OT3bIB
o(UIMATEHOTO OMIMOHEHTA Ha nuccepranuio Llenunosa SIkoBa AnekcanapoBuda
«Pa3paboTka 1 npUMEeHEHNE HOBBIX MOJIEICH B MTOJIHOTCHOMHOM aHAJIM3€ aCCOIUALIUii,
MPEACTABICHHYIO HAa COMCKaHUE YUYEHOM CTETNICHU KaHIuaaTa OMOJIOTHYECKUX HAYK 110

cuermmanbHocTd 03.02.07 — reHeTHKA

AKTyaJlbHOCTh  HccjeaoBaHusa.  [IpoGiemMa  reHeTHYECKOro  KapTUPOBAHUS
MHOro¢akTopHbIX 3a0oneBanuii (M®3) U clI0KHOHACIENYEMbIX MPU3HAKOB SIBIISIETCS OJHOU U3
BOKHEUINMX M aKTyaJbHEHINMX 3a1ad COBPEMEHHOM TI€HETHUKHM 4desoBeka. Hecmorps Ha
BIICUATIIAIONIMI Tporpecc B 00dacTd pa3pabOTKH HOBBIX METOJOB T€HOTHUIIMPOBAHHS
(Ouonornyeckue MHUKPOYMIIBI Ha COTHM ThICSY M MWJUIMOHBI MOJMMOP(HBIX MapKepoB,
MOJIHTEHOMHOE U TOJHO’K30MHOE CEKBEHMpPOBAHHME) U B 00JMacTH OMOMH(OPMALMOHHBIX U
FCHETUKO-CTAaTHCTUYECKUX IMOJXOJ0B K aHaiau3y Oonbimmx MaccuBoB jganHbix (big data),
COBpEMEHHAasi HayKa HE MOXET II0XBacTaTbCsl CKOJIb-IMOO BCEOOBEMIIIOUIMM 3HAHUEM
TeHETUYECKUX OCHOB PpACHpPOCTPAHEHHBIX OO0Ne3HE W UX SHA0(PEHOTUIOB (CBA3AHHBIX C
MaToreHe30M 3a00JIeBaHMsl KOJIMYECTBEHHBIX MPU3HAKOB). JTO XOPOIIO UILTIOCTPUPYET (PeHOMEH
TaK Ha3bIBAEMOM «YNYIIEHHON (WM «IOTEPSIHHOW», KaK HAa3bIBAET €€ aBTOP JUCCEPTALUH),
HACJIETyeMOCTH», KOTOPBIH 3aK/II0YaeTcs B TOM, YTO JIMIIb HEOONbIIas 4acTh HACIEIyeMOU
KOMIIOHEHTB TOro wid uHOro M®D3 wiM Apyroro CIOXKHOTO TpU3HAKA MOXKET OBITh
aTpuOyTHPOBaHA K U3BECTHBIM T'€HETUYECKUM JIOKycaM WJIM Mapkepam Oosie3HH. OOBIYHO J10JIs
FEHETUYECKON H3MEHUMBOCTH, OOBSCHSAEMas BBIABIEHHBIMU B XOJ€ aCCOLIMAaTUBHBIX
MCCJIEI0BAHUI MapKepaMH WK JIOKycamu, He mpesbimaeT 10%.

bonee Ttoro, mpakTuueckas LEHHOCTb I'€HETUYECKHMX MApPKEPOB, ACCOLMMPOBAHHBIX C
HOPMaJIbHBIM WJIM MaTOJIOTUYECKUM CJIOXKHBIM (PeHOTUIIOM (0O0J€3HbIO) A JUArHOCTUKU WIIH
IpeJICKa3aHusl pUcKa pa3BUTHUS OOJIE3HM MOKa HE MOYKET KOHKYpPHUpOBaTh C TPaJWLMOHHBIMU
KJIMHUYECKUMHU, MapaKIMHUYECKUMU UM aHAMHECTUYECKMMU JaHHBbIMU. Tak, aBTOp MPUBOJIUT
IIpUMEpP 3aBUCUMOCTH pOCTa JETeH Ha OCHOBE pOCTa POJUTENIEH, KOTOPBIA OKa3bIBAETCS
3HAYUTEIbHO 0OJiee TOYHBIM MPEAUKTOPOM, YeM MpecKa3aHHEe Ha OCHOBE MHOTOJIOKYCHBIX
TE€HOTHUIIOB MO M3BECTHBIM M JIOCTOBEPHO ACCOLMHUPOBAHHBIM C 3TUM YPE3BBIYAMHO CIIOKHBIM
MPU3HAKOM T'€HETUYECKUM MapKkepaMm. Takas ke cUTyalusi XapakTepHa U JUisi MHOTO(aKTOPHBIX
3a0oneBanuii. Hampumep, ypoBeHb JMIHIOB KPOBH U COOTHOILICHHWE KOHLEHTpalMh  UX
bpakuuii sBiseTcss Oosyee HAaASKHBIM KPUTEPHEM pHUCKAa PA3BUTUS MIIEMUYECKOH OO0Ne3HU
cep/ila, YeM COBOKYITHOCTh aCCOLIMUPOBAHHBIX € 3a00JI€EBAHUEM I'€HETUYECKUX MAapKEPOB.

[IpobnemMa «ymyImieHHOW HACIEAyeMOCTH» | IYTH €€ PEUIeHUs IHUPOKO 0O0CYKIAI0TCS B

Haquoﬁ JIMTCpaType. )41 CpCau MHOXKCCTBA BO3MOIKHBIX TpaeKTOpI/Iﬁ ABWXKXCHUSA K €€ PCHICHUIO



0coboe W Ype3BBIYAITHO BaXKHOE MECTO 3aHMMAaeT pa3paboTKa HOBBIX METOJOB aHajIu3a
acconanuid. JlefcTBUTENbHO, OONBIIAsg YacThb MMEIOMIMXCS B JIMTEpaType MAAaHHBIX IO
NOJHOTEeHOMHOMY aHanu3y accoumanuii ([IAA) mnomyuena Ha 06a3e  HCHOJIB30BAHUSA
aJJIMTUBHBIX MOJEJNIeH HaclleJOBaHUsI, KOTOPbIE OTHIO/Ib HE BCETJa OTPa)KaloT OMOJIIOTUYECKYIO
peasibHOCTh. B cBsizu ¢ 3TUM auccepranuonHoe ucciaenaosanue llenunosa f.A. «Pa3zpaboTka u
IIPUMEHEHNE HOBBIX MOJIEJIEH B IOJHOTEHOMHOM aHAJIU3€ acCOLUAINil», ABJIAETCS YpE3BbIYAITHO
aKTyaJbHBIM U 00JIaJ]aeT HAYYHOH U MPAKTUYECKON HOBU3HOM.

CreneHb 000CHOBAHHOCTH M /JI0CTOBEPHOCTH MOJYYEHHBIX HAYYHBIX MOJIOKECHUN U
BbIBOJ0OB, C(OPMYJHPOBAHHBIX B JUCCEPTALMH, HX JOCTOBEPHOCTH M HOBH3HA.
OOGOCHOBaHHOCTh TOJOXKEHUH auccepTanoHHONM pabotel S.A  LlenmwioBa o0ycioBieHa
aJeKBaTHOW 1LIENbI0 M 33JayaMU HUCCIIEIOBAaHUS, COBPEMEHHBIMU METOJaMH, OOJbIINMU
MacCHBaMHU JAaHHBIX, HCIOJB30BAHHBIX [UIsl pa3paOOTKU M MPOBEPKH MPEACTABICHHBIX B
UCCJIEOBAHUM HOBBIX METOJOB IIOJIHOT€HOMHOro aHanu3a accouuauui. [lonoxkenus,
BBIHOCUMbBIE Ha 3alllUTy, U BBIBOJABI MCCIIEOBaHMUSI OOOCHOBAHbI U BBITEKAIOT W3 MaTE€pHalIOB
JICCEepTaLUH.

Hayuynasi HOBH3HA mHcCC/IeI0BAHUSI 3aKIIOYaeTCs B TOM, 4YTO B paloTe BIEPBBIC
MPEAJIOKEHbl METOJIbl T'€HOMHOIO KOHTPOJS U TOJHOI€HOMHOIO aHajli3a accoluanui ¢
UCIIOJIb30BAHUEM HEAJJIUTUBHBIX MOJENEH HacleJOBaHUs, BBISBIECHbI HOBBIE MAapKephbl,
aCCOLIMMPOBAHHBIE C KOHLEHTpALMENH HEKOTOPhIX META0OIUTOB B CHIBOPOTKE KPOBU YEIIOBEKA,
JEMOHCTPUPYIOIIME HEAJAUTHBHBIE MEXAHU3MBl B COCTaBE€ TIE€HETUYECKOM KOMIIOHEHTBI
CJIO’KHBIX ()EHOTHIIOB.

3HaueHHe BBHIBOJAOB U MOJIOKEHHH PadoThI VI HAYKH M NMPAKTHUKH 3aKJIIOYAETCs B
TOM, YTO TOJY4YEHHbIE PE3yJbTaThl PACIIUPSIOT IPEACTABICHUS O TMOJUT€HHOM KOHTpOJIE
CJIO’KHOHACIIETyEMBIX IPU3HAKOB; MpeJIaraloT HOBbIE MM CYIIECTBEHHO MOIUGHUIIMPOBAHHBIE
MOJXO0/bI K aHAJIN3Y JAaHHBIX MOJHOT€HOMHOI'O MTOMCKA acCOLMAIMM B paMKax 0oJjiee IUpPOKOro
CIIEKTpa MOJIeNIeH allJIebHBIX B3aMMOJICUCTBHM; pa3pabOoTaHO MTPOrpaMMHOE OOecTeUeHHeE,
peanusyrolee MeTo bl FTEHOMHOTO KOHTPOJIS JJI HEeaJMTUBHBIX MOJIEIeH HaclIe10BaHUsl.

Ounenka coaep:xkanusi auccepranmu. JluccepranumonHas pabGora odopmieHa B
TPaJUIIMOHHOM CTHJIE C coOJItoJieHHeM TpeOoBaHMi Beiciiell aTTecTallMOHHON KOMHCCHU
Poccuiickoit denepannu. uccepranus nznoxeHa Ha 101 cTpaHuile MalIMHONMMCHOTO TEKCTa U
comepxkuT pazaensl  «OrnaBiaeHue», «Crucok cokpamieHui», «O030p JIUTEpaTyphbI»,
«Marepuansl U MeToab»,  «Pesymbrarhly, «OO0cyxkneHue», «3akiodeHue», «BBIBOIBIY,
«Cnucok nuTeparypbl». JlONOIHUTENBHBIE MaTEpUalbl HCCIEAOBAHMS MpEACTaBIEHbl B 4

npuinoxeHusax. Crucok aureparypsl BKIro4aeT 110 HCTOYHUKOB.



Bo BBeneHue npeacraBieHa aKTyaJbHOCTb  HMCCIECNOBAHMS, pACKpbITa CTEIICHb
pOpabOTaHHOCTHU TEMBI, CPOPMYIMPOBAHBI 1IETb U 334a4l PAOOTHI, IPEACTABICHBI MOJOKCHHS
0 HAy4YHOM HOBU3HE U HAyYHO-IIPAKTHYECKOU LICHHOCTH UCCIIEIOBAaHUA. PaCKpBIT JIMYHBIN BKIa
aBTOpa, C(GOPMYJIMPOBAHbI IIOJOXKEHUS, BBIHOCHUMBIE Ha 3aIIUTy, OXapaKTEPHU30OBAHBI
nyOimKanuy 1no teme aucceprauuu. GopmMynupoBKa el padoThl KOPPEKTHA U COOTBETCTBYET
COJICPKAHUIO MCCIEIOBAHUSA. 3a/1aui JIOTHYHO BBITEKAIOT U3 1esu paboTel. CleayeT OTMETHTb,
yro MHpopManuu o0 ampodanuu paboThl Ha HAyYHBIX (popymMax (a TakoBas, Kak CIEIyeT U3
aBTOpedepara U crnucka myOIMKanui, IpoBeieHa B paMKax 4 MeXAYHapOIHBIX KOH(pepeHIUH
no OuonH}pOpMATHKE, MAaTEeMaTHYECKOW TE€HETUKE ¥ BBHIYUCIHUTEIBHOW WHXKCHEPUH) HE
IIPUBE/ICHA.

I'maBa «O030p MUTEPATYpH» CONEPIKUT KPATKUIH aHAIH3 COBPEMEHHBIX MPEICTABICHUH O
TFEHETUYECKOM SNHMIEMHOIOIHH, METOJaX TIE€HETHMYECKOro KapTUPOBaHMUs (HEHOTUIIMUECKUX
IIPU3HAKOB YEJIOBEKA C AKLUEHTOM Ha IOJIHOICHOMHBIM aHAIU3 ACCOLMALMM, XapaKTEPUCTUKY
MoJienell HeaaIMTUBHBIX () (EKTOB IeHOB M IMOAXOJ0B K reHOMHOMY KoHTpoiio B I[I'AA. B
0030pe JIuTeparypbl aBTOPY yJAJI0Ch HAWTH XOPOLIMM OaJaHC MEXy KPaTKOCTbIO, YETKOCTbIO U
SCHOCTBIO W3JIOXKEHHUS, C OJAHOH CTOPOHBI, U OOOCHOBAHHOCTHIO M TOJHOTOM HMH(OpMaIuy,
OCHOBAaHHOM Ha aHaJgM3€ COBPEMEHHOIO COCTOSHHUS MCCIIEIOBaHUNW B O0JIACTM aHaIn3a
accouualui, ¢ Apyrou.

MHue kaxetcsi, 4TO 0030p JIUTEpaTyphl B HECKOJIbKO PACIIMPEHHOM BHJI€ MOT ObI OBITH
oopMIIeH B OTZAEIbHYIO 0030pHO-METOIMYECKYIO MyOIMKalMi0, OPUEHTUPOBAHHYIO, MpPEX/e
BCEro, Ha MOJIOJBIX HCCJIENOBATENIEH - F€HETUKOB U KIMHUIMCTOB B HEJNOCTATOYHOM CTENECHU
3HAKOMBIX C METOJIUYECKMMH OCHOBaMH aHaim3a accoruanuii v I1I'AA, B vacTHOCTH. DTO OBLIO
OBl 0COOEHHO aKTyaJIbHBIM C Y4E€TOM HEJOCTaTKa COOTBETCTBYIOIIEH JIUTEpaTypbl Ha PyCCKOM
A3BIKE.

O0630p nuTEpaTyphl aBTOP HAYMHAET C CaMbIX KOpPHEH T'€HETHYECKOW SMHJIEMHOJIOTHH,
KOTOpBIE, KaK U MCTOKU MOYTH JHOOON COBpPEMEHHOW HAyYHOW AMCLMUIUIMHBI, MOXHO HAlTH B
aHTUYHBIE BpeMeHa. ABTOp CChUIaeTCs Ha BO33peHusa [ unmokpara, Apucrorens, JIeBeHryka,
[Tactrepa u Koxa. Ecnu aBTOp mosb3oBaiicsi IEpBOMCTOUHUKAMH, TO UX CJI€J0BAJO Obl MPUBECTU
B CHHUCKe JuTepaTypbl. Eciau uHpOpMamus o B3IJsfAax MPEALlIECTBEHHUKOB COBPEMEHHOU
TeHEeTUYECKON AMUAEMUONIOTUH Oblla MOYepIHyTa U3 HMCTOPHUKO-O0030pHBIX paboT, TO CTOUIIO
COCIIaThCsl Ha 3TH pabOTHI.

I'maBa «MaTepuaibl 1 METOABD COACPKUT UH(OPMAIIMIO O BBIOOPKAX, UCIOJIb30BaHHBIX
B HCCIIEJJOBAHMM M METOJAX, MCIOJB30BAaHHBIX A MOJEIMPOBAHUS M CUMYJSLUU JAHHBIX,
METOJI0B, IPUMEHEHHBIX JJIsl TeCTa KOJOMHUHAHTHON MOJENH, MTOMCKA HEAAIUTUBHBIX 3P PEKTOB

T€HOB U ITOJITHOTCHOMHOT'O aHaJIM3a aCCOIHAITH. HCCJ’IG}IOB&HI/IG IMPOBCACHO HA CUMYJIAIUOHHBIX



JAaHHBIX U PEAIbHBIX TAHHBIX TPEX KPYMHBIX MEKTyHapoaHbIx uccienoBannii — ERF, KORA u
TwinsUK. Tlouck HeaaauTuBHBIX S(PPEKTOB TE€HOB B (HOPMHPOBaHMM KOHIEHTpamuu 151
MeTabouTa CHIBOPOTKA KPOBH OCYIISCTBISICS Ha JaHHBIX KoHcopumyma KORA. OOmmumii
00beM peabHbIX HaHHBIX (Oomee 5000 MHAMBHIOB, MPOreHOTUIHPOBAHHBIX 10 300 ThIC. — 1.7
MIIH. OJHOHYKJICOTHUAHBIX MapkepoB (SNP)) — mnpexacraBiasier co0oif OrpOMHBIH  MacCHB
TEHOTHIIOB, KOTOPBIM MPEJOCTaBIAET IIMPOKOE TIOJNe Ui TECTHPOBAHUS U amnpoOaiuu
pa3pabOTaHHBIX B UCCIIEIOBAHUN METO/IOB M ITOUCKA MapKEPOB C HEAIUTUBHBIMU 3 dexramu.

JUis aHanM3a CHUMYJIHMPOBHHBIX W peajbHBIX JAHHBIX B IOJHOMCHOMHOM ITOHCKE
accolyanui HMCHOJB30BAINCH CTAaHJAPTHBIE COBPEMEHHbIC IOAXOJbI, aJeKBAaTHbIE O0bBEMY
JAHHBIX W 3a7adaM ucciefoBaHus. COBPeMEHHOCTh BBIOPAHHBIX METOJIOB, MX COOTBETCTBHE
MIOCTABJICHHBIM 3a/1a4aM, OO0NbIION 00BEM BBIOOPOK, MPOT€HOTUIHUPOBAHHBIX MAapKEpOB U
MeTabonuueckux (EHOTUIIOB TMO3BOJIIET HE COMHEBATHhCS B pPe3yabTaTaxX HCCIENOBAaHUS U
BBIBOJIaX pPaOOTHI.

I'maBa «PesymbraTel» mpenctaBieHa Ha 21 cTpaHWIe W COICPKHUT JBa pasfena,
MOCBAIICHHBIX METOAAaM T'€HOMHOTO KOHTPOJSI M MOWCKY HEaJAUTUBHBIX 3((PEeKToB reHoB Ha
MeTabonomMe ueroBeka. B mepBoil uyacTH riaBbl OMHCAaHBI MMOJIyY€HHbIE B pabOTe METOMbI
T€HOMHOTO KOHTPOJS TpH TOJHOTEHOMHOM aHanmu3e accouuanuil. CyThb MOJIyYEHHBIX
pE3yABTATOB 3aKIIOYACTCS B MOJYYCHHH AHATMTHYECKHX BBIpAXKEHUH (akTopa WHQIAIUH
TECTOBOW CTaTHCTUKU JUI PasHBIX MOJENEH HacieqoBaHWsA. 3HAYMMOCTH 3TOTO pe3yJbTara
0o0yCraBnuBaeTCsl T€M, YTO TMPEUIOKEHHBIE METOJbl MO3BOJSIOT MPOBOAUTH CTATHCTUYECKUE
tecthl Tipu [I['AA s Ar00BIX BapUaHTOB aJIeIbHBIX B3aUMOJICHCTBUM, HE OTPaHHUYMBAsACH
QJJINTUBHBIMH, YTO 3HAYUTEIILHO pacIIupsieT WHPOPMATUBHOCTH TOJXOJOB, MPUMEHSEMBIX B
[I'AA. TlonydeHHbIE B 3TOM pas3zeiie pPe3yNbTaThl SBISIOTCS HOBBIMH, OPHUTHHAIBHBIMH M
007aal0T TMEePCHeKTUBOM WX AaCCUMWISIIMM U JalbHEHIIero HCIONb30BaHUS HAay4YHBIM
COOOIIECTBOM.

Bo Btropom paszmene r1inaBel «Pe3ynapTaThl» MPEACTABICHBI HWTOTH  ampoOaIuu
pa3paboTaHHBIX METOJIOB B MCCJIEIOBAHUU ACCOIMANNN C METa0OIMYECKUMH TTOKA3aTeNIsIMU Ha
JAHHBIX KPYIMHBIX MEXIYHAPOIHBIX MOMYISIIIMOHHBIX HCClenoBaHuil. beuio oOHapyxkeHo 23
MapKepa, acCOIMMPOBAHHBIX HA TMOJHOTCHOMHOM YPOBHE C TMOKa3aTrelnsMu MeTaboioma
4enoBeka. 4 W3 HHUX JEMOHCTPHPYIOT Haimdne 3((EeKTOB HEAIIUTHBHBIX B3aMMOICHCTBUIA.
Hanee 17 accoumaumii (Bkitouas 3 Mapkepa C HEQJIUTUBHBIMH 3(dextamu) Obuin
PEIIMIMPOBAaHBl HAa HE3aBUCHMOI BBIOOpKE. DTOT pazfen paboThl KpOME TOTO UYTO SIBIISETCS
JeMOHCTpanueld paboTOCHOCOOHOCTH W MPUMEHUMOCTH pPa3paboTaHHBIX B JAHUCCEpTalMU
METO/IOB aHaJM3a acCOIMalWi, YTO SIBIBIIOCH €r0 TJIAaBHOM 3ajadeil, UMeeT W DPSIl APYrux

BaXHBEIX OCOOEHHOCTEM. BO-HCpBI)IX, YaCTb aCCOLUMHUPOBAHHBIX C METa00INYECKHUMU



(dbeHoTUIaMu JIOKYCOB BBISIBICHA B paboTe BriepBbie (acconnanus B [II'AA na manasix KORA He
ObUIa MMOoKa3aHa B MPeIbIIyIMX paboTax Mo 3TOMY MAacCUBY JaHHBIX). BO-BTOPBIX, B HEKOTOPOI
CTETIEHU pEe3yJIbTaThl Pa0OThl MOXKHO CYHMTATh WLIIOCTPAIMA BO3MOXKHOTO COOTHOIICHUS
aIIUTUBHBIX M HEAAJUTHBHBIX A(PGEKTOB B HACIEICTBEHHOH KOMIIOHEHTE HEKOTOPBIX
KOJINYECTBEHHBIX IPU3HAKOB YEJIOBEKA, SBJISIIOIIUXCS ASHIO0(DEHOTUIIAMH PACHPOCTPAHEHHBIX
MHOT0()aKTOPHBIX 3200JICBaHUN.

B kpatkom pazgene «OOCyXIeHHE», KOTOPBIH H3JO0XKEH Ha 8§ CTpPaHUIAX aBTOP
OLICHUBACT pe3yJbTaTbl JAMCCEPTALMOHHOIO MCCIIEOBAHUS B KOHTEKCTE COBPEMEHHOI'O
cocTosHusl aHanuThueckoro ammapara IIAA u oOcyxkaaeT NPUMEHUMOCTb aJJUTHUBHBIX U
HEaJJIUTUBHBIX MOJEJeH B aHajM3€ JaHHBIX, T€HEPUPYEMbIX COBPEMEHHBIMU «OMHKCHBIMI
TEXHOJIOTUSIMH.

B «3akmoueHnn» aBTOp MpelesbHO JIAKOHMYEH U (OPMHUPYET 5 OCHOBHBIX ITYHKTOB,
OTpaKaroIIMX HauloJiee BaKHbIE Pe3yJbTaThl MCCIIEeI0BaHUSA. BBIBOIbI COOTBETCTBYIOT LIEJIU U
COJIepKAaHNIO0 PAabOTBHI, OTPAKAIOT OCHOBHBIE PE3yJbTAThl HCCIEAOBAaHUS, CHOPMYITHPOBAHBI
KOppPEeKTHO. B kadecTBe MOKeNaHWS MOXXHO OTMETHTh, YTO XOTEJIIOCh OBl BHJIETH JIydllee
COOTBETCTBHUE CTPYKTYpPhI BBIBOJOB CTPYKTYpE 3ajiau.

OcHOBHBIE DPE3y/NbTaThl HCCIIEAOBAHUS MOJHOCTbIO OTPa)KEHbI B Hay4yHOW medatu (6
neyaTHeIX padoT, BKJIrOUYas 2 CTaThU B KypHanax, Bxomsamux B Web of Sciences u 4 Te3ucos
MEXIYyHapoaHbIX KoH(pepenmuii). Copnepkanue apTopedepara COOTBETCTBYET OCHOBHBIM
pa3zenaM M TOJOXEHHUSMH JTUCCEPTALMOHHOM paboThl. TeKCT aMccepTaluM JO0CTaTOYHO
WITIOCTPUPOBAH PUCYHKaMH, a JaHHbIE - TaOJIUIIaMHu.

B xonme 3HakoMcTBa ¢ pabOTOW BO3HUKIIO HECKOJIBKO BOIPOCOB IO HCCIEIOBAHUIO,
KOTOPBIE HOCST XapaKkTep MUCKYCCUU M HE SBISIOTCS YKa3aHUEM Ha HETOCTATKU PaOOTHI.

1. Yem oObscHseTCA TOT (akT, YTO MPU MPOBEIEHHOM B paboOTe MOBTOPHOM aHaIM3e
MaccHMBa JaHHBIX, yXe mojseprabuierocs ananu3y panee (KORA), Obuii BBISBICHBI HOBBIC
accolallii ~ TEHETHYeCKMX  MapKepoB €  METa0OIMYeCKUMH  IIOKa3aTelisiMH,  HE
3aMKCUPOBAHHbBIE paHee?

2. YuutbiBas pe3yibTaThl OMCKA HEAJJUTUBHBIX 3((EeKTOB Ha MeTaboI0Me YeloBeKa U
MHEHHE aBTOpa O HEBBICOKOW CTENEeHH HEAJJAUTUBHOCTH TEHETHMYECKOrOo KOHTPOJIS
KOJIMYECTBEHHBIX TPU3HAKOB, BBISBISIEMBIX «OMHKCHBIMHY» TaHHBIMH, Kakue (DEHOTHITHI,
aHAJTM3UPyeMbIe METOaMH MTOJIHOTEHOMHOTO aHAJIN3a aCCOLHMAINI, MOTYT TPEACTaBISTh COO0H
pe3epB s IOMCKA «YMYIIEHHON HACIeyeMOCTI ITyTeM aHaIn3a HeaJIUTHBHBIX AP HEeKTOB?

3. IlockOaBKY CTPYKTYpHBIA aHalW3 TeHOM-()EHOMHBIX OTHOLICHHHA B (POPMHPOBAHUU
NPU3HAKOB dYeloBeKa (MpeXae Bcero, Ooye3HeH W WX DHIO(PEHOTHIIOB) TEPEXOAWUT Ha

TEXHOJIOTHU MACCOBOI'0 MapalyiICJIbHOI0O CCKBCHUPOBAHHA, W YUUTBIBAA 6OJ'H)H_IYIO BEPOATHOCTH



BLIABJICHUS HEAJIMTHBHBIX B3aMMOJICHCTBUM IpPH aHaIW3€ TECHOINO HEPaBHOBECHS IIO
CIETJIEHHIO HA JAaHHBIX C BBICOKHM reHoMHbIM MOkpbiTHeM (MPS/NGS) BosHmKaeT BOIPOC -
HACKOJBKO MPHUMEHUMBI pa3pabOTaHHBIE MOJEIH i MOJHOTCHOMHBIX HIIM IOJHOIK30MHBIX
JIAHHBIX, @ HE JUIs JAHHBIX 110 OT/EbHBIM TOYKaM IeHoMa?

3akmouenue. JluccepranuoHHas pabora enunosa SlkoBa AJeKCaHAPOBHYA
«Pa3paGoTka M TPUMEHEHHE HOBBIX MOJENeH B IIOJHOTEHOMHOM aHAJIM3¢ aCCOLHAlMM»
ABJISETCH 3aKOHYCHHBIM CAMOCTOATENBHBIM HAyYHBIM KBAIM(HUKALMOHHBIM HCCIICOBAHHEM,
CONEPKUT HOBBIE HAYYHO-NIPAKTHYECKHE JaHHble B OONACTH TIEHETHKO-MAaTeMaTHYECKHX
MOIeJieii TIOTHOTEHOMHOTO aHAJIN3a aCCOIMALKi U MOJTHOCTBIO COOTBETCTBYET TPEOOBAHHSM II.
9 Tlonoxenus «O MOpsIKe MPUCYXKIEHHUs YUCHBIX cTerneHel» BAK Munucrepcrsa 00pa3oBaHus
u Haykn P® (Ilocranosnenwe IlpaButensctBa P® or 24 ceHtsiOps 2013 r. Ne842),
NpEeNbABISEMbIX K KaHIMJATCKHUM [UCCEPTALMsM, a €€ aBTOp 3acCily’XKMBACT MPUCYKACHUA

YYEHOM CTeTeH! KaHu1aTa OMOJOrHIECKUX HayK 110 CIEHHAILHOCTH 03.02.07 - reneruxa.
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HaGepesxnas p. Ymaiiku, 10.  http:/www.medgenetics.ru; Ten. (3822)512228; e-mail

vadim.stepanovi@medgenetics.ru
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