OT3hbIB

Ha aBTopedepar baGoBckoit AHacTacuu AneKcaHIpOBHEI Ha TeMy: «llomymsiuoHHas
TPAHCKPUOTOMMKA IPEIKIIAMIICHH: POJIb €CTECTBEHHOTO 0T00pa B GOPMHUPOBaHUH
TeHETUYECKOM apXUTEKTYPhI 3a00JI€BaHUS», IPEACTABICHHOM Ha COUCKAHUE YUECHOM
CTENeHN KaHAMaTa MEAUIMHCKHUX HayK 110 crieruaibHOCTH 1.5.7 — «I'eHeTHKay

IIpeskmammcus  (IID) mpencraBiser MyIBTHCHCTEMHOE IATOJIOTHYECKOE
cocTosiHMe, BCTpedamomeecs y 2-8% OepeMeHHBIX U SBIAIOINEECH ONHOM W3
BOXHEHIINX IPHUYMH MATEPUHCKON ¥ MepHHATAILHON 3a007€BaEMOCTH U CMEPTHOCTH.
K coxaneHuio, 10 HaCTOSBIIEr0O BPEMEHU IPE3KIAMIICHS HE HMEET TCHACHLHH K
CHI)KEHMIO, OCTaBasCh OTHOM M3 BELyIIMX MPUIAH MaTepUHCKOH U IEPHHATAIbHON
3aboneBaeMocTd H cMepTHOCTH. OcoOblif MHTEpeC IpENCcTaBisieT BapHaTUBHOCTD
PACIIPOCTPAHEHHOCTH MPEIKIAMIICHE B Pa3HBIX INOMyIANMAX. Tak, MUHAMAJbHAsd
YaCTOTa [NAaHHOHM IIaTONIOTHMHM OTMEYaeTCs y IpelCcTaBUTeNed MOHTOJIOMIHOW pPachl:
kutaiiueB — 1,44%, smonneB — 1,84% u cpenu JIaTHHOAMEPHKAHCKUX KCHINUH —
1,6%, B To BpeMsl KaK €BpOIEOUIbl ¥ HErpoUbl MMEIT Ooiiee BHICOKHME 3HAYCHMS
naHHoro mokasarens: 2,8% u 4,0% coOTBETCTBEHHO.

CoracHO COBPEMEHHBIM MpPEACTaBICHHAM, OCHOBHAs NpPUYMHA DPa3BUTHA
TIPesKIaMIICHE CBS3aHa C HapyIIeHHeM HadalbHBIX 3TaloB (OPMUPOBAHHS MLIAIIEHTEL.
VccnenoBaHus IIALEHTAPHOIO TPAHCKPUITOMa — OIMH M3 «IyTeW» IOHHMaHWs
pa3BUTHUA ¥ QYHKIHOHUPOBAHUS ILIALCHTEI B HOPME, & TaKXKe BBIABICHUA BO3MOXHBIX
MEXaHH3MOB OCIOXHEHWN OGepeMeHHOCTH. TeKyliue MJOCTHXEHHS B 00IacTd
TPaHCKPUIITOMUKH IUIALIEHTHI IIOIy4YeHBl MPEMMYIIECTBEHHO Ha LENBbHBIX TKAHAX, a
FCCIIEMOBAHMS €IMHMIHBIX KIETOK B OCHOBHOM IIPOBENEHBI IIPU (DH3HMOIOrUYECKON
6epeMEHHOCTH. B TO BpeMs Kak OSKCIPECCHOHHBIA IpOQHUIb MaTepHHCKOH YacTH
[UIAIleHTsl, W B YAaCTHOCTH JEIMIyalbHOM OOONOYKM M COCTaBIAIOIIHX €€
JelUIyalbHble KISTKH , Ha CeTONHAIIHMMA E€Hb IPAaKTHIECKH HE H3y4eH.

B pa6oTe HCIONb30BAIKCH COBPEMEHHEIE METOMIBI KIMHAYESCKOH JMarHOCTHKH,
BBEICOKOTEXHOJIOTMUYHBIM METOJ IONYyYeHHs IeNUAyalbHBIX KJIETOK C IIOMOIIBIO
Na3epHOM MHUKPOMWMCCEKIIMH HpernapaToB ACHUIyalbHON TKaHU, MEPENOBBIC METOJbI
MOJIEKY/IIPHO-TEHETHYIECKOT0 aHalM3a M CTAaTHCTAYECKOR 00paboTKH JaHHBIX.

Pe3yJII>TaTBI MacCOBOI0O IapallICIbHOIO0 CEKBEHWPOBaHHA 56 TPaHCKPUIITOMOB



IeNUAyaTbHBIX KIIETOK IUTAIleHTHI OT 28 yHUKAaNbHBIX 00pa3lOB OT JKEHIIWH Pa3sHBIX
pac ¢ GHU3KOIOTHYECKOM OepeMeHHOCTRI0 M 11 JKEHIIMH pasHBIX pac C TKEJIOM
(bopMoii TIPEIKITAMIICHH TO3BOIMIN HACHTAGUIIMPOBATh O0IIKe U CHenu(DUIHbIe Il
U3yYeHHBIX TOMYJSIIUHA KaTeropuu OWOJOTMYECKUX IPOLECCOB, CBA3AHHEIE C
pa3sBUTHEM IIPE3KIIANCHEH. ITokazano, 4uro obmue nubdepeHIHAILHO—
SKCIIPECCUPYIOMUNCS TeHBI, acCOIMHUPOBAHHBIE C IPE3KIAMIICHEH y PYCCKHX H
OypATCKMX KEHIIWH HPUHUMAIOT ydacThe B IIpomeccax (OpPMHPOBaHMs HEPBHBIX
TKaHeld, MerabommsMa (GochaTHAWIXONHHA W TPAHCHOPTa JKUPHBIX KHUCIOT. I'eHEI,
oG depeHIHaIbHO  3KCIIPECCUPYIONIHECS MEXIY PYCCKHMH OKEHIIMHAMH C
(bHU3HOTIOTHUECKOM OepeMEHHOCTRIO U MAaEeHTKaMU C IIpedKIIalchel, 3a1eiCTBOBAHEI
B IIpolieccax MOJApH3aluid MeMOpaH, MeTaboIM3Ma JKUPHBIX KACIOT U KaTabommsMa
TPUIIHMIIEPHUIOB, TOrAa Kak Juis OypsT aHamu3 oboraimieHMs  KjacTepa
nuddhepeHIHaTEHO—3KCIPECCUPYIOMUNCS TeHbl JEMOHCTPUPYET CBA3b C MPOLEccaMu
armonTo3a, 1uGepeHIUPOBKH U KJIETOYHOIO POCTa.

HecoMmHeHHO#M HOBH3HOU 00NIamaroT pe3yNbTaThbl, XapaKTEPU3YIOIIHEe POJIb He-
HEHTpaIbHON SBOJIONMHM B TeHETHUYECKOH apXWTEKType IPEdKIaMIICHH Ha ypOBHE
TPAaHCKPHUIITOMa [OElMIyaJbHBIX KIeTOK. JluccepraHTOM IIOKa3aHO, 4YTO IIOA
IefCTBHEM  eCTeCTBeHHOro  orbopa  HaxomuTcs  Oonee 7%  TEHOB,
TPaHCKPHOHPYIOMUXCA B NELMAYyalbHBIX KIETKaX, U3 KOTOpPhIX 114 reHOB TaKKe
3HAUMMO H3MEHSJIM YPOBEHb JKCIPECCHH MEXTY IallMeHTKaMH C IPEedKIIaMCHed M
JKEHIUHAMM C (PU3HOTIOTHIECKH MpOTeKarollell 66peMEHHOCTRIO.

[Tony4yeHHBIE B XOfi€ BHIMOJIHEHHOTO JUCCEPTAllHOHHOTO MCCIICIOBAaHUSA HOBBIC
3HAHUS PACHIMPSIOT MPEACTAaBIeHHe O IAaTOTeHETHYECKHX IIyTSX U MOJCKYISIPHBIX
MUIIEHSIX IPH Pa3sBUTHH TSHKEIOTO OcloXHeHHus 6epemenHocty — I119. IlokasaHo, 4To0
€CTECTBEHHEIM OTOOp B MpoIlecce SBONIOINMM [EACTBOBAal Ha T'EHBI, Ba)XKHBIC LA
OUOJIOTHH IIIAIeHTE], OTBEYAIOIIHe 3a ee (YOPMUPOBAHUE, PA3BUTUE COCYIAUCTON CETH,
OKHCIIUTENIbHO-BOCCTAHOBUTENLHBIE PEaKINK, OpPraHM3alHi0 HMMYHOJOTH4ECKOro
MHKPOOKDY)KEHHMsI, BHEKJIETOYHOTO MAaTpUKCa M CHHANTHYECKUH CHUTHAIMHT —
OCHOBOIIOJIATAIOIAE IIPOLECCHl i HOPMAJIbHOTO IPOTeKaHMs OepeMEHHOCTH,
JUCOYHKIWIO KOTOPHIX MOXHO paccMaTpHBaTh KaK CyOCTpar ajis BO3HMKHOBEHMS

IIPEIKIIaMIICHUH.



PesynbraTel uWcclienoBaHUS MOTYT OBITh PEKOMEHIOBAHBI B IIPAKTHYECKOE
3IpaBOOXpaHeHNe KaK IMOTEHIMAJIbHBIE TEPCOHUGUIIUPOBAHHbIE MapKepHBIE
MOJIEKYJIbI IPOTHO3UPOBAHUS PA3BUTHUS IIPEIKIAMIICUY.

BriBonel, copmynupoBaHHEIE B paboTe, OTpa)kaloT OCHOBHBIE pe3yJbTATHL.
Oco6o cnemyeT OTMETUTD, UTO Pe3yIBTaThl JUCCEPTAIIMOHHOTO UCCIIEIOBAHUS IIAPOKO
IPENCTABICHBI B II€YaTH, B TOM YKCie 3 CTaThs OIyOIMKOBaHHI B XypHanax Sc, WoS.
Pe3ynpraTel MupoKo IpeacTaBieHbl Ha Ha KOHGEPEHINIX Pa3IAIHOIO YPOBHSI.

BEIBOZIBI M BHIHOCHMEIE HA 3aIIUTY MOJOXEHUS METOIOJIOTMYECKH 000CHOBAHBL,
SBIIAIOTCS JIOTHYECKHUM 3aBepIISHHEM ITOCTABIIEHHOM IIeTTH U 3a1a9aM.

3ameuanuii 1o pabore HeT.

Bcé BeIme cka3aHHOE IMO3BOJNSAET 3aKIIOYMTh, 4TO, CyOs IO aBTOpedepary,
auccepranMoHHas pabota bBabGoBckoiét AmnHacracumi AJIEKCAaHAPOBHEI — HA TEMY:
«IlomynanuoHHas TPaHCKPUIITOMHKA HPEIKJIAMIICHH: POJb €CTECTBEHHOro oTbopa B
(GOpMHUpPOBaHMH TI'€HETHYECKOM apXWTEKTYphl 3a00JI€BaHHS» IO aKTyaJlbHOCTH,
HOBH3HE, HAyYHOHM M IIPaKTU4YECKOW B3HAYMMOCTH, HOCTOBEPHOCTH IIOIYyYEHHBIX
pe3yIbTaTOB COOTBETCTBYET TpeOoBaHUsM 1.9 TTonokeHHS O MPHUCYKICHHH YUEHBIX
CTEIEHEN, yTBEpXKIeHHOro noctanoBienueM [IpaBurennscTBa Poccniickoit @eneparun
or 24.09.2013 Ne 842, a mmcceprant baGoBckas AHacracus AJIeKCaHIPOBHA
3aCIIy)KABAa€T IPUCYXKICHUS Y4YEHOM CTEeNEeHH KaHAMJaTa MEOWIUHCKUX HayK II0
crnenuanbHocTh 1.5.7 — «[eHETHKAY.

Cornacra Ha c6op, 06paboOTKy, XpaHeHHe, pa3MmelneHne B ceTu «VHTepHET» MOHUX
IIEPCOHANIPHBIX JaHHBIX (B COOTBETCTBHE C TpeOOBaHUSAMH MpHKa3za MHUHOOpHayKH
Poccuu Nel ot 09.01.2020 r.), HeoOXOOUMEIX IJIA pabOTHI THCCEPTAIIMOHHOIO COBETa

24.1.215.03 Ha ©Oaze @OIBHY «ToMckuii HaIMOHAIBHBEIA HCCIEOBATEIHCKHIM
MEIUIMHCKUM NeHTp Poccuiickoil akageMun Hayk.
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