaHHBIE. B X071e nccieqoBanus pa3paboTaH obyuatomuii makeT mbioinf, cogep:xaruii ma-
Tepuasbl U TUIOBBIE PellleHUs 0 ollepaliaM C TeHeTUYeCKNMHU I0CyIe/loBaTeIbHOCTAMY B cpefie R: cos3zanue
R-00'b€KTOB T€HETUYECKUX TT0C/IeJOBATEBHOCTEN; CTATUCTYECKHH aHAIN3; TTAPHOE U MHOXKECTBEHHOE BBIPAB-
HUBaHUeE; IOMCK MOTHBOB U 3aKOHOMEPHOCTEH; paboTa ¢ pecypcaMyl reHeTUYECKUX aHHOTALIUM; OOHApYKeHHe
BapUaHTOB reHEeTUYECKUX TI0C/IeZIoBaTeIbHOCTE; TPOTHO3 BAUAHUA BApUAHTOB Ha aMUHOKUCJIOTHEIE ITOCIIeZI0-
BaTeJIbHOCTU U UX KJIVMHUYecKas UHTepIpeTanys. [lolydeHHbIe ¢ TOMOIIbIO 3TUX PEeleNTOB 3HAHUA 1 HaBBIKU
obecrieynBaroT IIOHUMaHWEe IPUYUH U CJI€ACTBUN BapHaIlii TeHETHYECKUX TI0C/IEI0OBATETbHOCTEN, BhIABIEHHE
reHOoGEHOTUITYECKUX acconuanuii npu JIOP-3aboieBaHUAX ¥ UX MPAKTHUYECKOEe NTPUMEHEHNE B CO3[aHUU WH-
¢$opMaTHUBHBIX IUaTHOCTUYECKUX TEXHOIOTHH.
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