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BeJlylleil Opranu3aluy Ha auccepramuio boromonosa Antona IenHanpesnua «Paspaborka me-
To1a BU3ya/IH3aLHA XpOMOCcoMocHenpUIHBIX TIoc/enoBaTenbHocTel JIHK npu nposenennu
FISH» npenctapnennoii K 3aiiure Ha CONCKaHNE CTENEHN KAHMIATA OHONIOMHYECKHX HAYK T10

cneuuanprocT 03.01.09 — maremaTtuueckas Guonorns, GuonHdpopmaTHKa

OcHoBHbIE HAYYHbIE PE3YJIbTATBI M HX AKTYAIbHOCTE /TSI HAYKH H MPAKTHKH
Busyannsanus nocienosarenshocreii JIHK Ha xpomocomax Pa3IMYHBIX OPraHu3MOB
[TPOU3BCIIA PEBOMIOLHMIO B SBONOUMOHHON I€HOMHKE M CTaJla HAAEKHBIM MHCTPYMEHTOM BBIAB-
JICHHsl XPOMOCOMHBIX aHOMAJIMH B KIIMHHYECKOH IUTOreHeTnke. OIHAKO MOAABISIONIEE GOITh-
HIMHCTBO pa60T C HMCTIOJIb30BAHHUEM XPOMCOMHBIX MAUHTOB OBLIO BBITIOJTHCHO Ha MOJIEJILHBIX
00BEKTAX dYKAPHOT (MJICKONMTAIOIIMX, PENTHIAIX U NTHIIAX), TAe TM00 Jerko MOIyT ObITH MO-
Jy4eHsl (ppaxuun nosropennoit JIHK, 1u60 konuuecTso [IOBTOPOB B I'€HOME SBJISIETCS CPABHM-
MBIM € TAKOBBIM B I€HOME 4enoBeka. (CII0kKHBIE XPOMOCOMOCHEHHM(BHUIHBIE 30IHBI KpaiiHe
C/IOKHO HPUMEHATE Kak Ha BHJAX, IJI¢ MMPOM3OLILIIA 3HAUMTEIbHAS aMILIH(DHKALHS PACCESHHBIX
NIOBTOPOB (HAIPHMEP, NPAMOKPBUIbIE, XBOCTAaThIe aMpuOuH, PAaCTCHHU:), TAK U HA XPOMOCOMAX,

COACPALIMX KPYIHBIC FETCPOXPOMATHHOBLIC OJIOKH (HanpuMep, MOpekas cBHHKA). [Ipencras-



flenHast paboTa pe/iaraeT HOBbIH METO, TIO3BOJSIONIMI PEIIaTh POOIEMBI, BbI3BAHHBIC pu-
cyrersuem Boicokonosropenoit JIHK, in silico. Asrop paspaboran yHukambHyro nporpamMmmy,
SHAYHTCIBHO - pACIIHPSIOIYIO  BO3MOKHOCTH MOJICKY/IIPHOH IUTOrEHETHKH, H HMEIOLIYIO
OrPOMHOC KOJIMYECTBO NMPHIIOKEHHH, KAK B MCCIIEI0OBATE/ICKUX MTPOEKTAX, TAK H B KJIHHHUCCKOH

LHTOreHEeTHYSCKOM IPaKTHKE.

O6mas onenka padoTn

B nepByio ouepenb HEOOXOMMMO MOAYEPKHYTH OPHIHHATBHOCTE PaGOTEL. Hecmorpst Ha
OYEBHIHYIO 3HAYHMOCTh PE3YNbTaTOR PabOT MO Pa3paboTKe METOJIOB BH3YAIM3ALMH B COBpE-
MEHHOH OHOJIOrHH, 110/I00HBIX PAOOT HA TIEPECeUCHUH MOJIEKYIIIPHOM THTOTEHETHKH H KOMIIBIO-
TCPHOTO aHATH3A IOKA HE NPOBOAMIIOCH H XOUYETCS HA/eAThCsl, YTO HTO HATIPABICHHE Oy/IeT mpo-
JIOJIKEHO.

JlMccepraiys nanucana XopomuM s3bIKOM 110 CTAHJAPTHOMH CXeMe, npeacTasieHa Ha 139
CTpaHHIaX MalIMHOMHMCHOrO TeKcta. CIUCOK JUTepaTyphl cOCTOMT U3 189 cenliok. Boabmmh-
CTBO IUTHPOBAHHBIX MATEPHAIOB OMYOIMKOBAHBI B IIOCIIE/THHE TOIBI B BEAYIIUX HAYYHBIX JKYp-
HaJlax Mo JaHHOH TeMaTHKeE.

B neproii riase, uznoxennoi na 43 crpaHunax. NpUBEJCH 0030p JIMTEPATYPSLI TTOCBS-
LICHHPI OOIIeMy ONMHCAHMIO METOOB THOPHIM3AIMH HYKJICHHOBBIX KHCIOT in Sifl, aHanuzy
COCTaBa reHOMOB DYKapHOT M HX H30BITOYHOCTH, @ TAKKE NPOOIeMaM [IPU HCCIIEMOBAHMN TAKUX
FCHOMOB MOJICKYJISIPHO-IMTOT€HETHYECKMMH METOAAMH H CTI0C00aM PelIeH s 3THX TIPOOIeM.

Bo Bropoii riase na 25 cTpaHMIax npuBeEHO ONMCAHHE METO/A Vissis, NPeI0KEHHOTO
B laHHOH pa0oTe. 371eCh MOIPOOHO IPUBOIATCS OCHOBHBIE TIPHHIHIIBI 00paboTKH H300paKEeHMI,
BKJIIOYas CETMCHTALHIO OOBEKTOB, UX KIaCCHGUKALMIO W KaTMOPOBKY HHTEHCHBHOCTH CHIHA-
JIOB.

Tpetest rnaBa onuckiBaeT NMpHMeHeHHe TPEINKEHHOr0 MeTOAA. | 1aBa M3/I0KeHa HA
32 cTpanunax u cojepxkut 14 pucyHkos u 8 tabmui. B riase HOAPOOHO ¢ XOPOLIMM HILTIOCTPa-
TUBHBIM MaTEPHATIOM H3JI0KCHBI OCHOBHBIE PE3YJILTATHI IIPOBEACHHOI paGoThL.

3aKIIOYCHAE 3aHUMAET TPH CTPAHHULBI U PE3IOMHPYCT [IOJTyYCHHBIE Pe3ybTarhl, COIO-
CTaBJIsisl KX € paHee [101YyUYCHHBIMH JIAHHBIMH.

BeiBoab1 paGoTel xopomo chopMyIHpPOBaHbl M MOATBEPIKIAEHD! alCKBATHO HILIIOCTPHPO-
BaHHBIM 5KCIIEPUMEHTATLHBIM MATEPUATIOM.

ABTopedepar HaKUCAH XOPOILIO H MOJHOCTHIO COOTBETCTBYET AHCCEPTALIHOHHON pado-

TC.



HayuHo-npakrinueckasi 3Ha4HMOCTb

PaspaGotannas mporpamma sBISICTCS CEPBE3HLIM BKIAIOM B Pa3BUTHE MOJIEKY TSI PHO
IOHUTOTCHCTHKHU M paclIupsaeT CIIHCOK BO3MOKHbIX HpMﬂO)KGHHﬁ MCTOJa XPOMOCOMHOI'O TI3HH-
THHTA IS MIMPOKO psiia 00BEKTOB ¢ BBRICOKHM coiepikanueM nosropennoii JIHK B resome.
Kpome Toro, noreniuansto nporpaMma MoskeT ObITh HCIONB30BAHA B KINHHYECKOMN UTOrCHE-
THKe (BKITIOYas NPEHATAIBHYIO M TIPE/IMMILTAHTAMOHHYIO IMATHOCTHKY) 7151 YIY4IICHHOW BH-
3YyaJH3alM1 CHIHANIOB, YTO 0COOEHHO KPMTHYHO JUIS HECTAHAAPTHBIX MPENapaToB B LHATOTEHE-
THKE paka. COBCPLICHHO OYEBHHO, YTO IPUMEHEHHE METOJA TTO3BOIHT CEPLE3HO CHU3UT ypo-
BCHE 3aTPaT Ha NPOBEACHHE HCCIIEIOBAHUS BBHTY BBICOKOH CTOMMOCTH KOMMEDUECKH A0CTYII-
HOI'0 U 3apEerHCTPHPOBAHHOTO IS TAKOTO aHaiu3a npenaparta « Human Cotl».

Honyuenusle HayuHble pe3yIbTaTHI MO YBOMOLUA HOMOBBIX XPOMOCOM CAPAHUOBHIX M
OCOOCHHOCTSAM DBOJIOLHH I'€HOMOB TPEMATO/, a TAKKe MO0 0COOCHHOCTAM COCTABA XpOMocoM
HENIOBCKA M METO/IaM YJIyUIICHHS BU3YAIU3alUH CUTHATIOB MOTYT OBITh MCIIOJIB30BAHBI IIPH YTe-
HUM  KypcoB nexumid B BV3ax, mnanpumep, B Mockosckom, HoocuGupekom, Camnkr-

[leTepOyprekoM u ApYrHX yHHBEpCHTETAX.

Obmmue 3ameuanus

B paGorte mHOrna BCTpewaroTCs ONMEUATKH, MYHKTYAIIMOHHBIE OIIMOKH M IPOMO3/IKHE
(bpaspl, uTO HEM3OEIKHO IS OPUIMHATBHBIX PaboOT U HE CHUYKAET LEHHOCTH.

[Tstroii nenbto paboTe! sBjIsieTCs anpolaltks MeTo1a Ha MPeCTABATENSX BHIOB, HbH re-
HOMBI «B HECKOJIbKO pa3 OTJIIMYAIOTCS OT 4YEJI0BEKA IO pasMepy». 3eck jydlne OB OBl KOH-
KPETU3UPOBATh, YTO OCPYTCs [€HOMBI C Pa3HBIM OTHOCHTENLHBIM COJIEPIKAHHEM [IOBTOPEHHBIX
9JIEMEHTOB (KaK 00Jiee BLICOKMM, TaK U 0JIee HU3KUM), BeJlb OTIIHYHS B pasMepe T€eHOMOB MOT'YT
OBITb H y BUJIOB, TOYTH HE OTIIMYAIOUIMXCH 110 COMEPIKAHUIO nosTopennoi ¢paxmun JIHK.

B 1osiokenusx, BBIHOCHMBIX Ha 3allUTy, CIEN0BaAN0 GBI yKa3arh pe3yJIBTAThI, MOJIyUCH-
HBIC HA XpOMOCOMAX ILIOCKHX UEPBEH H XPOMOCOMAX 4€/I0BEKA C PA3HBIM COCTABOM IOBTOPEH-
noit JIHK.

Ha ctp. 26 ynorpebnsiercs BbIpaxkeHHe «isi CyHpeccHu Tpedyercs ...00Mb1I0H 00beM
Cot THK», styuiie 65110 651 FOBOPHTE O BEICOKOH KOHIIGHTPALHH WIH GOMBITOM KOJTHYCCTRE.

B 1mATOM BBIBOJIE YKa3aHO, YTO METOJ MOKET HCIIOIB30BATHCS /T HCCICI0BAHMS opra-
HH3MOB, y KOTOPBIX «CISS-rubpuanzanus He MokeT ObITh BBIIOJHEHA MO OOBEKTHBHBIM IpH-
unHamy». CTOMIO OBl Bee e OmucaTh KOHKPETHBIE 00BEKTHBHBIE [IPHUMHBI (Harpumep, Tpy-
HOCTh nonmyuenus Cot).

B kauecTBe pekomeH1alul MOKHO J100aBHTE, 4TO, HECMOTpS Ha VOCIUTEBbHYIO JIEMOH-

CTpalMIO BBICOKOIO Ka4ecTBa paspaboTaHHOro Meroja /Ui aHaimmza FISH H300paKCHHH 11



TpEX THIIOB JKHBOTHBIX C PA3HBIM PA3MEPOM I'CHOMA, IAHHYIO PaboTy Obl CHIBHO YKPACHIIO IpH-
BJICUCHUE B KAYECTBE BHCILUHCH IPYIIbI NPEACTABUTENSI PACTEHUH (I/le HMEIOTCS MPOBIeMEl ¢
JIOKa/IM3alied OT/IeNbHbINH M€HOB M3-32 OIPOMHOIO COIEPIKAHHS MOBTOPEHHBIX OCIIEOBATE -
HOCTEil), a TakiKe NPHMEHEHHE METO/Ia He TONBKO K aHalu3y XpoMocoMocnenupuuecknx 6uo-
JHOTEK, HO H K aHan3y curHanos 308108 BAC.

BrickaszaHHbIe 3aMEYaHMs KAacalOTCAd B OCHOBHOM DEIAKTHPOBAHHS M CTHIMCTHYECKUX

YIy4IIEHHH, HO COBEPLICHHO HE YMAJISIOT HAYUHBIX JOCTOHHCTB paboTtsl A.I'. boromososa.

3akinouenue

Huccepranus boromosnosa Antona IennajnpeBnda «Pazpaborka mMetona BU3yalIH3alUu
XpomocomocnenupuyHbix nocnenosareasbuocteit JIHK npu nposenenuu FISHy», npeacrasien-
Hasg Ha COMCKAaHHME CTENEHHM KaHIuaara OMOJOTHYECKHX HAyK mo crenuanbHocTd 03.01.09 —
MaTemarHueckas oOuonorus, buonHpopmarika, 061a1aeT BEIPAKEHHOI Hay4YHOH HOBH3HOH. BhI-
BOJIbl XOpOLIO 00OCHOBAHEI TOTYUeHHBIMH JaHHBIMH. Pe3y/ibTaThl OMYGIHKOBAHBI B BHJIC II5ITH
nydinKkanuil B peepupyemMbIx HayuHbIX JKYpHAIaX U 00CYIKICHBI Ha MEK/IyHAPOIHLIX KOHpe-
PCHIIHAX, TI0 pE3y/bTaTaM IOJYYeHbI JIBa aBTOPCKUX CBUIETENbCTBA. [Ipeacrasiennas pabora
1O HAy4HOH HOBH3HE, aKTyalbHOCTH, TEOPETHUECKOH 3HAYNMOCTH M JAPYTMM TapaMeTpam MoJl-
HOCTBIO COOTBETCTBYET Mil. 9-14 «IToJ105KEeH s O IPHCYIKICHHH YYEHBIX CTCIICHEI, YTBEPIK/IEH-
Horo IlpaButenseTBoM P®, a ee aBrop, boromonos Anton I'eHHagbeBHY, 3aCIyKUBAET IIpPH-
CYKICHMA CTENEHH KaHauaara OMOTOTHYECKHX HayK o cnenuaisHoctd 03.01.09 — maremari-

yeckas Ouosorusi, GMOMHpOPMATHKA.

Or3biB Ha auccepTanuio H apropedepar obeyskaen na cemunape OTena pasHooOpasus u

3BOJIFOLIUH KHUBOTHBIX OT 19 anpens 2019 r., nportoxon Ne §83.

3aBeaylomuii tadoparopueii cpaBHUTEILHOM TEHOMUKH
DejiepalibHOIO roCy1apPCTBEHHOrO GIOIKETHOTO YUPEKICH S HayKu
UHCTHTYT MONIeKyIApHOI 1 KJIeTOYHOH GHOIOTHH
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