OT3bIB
0pHIHATLHOTO ONIMOHEHTAI0KTOPA MEAMIHMHCKHX HAaYK, npodeccopa I'3r3sna
Ajtexcanapa MKpTHYeBHYA HA JHCCEPTANMOHHYI0 paboTy MupomKHHOI
Mapuu Uropesnbl Ha Temy «ONTHMH3aIMsI CPOKOB NepeHoca SMOPHOHOB B
nporpammax BPT na ocHoBaHHH MOJIEKY/ISIPHO-T€HETHYECKMX MAPKEPOB
3HAOMETPHS», NPEACTABJIECHHON HA COMCKAHHNE YYEHOM CTeNeHH KAaHAHAATA
MEAUUHMHCKHX HAYK MO0 cnenuaJbHocTH 3.1.4 — aKkylIepcTBO U rHHEKOJIOTHs

AKTYyaJIbHOCTD HCCJIeJOBAHUS

HecMmoTps Ha pa3BuTHe BCIIOMOTaTeNbHBIX PENPOAYKTHBHBIX TEXHOJIOTHI
(BPT), oxkomo 20% map cTamkmBalOTCs C HpoOJell MOBTOPHBIX HeyIauHbIX
umiutantaiuii (RIF). VcosepmencTBoBaHMEe 3MOPHOHAIBHOIO 3Tama MpOrpamMm
BPT mno3BosisitoT BeIOpaTh AJIsI IepeHoca SMOPHOH BHICOKOTO KadecTBa. OIHAKO,
muiib B 30-40% mpoucxoaute HacTyIuIeHHe GepeMeHHOCTH. BeposTHOM mprunHOi
HU3KOM  pe3yJIbTATUBHOCTU  JICYEHMs]  SBIETCS  HApyLUIEHHE  IIPOLECCOB
UMIUTaHTaL|H.

Wmmtanranis ~ 5MOpUOHA  SIBISETCS  CIIOXHBIM —~ MHOTOYPOBHEBBIM
NPOLIECCOM, KOTOPBI KOHTPOJIMPYETCS DPSAOM TOPMOHAIBHBIX U MOJIEKYIISPHO-
FeHeTHYeCKUX (akTopoB. MccneoBaHUs IMOCBSIIEHHBIE M3Yy4YEHMIO PETyJISIUH
NPOIECCOB UMIUTAHTALIMM, Ha CETOMHAIIHUNA JeHh HE MOTYT JaTh ITOJIHOTO OTBETA
KaKvie MMEHHO (DaKTOphl B 3HIOMETPHUH 3aIlyCKarOT MPOLECCH JeIUAyalu3aluu
JUIs IIOJTOTOBKM K aJIr€3UU ¥ MHBa3uu Tpodobiiacra.

Jlist ycriemHol Hufanuu 6JacTOLUCThl HE0OX0IMMO, YTOOBI SHIOMETPHUI
Obl1 B peLENTUBHOM COCTOSHUU. CuuTaeTcs, 4To HaWOOJbIIas PELENTUBHOCTh
SHIOMETPHsI COOTBETCTBYeT 7-8 nHio mocie muka JII, 3TOT mepuwon mosydmi
Ha3BaHUE «OKHaA MMILIaHTauun». OJHAKO, B JIUTEpaType MpeAcTaBlIeHb] JaHHEIE O
TOM, 4T0 y nanueHTok ¢ RIF Bo3MOXeH chaBur «okHa uMIutaHtanum».llosTomy
IIOUCK TEPCOHAIBHBIX MPEIUKTOPOB PELENTUBHOCTU SHIOMETPHUS y MAIMEHTOK C
HeabbekTuBHBIMM  mombiTkaMu OKO B aHamHe3e  sBiIseTcs  BechbMa

NEPCIICKTHUBHBIM.



CoBpeMeHHBIE HCCIIEJOBaHMS HaNpaBieHbl HAa  IOMCK IIPEIUKTOPOB
PELENTHBHOTO OSHJIOMETPHs, B PE3YyJIbTaT€ KOTOPBIX BBIIENEHBI KIETOYHBIE M
MOJIEKYJISIPHO-T€HETUYECKHE OHOMapKepsl 3penoctd sHaoMerpus. OpHako Ha
CerONHSAIIHUNA [JI€Hb, HE CYNIECTBYEeT OOLICNPUHATHIXBBICOKOCIEUPUUHBIX
KPUTEPUEB OLIEHKH UMILIAHTALMIOHHOTO SHJOMETPHS.

B 10 e Bpems B psjge paboT OBUIO IMPOAEMOHCTPUPOBAHO YCKOPEHHOE
CO3peBaHHe OSHIOMETPUAIBLHOM TKAaHM B LUKJIE CTUMYJISILUH CYIEPOBYJISLUH.
[Tosromy y manmentox cRIF cymecTByeT TeHIeHIHs K NPUHATHIO CTPATETHH
freezeallcmocnenyronmM  mepeHocoOM PasMOpPOXXEHHBIX  OMOPHOHOB  C
NpeABAPUTEIILHOW OLIEHKOM COCTOSIHUA dHAOMeTpus. OLeHKa pelenTUBHOCTU
SHJOMETPHSI Tepell MPOBEICHHEM KpHOIIEPEHOCA,  IO3BOJSIET OIPENEIIUTh
BEPOSATHOCTh  HACTYIUIEHUS HMIUIAHTAlMMd W  BO3MOXHBIM CIBUI «OKHA
(GepTUIBHOCTI.

OnHUM M3 COBPEMEHHBIX METOJIOB IOBBILICHHs pe3yibraTuBHOcTH DKO y
nagueHToKk ¢ RIFsgBisercs mnepcoHUdUKaMs LUKIOB KpPHOIEpEHOCA B
3aBUCHMOCTH  OT  CTENEHHM  3pEJOCTH  JHAOMETpHUs. TakuMmM  obpazom
JIuccepTalOHHas pabora MuponrkuHoM Mapuu UropesHHI,
TOCBSAIICHHASU3YYEHUIO  IIOMCKY  IIE€PCOHAJBHBIX  INPEOUKTOPOB  «OKHA
UMILJIAaHTAlMK» Y MAalUEeHTOK C IIOBTOPHBIMU HeyHayHbIMU Hukiamu DKO u I1D,
[IPEICTaBIAETCAAKTYAIbHOM U cBOeBpeMeHHOW. Ilenmb wucciaeqoBaHMs 4YeTKO

copMyIMpoBaHa,3aadyu COOTBETCTBYIOT IIOCTABIEHHOM LIEIH.

Hayuynasi HoBU3Ha

B nmuccepranMoOHHON paboTe mNpefcTaBiIeHAa MOJIEKYJISIPHO-TeHeTUYecKast
XapaKTepUCTUKAa HUMIUIAHTAMOHHOTO SHAOMETpPUS Ha OCHOBAHHMHM OKCIPECCUU
MPHK renos.

ABTOpPOM BITI€pPBBIE MPEIJIOKEHHOBBIN MOAX0]] K OIEHKE UMILTAaHTAI[AOHHOTO
SH/JIOMETPUS Ha OCHOBAHWM BBIJCICHUS JOMOJHUTEIBHBIX CTaAuil pa3BUTHUS

PEUCIITUBHOIO OJOHAOMETPHA C IIOMOLIIBKO OIPCACIICHUSA TPAaHCKPHUIIIKMOHHOI'O



npobuiss reHoB. BEBIABHHYTa THMIIOTE3a O TOM, 4YTO  «OKHO HMIIJIAHTALIAN»
COOTBETCTBYET IIEPEXOHOMY NEPUOAY MEXIY PaHHEH M CpelHel cTagusiMu (asbl
cekpelud. BplneneHHble MapKephbl IO3BOJISIOT ONPEAETUTh JONOJIHUTENLHBIE
CTaJMM PELENTUBHOIO 3HIOMETpHs, Hauboiee OIarompusTHBIE Ui IEpeHoca
0JIaCTOIUCTEL.

B [maHHOM wucclenoBaHMM HayYHO OOOCHOBaH HOBBIM HOAXOX K
IPOrHO3UPOBAHMIO  BEPOATHOCTH  HACTYIUICHHsST ~ OEpeMEHHOCTH  Iepej
IPOBENCHUEM IIPOrpaMMbl KpHOIIEpeHOca y MalUeHTOK ¢ Hed()(HEeKTHBHEIMU

noneiTkaMu KO Ha ocHOBaHUH OICHKHU MOJIEKYJIAPHO-TCHETHYCCKUX MAapPKEPOB.

IIpakTH4Yeckasi 3HAYHUMOCTh

IIpakTHyeckass 3HAYUMOCTh MHCCIIEJOBAHUS OTPaXKaeTCS IOJyYEHHBIMU
pesyjbTaTaMH, KOTOPHIE MO3BOJIMIM pa3paboTaTh MOJAENb UHTETPAIBHON OIEHKU
PELIENITUBHOCTH OJHIOMETpHUS IIepesl IpPOBEJEHUEM IIepeHoca pPa3MOPOXKEHHBIX
SMOPHUOHOB.

PaspaboTan nepcoHU(UIIUPOBAHHBIN AJITOPUTM MTOATOTOBKU U IIPOBEIEHUS
o0cre10BaHus KEHIIUH C TIOBTOPHBIMU HeyJadyaMH HMIUIAHTALUK U IIPeIIoKeHa
TaKTHKa BEIEHHUs I10 IIOATOTOBKE K KPHUOIEPEHOCY 3MOpPUOHOB, YUYHUTHIBAIOIIAS
COCTOSIHAE TPAHCKPUIILIMOHHOTO MpoQmis dHIAoOMeTpUA.OCHOBHEIE IOJIOXKEHUS U
BBIBOABI ~ HCCJIENOBAaHMS  BHEJIPEHBl B  IPAKTUYECKYIO  JIeATEJIbHOCTH
orneneHuiPI'bY  «HannonaneHbli MEOULMHCKUN HCCIEIOBATENIbCKANA LIEHTP
aKyIepcTBa, TMHEKOJOTUM M IIEPUHATOJIOTUU MMEeHH akajgeMuka B.M.KymakoBay
Munzapasa Poccun.

ITo Teme nucceprauuu OIyOJIMKOBaHO7IMEYATHBIX pPabOT, B TOM umcie 4
CTaThbU B PELIEH3UPYEMBIX Hay4YHBIX XypHaJlax, pekoMeHI0BaHHbIX BAK.

Ouenka coaepkaHusl JHCCEPTANUH

HuccepranmonHas paboTa HalnucaHa TPaJAULIMOHHBIM 00pa3oM, COCTOUT W3
BBEJICHUs, 0030pa JINTEpaTyphl, OMMCAHUS MaTepHala ¥ METOHOB MCCIIENOBaHuUs,

IJIaBBl COOCTBEHHBIX HUCCIIeNOBAaHUMN U 060y>KIIeHI/IH IIOJTYYCHHBIX pPE3YJIbTATOB,



BBIBOZIOB, PEKOMEHALMI [l BHEAPEHUS B NPAKTUKY 3/paBOOXPAaHEHMs, CIIHCKA
nuTepaTypel. Matepuan auccepTalM H3IO0XKEH Ha 134cTpaHMiax MedyaTHOro
TEKCTa, CouepXUT llpucynkoB u 33 Tabnunel. PaGora BbIoONHEHa Ha
JIOCTATOYHOM O00BeMe BBIOOPKH, B CBS3H C YeM CTATUCTHYECKAsA JTOCTOBEPHOCTH
IIOJIyY€HHBIX aBTOPOM PE3yJIbTaTOB HE BBI3BIBAET COMHEHHH.

BBezieHre MOCBAIIEHO ONMCAHUIO AaKTyaJbHOCTH TEMBI, W3 KOTOPOM
JIaKOHUYHO ~ BBITEKAeT LEeJb pPabOThL. 3afaydl MCCIENOBAHUS  OTPAXKAIOT
MOCTaBJICHHYIO Lieib. HayyHas HOBHM3Ha, NIpakTHYecKas 3HAYUMOCTD, IIOJIOXKEHUS,
BBIHOCHMBIC Ha 3aIMTY, BHEIPEHUE PE3YJIbTaTOB U anmpobanus HaydyHOU paboThI
YeTKO OTPaXEHBI, B IIOJIHOM MEPE COOTBETCTBYIOT TPEOOBAHUSM, MPEAbIBISEMBIM
K KaHIUJATCKUM JUCCEePTALUSIM.

B nepBoii riiaBe aBTOpOM IPOBECH TINATENBHBIM aHAIN3 OT€YECTBEHHBIX U
3apyOeXHBIX JTUTEPAaTYPHBIX UCTOYHUKOB, OTPAXKAIOIIUA COBPEMEHHOE COCTOSHHE
naHHOW mpoOsieMbl. B 0630pe muTepaTyphl IpeACTaBIEHBI IIPOTUBOPEYMBHIE
naHHble 00 3()(HEKTUBHOCTH CYIIECTBYIOIIUX MPEIUKTOPOB «OKHA MMILTAHTALIAI.
JlaHHBIE TNIpENCTaBIEHHOro 0030pa IO3BOJIIOT  aBTOPY aApryMEHTHPOBATH
aKTyaJlbHOCTh pabOTBl M BBIOOP MOJEKYSIPHO-TE€HETHYECKUX MAapKepoB IS
IIPOBE/ICHUS UCCIIeIOBAHUS.

Bo Bropo#l riaBe naeTalbHO OIMCaHBI KCIOJB30BaHHBIE B pPaboTe METO/bI
UCCIIEIOBaHMs,  BKIIIOYAION(ME  OOLIEKIMHUYECKHE, KIMHUKO-T1ab0paTopHbIE,
HHCTPYMEHTAJIbHBIE, CTAaTUCTUYECKUE  HUCCIEOBaHUA. BceM  manueHTKaMm
NpoBeIeHO 00CIenoBaHKNe COITAcHO MHpHKazy MwunsgpaBa P®, a kxpome Toro,
BBIIIOJIHEHBI ~ JIONIOJIHUTENIBHBIE  METOABl  OOCIIEIOBaHMS: IalIenb-OHoncus
SHIIOMETPUS C IOCIEIYIOUIMM [IPOBEAECHUEM I'MCTOJIOTHYECKOTO U MOJIEKYJISPHO-
IeHETUYECKOro MCClieqoBaHuii. Martepuan uccieoBaHus JOCTATOYEH, BCErO OBLIO
BKJItOYeHO 140 manueHTOK ¢ INOBTOPHBIMH HeydauHbIMU IonbITkamu DKO B
aHamHe3e. Bce 9TO MO3BOJNMIIO aBTOpPY IIOSTAHO OGOCHOBATH pPE3yJIbTATHI
UCCJIeIOBAaHUS ¥ KOHKPETHU3UPOBaTh HMX B BHUJIE IIOJIOXKEHHM, BBIHOCUMBIX Ha

3aIUTY.



B Tpetneil rmaBe mpeacTaBlIeHBI pe3yJbTaThl COOCTBEHHBIX HUCCIIENOBAHUI:
NOAPOOHBIA  aHANTM3KIMHUKO-aHAMHECTHYECKUX JMAHHBIX HCCIELYEMBIX TPYII
NAallMeHTOB, pe3yJbTaThl TMCTOJIOTMYECKOTO M  MOJIEKYJISAPHO-FEHETHYECKOTO
uccienoBanui. [lpusenena cratuctudeckas 00paboTka MOTyYEHHBIX JaHHBIX.

Ha ocHOBaHMM  KIMHHMKO-aHAMHECTHYECKHX JaHHBIX, YCTaHOBJICHEI
(aKTOpBI, HErATUBHO BIIUSIONIME HA PELENTHBHOCTh SHAOMETPHS Y IAlMEHTOK C
RIF: Hapy»HO-reHUTaIbHBIN HIOMETPUO3, XPOHHUECKUN SHIOMETPUT M HAJTHYHE
PENpPONYKTUBHBIX ITOTEPH B aHAMHE3E.

TpanckpunuuonHeld  aHanus  npoduiedl  reHOB  JEMOHCTPHUPYET
reTePOreHHOCTh SHJIOMETPUS B IIEPHOJ MIPEATIOIaraeMoro «OKHa MMILIAHTALUNY.
PesynpTaTel pabOTBI IOKA3bIBAIOT, YTO IMPOMEXKYTOYHBIE YPOBHH OIKCIIPECCHU
KJIFOYEBBIX T'€HOB B MMIUIAHTALIMOHHOM 3HJIOMETPUH HPOTHO3MPYIOT BBICOKYIO
BEPOSITHOCTh YCIELIHOW HMIUIAHTallMM, KOTOPBIE COOTBETCTBYIOT IEPEXOJHOMY
IEPUOy MEXIY paHHEH M cpelHed cragusMu ¢asbl cekpeuuu. Brigeneno 4
KjacTepa 00pa3lioB B 3aBUCUMOCTH OT W3MeHeHus skcrpeccud MPHK kimroueBbIX
T€HOB.

Ha  ocHOBanMM  moiy4eHHBIX  JaHHBIX  pa3paboTaH  aJrOpUTM
NEPCOHU(DUIIMPOBAHHON MOATOTOBKU M IIPOBEAEHUS MPOrpaMM KpHOIEpeHoca y
nanueHTok ¢ RIF.

B deTBepToii ri1aBe MpOBEIEH CPAaBHUTENBHbIN aHAIN3 MOIyYEHHBIX aBTOPOM
pe3yabTaTOB C JAaHHBIMU MUPOBOH JINTEPATYPHI.

B 3akiounTenbHOM YacTv paboOTBIOTOOpPaXKEHBI BBHIBOABI M IIPAKTHYECKUE
PEeKOMEeHalluy, KOTOPBIE COOTBETCTBYIOT TEME U COJIEPKAHUIO TUCCEPTALH.

Conepxanue aBTOpedepaTra COOTBETCTBYET OCHOBHBIM  IOJIOKEHUSAM
auccepraiuu. [IpuHIMIIATBHBIX 3aMeYaHui K AUCCEPTAIMM HET.

SAKJIFIOYEHUE

Hucceprannonnas pa6ora Mupomkuuoii Mapun HWropesHsl Ha Temy
«OnTuMusanys CpoKoB IepeHoca SMOPHOHOB B nporpammax BPT Ha ocHoBauuu

MOJICKYJIIPHO-T€HETHYECKMX MAapKepPOB OJHIOMETPHs», SBISETCS 3aKOHUYECHHOM



Hay4HO-KBaIM()UKALMOHHOX paboOTOH, B KOTOPOW CONEPIKUTCS HOBOE pPEIICHHE
aKTyaJIbHOMN Hay4HOW3a1auu B PENpOLYyKTOJIOTUU -
pa3pabOTKUNIEPCOHATM3UPOBAHHOTO [IPOBEICHMUS porpamMm nepeHoca
Pa3MOPOXKEHHBIX 3MOpPHUOHOBY CYIIPYXKECKHX TIap IOBTOPHBIMH HEYAauHBIMU
UMIUTAHTALHSIMU.

Hayynas HOBHM3Ha, JIOCTOBEPHOCTbh U OOBEKTHBHOCTH MATEPHUANIOB
HCCIIEIOBaHUsl, TEOpPETHYECKass M IPaKTUYecKas 3HAYUMOCTh IOJYYEHHBIX
pe3yJIbTaTOB IIO3BOJAIOT CYHUTATh, YTO IUCCEPTALMOHHAS paboTaMMPOIIKHHON
Mapun HropeBHbicooTBeTCTByeT TpeboBaHusM myHKTa 9 «IlonoxeHus o
IOPHUCYXXIEHHWH  YYEHBIX  CTEleHel»,  yTBepxIeHHoro IlocTaHoBiieHHEM
I[IpaBurensctBa Poccuiickoit ®@enepanuu ot 24 centsiops 2013 roma Ne 842 (c
U3MEHEHHSAMH B pelakuuu rnocraHoBieHui [IpaButenscTBa Poccuiickoii
®enepanuu ot 21.04.2016 r. Ne335, or 02.08.2016 r. No748), npeasbsaBiseMbIM K
KaHAUJAaTCKUM JUCCEPTalUsAM, a €€ aBTOP3aCIy)XKHUBAET MPUCYKIEHUS HCKOMOIA
YYEHOM CTENEeHM KaHAWJaTa MENUIUHCKUX HayK IO creuuajgbHoctd 3.1.4 —

AKYIIEPCTBO U THMHEKOJIOT U,

JlokTop MEAUIIMHCKUX HayK, Tpodeccop,
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