OT3bIB OGULIMATBHOIO OIMIIOHEHTA
Ha JyccepTaloHHy0 pabory UekanuHa EBrenust BuranbeBrnya
«BusHue MUreHeTHYecKnx (PAaKTOPOB Ha pa3sBUTHE KMMYHOBOCHA/TUTE/IbHBIX
3a00/1eBaHUH KOXXH»,
Tpe/ICTaB/IeHHOM Ha COMCKaHUe yUYeHO! CTereH! KaHzu/ara OroIoruueCcK1ux Hayk I10
crietanbHoCTsiM 03.02.07 — reHeTuka, 03.01.09 — Maremarnueckas buosorus,
OronHbOpMaTHKa

PasBuTHE TeHOMHBIX TEXHOJIOTHH I103BOJIseT pelllaTh MHOKeCTBO 3a/ja4 Kak (yH/aMeHTa/Ib-
HOTO XapakKTepa, TaK U MeJJMIIMHCKHX 3a/iau. TpaJuiiOHHEIe TTOJXO0/IbI B U3y YeHUH 3abo/1eBaHUN
OCHOBaHbI, C OHON CTOPOHbI, HA M3y UeHUH My TaLkii, aCCOLMUPOBAHHBIX C 3a00/IeBAHIAMM
(GWAS), a ¢/ipyroii — Ha CpaBHUTE/IbHOM aHa/Ir3e SKCIPeCCHH FeHOB B 3/10POBbIX 1 60/IBHBIX
TKaHsX. B moceHe Bpems Bce Gosibliiee BHUMAHKE Y/e/IseTCsl U3y UeHHIO POJIU STTMIeHeTHIe CKHUX
hakTOpOB, TaKMX, Kak MeTWIHpoBanue JHK u Moau(HKaLy ITHCTOHOB, B Pa3BUTHH 3a00J1eBaHUM.
VIMeHHO 5Toi rpo6/iemMe U MOCBsiIljeHa TIpe/iCTaB/IeHHast JUCCePTALs, TIOCBALeHHAs U3y YeHHIO
BO3MOKHOM POJIM SMUreHeTHYe CKUX MOAU(HUKALMA B PA3BUTHH MMMY HOBOCIIA/TUTe/IbHBIX 3aboue-

BaHUU KOXKH.

PaboTa oCTpoeHa TPa/UIIOHHO Y HAYMHAeTCsl C KPAaTKOro BBe/IeHKs, KOTOPOe BBOJMT UMTa-
TeJIst B KPYT pacCMaTpUBaeMbIX Ipo6/ieM 1 (popMy/TMpyIOTCs Lie/u 1 3afauu pabotsl. [lanee npet
JUTepaTypHBIi 0630p. O630p COCTOMT U3 HECKOJIBKMX UaCTeH, KOTOPbIe OCBeLIal0T Pa3HbIe aCreKThbl
npo6/ieMbl. B 1iepBoit uacty 0630pa laHbl OCHOBHBIE CBEJIeHHs O TICOprase C MeJULIMHCKOW TOUKH
3peHMs — ONMCaHbl OCHOBHbIE (POPMBI 3a00/1€BaHMs, STIH/EMUOIOrHS, [TaTOreHes3, FreHeTHKa [ICOpH-
a3a. B yacTHOCTH, yKa3aHbl M3BECTHBIE Ha JJaHHBIA MOMEHT OCHOBHbIE FeHeTHYeCKHe MapKephl,
aCCOL[MMpPOBaHHBIe ¢ 3TUM 3ab0sieBaHreM. OT/ie/IbHBIM Pa3/ie/ioM HAET OIMcaH’e COBPEMEeHHBIX
Ipe/ICTaB/IeHHH O PO/ STIUIeHEeTHKH B Pa3BUTHH Tcopuasa. Bropast uacTb 0630pa IoCBsIjeHa Me-
XaHMU3MaM Pery/IsLK SKCIIPeCCHH TeHOB — PACCMOTPeHa SITUreHeTHYeCKas PeryJiALks SKCIPeCCHy.
IIpy 5TOM He PaCCMOTPEHBI JPyTHe MeXaHU3Mbl PEryJIsilUY — TakKe KaK Pery/siys C MOMOLLILI0
TPaHCKPUIIIMOHHBIX (hakTopoB. [lanee B 0630pe rprBe/ieHbl METO/Ibl aHa/IM3a TPAHCKPHUITTOMA,
MeTW/IOMa Y MHTepaKToOMa IICopHasa. B uacTHOCTH, yIIOMSIHY ThI MCC/Ie/IoBaHus AU(depeHLjaIbHON
skcrpeccuy Mukpo-PHK. Oco6Goe BHUMaHUe y7ie/IeHO NpebIAyIM PaboTaM I10 U3y YeHHIO
MeTH/IOMA TICOPHa3a 1 CBS3U SMUIeHeKTHKH C (ayTO) MMMYyHHBIM OTBETOM. B paszieste, OCBSIIeH-
HOM TICOpHa3sy TaKke OIHCAHbI U3BECTHBIE B HACTOsAII[ee BPeMs CUI'Ha/IbHbIEe KACKA/Ibl, CBA3AHHbIE C

TICOpPHa30oM.

Bropasi I1aBa MoCBsiiIjeHa OIMCaHHIO MCII0/Ib30BAHHbIX MaTePHUAsIOB M METOJ0B aHa/I13a.
ITepBele Tpu raparpada MocesiieHb! popManbHOMY OIMCAHHIO SKCIIePUMEHTa/IbHBIX TIPOLIEAYD,

TI0CJIe Uero OIMCaHbI IPOTOKOJIBI 06paboTKK JaHHBIX. HaumHas ¢ myHKTa 2.9 NpUBOAUTCS OIHCa-



HUe COOCTBEHHBIX MPOLIeAYP aHa/Ik3a JaHHBIX. Pa3paboTaHHbIe HOBbIE METO/IbI OCHOBAHBI Ha TTOCT-
poeHMH U aHa/u3e rpadoB reHHBIX ceTeil. B 0CHOBe aHa/M3a JIEXKUT BBIUMC/IEHHE B3aUMHOU HH-
dopmarmu auddepeHIranbHOM KCIIpeccuu U heHoTuna (60IbHOM-340POBBIN). Pe3yibraToM aHa-
n3a rpadoB reHHbIX CeTel C UCIT0/Ib30BaHHeM B3aMMHOM MH(OPMAL[UK CTPOSTCS Hanbostee uHBOp-
MaTHUBHBIE MTOArpadbl, KOTOPbIe, COOCTBEHHO U SIB/ISIOTCS OCHOBHBIM 00BEKTOM [ja/IbHeHIIIero aHa-

JIU3a. HJ’IH OLleHH CTaTUCTUUECKON 3HAUMMOCTH HCIT0/Ib30BaJICS nepMYTaLII/IOHHblﬁ TecT.

B pasgene «pe3ysbTaThl U 00CY’K/IeHHe» CHauasla IpUBe/ieHa 00IIiast cxema HUCC/IeI0BaHusl,
YTO 3HAYUTE/bHO obsieruaeT moHUMaHue paboThl. BaKHO yIIOMSIHY Th, UTO B paboTe HCI0/Ib30BaHbI
He TOJIbKO COOCTBeHHbIe JlaHHbIe, HO TaKyKe JIPyrHe JOCTYIIHbIe AaHHbIe 110 ricopuasy. Ha Bcem
MacCHBe JJOCTYITHbIX JaHHbIX OBbLIM ITPOaHaIM3UPOBaHbI MPOGUIIN FKCIIPeCCcH. B pesyssrare aHau-
3a Obu1a MosryueHa Oosbiiias Tab/mila (BbIHECEHHAS B IIPU/IOYKEHHE) TeHOB CO 3HaueHusIMU gudde-
peHLMaNbHOM 3Kcrpeccru. OfIHaKO, 0CTaI0Ch HEsICHBIM, KaK HHTEIPUPOBA/IUCH JIaHHBIE M3 Pa3HBIX
MCTOYHMKOB. KaK 1 0)KH/lanoch, CyljeCTBEHHYIO PO/Ib B Pa3BUTHHM 3a00/1€BaHUSI UTPAIOT TeHBI,

CBsA3aHHBIE C HMYHHOﬁ CHCTEMOﬁ, B YaCTHOCTH LMUTOKHHBI.

Manee B 3TOM pasziesie ObUIM PAaCCMOTPEHB! JaHHbIe 110 MeTWwiupoBanuio JJHK. OTMeueHo, uTo
cpey uddepeHIiaTbHO METHTMPOBAaHHBIX TEHOB eCTh TeHbI-Pery/IssTOpbl HUMMYHHOTO OTBETa a
TaK)Ke I'eHbl, CBA3aHHbBIE C perysisiiel MopdoreHesa u KieTouHou guddepeniuarmi. OTMeueHo
OTJIMYUHE IT0/Ty YeHHBIX Pe3Y/ILTATOB OT Pe3yJ/bTaToB JPYTHUX aBTOPOB, MOyYeHHBIX paHee, OIHAaKO

dHaJ/IW3 NPp-UUYKWH 3TUX pacxox(,qunﬁ AOCTaTOUHO ITOBEPXHOCTEH.

Bbu1 Tak)Ke 1poBe/ieH aHa/Iu3 BO3MOXKHBIX MHULLIEHeH TPaHCKPHUIIIIMOHHBIX (hakTOpoB. B 3TOM
aHa/IM3e MCII0/1b30BasICs pa3paboTaHHbINA aBTOPOM IOJXO0/ [TOKCKA oArpada ¢ MaKCUMabHOM B3a-
WMHOM 5HTpOIMeH. B pesy/bTare ObIT IOy UYeH CIIMCOK MHUILIEHeH. DTO CIUCOK Obl/I CPaBHEH C JlaH-
HBIMH 110 A depeHIaTbHOMY MeTHIMPOBAHHIO. YIUBUTEILHO, HO CITMCKH AU GepeHIMaIbHOo
METH/IMPOBAHHBIX JIOKYCOB U CITUCKU JuddepeHIranIbHO KCIIPeCCUPOBAaHHbBIX TeHOB UMEIOT OUeHb
HM3KOe IepekphIBaHKe (Ha ypoBHe C/Iy4aiHoro Iryma). ABTOP 0OBSICHSIET 9TO TeM, YTO MaJjo JaH-
HBIX, UTO BIIOJIHE BePOATHO. [Ipyroe o6becHeHHe 3aK/IFOUaeTCsl B TOM, UTO B3aUMO/eHCTBHe reHa-
PeryJisiTopa C MUILIEHBIO MOXKET ITPOMCXO/UTD Yepe3 [J0TOTHUTe/IbHBIX areHTOB, HalpuMep, Korza
OJJMIH F€H PeryJiMpyeT [Apyrou, KOTOPbIH, B CBOIO Ouepe/ib B3aUMOZEHCTBYeT C MUILIeHb. BbiT rpose-

[eH aHa/l13 BO3MO>KHOM TPaH3UTHUBHOCTH.

Haxkowrery, ectb pasjjesibl «3aK/II0UeHHe» U «BBIBOJbI», T7ie TIOBOJUTCS UTOT TIPOBEIEeHHOMI

paboThL.
Borpoce! 1 3amevaHusl.

1. Ha3spanue paboTel MMeeT JOCTaTOYHO OOLIMI XapakTep («...pa3sBUTHE UMMYHOBOCTIA-



JUTeNBHBIX 3a60/1eBaHMIH KOXKI»), B TO BpEMsl Kak paboTa [OCBSIILEHA UCK/TIOUHTETHHO

Ticopurasy.

B 0630pe c6ura Hymepariust paszenos. B uacTHOCTH ecTh /1Ba paszgena c Homepom 1.2: «1.2.
MexXaHH3MbI pery/nsLym KCIpeccu reHoBy», «1.2. Mccieosanus TPaHCKPHUIITOMA, METH-

JIOMa ¥ MHTepaKTOMa I1ICOpH1a3a»

B 0630pe B pa3jiene po peryJisiuio SKCIPecCHu FeHOB COBCeM He paccMoTpeHa peryssius
€ MOMOIIbI0 TPAHCKPUITIMOHHBIX (PAKTOPOB, MU TOM, YTO B CaMOH paboTe 3TOMY I10CBSI-
L{€HO MOBO/IEHO MHOTO MaTepHara. [/ist [OJIHOTBI KaPTHHbI CJIE/J0BA/I0 Obl TAK)Ke YIIOMSI-

HYTb PEryJsLYIO Ha YPOBHE TPaHC/IALUH.

Crp. 41. BbU10 BBe/IeHO 3HaUeHHe B3aUMHON MHMOPMALK, 0603HAYCHHOE byxBoii I. Tanee
B TEKCTE MCII0/Ib3yeTcs BeIMuMHa MI, KoTopas, Cy/ist 10 KOHTEKCTY, U SIB/ISIeTCS TOM CaMoi

B3aHMHO# nHpopmarpei (Mutual Information).

Crp.43. [TepMyTalMOHHBIH TECT He O0CTATOUHO AeTaIbHO OMKCaH. B ero ocHoBe JIeXKUT
C/Ty4yaiHbIN rpad, ofHaKO He OITHCAHO B KAKOM TIPOCTPAHCTBE CTPOMJ/IC CITyYakHbIN rpad —
COXPAHAIOCk JIM TOJIBKO UHCJIO BEPIIMH 1 peGep, UK IIPH [I0CTPOEHUH CITyUaifHOro rpacga
WCTI0/Tb30BAIHCh H0/IEeTOHKHE METO/bI, HAalpHMep, MOYKHO HCTIO/b30BaTh TpeboBaHHe
COXpaHeH¥s1 pacripe/ie/IeHHi CTerleHel BepILIMH, WK uTo-HU6Y b ele. ITosTomy He coBcem

ITOHATEH CMBICJI [IPUBEeHHBIX p-Value.

Crp.48. Vcrionb3oBascst T-Tecta CTbIOEHTA, OHAKO He YIOMsIHYTO ObLa /I CJie/1aHa rpo-
BEPKa [IaHHBIX Ha HOPMa/IbHOCTb. 3ameuy, UTo rorpaska Ha FDR He sBiseTcs TIOTIPaBKOM

Ha p—value, d MMeeT COBCeM ,qpyroﬁ CTaTUCTHUYE CKUM CMBICII.

Pasgen «Anamus nuddepenipansHoi sxcpeccnu MEe>XX/1y TOpakEHHOM U 37I0pOBOiA
KO)Kei». He sICHO, KaK HHTerpUpOBa/THCh JaHHBIE U3 PasHBIX UCTOUHUKOB. [To-BUAMMOMY
CIHUCKHU AU(depeHIHanTbHO SKCIPeCCUpOBaHHBIX TeHOB Ha pasHbIX HabOpax JaHHBIX
AI0JDKHBI OBITH pasHbiMU. [Tpe/cTaBiisiercs Pa3yMHBIM TPOBECTH BbIOOPOYUHBIH TECT, IIpH
KOTOPOM pacCMaTpHBAeTCs He IO/HbIM HabOp JaHHBIX, & IIOBBLIGOPKH, IT0C/IE YeT0 MOYKHO

Ob110 OBI ITPOBECTH aHa/IM3 KOHCTCTeHTHOCTH PEe3y/IbTaToB.

PHCYHKI/I He O4eHb XOpOoIIero KauecTrBa, TeKCT Ha PUCYHKaK MO>XHO OBbLIO OBI BbI6paTb U

TIOKypyTIHEe.,

Paccmorpentoe 3a6osteBanyie siB/sieTcs ayToMMMyHHbIM. Mue Ka)KeTCs1, YTO KPOMe CpaBHe-
HHST [ICOPHA3-3/10POBBIii ObLIO ObI 110/I€3HO IPOBECTH CPABHEHHE C APyTUMH ay TOUMMYH-
HBIMH 3a00/1eBAHUSMH, HAIPUMEP C PEBMATOM/THBIM apTPUTOM HJTH PacCessHHbIM CKJIEPO30M,

YTOOBI BBIIBUTH XdpaKTepHbIe 0COOEeHHOCTH Ka>X0ro Turia dyTOUMMYHOT'O 3aboieBaHuMsI.
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Crenannple 3aMe4aHMs HE YMaJSIOT JOCTOMHCTB paboThl. PaGoTa BHINOIHEHA HAa BBHICOKOM
HAyYHOM YPOBHE, PE3yJIbTaThl JOCTOBEPHBI U TOCTATOYHO IOJTHO OMYOJIMKOBAHBI B JKypHAax, BXO-

nsmux B cnucok BAK, aBropedepar ajekBaTHO OTpakaeT cofepKaHue AUCCEepTaIum.

ITo cBoe#i aKkTyalbHOCTH, HAYUHONH HOBH3HE M NPAKTHYECKON 3HAYHMOCTH JMCCEPTALHOHHAS
pabora Yekamuna E. B. coorBercTByeT TpeGosanusm 1. 9 Ilonoxenus «O mopsiiKe IPUCYKICHHS
y4eHbIX crenenei» Ne842 or 24 centsabps 2014 r. C BHeceHHbIME HM3MeHeHUsIME 0T 21 anpestst 2016
I. No 335, npetbBIEHHBIM K AUCCEPTALMSM, @ €€ aBTOp 3aC/Iy)KUBAET MPHUCYKICHHUS €My HCKOMOM
CTENEeHU KaHauJara OMOJOrHyYecKux Hayk o cnenuanbHocTsM 03.02.07 — reneruxa, 03.01.09 —

Maremaruueckas 6Guosnorust, GuonHpoOpMaruka

IIpodeccop dakynbrera OHOUHKEHEPUH U

duonndopmaruku MockoBckoro ['ocyaapcTBeHHOTO
A.A.MuponoB

VYuausepcurera uM. M.B. JlomoHocOBa
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