OT3bIB OOUIINAJIBHOI O OIIIIOHEHTA
NOKTOpa OMOJIOTMYECKUX HaYK, Ipodeccopa, yieHa-koppecnongeHTa PAH,
ITonsikoBa AJslekcanapa BaagumupoBuya
Ha JUCCepPTalUI0 B BUJIE€ HAay4yHOro nokiana Oummana B.C.

"TpexmMepHas opraHu3aiys XpoMaTHHA V )KUBOTHBIX U €€ HAPYIIIEHUS TIPH
XPOMOCOMHBIX IIEPECTPOMKAX ', IIPEACTABJICHHYIO HA COUCKAHUE YYCHOMN CTEIICHHU
JIOKTOpa OMOJIOTMYECKUX HAYK MO crenuaJbHoCTAM 1.5.22. KiteTtouyHas OMOoJIorus,

1.5.8. Marematnueckass Ouoyiorusi, OHOMH(GOpPMaTHUKA.

AKTYaJIbHOCTb HUCCJI€IOBAHHUU

Jluccepranusi TOCBSIIEHa M3YYEHUIO TPEXMEPHOM OpraHu3allid XpOMaTHHA ¥

KUBOTHBIX M €€ HApPYIUIEHUSIM IIPU XPOMOCOMHBIX IIEPECTPOUKAX — OJHOM M3 HauOoJee
JMHAMHYHO  pa3BUBAIOIIMUXCA 00JacTeid  COBPEMEHHOW TIeHOMHMKH. [loHMMaHHe
npoCcTpaHCTBEHHOU yKJaaku JIHK B sape kiaeTku ABISE€TCS KPUTHYECKH Ba)KHBIM JIIA

PAaCKPbITHA MCXdHH3MOB AMUTCHETHYECKOH PCIYJIAIIHHA, KOTOpasi ONpCACIIACT

TM(P(HEPEHIIMPOBKY KJIETOK M (DYHKIIMOHMpPOBAHHME TI'e€HOMa B IieJioM. HapylieHus B
OpraHM3alldd XpOMaTHHA CBA3aHBI C PAJAOM ITATOJOTHYECKHX COCTOSHHH, BKJIIOYas

OHKOJIOTUYECKHE M HaclieACTBeHHbIe 3aboneBanus. McciemoBanue TpexMepHOU
CTPYKTYpPbI F€HOMA Y Pa3JIMYHbIX BHUJOB )XKUBOTHBIX M B PA3HBIX TUNAX KJIETOK HE TOJIBKO

pacuMpsieT (pyHJaMEeHTaJIbHbI€ 3HAHUS, HO U MMEET IIPIMOE MPHUKJIaJHOE 3HAYECHHE IS

pa3sBUTUA METOJOB JUATHOCTUKHU U JICYEHUS N'€HETHYECKHUX 3a00JIeBaHMA.

Hayql{aﬂ HOBHU3HA

B pabore wucnonap3oBaHbl paHee HE MCCIEJOBAHHBIE MOJIEIH, ITPHMEHEHE]
COBPEMEHHBIE METOABI aHa/lu3a U pa3pabOTaHbl OPUTHMHAIBHBIE 3KCIICPUMEHTAJIbHBIE U

BBIYHUCJIATEIIBHBIE METOABI. B COBOKYNHOCTH, 3TH (DPAKTOPBI 00YCJIaBJIMBAIOT HAYYHYIO

HOBHU3HY HCCJIICAOBAHHA. B HaCTHOCTH, NPCACTABJICHBI CJIICAYIOIIUC OPHUIHHAJIBHBIC

pe3yJIbTaThl, 001a4ar0NIHe BHICOKON CTENIEHBIO HOBU3HBI:




1. IIpoBeaeH cpaBHUTENILHBIN aHAIU3 TPEXMEPHBIX KOHTAKTOB reHoMa B (hHOpobIacTax
Kypullbl W MileKonuTaromux. IIoka3aHo, 4To OOJBIIMHCTBO JIOKYC-CHEIM(PHYECKHX
OCOOEHHOCTEM YKJIAJKU XpoMaTHHa B (UOpoOIacTaX COXpAHSAETCS HEU3MEHHBIM Ha
[MPOTSDKEHUM COTEH MUJUIMOHOB JIET. BrepBble NPOJAEMOHCTPHPOBAHO PaJUKAILHOE

U3MEHEHHUE YKJIAJIKH TOITOJIOTHYECKH accolmupoBaHHbIX nqoMeHOB (TAJloB) B mporecce

CO3pPEBAHMS 3PUTPOLUTOB KYpHIBl. YcTaHoBIeHO oTcyTcTBUEe CTCF-omocpeoBaHHBIX
TAZloB ¥ ycuineHue KOMIApPTMEHTAJIH3allMH T'€HOMAa, YTO SBJSETCA 3BOJIIOIMOHHO-
KOHCEPBATHBHOH OCOOCHHOCTBIO 3PUTPOLMTOB (WJIM HX IMPEAMIECTBEHHHKOB B CIIydae

MJIEKOITUTAIOIINX) CPEAU ITI03BOHOYHBIX.

2. BriepBbl€ 110J1y49€HbI JaHHBIE 0 TPEXMEPHOH YKJIaJKe XPOMATHHA Y IISTH BUA0B KOMapOB

pona Anopheles - BaXXKHBIX C TOYKH 3pEHHS SMHAEMHOJIOTHH XHBOTHBIX, MHOTHE W3
KOTOPBIX SABJIAIOTCS NMEPCHOCYHKAMH MAJIIpHH. BBIABIEHO COJNIM)KEHHE LIGHTPOMEPHBIX H
TCJIOMEPHBIX YYaCTKOB pa3HBIX XpPOMOCOM Y KOMapoB, 4YTO IIOATBEPKIAET HX
OpraHu3aluil0 B COOTBETCTBHH C MoJenbr0 «Palbims». OOHapy)KeHBI 3BOJIIOLMOHHO-

KOHCEPBATUBHBIC IETJIEBBIE B3aUMOJECHCTBUA B X-XpPOMOCOME Ha pacCcTOoSHUM 10 10 MiH
[1ap HYKJIEOTHUJIOB, YTO UMEET 3HaUYE€HHE /I IOHUMAHUS ClTeU(DUKH YKIIaJIKH XPOMaTHHA

Yy HACEKOMBIX.

3. Co31aHEI UHHOBAIIMOHHEIE OHOUH(DOPMAIIHOHHBIE UHCTPYMEHTEI H

OKCIIEPUMEHTAJIbHBIC IIOAXOJbI, BKIOYasd TexHoJoruio Exo-C Juig  jgeTexkuuu

XPOMOCOMHBIX II€PECTPOCK H HEHUPOHHYIO ceTb DeepCT s mpeackasaHus

SMUTCHETHYCCKUX XapaKTEPHCTHK Ha OCHOBE HYKJICOTHIHOM IIOCJIEAOBATEIHLHOCTH.
3HAYHMOCTb HAYYHBIX Pe3yJIbTATOB

Pe3ynpTaThl qHCCEpTAlK UMEIOT CYIIIECTBEHHOE 3HAYEHHE JIJIS PA3BUTHUS F€HOMHUKH

M MEIUIMHCKOW TeHeTHKH. Ha QyHnameHTanbHO-HaydHOM ypOBHE, HCCIICIOBAHHS




yrIyONsIOT 3HAaHHA O MEXaHH3MaX »SIIUIreHETHYECKOMN PEeryJIilHd M TPEXMEPHOMU

OPraHu3aliii rCHOMA, YTO BaXKHO JIJI1 OMOJIOTHH Pa3BUTHUS U 3BOTIOLIMOHHON GHOIOIHHN.

C TOYKH 3peHMs NpPaKTHYECKOro MpPUMEHEHH, pa3pa0OTaHHBIE METOABI MMEIOT

HOTCHOHAT IS BHEAPCHHS B KIMHHYECKYIO NpakTUKY. TexHoinorus Exo-C mo3BojserT
3(pPEKTHBHO BBIABIATE XPOMOCOMHBIE [IEPECTPOMKH U TE€HETHYECKHE BAaPHUAHTHI, UTO
MOXET OBITh HCIOJNB30BAHO B JONOJHEHHE K PYTHHHBIM METOIAM KJIMHUYECKOH
JIMaATHOCTHKH, OCOOEHHO B ClydYasxX, KOTJa y [ANHCHTa YK€ JHarHoCTUpOBaHa
cOaaHCUpPOBaHHAS XPOMOCOMHAs EPECTpOHKa (HHBEPCUA MM  TPAHCIOKALHS)

HEONPEACIICHHOI0 KJIMHUYECKOIO 3HAYEHMUS.

Haxonen, ¢ merommueckoit Toukm 3penns uMeroT BaskHOe 3HAUCHME CO3JJaHHBIE
OHOMH(OPMALMOHHBIE HHCTPYMEHTHI, KOTOpBIE O0JIEr4alOT aHaIM3 OOJIBIIHX 00BEMOB
FCHOMHBIX NaHHBIX (0c0OeHHO maHHBIX Hi-C), CIIOCOOCTBYIOT aBTOMATH3ALIUH MTPOLIECCOB

AHAJIA33 X MOT'YT OBITh MCIIOJIB30BAHEI IHHPOKHM KPYIOM MCCIIE10BATEeH .

3HAYUMOCTh pabOThI Takke MOATBEPIKIACTCS GOJbIINM KOJIn4ecTBOM (Oostee 50)

[IyOJIMKAIUi, MHOTHE U3 KOTOPBIX IIPE/ICTABJIICHHBIX B BEYILUX HAYYHBIX )KypHaJax.

CTpykrypa pa6orsl

Jluccepranmonnas paGora npejacTasieHa B BHIe HAaY4YHOI'0o JI0KJIaJia, OHa HMMEET
oOuIHii 00beM B 77 CTPAHML], COCTOUT U3 TPEX OCHOBHBIX pa3/1€JIOB (BBEJAEHHE, OCHOBHOE

COACPKAHHC, 3aKIIOYCHHE W BBIBOJBI), a TAKKE IBYX JOMOJHHTEIBHBIX pa3aeioB

(O1arogapHOCTH M CIIMCOK HCITOJTE30BAaHHOI ITuTepaTypsl). CTpykTypa paGoTh! TIHATEILHO

Bo BBenennu o6ocuosana dKTYaJIbHOCTh T€MBI, CHOPMYIIHPOBAHBI [EIb W 3a1aYl
HCCIICIOBAHNS, T10JI0)KEHHS, BBIHOCUMBIE Ha 3alUTY, OMMCAHBl METOIONOrHS 1 METO/IEI.

Bo BBenennu Taxoke npeacTaBlieH CIMCOK MyOJIMKALMi 110 TEME JIUCCePTAINH, KOTOPBIM




BKJIIOYaeT 53 paboThl, U3 HHX 33 nyOnMKaluii B JKypHaIax, HHIACKCHPYEMBIX 0a3zamu
naauasix WOS 1 Scopus U OTHOCAIIMXCA K KaTCrOpHH Q1 mm Q2.

OCHOBHOE COJIEP’KAHHE COCTOMT M3 HECKOJIBKUX pPa3ficilos, KaXJAbIM U3 KOTOPBIX
[IOCBSIIEH OTHEJBHOMY acCIIeKTy HCCICI0BaHNA, BKJIIOUYAS CpPaBHUTEJIbHBIM aHaJN3

yKJIaJKH XpPOMAaTHHA, pa3pabOTKy METOJOB aHaM3a TaHHBIX 1 HX [IPUMEHEHHUE.

B 2aKTIOUeHUH M BBIBOJIAX TOJBEICHBI HTOTH PaboTEL, c(hopMyITUPOBAHBI OCHOBHBIC

BEIBO/IBI, IIOATBEPKAAIOIIHE JOCTHKCHHE IIOCTABICHHbIR [eJIeH.

CtpykTypa paOOTBl OTPaXKaACT rmyOOKMi ¥ BCECTOPOHHMH MOAXOX aBTOpa K
HCCIIENOBAHHMIO, IO3BOJIAA YHTATENI0 MPOCIICAUTD XOA HAy4HOTO IIOMCKa W OLCHHTDH

3HAYUMOCTh  IOJIYYEHHBIX  PE3YJILTATOB. JTuccepraldsi ~ JAOCTaTOYHO  XOpOHIO

WITIOCTPHPOBaHa, cojepXuT |7 pUCYHKOB, TIOAABJIIOILCE 0OJIBIIMHCTBO M3 KOTOPBIX

HpCJ];CTaBJ'IeHO KOJUIa)KaMHU C HECKOJIbBKHMH [MaHeJIAIMH, TAaKHC PHUCYHKH BBICOKO

MH(OPMATUBHBI U OCBELIAIOT [eJIbIi pasziel] Wik MoJApaszici B paboTe.

3amedyaHHusl 4 BONPOCHI

TexHpyeckoe 3amMedanue 1o pabore oaHo. B TEKCTE Ha CTP. 64 nokjIaja yKaszaHo
obmee gpciao obpasuos 23+6+27=56. A B IOAMHUCH K PHC. 16 ykazaHo 66 00pasLoB,
[IPUYEM Ha CAMOM PHCYHKE OTPaKCHBI 76 00pa3IoB.

CremyeT OTMETHTh HEOOJBIIOE HHCIIO ONECHaToK H ophorpaduyeckux OIMHOOK,

KOTOpbIE, BIIPOYEM, HE3HAYMTEILHO BJIMAIOT Ha BOCIIPUATHE TEKCTa M HE MEIIAIoT

yCBaMBaTh COACPIKaHHE padOTHI.

[TpUHIMIHATEHBIX 3aMeYaHUH 110 TEKCTY paboThl HET. OIHAKO €CTh PsA BOIIPOCOB.
1. B Xxoje BBIIIOJHEHUS AUCCEPTALHNH paspaboTaH H ONpoOOBaH [EeNbId Pl
onouH(DOPMATUYECKHX  TIPOrPaMM. meroT M 3TA  TIpOrpaMMbl

PErHCTPAIMOHHBIE  YIOCTOBEPEHMs, CTald JiM - OHH 0011e10CTYITHBIMH,

[MOJIE3YIOTCS JIM UMM B MUPE U CCBIJIAIOTCA JIM Ha HHUX 3apy6eKHbIe KOJUIETH?




2. B opraHum3zauuMd X-XpOMOCOMBI KOMapd 0O0HAPYKEHBI KPYIHBIC IICTIICBBIC
CTPYKTYypbl B MMJITHOHBI IL.O. Moryr ¥ 3TA CTPYKTyphl y4acTBOBAaTb B
yKOPOYEHHH TTOJIOBBIX XPOMOCOM B IPOLICCLE 3BOJIIOLIMH Y T€TEPOXPOMOCOMHBIX
BUJIOB”

3. Ha ctp. 59 mokinaja ykasaHo, 4TO NpH MPUMEHCHIH texHosoruu Exo-C «mpu
ryOuHe CEeKBEHMPOBAHUS HEHAMHOIO ooJsipllicH, YeM IIpH CTaHAapTHOM
»K30MHOM CEKBEHMpPOBAHHUH, MBI I1OJYy1HM nHGOpMaLMIO KaK O CTPYKTYPHBIX
XPOMOCOMHBIX IEPECTPONKAX, TAK U O TOUKOBBIX MyTalusax» Borpoc: Ha CKOJIBKO
GoJIbIle rTyOHHa CEKBEHUPOBaHHs H KaK 9TO OTPaXaeTest Ha LEHE MCCIIEIOBAHUA

4. Crp. 65 pyxomucu «Cpeau MainueHToB C HEYCTAHOBJIEHHOH MOJIEKYJISIPHOU
MPUYMHOM IATOJIOMU IO PE3yibTaTaM Exo-C-3KCriepuMEeHTa yAalloCh HaWTH
HATOEHHBIC MM BEpPOSTHO TNATOrCHHbIE OJHOHYKICOTHIHBIC BapHaHIbl B
9K30Max TpeX MAIMEHTOB.» BBILIE yKa3aHO, 4TO JUld STOTO MCCIICI0BAHHS OBl
B3AT MaTepHajl HECKOJBKHMX MaleHTOB. A CKOJBKHX peanbHO? DTO BaXHBIA
BOIIPOC, OTBET Ha HETO JiaeT OLEHKY MOIIHOCTH IOAXOAd Exo-C g aHalu3a
CJIOKHBIX CIIy4aes, IJIe APYTrue METO/Ibl HE Jali pe3yJIbTata.

5. B mnpuBesieHHOM OOMMPHOM TNpPHMEP IALMEHTA C tpaHciokarmed t(5;10)
vertonoMm Exo-C Gsuia BbIsBIeHa HeOOIbLIAsS HHBEPCHS y4acTKa XpOMOCOMbI 10,
He 3aperucTpupoBaHHas LHTOICHCTHICCKH. OHa W OKasajlach IPUYUHOH

3aGosepanust y nanuenTa. OJHAKo, BCTAeT BOMPOC: @ HE MPOLIC JiK JUIA 3TOIO
mamueHTa OpUIO cenaTh TeHOMHOE cekpeHupoBanue? B JaHHOM ClIy4dac

npumenenne Meroga Exo-C 00yCIIOBJIEHO TOJIBKO JIEMOHCTpAIMen €ero
BO3MOYKHOCTEH (4TO B pamMKax paOOThl HECOMHEHHO BAXKHO H 3HAYMMO) HIIH

UMeeT KaKue-1M00 MpeumylecTBa nepes reHOMHbIM CEKBEHHUPOBAHHEM !

JaKJII0YEeHUE

TMucceprauus B.C. ®unmana “TpexMepHas OpraHu3alus XpoMaTHHa y JKHBOTHBIX

M ee HapyleHdus TIpH XPOMOCOMHBIX MmepecTpoikax” BBIIIOJHEHa Ha BBICOKOM

S




METOIMYECKOM YPOBHE, MO CBOEMY COJCPKAHHIO, npeaMeTy ¥ MeToJaM HMCCIICI0BaHU

COOTBETCTBYET CIIEIIHATIBHOCTAM 1 522 Knerounas 6uonorus u 1.5.8. MaremaTuieckas

6uosiorus, ononHpOpMaTHKA, SBISETCS aKTyaJbHBIM, 3aKOHYEHHBIM Hay4HBIM TPYAOM.

JlnccepTalus MOJIHOCTBIO COOTBETCTBYCT 1. 0-14 “TlonoskeHus 0 MPUCYKIACHUN YICHBIX

cTeneHei”’, yrBepKACHHOMY ITOCTaHOBJICHHEM [TpaBuTenscTBOM PO OT 24. 09.2013 Ne842

(B pemakiuu Ne 62 0T 25.01.2024), a ee aBTOp - BEHHaMHUH Cemenond DuuIMaH -
3aCIy’KHBaeT NPHUCYXKIECHUS EMY y4eHO#l CTENEHU [IOKTOpa OHMOJIOrMYECKUX HayK IIO

crenanpHocTaM 1.5.22. Kiero4dHasd 6uonorus u 1.5.8. Maremarn4decKas OMOJIOT U4,

OnoHH(pOpMaTHKA.

OduuuaabHLIH ONMOHEHT:
Japeayronmii 1abopaTopHent JIHK-1uarasoCTUKH
derepaibHOrO roCy1apCTBEHHOIO OHO/DKETHOTO HAYYHOTO
YUpEKIACHU A «MeIuKO-reHeTHYECKUI HayqHBIH IIEHTP
umenu axanemuka H.I1. boukoBay,
TOKTOP OMOJIOrHYECKUX HAYK,

uen-koppecnoneHT PAH [TonsikoB Anexkcanap BiaauMupoBHAY

[Toanucek 4JieHa-KOPPECNOHACHTA PAH, nokTopa OMOJIOrH4ECKHX HAYK [TossKOBA
Anekcanjpa BiaguMupoBrda 3aBepo.

VuyeHBIH CEKPETAPH
denepadbHOr0 rocy1apCTBCHHOTO 0101

Hay4HBIH LEHTP UMEHH aKaJICMUKa H.
KaHIUIaT MEJIULIIMHCKUX HAYK

reHeTHYeCKU HayYHBIH [IEHTP HMCHH axajemuka H.I BquOBa»
Anpec:115522, Mockaa, Y. MockBopeube, 1.1

Tenedon: +7(499)612-86-07

e-mail; mgnc@med-gen.ru

Anpec caiita: med-gen.ru
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