OT361B
O(MHUHANBLIOC ONNIOIIEHTA AOKTOPA MEJHIIMHCKHAX HAYK, npodeccopa
Bacuanera Banepna Buxropornya Ha auccepTalnHoHIyio padoTy
[Hymaxosoli Exarepunsl Koucrantauuorusl na temy «Mudermus,
BLI3BAHIAS BHPYCAMHE NPOCTOr0 reprneca, y CeMeHNbLIX Nap ¢ Hapymenuamn
peupoxyrusnoi ¢pynxiuu: 060cHoBaHIE NOAXO0A0B K BEACHHIO HANHEHTORY,
HPEACTABICHIYIO HA COMCKAHHE YYCHOHR CTCIICHH KAHAMAATA MEAHIHHCKHX

iHaywe o cneupanpnocT 3.1.22. Mndexnuonnsie 6onezny.

AKTYanbIoCTh TCMBI BRINOMNCHHOI AHCCEPTANHONHOM pAGOTHI

YOuksuTapHocTh MH(EKUMH, BBI3BAHHOH BUPYCAMH NPOCTOTO repreca
uesioseka (BIIT-1,2), ee cyGToTanbyas pacrpocTpaHeHHOCTh BO BCEX COUMANLHAIX
closix u rpynnax yacenenus (90% u Gonee), NOMUHUPOBAHME KOHTAKTHO-OBITOBOIO
MCXAIM3MA [IePefads, PeaNus3yIoOLIerocs eCTCCTBEHHLIMU IMYTSIMH, ONPEACISAIOT
OAHY W3 JiMaMpylomkMxX nosuuuwid BIT-1,2 cpenu 3THOMOTHMYECKHUX ATEHTOR
zabonepanni, NepeiaroUIMXCcs IONOBBIM IyTem. llodu3HeHHas NepCHCTEHIUIs
8030yHMTENs, CBA3L NPOSABIEHHH HHQEKIHOHHOTO IIPOLECCa C COCTOSHHEN
HMMYITHOH CHCTEMBI MEIOBEKA 00YCIOBIMBAIOT BLICOKYIO YACTOTY BECCHMIITOMHBIX
1, CACUOBATENBIO HEAHArHOCTHPOBAHILIX CIY4aeB repHeTHYeCKOH HHGpEKIHM,
Osnum M3 HeraTWBHBIX TNpOSBIeHu# anorenutansuolt BII-1,2-undperuum
SIBIISCTCS ITAPYINEHKHE PENPOAYKTUBHON (DYHKIIMM KaK Y MYXKUME, TAK ¥ Y MCEHILAH.
3 ciyuac HacrynneHust BEPeMeHHOCTH, B 3aBUCHMOCTH OT CTafuu 3MOproreHesa,
& KOTOPOM ITPOM30IIN0 MH(HIMPOBAHKHE, MOIYT (BOPMUPOBATECS! XPOMOCOMHLIE
narojiorvin, nacto- u amOpuonaruM, Oo3nHHe (ETOMATHE C NOPAKEHHEM
PAIMUHBIX OPIaHOB ¥ CHCTEM, HETaTHBHO BIMUSIOLIHME KaK HA TEUEHHUE W HCXO/|
coferrenuo 6epeMelHOCTH, TaK K CYLUIECTBEHHO HAPYILAIOWMX Pa3BUTHE MO/,
BHNOTH /10 Cro ajiteHaTanbHoH rufenu.

Heemorps Ha 1o, 4TO M3BECTHA KOppensuust Mexny npucyrersiem BIIT-1,2
B asikyssiTe B Oecrojuen B Opake, IPUBLIMHBIM HEBLIHAIIMBANNEM GEpEMEHHOCTH
H o HapylieHdemM paHHuX CcTaguil dMOpHoreHesa, palMOHANBHOE MPHUMEHEHMC

JUIANHOCTHHUCCKHX W TepaleBTHYeCKHX JIOAX0HO0B K BEHEHWIO CeMEHHBIX nap c¢
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repreTHYCCKOR MH(eKUueH, dHauuHas ¢ 3Tana I[UIBHHPOBAHMS OepeMeHHOCTH,
ocracrest  HemoctarouHo — paspaborTaHHeM.  CyINECTBYeT — HaCTOSTENbHAas
11cOOX0ANMOCTE B CUCTEMATH3AIMM HAHHLIX O HETHNHMYHBIX Ipossiedusx BIIT-
HH(QEKUMKH, YTO IIO3BOJMT CBOESBPEMEHHO BbISIBISTE MW KOHTPOIMPOBATL €C
aKTuBHOCTh. Hywpalores B paspaboTke COBpPEMEHHBIC ANTOPHTMBL JICYEHMA
PCIIPOAYKTHBHEIX ~HAPYLICHWH W TPOPMIIAKTHKY Pa3sBHTHSI  XPOMOCOMHBIX
atnoMajiil B KHPEPTUIILHBIX ceMelHbIX rapax.

Yuurpias  BhILIEU3NONKEHHOEe, H30paHHAs  COMCKATEJEM  TEMATHKA

HCCTICTIOBaHMs ABJISIETCS, 6€3yCJ'IOBHO, aKTyaJIbHOlTI.

Hayynas nosHM3Ha HecJef0BANUS, ONYYEHIIBIX PE3YALTATOB, BLIBOJAOB H
pexoMenanuii, chopmMyNHpPOBAKHHELIX B JHCCEPTAIMN

Hayunas HOBHM3HA NMCCEPTAIIMOHHOM pabOTH 3aKIIOUAETCSI B W3YYSHMH K
OLICHKC HAHHLIX O HACTOTE BLIABIEHMUS PASIHYHLIX MAPKEPOB aKTUBHOH HH(EKLKH,
BhisgaHol BIT-1.2 Turnos, cpeny >xeHIMMH ¥ MYXUMH H3 CeMeHHLIX 1nap ¢
HaPYUICHHIMH PEIIPOAYKTHRHOM (PYHKITHH.

ARTOPOM OlIPEJIeNICHa 3HAHMMOCTh THITHMHBIX M ATHIIUYHBIX KIUHMIECKUX
Hposieieniii, J1abopaTopHbIX JIAHHBIX, MOATBEPKIAIOIIMX akTuBHocTh, BII-1,2
THIOR B CCMEMHBIX 11apax ¢ HapYILSHSIMY PENPOLYKTHBHON (yHKLHN.

Buiseneno w  onuwcano werathpHoe BiausHue BIIN-1,2 Tunor Ha
XPOMOCOMIIBIA  anmapaT XopHoHa IIpM Hepa3BUBalolleiicss OepeMeHHOCTH ¢
HPCHMYTICCTBEHHBIM (POPMUPOBAHKMEM TPUCOMHH IO 22 XPOMOCOME.

Hoxasana o(h(eKTHUBHOCTL BBISBIEHUS W KOHTpOJ axtusHoctH BIIT-1,2
THIOB Yy 0DouX popuTeNedl IpH IUIaHHUPOBAHHK M BEACHUM OGepeMEeHHOCTH s

WICKBATHOrO MPOBENEHU B'FMO'I‘IJOI'IHCIﬁ TEPAnH.

Teopernueckast ¥ NpakTHYCCKAass 3HAYUMOCTL PaboTh!
[lonyuyeHHble DUCCEPTAHTOM HOBBIE CBEICHUS O HACTOTE, KIHMHUYECKUX W
jaboparopHblX  OCODEHHOCTAX  aKTHBHOH  repreTUdeckod  WH(EeKuuu y
HIepTHILHLIX ceMeHHBIX map, a Taioke BiausHue BIIN-1,2 Ha XpoMoCOMHDIi
anrapar XopuoHa, BHOCST 3HAUMMBIA BIUIaJ Kak B HaydyHBIE IpefcTaBienus 06
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mipexnmonnom npouecce BIT-uudexuuu, Tak 1 B paclidpeide BO3MONCHOCTCH
HPAKTHUECKOI'O 31PpaBOOXPAHCHHSL.

ABTOPOM OIpElENeHbl NoKa3aHud U o0beM 0GCnenoBaHusd HHEPTHNBIILIX
CCMCHHBIX TIap ¢ LEJLIO CBOEBPEMEHHOH JHArHOCTHKM M JIeWeHMs AKTHBHOM
AOICHHTANLHOM reprieTuyeckol nHOEKIHH.

[okazanp xnuHHYeckue W nabopaTopHble O0COGEHHOCTH IPOABIEHHHA
AKTHBHON AHOrEHUTANLHON repreTHYecKOH BUPYCHOM HHOEKUHH Yy MYMCUHH M
ACCHUUIH B CceMCHIBIX Tapax C HApyLIEHHEM PEeHpONYKTHBHOM (yHKIMH.
lpumencnne  paspaoTaHHOTO — anropytMa  BEAEHHS  TAKHX  [ALMEHTOB
CIOCODCTBYET  HACTYINEHMIO  OEPEeMEHHOCTH, I[O3BOJSET  IPEemOTBPATHUT
nugiumposanve xopuona BIT-1,2 u 3HAUMTENHHO MOBBIIIAET BEPOSTHOCTI
POIICHIHSL 310POROI0 pebeHka,

Honyuennpie AuCCEpTaHTOM Pe3yALTATHL, CHOPMYIHPOBAHHLIE BHIBOMLI U

[(PAKTH4YCCKHE peKOMeHAalMy MOryT OBLITh HCIONL30BaHbl B paboTe Bpaueit

LHTHC

JEKITHOIIHCTOR, F’HHCKOJIOTOR, YPOJIOIOR, I'EHETHKOB, a TAIOKE B

UGPLTSOBH'I'CJII:]IOM OpoLECCE MEAUITHMHCKHX pa6OTHI/IKOB.

Ouenia coyepanns AHCCEPTALMH, €€ 3ABCPIUIEHHOCTH B I{CIOM

Jucceprannonnas paboTa NoCTpoeHa 110 TPANMLKMOHHOMY IVIaHY B COACPIKHT
chic/iyione pasjiensi: BBEIEHHE, 0030p NWTEepaTypsl, ONKCAHHE MATEpHalion W
NMOTOJOB, 4 rraBsl  COOCTBGHHBIX  HCCNENOBAHME, 3aKIIOYEHUE, BLIBOMM,
IIPAKTHHCCKUE DEKOMEHAALMK, CIMCOK nuTepaTyphl. Pabora usnoxedHa Ha 141
CTpanuie MAalUMHOITUCHOrO TeKcTa, MWIunocTpupoRana 28 Tabnwuamu, 16
PHCYHKAMKH MW CONCPXWMT 2 KNMHHMECKMX npumepa. YKasaTelb LUUTHPYEMOit
ANTEPATYPLE coUepruT 160 MCTOYHMKOB, W3 HMX 84 OTeYecTBEHHLIX M 70
3Py OCUCUBLIX ABTOPOB.

Crpyxrypa v comepxaine QUCCEPTALMH, HayHHEIE TTON0MKEHNS, TTONYICHHBIC
PCIYIILTATEL, BRIBOJLI M PEKOMEHIAIMK B HEoOX0AUMOM 0ObeME NPEeHCTARNEHRl B
apropediepare, MOANOCTLIO COOTBETCTBYIOT Teme aucceprauun. Odopmieriye

JulccepTaiiii ¥ apropedepaTa OTBEUAOT CYLUECTRYIOIINM TpeboBaHmsM.
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Bo «Brenenuuy o60cHOBLIBACTCS aKTYANBHOCTE TEMBl UCCIIEOBAHKS, LI
1 3asavl MCCHeIIOBANMSA, [MPEeACTABIEHA Hay4yHas HOBH3Ha, TeopeTHHeckas H
[PAKTHUCCKAS  3HAYHMOCTL, COOPMYNMPOBAHBl  [IONOKEHMS, BLIHOCHMBIC 1ia
sauTy. O630p JrTepaTyphl HanKcad NO BCEM NpaBuiaM H NOCTATOUHO JIOJHO
OTPIKACT COCTOSHUE NPobIEeMBL 10 paspabaTeBAEMOH TeMme.

B rnape «Marepuansl ©W  METOObI» MNPENCTABJICHBI CXeMa H ny3aiii
HCCHO/LOBALIMS!, HAIbI XApaKTEepHUCTHKY OOCNENOBAHHLIX IIAIHWEHTOB, OIMCakibi
CPABLHBACMBIC PPYIIIBL ¢ YKa3aBHMeM KPHTEPMEB BKIIOUEHMS ¥ HEBKIIOMCHMA B
HoeAG/lOBAlMe, 4  TAKKE TNpUMEHsieMble  KIMHWYeCKHe, JiabopaTopHbie M
CTATHCTHYECKME METOABI MCCHEIOBAHHKSL.

TpeThbs 11aBa TOCBAUISHA RBISBIEHHIO THITUIHLIX ¥ ATHIIMIHBIX CUMIITOMOR
repleTHUYCCKOW MH(EKIHKM B CeMeRMBIX mapax ¢ HapyUIeHHeM PETIPOLYKTHBIIOH
GYIKILM, [IPCACTARAeHa YacTOTa PEruCTPalMy KIMHHICCKUX U nabopaTopHbIN
MUPKEPOl3 3a00JeBAHNS Y MYKHUHH ¥ KM,

B uerneproit riaBe noygpobno onucanhl KIHHUIECKHE, nabopaTopHble |

—

\ABTPAIBYKOBBlE  OCOBCHHOCTH — IPOSBNEHHH  IepreTHYEeCKOH MH(pEKLHH

w

(@]

IICPTHILHLIX  CeMEHHBIX apax OTAENLHO Yy JKSHUMH Wy MYXUMH,
LLOCHEIYIONIHM  COTTOCTABIEHHEM I[OJNYUEHHBIX PE3YJLTaroB OOCIGNOBAHHA B
cenmeillibix napax.

B isrol mase IpesCTAaBiEHBl PE3yNhTaThl UCCIEeMOBAHHA XPOMOCOMHOIO
anmapara B XOpUoilax, WH(PHIMPOBAHHLIX BHPYCOM IPOCTOTO repreca, MpH
HepazBuBAIONEHcs GepeMeHOCTH Y HKEHIUMH W3 CeMEHHbIX Tap C HapyLIeHM M
PCHPOAYKTUBHOA (QyHKIMyM B anamuese. [loxasama wacToTa VWH(PHALMPOBAH S
xopiiona BITC-1,2 npy hepaspuparoiieiicss 6epeMeHHOCTH, MPOAEMOHCTPHpoBalla
CBI31 MH(EKIIHK C XPOMOCOMHBIMH AHOMAJIHSIMH 110 22 XPOMOCOME.

B juecroit rnase onucada 3(PQEKTHBHOCTb NOKOOPAHHOH TEpamuu Upi
AKTHBION MiI(EKUMHY, BEI3BAIHON BUPYCOM IPOCTOrO repreca, HApaBNeHHOH 1a
BOCCTAIIORIEHME PEIPOYKTURHOH QyHKLMH B HH(EPTHIBHBIX Napax. Paspadoran
W OIMCAll AJTOPHTM TOABOPa ¥ OUEHKH 3PMEKTHBHOCTH HPOTHBOrePneTHISCKOH
TCPWINK, @ TAIOKE OIPEASHCHHs JUIMTENBHOCTH TEPAHy Y MYyMHHH 1 KEHILUH Ot

MUAICIITA HIAHMPORAHHMS GepeMEHHOCTH 10 e€ 3aBepIIeHUs poXeHHeM pedelika.
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PesynpraTsl, TMOJY4UeHHBIE B XOIE npoeefeHHON  paboThL, HWMEIOT
HeCcOMIIEHTTYIO HAYHMHYIO M [PAKTHYECKYIO LIeHHOCTD. Ha 0CHOBANNY [IPOBEASHHAIX
HCCHCAOBAIAH BRLTM CROPMYJIMPOBAHE! IPAKTHHECKHE PEKOMEATHH I BEACHNA
HHMCPTHILHBIX  CeMEHHBIX 11ap C AHOIEHMTANLHON TeprIeTHUeCKoR BUpPYCHOH
Hiperkiuei.

B3 sakniodeliud asTop MNPOBOAWT auanu3 H obcyxeHye IoNyHeHHbIX
Pe3VIILTATOR, CPaBHMBA# MX ¢ JOCTYNHLIMY  JaHHBIMH OTEHUECTBEHHOH W

qapy0euKIo¥ TuTepaTyphl 10 TEME AHUCCePTalkH.

QOGUCHOBAUNOCTL, MAOCTOBEPHOCTL MW O0BLCKTHBHOCTL HOJYUCHHLIX
COHCKATEIEM Pe3yAbTATOR, BLIBOLOB U PEKOMENIANHA

Jnccepranus Oasupyercs Ha peIpe3eHTaTHBHOM obrveme BHOOPOK H
WICKBATIHOCTH METOJIONOIHHIECKHX OMXOAOB. B OCHOBHYIO rpynry Bouuid 95
nideprivinpx - cemcinex map (190 wenosex) c AKTHBHON aHOreHyuTanblIon
FePUCTIICCKO BupyCHOU HH(EKIHEH, COOTBETCTRYIOIUME KPUTEPUAM BIIFOTCH .
I'pvimna cpasnciys — 81 upeprunsias ceMeiuas napa (162 ucnonexa) Oes3
QKTIRHON aHOICHATANBHOM repreTHueckol BupycHoit uHpexmy. JocToBepHocts
PUSYIRTATOR M1 0DOCHOBAHHOCTE OCHOBHLIX HAYYHBIX HOJIOXKEHWH, BLIBOJIOB M
HPUKTHHCCKHX PEKOMEIUIAIMH, COIepalluXcsl B AUCCEPTALH, MOATBEPNCAACTCA
COBPCMCUHBIM — METOJMUECKMM  YPOBHEM  IIPOBEACHHBIX HCCNEeNOBAHMH,
HCHOJL3YEMBIMY  AJIeKBATHBLIMA CTATUCTHYECKUMU KPUTEPUAMHK AJ1T OUEHKI 1
CPABIGITHS TTOJIYHEHIBIX 8BTOPOM Pe3yNbTaToB. OCHOBHEBIE TIONONEHHS, BRIBOJILI 1
PCKOACH/IAIMI aBTOPa NOrHYeckn 0B0CHOBaHbL M ABMIIOTCS IPAMO BRITEKAOT 13
A CTUHOBICHHBIX (PAKTOB.

CylecTsennbX 3aMevanuil Kk HIHCCEPTAalMOHIION pabore HET. B pabore
HMCIOTCS  OrICUaTKM W CTHJIMCTMYECKHE HETOYHOCTH, He ITOBJIMABLIMC 11

JOCTOMHCTRO PaboThl.



Jliyiroe yuacTHe aRTOPA B MONYYCHHH PC3YIALTATOB, H3JI0MKEHHBIX B
JHCCepTanun

ABTOpPOM JIMUHO IIpoBefieH 0030p JuTepaTyphl O BHIOpaHHOM TeMe,
COPMYNUPOBAHL! LeNM W 3a0add UCCICAOBAHUSM, YCTAHOBJEHA CTEHNEeHb Cu
UKTYANLHOCTH M pa3paboTaHHOCTH. ABTOp ydacTBOBajla B paspaboTke Au3aiiHa
HCCNICNIOBMIHS, (hopMUpPORAMA IPYNI AOMIOACHH, TIPOBOMIE (PH3UKAILHOC I
KplKo-jiaboparopHoe obCle0BaHNE NALMEHTOB, BKIIOUEHHBIX B HCCIE0BAaIlne,
Il BeexX €10 oranax. ABTOPOM  BBUIONHEHBl AHANM3, WHTEpOpeTanus i
cramicruyeckas obpaborka slaHHEIX, O0DOCHOBaHWE W (JOPMYIMPOBKA BbIBOOIS,
HPARTHYCCKHX PEKOMEHAANMH 11 OCHOBHLIX TMOJIOKEHHH, BEIHOCHMBIX Ha 3all{HTy.

Ho reme puccepTanuu aBropom onybiuxosano 9 pabor, B ToM ywcic 4
PaduTsl B PELEH3MPYCMBIX HAyWHLIX OJKYpHANAX, PEKOMEHAOBAHHBIX BAK
Muticrepersa ofpasosanks u Hayku Poccufickoit Pepepanmu mo mnpoduino
cuenanniocth  «Mndexunonusie  GoNe3HM», rUE MPEUCTABIEHL! OCHOBHLIC
pesyiTaThl uechieponanms. Marepuans! paboTsl NpencTaBiensl U 06CyUebl 114
POCCHACKUX K MEICLYHAPOAHBIX HAYHUHO-TIPaKTHHECKHX KOHPEPeHIHMX.

Onybnnkosannnie paBorsl W aBTOpedepar MNOMHOCTHIO COOTBETCTRYIOT
UCLIOBILIC [TOJIOMKEIIHS JIMCCEPTALIMH.

Oucnupas paboTy B LEIOM TIONIOKHUTEIHHO, XOTENOCE OBl 30aTh AMCCEPTANTY
BOIPOC: KAKOBLI, Ha Bawl B3rnsa, BO3MOXKHBIE TNPHUMHREL HEPa3BUBAIOIIEHCs
vcpenmenioctd y 9,5% JKeHUIMH, ITONYNHBIUMX KYPC MPOTHBOBUPYCHON TCpamui
(crp. 105)7?

3aKJIIoucHe
Juiccepraums  Illymaxopol Exarepunnt KOHCTAHTHHOBHLI HA  TEMY
«lideriyis, BhI3BaNHAg BHPYCAMH IIPOCTOrO reprieca, y CcemeiHbX nap c
HAPYUICHHSIMM PENPOJYKTHBLHONR (GyHKIHK: 000CHOBaHHE MOAXOHOB K BEHEHMIO
HAIUEHTOR», 1PEJICTABIEHHAS HA COUCKAHME YUueHoll Ccrenedu Kapjmuara
MCHHIMHCKHX  (ayk 1o cnemuansHocty 3.11.22. Mudexuuonusie Oosesuy,
SIBIBICTCS 3aKOHYEHIOH CaMOCTOSATENEHON HayUHO—KBAJIM(DHKALIMOHHON paboToii, B

lCL)'l‘O[)Oﬁ YCIICIIHO PELlleHa aKTyanbHaS HayvdHas 3ana4a 1o p213p216OTK6 M HAYHUHOMY
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LOUCHORBAIMIO JIKArIOCTHKY | JICUEHUS HH(EPTHIEHIX CeMeRIbIX [ap ¢ aKTHBIOT
WIOICHMTIILHOK MEPleTHYCCKOR BHpYCHON HH(eKIel, YTO UMERT CYLIECTReHII0e
sHAUCHMC JUIS HH(eKLMOLHBIX fone3Hel.

Jhiccepraiontas pabora M0 aKkTYanhbHOCTH, HOBH3HE, NPaKTHUecKOil
SHAYHMOCTH  IONHOCTBIO  cooTBETCTBYET TpebopanusMm 1.9 «llonoxenus o
HPHCYXUEHHH  YYEHBIX — CTeneHel»,  yrsepxaéunoro  [locranosnenuem
lpastirensersa Poccufickolt Menepaunu or 24.09.2013 1. Ne8§42 (B pey.
Hocranosicuus [pasuresnscrsa PO or 30.07.2014 No723, o1 21.04.2016 Ne335, ot
02.08.2016 Ne748, o1 29.05.2017 N 650, ot 28.08.2017 N 1024), npeanapisiembim
[KJiHecepTaumsiM Ha COMCKAHWE YUEeHOH CTeneHu KaHAuiaTa Hayk, a ee aBTop
FACINVIKUBACT  TIPUCYIKIAEHHS MCKOMOH CTelNeHHM o creiuansHoctd 3.1.22 --

Hindeknuonusie 6onesny.

Cocnacen na cbop, obpabomrky, XpaweHue u pasmewjeHue & Ccemi
wlfimepnems» aoux nepconanvusix danHeix (¢ coomeememeu ¢ mpebosanuaiL
Hpuruza Munobpnayku Poccuu NeG62 om 01.07.2015 2.) neobxodumwvix onn
pudomor Ouccepmaruornozo cogema [ 64.1.010.01.
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