OT3BIB

o(puIMAILHOTO ONIIOHEHTA Ha JUCCEPTALMOHHYIO paboTy

Kynemuna Hukonas AnexcanapoBuya

Ha TeMy: «buouHnpopmMarudeckuii aHaiu3 JIaHHBIX BbICOKOTIPOU3BOIUTETHHOTO
TFEeHOTHUIIMPOBAHUS B IPUMEHEHUH K MOMCKY MapKepOB CIIOPTHUBHOM
YCTEHIHOCTHY,

NPE/ICTABJICHHYIO Ha COMCKAHUE YYCHOM CTEIeH!

KaHauaTa OUOJIOrHIeCKUX HayK MO CIeIMATbHOCTH

03.01.09 - maremaruueckast Guosiorusi, OMOMHPOPMATHKA.

Jluccepraimonnas pabora Kynemuna Hwuxonas AnekcanjpoBuya
TIOCBSAIEHA TOMCKY T'€HETHYECKMX MAapKepoB, XapaKTepU3yloImux Hauboiee
YCHEIIHBIX npo(ecCuOHABHBIX CIIOPTCMEHOB, Ha OCHOBE
OvouH(poOpMaTHUECKOr0  aHaJiM3a  JaHHBIX Bmcoxonpomﬁo,umenmoro
reHOTUINIMpOBaHus. BriOpaHHasi aBTOPOM TEMATHKa MPEACTABIISIET UHTEPEC KaK C
NPAaKTUYECKOM TOYKM 3PEHHs, TaK U C TOYKU 3peHUs (YyHAAMEHTAIbHBIX
Hay4yHbIX uccaenoBanmii. [lpakTuueckass 3HaYMMOCTh paboThl OOBACHAETCS
LIEHHOCTBID €€ pe3yJIbTaroB JUIsl JaibHEHero AaHAIM3a TeHETHYECKM
3QJI0KEHHBIX CITOCOOHOCTEH B MOJIOABIX CIOPTCMEHAX M BO3MOXKHOCTBIO
no00pa UHAMBH/IyAJIbHBIX NTAPAMETPOB TPEHUPOBOYHOTO MPOLIECCa, HA OCHOBE
MOJIYYEHHBIX BBIBOJOB paboThl. B cBsi3u ¢ 3TuM, pa3pabOTKa HOBBIX METO/I0B
OnonH(pOpMATHYECKOTO  aHau3a  J@HHBIX  BBICOKONPOM3BOIUTEIIHHOTO
reHOTHITUPOBAHMUS M YCIEIIHOE MX IPUMEHEHHE Ul TOMCKa MapKepos,
XapakTepU3yIMMX HauboIee YCIEMHbIX NPO(ECCHOHANBHBIX CIIOPTCMEHOB,
uMeeT 00JIbIIOe 3HAYECHHE ISl TIEPCOHATU3UPOBAHHOTO MOIX0/1a B CIIOPTE.

JList IOMCKa reHETHYECKUX MapKepoB aBTOPOM ONITUMM3HPOBAH aJIrOPUTM
00pabOTKH JaHHBIX, TMOJTYYAaEMBIX C HCIIOJIb30BAHMEM TEXHOJIOTHM HOHHOI'O

MOJIYNNPOBOJHUKOBOI0 CEKBCHHUPOBAHMS H BBICOKOIUIOTHOM ‘{HH-FI/I6])I/II[H3&HI/II/I.



D710 BBIrOHO OTIM4aeT paboty Hukomnas Anekcanaposuya Ha (OHE OCTATBHBIX
MOJIO0HBIX MCCIEJOBaHMM, IOCKOJIBKY, BO-IEPBBIX, IT03BOJMIO HCKIIOYHUThH
MHOTHE THUITMYHbIE OIIMOKHU IIPH aHAIM3€ JAHHBIX BBICOKOIPOU3BOAUTEILHOIO
reHoTunupoBanusa. K mpumepy, paspaGoTaHHbII aqbTepHATUBHBIN MPOTOKOI
00pabOTKH JaHHBIX HOHHOT'O TOJYIIPOBOAHUKOBOTO CEKBEHHPOBAHMS TT03BOJIAII
JIOTIONIHUTEILHO  KOPPEKTHO — mIeHTH(HumMpoBark  okono 270 Thicsy
HYKJICOTH/IHBIX TO3HLIMHA NPU IOJHOIK30MHOM METOJI€ aHalu3a I'eHEeTHYECKOM
uHpopMaiu. Bo-BTOPBIX, HMCIOJB30BAHKUE HOBOIO IIPOTOKOJA T03BOJISET
pacCUMThIBaTh Ha TMIOJIyYEHHME HOBBIX PpE3YJIbTAaTOB TMIPU aHAIM3E APYIHX
(EHOTHIIMYECKH pa3IMYHBIX TpPyNI. BakHO OTMETHTh, 4YTO W3 HHTEpeca
NPAKTUYECKOr0 NPUMEHEHHUS pe3yJIbTaToOB CBOEH pabOThI aBTOP BKJIIOYWI B
U3JI0KEHHE OIMCAHUE COOCTBEHHOr0 pa3paboTaHHOTO MIPOrPAaMMHOTO TIPOIYKTa
1L UHAMBU/1y &TbHOM aHHOTAIMU MEIMIMHCKH MH(OPMATHBHBIX M€HETHYECKUX
BAPUAHTOB.

Jlucceprauusi mOCTpoeHa MO CTaHAAPTHOMY IUIaHY M BKJIIOYAeT B cels
BBEJICHUME, 3 TJIaBbl, BBIBOJABI W CHHCOK JuTepatypbl. OOmmii o0bem
auccepraumy, BKodas 14 pucynkos u 19 tabmmiy, cocrasnsier 130 crpanwil, B
TOM YHCJI€ CIIMCOK JIMTEpaTypbl BKIO4aer 118 HaumeHoBaHuid.

Bo BBeneHuu nana oOmias xapakrepucTuka paboThl, CPOpPMYTUPOBAHbBI
LEJIM U 3a/1a4m uccienoBanus. [ nasa 1 AnpencraBnﬂeT co0oii 0630p TuTEpaTypsl
O COBPEMEHHBIX METOAMKAX T[IOJIYYCHHMS] TEHETHUYECKOH HH(popmaimu
(CeKBEHHMpPOBAHUE M YHUN-THUOpHUIM3AIMA), a TaKke O OMOMH(POPMATUYECKHX
NOAX0AAX K ITOCIEAYIOMEMY aHAIU3Y IIOJYYEHHBIX JaHHbIX.

['naBa 2 BKJIIOYAET ONMUCAHUE MATEPHUAIIOB M METO/IOB, MCITOJIb30BAHHBIX B
pabore. IlonydeHnbie pe3yabTarhl omucaHbl B [naBe 3, Kofopaﬂ COJICPIKUT
yereipe paszaena. Ilepswlii pasgen mnocBsieH pa3paboTke U ONTUMM3ALMH
ajropurMa  00pabdOTKM  pe3yJIbTaTOB  MOHHOTO  MOJYIMPOBOJHUKOBOIO
cexkBeHupoBaHus. [lokasaHo, 4TO mpeUIoKEHHbI aBTOPOM IPOTOKOJI aHAIU3a
TAKMX JAHHBIX, COCTOSALIMH M3 HECKOJBKHX CBOOOIHO pAacIpOCTpaHIEMbIX

NPOrPaMMHBIX TIAKETOB, MO3BOJSET B cpeaHeM Ha 0,5% TodHee omnpenensiTh



T€HOMHBIE COCTOSIHUA. BTOpoil pasjen nocesimieH npobieMaM TeXHUYECKOTO
COOTBETCTBHUS pe3yJIbTaTroB YUIT-T'UOPUAN3ALMOHHOTO aHayM3a U
CEKBEHUPOBAHUA. ABTOPOM IIPEJIOKEH IMPOTPAMMHBIA TPOTOKOJ pPEIICHUs
MOCTABJICHHOM 3aJa4M, 4YTO II03BOJIAET HM30erarb TEXHUYECKUX OIMMUOOK MpHU
IIPOBEACHUH MAaCCOBBIX ACCOLIMATUBHBIX MCCIIENOBaHW. B TperbeM pasjene
NPUBOJATCS IIPUMEPBI IIPOBEICHHBIX aBTOPOB ACCOLMATUBHBIX UCCIIEI0OBAHUI €
NPUMEHEHUEM paspaboTaHHbIX MeTOAMK. B mponecce uccrnenoBaHuii ObLIH
NPOAHAIM3UPOBAHBI T'€HOMBI BEAyIIUMX CroprcMeHoB Poccum u  Obumd
OOHAapy>KEHbl HOBbIC€ TI'€HETHYECKHE MAPKEPhI, KOTOPHIC 3HAYMUMO OTICISIOT
BEAYIIMX CIOPTCMEHOB-CTAMEPOB M  CIOPHUHTEPOB. YeTBepThiil  pasnen
NOJHOCTBIO  MOCBsLICH paszpaboTke mnporpaMmHOro olecneyeHus: Ui
ABTOMAaTHYECKOM  MEAMIMHCKONM  AHHOTALMM TEHOMHBIX  COCTOSIHMM €
VCTIOJIb30BAHUEM OTKPBITHIX UCTOYHHMKOB JIAHHBIX, @ TAKXKE CO3aHHOW MOJEIH
[0 HEMHBA3WBHOMY OIPEJCICHUIO COCTABA MBIIICYHBIX BOJOKOH Ha OCHOBE
reHeTUYECKOM MH(OpMaLUK.

Pe3ynbTarbl, ONMUCAHHBIE B JUCCEPTALIMU, OMYOJIMKOBAHBI B YETBHIPEX
HAy4YHBIX CTaThsiX B MEXJAYHAPOJHBIX PELEH3UPYEMbIX JKypHAIaxX M3 CIIACKA
BAK, a taike B 0qHOM poccuiickoMm kypHaite u3 cnucka BAK. OcHoBHble
pe3ynIbTaThl ObUTH J0JI0XKEHBI aBTOPOM Ha 10 MEXIyHApOJHBIX KOH(PEPEHIMX,
8 u3 KOTOpbIX ObLIM onyﬁnmcosaubi B COOpHHMKAaxX TPY/JI0OB KOH(EPECHIIUA.
ABTopedepar MOJHOCTBI) OTPAKACT BCE OCHOBHBIC BBIBOJbI M PE3YJbTAThI
paboThL.

K jmocrouHcTBaM perieH3MpyeMoil paboThl BOXKHO OTHECTH YCIEIIHOCTh
NPUMEHEHHsT  PE3YJIbTATOB  COBPEMEHHOTO0  BBICOKOIPOM3BOAUTEIBHOIO
cekBeHupoBanus. Kpome toro, pasHooOpa3re METOAMK OMOMH(OPMATHYECKOTO
aHa/iM3a JaHHBIX TEHOTHITMPOBAHUS, TOBOPUT O BBICOKOM  KavecTBe
UCCIIEIOBAHUN.

Onnako pabora He JMIIEHA M HEAOCTAaTKOB. Tak aBTOpP 3aMETHO YacTo
3a0bIBAaET LMTHPOBAThH JIMTEPATYPHBIC HCTOYHUKH, HA KOTOPBIEC SIBHBIM 00pa3oM

ccoutaercs B Tekcre. K mpumepy, Ha crpanuie 98, roBopurcs uro «B xoxe



NPOBEJICHHBIX  paHee  HCCIeA0BaHU  ObUIM  COPMHPOBAHBI  CITHMCKH
KaH/MJAATHBIX OJMMOP(U3MOB, SIBISIIOIUXCS HauboJiee NepCreKTUBHBIMU IS
NOMCKa accormanmity. JlaHHbli CIIMCOK aBTOp MCMOJB3YET B CBOEH pabore B
Ka4eCTBE KaHIMJATHBIX MOIUMOP(OU3MOB, OJHAKO CCBUIKA Ha paboTty, rie
MOXHO ObUIO Obl YTOYHUTH A€TaTH (POPMHUPOBAHMS CIIMCKA KAH/IUAATHBIX IEHOB,
HE MPUBOJSATCS.

Tarke, aBrop cioumkoMm yrayOnsercs B w3nokenue «O0630pa
Jmreparype». Tak, K npumepy, NpUBOAATCS OCOOEHHOCTH MocTpoeHus fastq-
(haiiioB: KaKkue B HUX €CTh CTPOKH, Kakue pasjeiurtenu. Bce 310 roBopur o,
0e3yCIOBHO, BBICOKOM YypPOBHE TEOPETHYECKOW MOArOTOBKH aBTOpa M,
0€3yCI0BHO, 3TU 3HAHUS HEOOXOJMUMBI ABTOPY JUIS YCHEHIHON peaiM3aliu
uccrenoBanua. OJHAKO Takoe MNOJAPOOHOE OMUCAHME KAKETCS W3JUIIHUM C
YYETOM  3HAYMUTEIBHOrO0 4Mciaa IMyOaukauMii Ha  JaHHYH) TeMy B
COOTBETCTBYIOLIEH smreparype. (Ckopee Bcero, 3HAYMTEIbHOE BHHMAaHMUE,
yJeneHHoe 06a30BbIM BOMPOCAM, MPUBEJIO K TOMY, YTO aBTOP HE YCIIEN Y/IEIUTh
JOJDKHOTO BHMMaHMs pa3pabOTaHHOrO UM MPOrPpaMMHOrO0 HHCTPYMEHTA
KOMIUIEKCHOM AaHHOTAlMM MEOUIMHCKUA 3HAYMMbIX T'€HETHMUYECKHUX BapHUalHii.
Jlannbie pa3paboTaHHbIC AaBTOPOM MHCTPYMEHTbI 10 CBOEH OOHIHOCTH
NPEBOCXOAAT MPAKTUYECKHII MHTEPEC MapKepoB, XapaKTepU3YIOIUX Haubosee
YCIIEHIHBIX MPO(eCcCHOHATBHBIX cnopTCMeHOB.

Opnnako BBILLICTIEPEUUCTICHHBIE HE/I0CTaTKU HE SBJISIOTCSI
[NPUHLUUITMAIBHBIMU M HE CHWKAIOT BBICOKOTO KadecTBAa MPEACTABICHHOM
paboThl M TMOJYYEHHBIX pPe3yJbTaToB. HECOMHEHHBI TaKke KBaTM(HUKAIMS
aBTOpa Kak uccieaoBaressi B 001acti OUOMH(pOpMaTUKH.

Usyuenne Tekcra guccepraumu  Kyremmna H.A. Ha  Temy:
«buonHpopMaTuyeckuif  aHaiW3  JIJAHHBIX  BBICOKOIPOM3BOJAMUTEIHHOIO
TEHOTUITUPOBAHWSI B IPUMEHEHUM K TIOMCKY MAapKEpOB  CIIOPTUBHOM
YCIIEIHOCTU) TOKa3ajio, 4To paboTa HOCUT 3aKOHYEHHBbIN Xapakrep, 001aaaeTt
AKTYaJIbHOCTBIO, HOBHM3HOW, a TaKXKe TEOPETUYECKOW M IPAKTUYECKOMU

3HAYUMOCTbIO.  Pabora MOJHOCTBIO ~ COOTBETCTBYET  TpeGOBaHUSM,



NPENbABISIEMbIM K KaHAWIATCKUM JUCCEpTALMsAM, COIJIACHO TyHKTY 9

[Tonoxenus «O mopsiake NMpHUCYXKIEHUS ydeHbIX crereHeity (ITocraHoBiaeHne

npasurenscTBa Poccuiickoit @eneparu Ne 842 ot 24 cenrsiops 2013 r.). Eé

asTop, H.A.KysieMuH 3acinyKUBaeT NMpHUCYKJICHUS YY€HON CTENeHW KaHIuaara

ononornuecknux Hayk mno cnemmanbHoctH 03.01.09 — «Maremarudeckas
Ouonorus, GuouHpoOpMaTHKay.

‘ Kangunar 6uoorudeckux Hayk,

3aBeayromuii 1adoparopueii MOCTTeHOMHBIX HCCITeI0BaHH

DeepalIbHON0 rOCYIapCTBEHHOr0 OK0/DKETHOIO YUPEIKICHUS HAYKU

HMucTuryTa MosiekysipHoi 6uosnoruu uM. B.A. DHrensrapara

Poccuiickoii akaieMuu Hayk

(®I'bYH UMb PAH)
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