OT3bIB OPHUIIUAJBHOI'O OIIIIOHEHTA
Ha JEccepTanuio B GopMe HaydHoro jgoxtana Oumvana Bennamuna CeMeHOBHYA
«TpexMepHas OpraHH3alis XPOMaTHHA Y KUBOTHBIX U €€ HapyIICHH IIPH
XPOMOCOMHBIX [IEPECTPORKAX», IPEACTABICHHYIO Ha CONCKaHNHe YICHOH CTEICHH
JOKTOpa BHOMOTAIECKHX HAYK IO CIIEIAATBHOCTAM 1.5.22 - KileToqHas GHOoIorus,

1.5.8. - MaTemMaTHUeCKas GHOTOTH, OnOrH(OpPMATHKA.

1. AKTyaJbHOCTH TEMbI

3aMeTHEIM Tporpecc, HabIIOOaeMblil B IHOCIETHHE TOIEI, B Pacmu(poBKe
T€HOMOB PA3JIHYHBIX OMOJOTHUECKMX BHJIOB HaeT CYIIECTBCHHOE, HO B TO XK€
BpeMs [IOKa OrPaHHYEHHOE IPEICTABICHHE O 3aKOHOMEPHOCTSX OpraHU3alMu U
peanM3alMé  HACIEACTBEHHOM wWHOpopMmanumu B  QuIo- X OHTOTCHE3e.
JleffcTBUTENBHO, HAUMHAST aKTHBHO HAKAIUIMBAThCS MH(GOPMAIHs, 9T0 CTPYKTypa
XpoMaTHHAa ¥ €ro yKIagka B [POCTPaHCTBE KICTOYHOrO sAnpa HIpact
CYIIECTBEHHYO, ¥ BO3MOXHO €Il HE B IOJHON CTCHEHH OLICHEHHYIO DPONb B
peryIaruy MOJIEKY/SIPHO-TEHETHIECKHX IIporeccoB. IIponcxomuT mepecMoTp
TPaMIMOHHBIX TIpeACTaBIeHM o MexammsMax Kommakrusamuu JHK m
OpraHM3allFy KIETOYHOTO 5Apa, MOOKPEIUIAEMbIH TOCTIKEHASIMH B 0071acTH
KprodOTOHHON H KOH(oOKanpHOM MuKpockomwu. HakarmmBaeTcs BCE GompIie
JIOKa3aTeNbCTB TOTO, YTO KOHTAaKThl XpOMaTHHAa HAampsMyIO BIHAIOT Ha
SKCIPECCHIO TeHOB. [IpOCTPaHCTBEHHOE PACIIONIOKEHUE PETyNATOPHBIX YIacTKOB
JTHK, Takux KaK SHXaHCEePHI U IPOMOTOPEI, 00yCIIaBIMBaeT KX B3aUMOJCHCTBHIE B
TpefesaXx OIpPENEeTIeHHEIX JOMEHOB XpOMaTHHa H, COOTBETCTBCHHO, YPOBEHDB
TPaHCKPHIIIHOHHON aKTHBHOCTH. JIaHHBIE SKCIEPUMEHTAIBHBIX HCCIIEN0BaHUH
CBUIIETEIBCTBYIOT, UTO HAPYIIEHHS IIPOCTPAHCTBEHHBIX B3aUMOJCHCTBHIL,
0COGEHHO BCIIEICTBHE XPOMOCOMHBIX IIEPECTPOEK, MOTYT NPUBOAUTE K CEPHE3IHBIM

IIaTOJIOTHSAM, BKIIrOUas HaCJICACTBEHHBIE U OHKOJIOT HTYCCKHC 3360H6BaHI/I$I, a TaKxe



BpOXK/ICHHBIE I[OPOKH pa3BUTHs. VIMEHHO IOITOMYy MCCICAOBAaHUA B JIaHHOM
HaIpaBlIeHAN IPEICTAaBIMAOTCA OCOOEHHO aKTyalbHBIMH B COBpPEMEHHOH
MEIMIIMHCKOM TIeHeTHKe, obecredrBas HOBBIE BO3MOXHOCTH [UIA YITy9IICHUA
MOJIEKYIISIPHOM TMArHOCTHKM HACJIEICTBEHHBIX OONe3HeH, a TaloKe s IOHNMAaHN
TOHKUX MEXAHW3MOB HX ITaTOreHe3a.

BOJBLIIMHCTBO HCCIENOBAHMM TpPEXMEpPHOM OpraHu3alMd TIe€HOMa Ha
CErOIHSIIHAN IeHb COCPENOTOUCHO Ha TaKMX MOZEIBHBIX OpraHu3MaxX, Kak MBIIIb
i mpo3odmia. BHe 3THX MOJENBHBIX CHCTEM HUH(OPMAIIHA OCTAETCsS JOCTATOTHO
OTpaHMYEHHOM, B TOM UHCIe M A YeloBeKa. JluccepTalnoHHAL pabota B.C.
dunIMada BOCIONHAET 3TOT Mpobes, Hcclledys YKIanKy XpoMaTHHA y NTHI H
KoMapoB poma Anopheles, ¥ CTaBUT HOBBIE BOIPOCHI HBOJTFOIIIOHHON
KOHCEPBaTHBHOCTH U BUIOBOI CIIEIH(HUIHOCTA TPEXMEPHON OpraHA3alii reHoMa
B Pa3IMIHBIX TAKCOHOMHUYECKUX TPYTIaX.

HakoHel, OXHUM M3 KJIIOYEBBIX BBI30BOB COBPEMEHHOM TCHOMUKH SBJIACTCA
OTPOMHBIM MacCHB HHQOpMaruu, KOTOPBIM TEHEPUPYETCs C  IIOMOIIBIO
BBICOKOIIPOM3BOIMTENBHEIX MeToNoB cekBerupoBanus JIHK, B 4acTHOCTH Takux
xax TexHonmorud Hi-C (3axBaT KOH(MOpMAIMH XPOMOCOM). OTH JIaHHBIE TPeOyIOT
paspaboTku 5Q(GEKTUBHBIX METONOB OHOMH(OPMAIMOHHOTO AHANU3a, KOTOPEIS
[IO3BOJISTEIOT HE TOJBKO BU3YaIM3UPOBATh CTPYKTYPY XpOMAaTHHA, HO ¥ BBIABJIATE B
Hell (DYHKIMOHATbHBIE, TATOTCHETHIECKH 3HATMMbIE W3MEHCHHS. B oTol CBA3H,
aKTyalTbHOCTh TeMBl juccepranun Bennamuna CeMeHOBHYA OumMana He
BBI3BIBAET COMHEHHH.

2. Hayuynasi HOBH3Ha H 00beM HCC/IeJ0BAHHS

Hayunas HoBu3Ha paboTs! Bernamuna CemenoBruda QUIIMaHa ONIPEAETACTCS
[IOCTAHOBKOH M pEIIEeHMeM BOIpoca 00 3JBOMIOIMOHHOW KOHCEPBATUBHOCTH U
BUIOBON CIELE(IIHOCTE TPEXMEPHON apXUTEKTyphl '€HOMa y IpeiCTaBHTeNeH

MAJIeKAX TAKCOHOMHMYECKUX IpyII. B auccepTanuOHHOM HCCIENOBAaHWHA BIICPBBIC



IIpe/ICTaBIEHbl JKCIePHMEHTaIbHbIE JaHHble 00 0COOEHHOCTSX TPEXMEPHOU
OpraHM3alii XPOMaTHHA Y TakkX GHOJNOTHYECKHX BHIOB, KaK NOMAIIHSIL KypHIa
(Gallus gallus) u xomapsl pona Anopheles. B 49acTHOCTH, BIEPBEIC TPOBENEH
CpaBHMTENbHBIM aHaIM3 TPEXMEPHBIX KOHTAKTOB XpOMaTHHA B KICTKaX ITHI U
MIIEKOIMTAIOMMX, & TakKe y IIATH BHIOB KOMapoB pona Anopheles, 4to
CYIECTBEHHO [OIONHAECT (QOPMHUpYeMble IIPEICTABIICHAS 00 DBONIOLUMH U
M3MEHUMBOCTH IIPOCTPAHCTBEHHON OpraHM3allM XPOMAaTdHA. YCTAaHOBJICHO, 4TO
S7pa SPUTPOLMTOB KYPHIEl XapaKTepU3yHOTCS OTCYTCTBHEM THIMYHBIX JJIA
GomprmHcTBa mM3ydeHHBIX BHOO0B CTCF-omocpenoBaHHBIX — TOIIOJIOTHYECKH
aCCOIMMPOBAHHBIX JOMEHOB ¥ HAIMYMEM YCHICHHOM KOMIApTMEHTalIN3aliy
resoma. B To ’Ke BpeMs B IeHOMaxX KOMapoB BIIEpPBBIC OMNMCAHBI IPOTDKCHHBIC
HeTeBble  IOMEHBl  XpOMaTWHAa  MEXAy  JIOKycamMd  X-XpOMOCOMEL
DACIIONIOKEHHBIME HAa PACCTOSHHM 0 HECKONPKHMX MHIJUIMOHOB IIap OCHOBaHUH
ApyT OT Apyra.

HoBu3HA HCCIIENOBAaHUS 3aKIIOUaeTCs W B ONKMCAaHHUH PEAKUX TE€HOMHBIX
BapUAHTOB y JIONEH C HACICICTBEHHBIMH 3a0oieBaHMAMH. Fcronmb3oBamue
YHHKAIbHOM KOJUISKIMH IIAI[MEHTOB M3 POCCHHCKHMX MEIUKO-TeHCTHICCKHIX
EHTPOB  J0OABIAeT  OPUTMHATBHOCTA W IPAaKTHYECKOH — 3HAIMMOCTH
BBITIOJTHEHHOMY  HCCJIE[OBaHHIO. 3HAYMMBIM  fBII€TCA M TIPUMCHCHHC
COBpPEMEHHBIX METONOB TeHOMHKM, Takmx kak Hi-C, m ero aBTOpCKHC
MoxudHuKamyyi, B yacTHOCTH MeTon Exo-C, KOTOpBIe NO3BOJWIIA [ETABHO, Ha
BBICOKOM YPOBHE PaspelleHHUs He TOIBKO UCCICI0BATh TPEXMEPHYIO apXUTEKTypy
XPOMATHHA, HO U IeTeKTHPOBaTh OJHOBPEMEHHO M OJHOHYKICOTU/IHBIC BAPHAHTEL,
¥ MHEKPOCTPYKTYPHBIE XPOMOCOMHEIE HW3MEHEHHS. JIOMOTHUTENBHO CIEXyeT
OTMETHUTH HCIIOJb30BaHUE METOZIOB MaIIHHOTIO o0yueHns 51
6HOMH(GOPMAIHOHHOr0 aHaIK3a GONbIKMX JAaHHBX. IIpHIMEHEHHE TaKKUX IIOAXOZ0B

HauWHaeT pa3BUBATBCH, U JaHHAA JuccepTanysa IeMOHCTPUPYET, KaK 3TH METOOEI



MOTYT HE TOJIBKO CYIIECTBEHHO M3MEHHTH ITOAXOIBI K M3yYEHHIO OpraHM3allnd
reHOMa, HO ¥ CIOCOOCTBOBATH COBEPIICHCTBOBAHMIO TEXHONOTHA AHArHOCTHKU
HACIIEICTBEHHBIX U BPOXKICHHBIX 3a00JI€BaHUH.

O6BEM SKCIIEpUMEHTAIBHON PabOTHI 3aCIyKHBAET CaMOM BBICOKOW OLCHKH:
IIPOBEJIEHO CEKBEHMPOBAHHME HECKONBKMX COTEH TeHOMHBIX OHOMHOTEK U
[IPOAHANH3UPOBAHO (OOJee THICAYM MyONMYHBIX HAOOPOB  JMAHHBIX, HTO
IOXTBEPIAAETCA OONBIIAM KONHIECTBOM ITyONMKAalMd B BBICOKOPEHTHHIOBBIX
KypHaIax. DTO MOAYepKUBaeT MaciuTab i TiIyOHHy IPOBEAEHHOTO HCCIIEI0BAHMS.

3. OneHka J0CTOBEPHOCTH HAYYHBIX Pe3y/IbTaTOB

ABTOpPOM TINATEIFHO IIPOAHATU3MPOBAHBl H3BECTHBIE JOCTIDKCHHA U
TeopeTHdecKre TONIOKEH)s B UCCIENyeMOl PEIMETHOH 007acTH, B TOM 9HCIE
paboTEl [0 CPaBHHUTEIBHOMY aHAIW3y YKIAOKA XPOMATHHA y PpasHBIX BHUIIOB
JKMBOTHBIX W WCCIEIOBAaHMs, HAlpaBIeHHBIE Ha Pa3pabOTKy METOIOB METEKIIUH
XPOMOCOMHBIX ITEPECTPOeK. DTO IO3BOUIO BEIOPATH ONTHMATBHbIE MOIXOMBI IJI
pEIleHns] KaXTON W3 ITOCTABIEHHBIX 3aj1ad. Pe3ynbTaThl, IOTydEHHBIE B XOIC
paboTEI, UMEIOT BHICOKHE YPOBEHB IOCTOBEPHOCTH. IIpHMEHEHHE COBPEMEHHBIX
CTaTHCTHYECKIX METOIOB aHANN3a JAHHBIX TaKXKe SBISETCS KIIOUEBBIM (aKTOpOM,
[OATBEPKIAIONMHIM  [JOCTOBEPHOCTh ~pe3ysbTaroB. PaspaboTaHHEIE B XOZE
JCCIENOBaHMs OpHIMHAIBHBEIE METOABI IIO3BOJLSIFOT C BBICOKHM YPOBHEM
paspelleHus OLEHWBATh YaCTOThI ~KOHTakTOB XpOMaTHHA M  TE€HOMHBIC
B3aUMOJIEICTBISA, 00ecIeUrBas BRICOKYIO TOYHOCTh M HaJIEKHOCTb BBIBOZIOB.

Jlns obecriedeHus] TOYHOCTH U BOCIIPOM3BOIMMOCTH PE3yJIbTaTOB B KaKIOM
SKCIIEpUMEHTE OBLIM MPELyCMOTPEHB KOHTPOJBHEIE Ipymmbl. Kpome Toro, B
SKCIEPHMEHTHI BKIIFOUCHB! OHOJIOTHUECKHE U TEXHUIECKHE IOBTOPHOCTH, KOTOPEIE
[O3BOJISUIA HCKJIIOYUTH BO3MOXKHOCTH CJIydaHBIX OMMOOK M OOECIEeYrTh
CTaTHCTAYECKYI0 3HAYAMOCTh JaHHBIX. BBICOKHI ypOBeHb IyOiuKanui aBTopa B

MEXIyHApOIHBIX >KypHamax kareropuu QI m Q2 TarxxKe CBHACTENBCTBYET O



JOCTOBEPHOCTH HAYJHBIX PE3yIbTaToOB, IPOIIENIINX DPEleH3UPOBAHHE BEIYIIHX
CIIEIIHATICTOB B 0OJIaCTH CTPYKTYPHOH ¥ (QyHKIMOHAILHOH F'€HOMUKH.
4. CreneHb 000cHOBAHHOCTH BHIBOJAOB U HAYYHBIX IOJI0KEHHIH,
BBIHOCHMBbIX HA 3aIUTY

BeIBOOEI M HaydHBIE TIIOJIOXKEHHs, BHIHOCHMbBIE Ha 3allUTy, JIOTMYHO
BEITEKAIOT H3 pe3ylbTaTOB IIPOBSAEHHBIX HCCIENOBAaHHN, OHM OOBEKTHBHBL
[TOJTHOCTBI0 OOOCHOBAaHEI M HE BBI3BIBAIOT COMHEHHH. J[OCTOBEPHOCTH Kak
BBIBOZIOB, TaK M HAYYHBIX IIOJIOXKEHMH, BBIHOCHMBIX Ha 3aIlUTy, MOATBEPKAACTCA
GOJILIIM KOJIMYECTBOM 3KCIIEPUMEHTABHOIO MaTepuajia M TINAaTEIEHOCTBIO
IPOBEJICHHOTO aHATHM3a, DPE3yJIbTAaThl KOTOPOTO COTTIACYIOTCS MEXIY COOOH.
HWccnenoBaHus IPOBENEHBI C HCIONB30BAHMEM COBPEMEHHBIX METOIOB, B TOM
ypcine W pa3pabOTaHHBIX aBTOPOM JIMYHO, BKMo4as Merox Exo-C u makeTsl
61oMH(GOPMALIMOHHBIX IMIPOrpaMM Uil 00OpabOTKH HaHHBIX O TPEeXMEPHOH
OpraHu3aIlii FeHOMA.

5. TeopernuecKkasi ¥ MPaKTHYECKAasi SHAYHMMOCTH PadOTHI

HccenoBaHre TPEXMEPHON OpraHHU3aIlid XpOMaTHHA W €€ HapyIIeHUH Mpu
XPOMOCOMHBIX IIEpPECTpOHKaXx MMeeT KakK (yHIaMeHTaIbHOS 3HAYCHHE [JLI
pacimm(ppOBKY MATOreHETHYECKHX MEXaHH3MOB (OPMHUPOBAHUS HACICACTBEHHON
MIATOJIOTHH, TaK ¥ BAXHOE MPUKIATHOE 3HAUEHHE I MEIUIMHCKON I'eHETHKU M
6uonH(GOPMATHKH. Pe3ynbTaTsl pabOTHI MO3BOJSIOT TIIy0XKe IMOHATE MEXaHU3MEI
| peryIISIIHE F'eHOB U X CBS3b ¢ IPOCTPaHCTBeHHOM yKmamko# JIHK B snpe KieTky,
YTO OTKPHIBAET HOBBIE BO3MOXHOCTH U DaspabOTKH IPEXAE BCETro
JIMArHOCTHYECKHUX IOIXOMOB, & B IIEPCIIEKTHBE ¥ I'eHOTePalleBTHIECKUX PEIICHHH.

B pa6ore BIiepBble IIPOAEMOHCTPUPOBAHEI 3BOJFONMOHHO-KOHCEPBATUBHEIE
IPUHIMIBI YKIAIKA XPOMaTHHA B KIETKaX IITHIl W MIICKOIUTAMOIINX, a TaKKe
[ONTydeHBl YHUKAIBHBIC JaHHbIE 10 TPEXMEPHOM CTPYKType XpOMaTHHA y TaKuX

OpraHH3MOB, Kak KoMapsl poja Anopheles. DT UCCIIENOBaHUS PaCIIMPSIOT HAIA



TIpEICTaBJIEHHS O MEXaHU3MaX (QOPMHUPOBAHKS TOMOJIOTHIECKH aCCOIMIPOBAHHBIX
gomeHoB (TAJIoB) W XPOMOCOMHBEIX KOMIIQPTMEHTOB B T€HOMaX pasHBIX
OPTaHM3MOB. 3aCiIy)XHBalOT 0COOOro BHHMAHWS JaHHBIC, YKasbIBalOIIUe Ha
BO3MOXHYIO poiib Tpanun TAJIoB B HETEPMUHAIWN DPETHOHOB BO3HUKHOBEHHA
XPOMOCOMHBIX Tepectpoek. @DyHIaMeHTalbHEIE 3HaHWA O MPOCTPaHCTBEHHON
OpraHHM3allii TeHOMa BAXHBI Vi1 IOHUMAHWs SBOIIOLHOHHBIX IIPOIECCOB,
OMOJIOTHY Pa3sBUTHS U KIeTOYHOH U EepeHINPOBKH.

MeTonsl MAIIMHHOrO OOYUYEHHs, WCIIONB30BaHHEIE B DPaboTe, MO3BOIMIA
IpeCKa3bBaTh OIUICHETHUECKHE XapaKTEPUCTHKA KIETOK M TEM CaMBIM
OLICHUBATh (QYHKIMOHAIBHBIE XapaKTePHCTUKA TIEHOMHBIX BapHaHTOB. OJTO
OTKpHIBAE€T BO3MOXXHOCTH I aBTOMAaTH3alli¥ IIpollecca aHaiu3a TEeHOMHBIX
IAHHBIX, YTO MOXET OBITh MCIIOJIB30BAHO B IEPCOHAIU3APOBAHHON MEIUIIUHE 1T
OIpejleNeHUs WHAMBHIYaTbHbIX PUCKOB pa3BUTHs 3a0oseBanuii. CyIIeCTBEHHYIO
IIEHHOCTh  paspaboraHHble  OHOMH(OpPMALMOHHEIE  HMHCTPYMCHTBI ~ MOTYT
IPENCTABIATE Ul HHTEPIPETaldy MaTOreHETHYECKOM 3HAYMMOCTH TEHHBIX H
XPOMOCOMHBIX BapHaHTOB, BBIIBIIIEMBIX B XOJE€ MOIEKYJSPHOW IHArHOCTHKU
HACIIE[ICTBEHHBIX 3a00IeBaHHHA.

Paspaborannas TexHomorus Exo-C, xoropas codeTaeT 3K30MHOE
cexBeHupoBanne u wmerox Hi-C, I03BONAET ONHOBPEMEHHO OOHApyKHBATh
XpPOMOCOMHBIE ~ T€PECTPOUKA ¥  ONHOHYKICOTHIOHBIE BapHaHTel. JlaHHas
TEXHOJIOTHs IPENCTABIAeT OYCBHAHBIM HAyYHO-TIPAKTHYECKMH HHTEpec Uil
MEIUITMHCKONM TeHETHKH, 00eCIIeunBas TUarHOCTUKY KPUNTHYECKHX, B TOM YHCTIE
c6alaHCUPOBAHHEIX XPOMOCOMHBIX II€PECTPOEK, 3aTParMBalOIINX PEryNATOPHbIE
[IOCIIEAOBATEIBFHOCTH T€HOMA.

Pe3ynbTaThl UCCIEIOBAHUS HECOMHEHHO MOTYT CTaTh OCHOBOM [UIS HOBBIX

06pa3oBaTeNbHBIX KypCOB [0 I€HOMEKE, SIHICHETHKE, KIECTOYHON GUOIOrHU U



6uomH(opMaTiKe, obecreuuBas BBEJEHHE B IIEPENOBbIE METOIBI aHAIU3a
TpEXMEpHOM OpraHU3aliyl TeHOMa H WX IIPUMEHEHHE B OMOMEIUIMHE.
6. Copep:xanne u opopmiieHHE THCCEPTAIIHH

JlvccepTaiis W3I0KeHa Ha 77 CTpaHUIAX U COIEPIKUT CIIEAYIOIUE Pa3Iebl:
BBEIIEHUE, OCHOBHOE coiepkanue (paszeiieHo Ha 5 IOATTAaB), 3aKIIOYEHHE H
BBIBOZBL.

1. Beenenue. BBenenne BKIIOYAET CIEIYIOIIUE MOAPA3/ENbl: aKTyalbHOCTD
HCCIeOBaHMs, Hay4Has HOBHM3HA, IpaKkTHYecKas 3HAYMMOCTh, METONOJOTHS H
METObI MCCIIEN0BaHus, MONIOKEHHUS, BRIHOCHMEBIE Ha 3aIlUTYy, anpobarus padoTsl,
CTEIIEHh [OCTOBEPHOCTH ITOJyYEHHBIX pe3yNbTaToB, IIyOIHKalld¥ II0 TEMe
HAay4HOIO JOKIajaa, ¥ JIMYHBIA BKJIaJ aBTopa. B JaHHOM pasjele IpeCTaBlICHb
IIeJIA U 3aJ]a4d MCCIIEN0BaHus, 0O00CHOBaHA aKTyaJlbHOCTh TEMBI M €€ 3HaYMMOCTb
IS HaydHOro coolmecTBa. ABTOp KpaTKO M EMKO H31araeT CyTh HPOOIEMEL,
06OCHOBEIBAET HEOOXOAUMOCTh HCIIONB30BAHUSA COBPEMEHHBIX METOMIOB, TaKHX
kak Hi-C u MammuaHOe OOydeHHe. BBelmeHHE JIOTHYHO CTPYKTYPHPOBEHO H
OPHEHTHPYET YHATATEINS HAa OCHOBHBIE HAIPABJIEHH PaOOTEL

2. OcrHoBHOe conepkanre. OCHOBHOE comepKaHHe paboTel pa3OMTO Ha IIATH
[IOATJIAB, KaXkJas M3 KOTOPBIX pacKphblBaeT pas3HBIE AaCIEKTHl HCCISTOBAHHS
TPEXMEPHOM OpraHM3aldll XpOMaTHHAa M €€ HapyIIeHHA [pH XPOMOCOMHBIX
IepecTporKax.

2.1. CpaBHHUTENbHBIN aHAIN3 YKJIAAKHA XpOMATHHA B PasHBIX THIAX KJICTOK U
y pasHBIX BHIOB II03BOHOYHBIX JKMBOTHBIX. B 3TOH IOATIaBE W3JI0XKEHBI
pe3ysbTaThl CpPaBHUTEIBHOTO aHallM3a CTPYKTYpPhl XpOMaTHHA Yy WNTHI H
MiexonuTamux. Ocoboe BHUMaHKE YAEICHO BOIIOIHUOHHON KOHCEPBATHBHOCTH
TAJloB ¥ UX pOJM B PETYNSAIUH T'€HOB. TEKCT XOpOLIO CTPYKTYpHpPOBaH, C
[IOCIENOBATENbHEIM ~ M3JI0KEHHEM JaHHBIX W HuX aHammsoM. Iloarmasa

COIPOBOYXKIAETCSI MOAPOOHBIMM CXeMaMH M TIpadHKaMu, KOTOpbIe HArJISIHO



WIUTIOCTPUPYIOT ~ PE3YJIBTAThl OKCIIEPUMEHTOB, 4YTO CIIOCOOCTBYET JIydIIeMy
BOCITPUSITHIO MaTepHaa.

2.2. CpaBHHUTENBHBIA aHATW3 YKIaOKM XpOMaTHHA Yy KOMapoB pona
Anopheles. JlauHbIi TOApaszel MOCBAINEH H3YyYEHHIO TPEXMEPHOH CTPYKTYPBI
XpoMaTHHa y KomapoB poxa Anopheles. ABTOp ONHCHIBAaET cCHeNH(DHIECKHE
ocobenHocTH KommapTMeHTOB M TAJIOB y 3THX HACEKOMBIX, BBIAEIACT
3BOJIIOLIMOHHO-KOHCEPBATHBHEIE ~ KOHTAKTBL ~ XpoMaTHHAa. TeKCT — HamucaH
JAKOHWUYHO M C SICHOM JIOTMUYECKOH CTpyKTypoH. IlomoXHUTENEHBIM MOMEHTOM
ABJISETCS CpaBHEHHE COOCTBEHHBIX DE3YNIETATOB C JaHHBIMH, IIONy9eHHBIMH Ha
paHee M3yYEHHBIX OpraHM3MaX, YTO YCHIIMBAET HAYYHYIO IEHHOCTh pabOThL
[MoariaBa momonHeHa IpadHKaMu, UTO AelaeT U3JIOXKEeHHe 0ojee HarJIsIHbIM H
JOCTYITHBIM 711 BOCIIPHUATHSL.

2.3. Paspabotka OHOMHGOPMAIMOHHBEIX METOHOB /IS TPEIcKasaHWs
TPEXMEPHOM apXUTEKTyphl XpOMAaTHHA M JIMICHETHYCCKAX XapaKTePHCTHK
XpOMaThHa B KJIETKaX MIIEKONHTAMuX. B JaHHOM pasienie MpPEeICTaBIICHO
OIMcaHue pa3paboTKU HOBBIX OHOMHGOPMAMOHHEIX WHCTPYMEHTOB IJIS aHAIM3a
TPEXMEPHOM  CTPYKTypbl ~XpOMaTHHa M  IIPEACKA3aHWsA OIUICHETHICCKUX
XapaKTEpUCTHK Ha OCHOBe aHaiu3a mocnenosarensHoct JJHK. ABTOp moapobHO
paccMaTpuBaeT aITOPUTMBI, HCIIONB30BaHHBEIE B Heliponno# cetu DeepCT, u
JIEMOHCTPHpPYET UX NpHMEHEHWEe B T€HOMHKE HellOBeKa. Pasjien WLTroCcTpUpOBaH
OpuMepaMi paboThl STUX WHCTPYMEHTOB Ha PEANbHBIX JaHHBIX, YTO HArJIAAHO
JEMOHCTPHPYET UX IPaKTUUECKYIO 3HAUMMOCTb.

2.4. Vcmomnp3oBaHhe TEXHONOTHH 3axBara KOH(GOpPMAIMH XPOMOCOM IS
[IOMCKa XPOMOCOMHBIX IIEPECTPOEK y deJOoBeKa. B 3ToM pasmene H3I0XEHO
ucronb3oBaHue Meroma Exo-C  mid WAeHTUGHUKAMM M XapaKTepUCTUKU
XPOMOCOMHBIX IepecTpoeK. ONucaHbl 3KCIIEPHMEHTAIbHbBIE IIPOTOKOJIBL, a TaKKe

pe3yIbTaTel aHaIM3a pPiafa KIHHHICCKHX o6pa3u013, qTO OeinacT IIaHHBIﬁ pasnei



0COBEHHO BaXHBIM C TOYKH 3PEHMS IPUKIAJHBIX acleKTOB paboThl. ABTOP
aKI[eHTHpyeT BHUMAaHWE Ha IperMyIiecTBe TexHojoruu Exo-C B cpaBHEHHH C
KJIACCHUSCKUMH METOJaMH, B TOM 4YHCJIE€ B BO3MOXXHOCTH OJHOBPEMEHHOH
IETEKIUH KaK T'€HHBIX, TaK 1 MUKPOCTPYKTYPHBIX XPOMOCOMHBIX BApPHAHTOB.

2.5. IlpuMeHeHHe METOROB I€HOMHKM M OHOMH(DOPMATHKH IS PELICHHUS
3amad B 00JIacTH I€HETHKH PasBHUTHS ¥ MEIUIMHCKOM I€HETHKH. OJTa IOATIaBa
OXBAaThLIBAET IPUMEHEHHE Pe3yIbTaTOB UCCIEIOBaHMS IS PEIICHHUS IPAKTUIECKUX
3a1a4 B OMOMH(OPMATHKE ¥ MEIUIIMHCKOM I'€HETHKE.

3. 3aK/r0YeHHe U BEIBOJBL. 3aKIIOYCHHE ITOJBOIUT UTOTH paboTEL, I/ie aBTOP
aKIIEHTHPYeT BHUMaHWEe Ha KIIOYEBBIX peE3ylbTarTax MCCIIEOBaHUA H HX
3HAYUMOCTH Ul HAyKHA W MpakTHUKU. M3moxxeHrne 4€TKOE, CTPYKTYpUPOBaHHOE, C
aKIIEHTOM Ha 3HA4MMBIE JOCTIKEHHS, TaKue Kak paspaborka Meroma Exo-C u
IpYMEHEHHE MAIIMHHOTO OOydYeHHsA IJd IIPelCKa3aHusd YKIagKh XpOoMaTHHA.
3aKIIOueHMe HMHTErPHPYET TEOpeTHYeCKWe H IIPUKIAJHBIE AaCIEKTHl paboTEl,
[IOKa3bIBas MX B3aHMOCBS3b. BBIBOOBI H3II0KEHBl JIAKOHHYHO, IIOJYEPKHUBASL
OCHOBHOE COZIepyKaHre paboThl i e€ 3HaueHHe L1 Oy TyIHX UCCIIEOBaHIH.

O6mmee odopmieHue

JlvccepTaltys HamcaHa rPaMOTHEIM U HaAy9HO 000CHOBAHHBIM S3BIKOM, TEKCT
U3JI0KEH JIOTHYHO M II0C/IeNoBaTelbHO. PaboTa coIpoBOXIAaeTCA OONBIIUAM
KOJIMYECTBOM HJLTIOCTPAIlMi, TaKuX Kak rpadWKe U CXEMBI, 9TO CIIOCOOCTBYET
JTydIIeMy IIOHMMaHHIO SKCIIEPUMEHTATbHBIX AaHHBIX. OQopMiIeHHE BBIIEPKAHO B
COOTBETCTBMH C aKaJIEMHYECKHAMH CTaHIapTaMH, C COONIOZIEHHEM BCEX
HEOOXOAMMBEIX MIPABHJI, UTO JeNlaeT paboTy JOCTYIHOM JIsd YTEHHUS U BOCIIPUSATHSL.

7. 3amedaHmus, BOIPOCHI

[TpHHIMIKMAIBHEIX 3aMEYaHui 10 CONEPIKaHUIO UCCEPTAllMOHHON paboTEl HE

BO3ZHHKAeT. B KayecTBE MUCKYCCHM XOTEJIOCh OBl yCIHBINATh MHEHHE aBTOpa O

CYHIECTBYIOIMUX OIpaHHYCHHAX pa3pa60TaHHoro B JHCCEpTAalMKM HOBOI'O METOOa



Exo-C, eciy TakoBble MMEIOTCS, B KOHTEKCTE IIEPCIEKTHB €ro BHEIPECHUSI B
KIHHHYECKYIO IUarHOCTUYECKYIO MPAKTHKY.
8. 3akJiroyeHue

Tuccepranmonnas padora @ummvana Bernamuna CemenoBruda «TpexmepHas
OpraHM3allds XpOMaTHHa y JKHBOTHBIX M €€ HapylIeHHsS IPU XPOMOCOMHBIX
IIepecTpOiiKaxy», INPEACTaBIeHHAs HA COMCKaHHEe YYCHOH CTENEeHH JOKTOpa
GHOJIOTHUYECKHK HayK IO cHenuanbHocTsM 1.5.22 - xaerounas 6momorus, 1.5.8. -
MaTeMaTHueckas OHONOrus, OHMOMHGOpMAaTHKa, SBIIETCA 3aBEPIIEHHOW HaydHO-
MCCIIeOBATENbCKOM paboTOM, BBINONHEHHOHM Ha BBICOKOM COBPEMEHHOM
METOIUYECKOM ypOBHE. I10MydeHbl HOBBIE, IPHOPUTETHEIE PE3yIbTaThl B 00IACTH
KJIETOUHOM ¥ MOJIEKYJISIPHOM OHMOJIOTHH, JOCTOBEPHOCTh KOTOPBIX HE BBI3BIBACT
COMHEHHM. Pe3ynbpTaThl BBIIOMHEHHOH pPaOOTHI PACIIMPSIOT IPEACTABICHHSA O
GyHIAMEHTATBPHEIX MOJIEKYIAPHO-OHOIOTHYESCKIX ~MeXaHW3MaX, JIeKalluX B
OCHOBE TpeXMEpHOW OpraHW3allid HAcIe/JCTBEHHOH HH(OpMaluu B KICTKE, a
TakXKe CO3AI0T OCHOBY JUIS COBEPIICHCTBOBAHUS AJTOPHTMOB MOJIEKYJISIPHO-
reHEeTWUYEeCKOM JUMAarHOCTUKH HAacJeACTBEHHBIX 3abosneBanui. IIpoBemeHHOe
HCCIIEIOBAaHUE COOTBETCTBYET IMACIOpTaM CIeluanbHocTed 1.5.22 — KierodHas
6uosorus 1 1.5.8 — MaTeMarrueckas GHONIOrHsA, OMONHGOPMATHKA, a IOJIyYCHHBIS
BHIBOABI IIOJNIHOCTHIO OTP@KAIOT IIOJ[yUYEHHBIE pE3yJIbTaThl M HE BBI3BIBAIOT
coMHeHHH. IIpe/cTaBlIeHHbIE B [JHCCEPTAllUM PE3YyNbTaThl OIyOJIMKOBAHEL B
pELEH3UpYeMBIX TPOGMIBHEIX JKypHajaX, MHOTHE H3 KOTOPBIX OTHOCATCA K
HanboJIee IPECTHKHEIM U3IaHUSIMU B COOTBETCTBYIOIIEH 061acTH.

TaxuM o6pa3oM, IpeACTaBiIeHHas paboTa MO CBOEH aKTyalbHOCTH, HAYYHOH
3HAYAMOCTA ¢ HOBHM3HE IIOJYYEHHBIX pe3yJlbTarOB COOTBETCTBYET BCEM
Tpebopanmsam mr.  9-14 “TlonoXkeHHS O MPUCY)KIECHHH YYEHBIX CTEleHeH”,
yTBep)IEHHOMY TocTaHOBIeHHeM IlpaBuTenscrBa PO or 24.09.2013 Ne 842 (s

penaxmua Ne 62 ot 25.01.2024), a ee aBTop — Bennamun CemenoBnd OuinmMan



3aCIIy’KABaeT MPUCYXKICHHs €My YYEHOH CTEIICHH TOKTOpa OHOJIOTHUECKUX HAYK
[0 cremuaibHOCTSIM 1.5.22 — Kierounas Omojyorus u 1.5.8 — Maremaruueckas

ouosorus, OnoMHGOpMAaTHKA.
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