BIJIT'YK

Ha aucepramniiay podoty M. I1. BepomoTsensina «JlocimkeHHs
POJIi TEHETUYHUX YMHHUKIB B €TI0JIOT1] Ta MaTOreHe31 PeNpOTyKTUBHUX
pO3ajiB Ha PI3HHUX €Tanax BHYTPIITHHOYTPOOHOTO PO3BUTKY» Ha

3M00YTTS HAYKOBOTO CTYTEHS JOKTOpPa MEANYHUX HAYK 3a CIEIIaIbHICTIO
03.00.15 - renetnka

Axkmyanvnicmo oopanoi memu. 1IpoGieMa penpoayKTUBHUX MOPYIICHb Y
HaceJeHHsT YKpaiHu HaOyna 3arpo3jIMBHX PO3MIpIB 1 HE3BaXKAIOUM Ha PO3BUTOK
Jep’KaBHUX TPOrpaM MO0 MIATPUMKH MITOHAPOKEHHS, HETATUBHO BIUIMBAE Ha
neMorpadiuHi  MOKa3HUKU  CyCHUIbCTBAa. Jl0  KOMIUIEKCY  HEBUPIIICHUX
C€KOHOMIYHHX 1 COIliaIbHUX MMUTAHb JIOJA€THCSI HEBU3HAUEHICTh MEIMYHOI CTpaTerii
I[0JI0 TPOTHO3YBAaHHS, CBOE€YACHOTO BHUSIBJICHHSA 1 CIEL1aII30BaHOI JOMOMOTH
NOJPYKHIM TIapaM 3 PENpoAyKTUBHUMH BTpaTamMH. 3a JaHUMHU CBITOBHX
JIOCHIJDKEHb, BHECOK T'€HETUYHOI KOMIIOHEHTH € JIOBOJI 3HAYHHUM, OCOOJIMBO B
IeHe31 paHHIX PENpOAYKTHBHUX NOpYyIIeHb. BuMororw yacy Oyino NpoBeaeHHS
HAyKOBOTO TMOIMYJISIIIIHHOTO JIOCHIPKEHHS, SKe O J103BOJWIO OOIPYHTYBaTu
e(eKTHBHI 3aXO0JM CHEeI1aldi30BaHOl JONOMOTM POJAMHAM BHCOKOIO PHU3UKY B
Cy4aCHHUX peallisiX pO3BUTKY Halloi kpainu. Binrak, nuceprariiina pobora M. I1.
BeporoTBensiHa, NOpHUCBAYEHA JOCTIIHKECHHIO pOJi TEHESTUYHUX UYWHHHUKIB B
€TIoNIOTII  Ta  TNaToreHe3l  PEenpoAyKTUBHUX  poO3jJaAiB B JMHAMIII
BHYTPIIIHBOYTPOOHOTO  TEPIOJly € aKTyalbHOI 3a CBOEID  TEMaTHKOIO,
CIPSIMOBAHICTIO HAYKOBUX PE3YJIbTaTIB 1 HU3KOK 3alpONOHOBAHUX MPAKTUYHHUX
3aXO/1B.

Y memi ma 3adauax nucepraiiiinoi po6otu M. I1. BepomoTrsensHa 4iTKO
OKpECJICHO CTpPAaTeril0 HAyKOBOTO JOCHIDKCHHS Ta HAaNpSMKHA BIOCKOHAJICHHS
CUCTEMHU TPO(DUIAKTHKN TEHETUYHO OOYMOBIICHUX DPETPOAYKTHUBHUX PO3JTaAiB Ha
OCHOBI KOMITJIEKCY ITUTOTCHETUYHUX, MOJICKYJIIPHO-TCHETUYHUX,
IMyHOT€HETUYHUX, IHCTPYMEHTAJIbHUX  JOCHI[PKEHb Ta  OI[IHKM  BHECKY
CEpEIOBUIITHUX YMHHHKIB B T€HE31 paHHIX PENMPOIyKTUBHHUX BTpat. JlocmiKeHHs

BUKOHYBAJUCh B Mexax peamizamii JlepxaBHoi mnporpamu «PenpoayKTuBHE



3M0pOB's  Hamii», a TMONIyKy  MOJEKYJAPHO-TEHETUYHUX  MEXaHi3MiB
pPEeNpOAYKTUBHUX MOpYIIEeHb cripusiio BukoHaHHd HJP «MonekyisipHO-TeHeTH4H1
dakrTopu TpoMOOYTBOpPEeHHS y XBopux Ha Ph-HeratuBHi MiemonpoiidepaTHBHI
Heoriasii, Kl mocTpakaanu BHacHigok aBapii Ha YopHoOmnbebkit AEC" (Ne
nepxpeectparii 0114U002849, 2014-2016 pp.).

JHuceprariiitHa poOoTa HamMcaHa 3a TPAAMIIHHOI CXEMOIO JITEPaTypHOIO
YKPaTHCHKOIO MOBOIO 1 CKJIQIa€ThCS 13 BCTYIY, OTJISAY JITEpaTypu, MaTepiamiB 1
METO/IIB JTOCIIIKEHb, YOTUPHOX PO3AUTIB PE3YyIbTaTIB BIACHUX JIOCIIKEHb, TJIaBU
aHai3y Ta y3arajibHEHHs PE3yJIbTATIB, BUCHOBKIB, NMPAKTUYHUX PEKOMEHJIAIIH,
CIHUCKY BUKOpHCTaHUX jpkepen ( Hamiuye 447 HalilMeHyBaHb) Ta II'SITH JOJATKIB.
Texct aucepranii BukiageHo Ha 340 cTOpiHKaxX MalIMHOMUCY 1 IPOLTIOCTPOBAHO
57 Tabmuusgmu ta 138 pucyHkamu.

Axicmb GUKOPUCM AHUX ons 00CNI0MHCEHHA Memooie,
penpe3zeHmamuHicms OMPUMAHUX Pe3YIbmamie

Sk cBimuuTh MaTepian BukiIaaeHuit y posaini I, B qucepraniiiaiit podoti M.
[1. BeponotBensiHa BUKOPUCTAHO IIUPOKUN CIEKTP aJeKBAaTHUX METOJIB IS
BUPIIICHHS TOCTABJICHUX 3a/Jad Ha CYYaCHOMY HAyKOBOMY pIBHI: II€ KJIIHIKO-
reHEeaJIOT14Hl, MOMYJAIiHHO-eMIIeMIONOTIYHl, [UTOTCHETHYHI, MOJIEKYJISPHO-
TeHETHYHI, IMyHOTE€HETHUYHI, MaTOJIOr0aHAaTOMIYHI, yJIbTpacoHorpadiuHi Ta IHIII
IHCTpYMEHTalbHI MeToau. OOCAT eKCepUMEHTANbHUX JOCIIKEHb € BHHITKOBO
penpe3enTaTuBHU: OuTbIIe 180 584 BariTHUX XKiHOK oOcTexeHo MeToaoM Y3/[ y
I ta II TpumecTpax BariTHOCTI, LUTOT€HETUYHI TOCHIJKEHHS 3pOOJeH1 4jieHaM
1781 moapyxHBOI Mapu 3 yCKJIATHEHUM PENpPOAYKTUBHUM aHaMHE30M Ta 3259
miTaM, a Takoxk y martepianmi 1910 3paskiB 3aBMepnmx BariTHOCTeH Ta 1572
1HayKOBaHUX abopTiB. [lomynsmiiiHa OJHOPIAHICTE JOCHIAHOTO MaTepialy
(memkanti [liBgerro-Cxignoro Ta lleHTpanpHOrO perioHiB Ykpainu) crpusia
00’€KTUBHOCTI HAyKOBOI'O pE3yJbTaTy y KOHTEKCTI HOro MepCIeKTUBHOIO
IIPUKJIAHOIO 3HAYECHHS I HACEJICHHS HAIIO1 KpaiHu.

Y miacymky, JOCTaTHI oOOCAT EKCIIEPUMEHTAIbHOTO MaTepiary Ta

3aCTOCYBaHHS aJ€KBaTHUX CYYaCHUX [IarHOCTMYHUX MIAXOAIB, y TOMY YHCII
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CTAaTUCTUYHOTO aHaji3y, O3BOJHIN 3pOOUTH OOTPYHTOBAHI BUCHOBKH, aJ€KBATHI
MIOCTABJICHIN METI 1 3aBIaHHSM.

Jlocmosipnicms i HOBU3HA OMPUMAHUX PE3YTbIAMIE

Sk Oymo 3a3HAYEHO BUIIE, PEMPE3CHTATHBHICTH JOCIITHOTO MaTepiary Ta
aJICKBaTHICTh BHUKOPHUCTAHUX METOIB JOCIIDKCHHS 3aCBIIYYIOTH JOCTOBIPHICTH
OTpUMaHUX pe3yabTaTiB. Jlo TOro >k, aucepraiiiiHa poOOTa MICTUTh CYTTEBY
HayKOBY HOBW3HY. OCHOBHI TOJIOXKEHHS HAYKOBOi HOBHW3HHM, SIKIi BHUHECEHI B
aBTopedepar, HEe BUKIMKAIOTH 3allepeueHHs IO CYTI, aje MPEeACTaBIeHl 3aHAJITO
CTUCJIO, 4Yepe3 110, Ha MOK AYMKY, HEJOCTaTHbO BiJ0OpakaroTh 3HAUYUMICTH
OTPUMAHOT0 HAYKOBOTO PE3yJIbTaTYy.

Tak, mepie MmoyoXeHHsT HOBU3HU 3BY4HTh. «IIpoBeneHo aHami3 po3moaiTy
XPOMOCOMHOI MaTOJIOTIi Cepe]l 3aBMEPJIMX BariTHOCTEN Ha MpeeMOpIOHAIIBHOMY Ta
eMOpIOHAJILHOMY eTarnax po3BUTKY». Pe3ynbTaTl BUpIIIEHHS 11i€1 HAyKOBOI 3a/1a4l
BukiazieHi y 1 i yactkoBo V po3aisiax auceprauiitnoi podoTu, a ix miJicyMKoOM
CJIy>KaThb YOTUPH 3 JIeB’sITU BUCHOBKIB (1, 2, 4, 6). BinnoBigHO, BUHUKAE MUTAHHS
PO MPUYUHU OOMEKEHOTO BUKIIAJICHHS HOBUX PE3YJIbTATIB, K1 XapaKTEPU3YIOTh
4acTOTy 1 CTPYKTYpY XPOMOCOMHHMX aHOMaJiil y mpeeMOpiOHaIbHOMY Ta
eMOpiOHAJILHOMY TIE€Pi0/Iax B YKPATHCHKOTO HACEIICHHH.

Y  cBiTOBI JiTepaTypl MNpakTUYHO HEMAaE AHAJIOTIB  BUKOHAHHS
MOHOTOMYJIALIAHOTO JOCHIJKEHHS, B SKOMY O MOIIMPEHICTh XPOMOCOMHHX
aHOMaJTiii BUBYAJIACS HA PI3HUX €Tarax BHYTPIITHbOYTPOOHOTO PO3BUTKY Ta IIE i 3
OKPEMHM YypaxyBaHHSM 3aBMEpJIMX BariTHOCTEH, CaMOBUIBHMX BHUKH/IHIB,
IpeHaTaJbHO J1arHOCTOBAaHUX BHUIAJKIB, a TaKOX IHIYKOBAaHUX alOpTIB 1
HOBOHapo/keHux. Jlo Toro K, ymepme B  yKPaiHCBKOTO — HAaceleHHS
OXapaKTEPU30BAHO CTPYKTYPY XPOMOCOMHOI TATOJOTri Ha PI3HUX eTamax
BHYTPIIIHHOYTPOOHOTO PO3BUTKY, 3BaKAIOYM HAa BHECOK ayTOCOMHUX TPUCOMIH,

30KkpeMa,  BCTAHOBJIEHO, IO  CIEKTp aHOMajili  XpoOMOCOM Yy
peeMOpioHATLHOMY Ta eMOPIOHATIEHOMY TEPioaX OXOIUTIOE ayTOCOMHI TPUCOMIT

3a BciMa XpOMOCOMAaMHU 1 HaBITh BUIAJKHM MHOKMHHUX TPHUCOMIH, a MOTIM BIH
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3BYXKY€ETHCS 31 30UTBIICHHSIM T€CTallliHOTO TEpMiHY. SIK CBIIYUTH PELICH30BAHMIA
Matepian, y mopTdeni AUCepTaHTa JIeciTa YacTUHA OINMUCAHUX y CBITI BUITAIKIB
PIJIKICHUX, MMOABIHHUX Ta MHOKHUHHUX TpUCOMIT B JTUHAMIII
BHYTpiIHbOyTpoOHOTO TIepioay (31 3 321 na 2017 p.).

Han3BuyaitHO 1iKaBUMM 3 TOYKH 30pY HAyKOBOi HOBM3HU € DPE3yJIbTaTd
I10/10 BU3HAYEHHS YaCTOTH BUITQJIKIB MOJIILIOIAIT Ta 11 audepenmiarii. JlopeaeHo,
10 y MaTrepiaii 3aBMepiuX BariTHocTed [-ro TpumecTpy mae Miclie MiJBHUIICHA
yacToTa JIaHAPUYHUX TPUILIOIH (OaThKIBCHKOTO ITOXOJKEHHSI BHACIIIOK
3aIUTIIHEHHS TaIJIOiHOTO OOLMUTY JABOMA TaIuIOiIHUMHU a00 OJHUM JUILIOITHUM
CIEpPMAaTO30iI0M), TOAl AK Yy (eTaJbHOMY NEPIoJl B¥KE MPEBANIOIOTH JAUTIHIYHI
TPUILIOLAIT (MAaTEPUHCHKOTO TMOXOPKEHHS BHACHIJIOK 3aIUlIHEHHS JTUTIIOITHOTO
OOLUTY TAaIUIOIAHUM crepmaTo3oizoM). L{imkoM oOrpyHTOBaHO 3po0OseHe
OPUMYIIEHHS, 10 TNPUYMHOI 3aBMHUpaHHA BariTHocTi y [-My Tpumectpi €
dbopMyBaHHS BKpail HECHPUSATIUBUX [UIS SKUATTA JIaHAPUYHUX TPUILIOIIIH.
BianoBiiHO A0 LIbOTO BUHUKJIIW JBA 3alIUTaHHS, K1 OyyTh OrOJIOIIEH] HAIIPUKIHII
BUCTYITY.

BBaxato nmoTpiOHMM BiAMITUTH HOBU3HY BHOIPKOBOTO JOCIIIKEHHS Came
3aBMEPJIUX BariTHOCTEH, OCKUIBKU MPEJICTABIICHI B JIITEPATypl PE3YNbTATH 3BUYHO
XapaKTEPU3yIOTh XPOMOCOMHI aHoMallii B 0O0’€HAaHOMY MaTepiaii 3aBMEpJIuX
BariTHOCTEH 1 CAMOBUIBHUX BUKHJIHIB, III0 4aCOM pOOMB 1 caM JUCEPTAHT. Yeprosi
VHIKQJIbHI JJaHI OTPUMAaHO JUCEPTAaHTOM B PE3YJbTaTi PENpe3eHTATUBHOTO
JOCITIKEHHST MaTepiany 1HIYKOBaHUX abOpTIB, 10 HAJAAJIO JOJATKOBI IITPUXHU O
CTPYKTYpU XPOMOCOMHHUX aHOMAJIIi B YKPaiHCBKIM MOMyJAIii: BIIAMIHHICTb
CTPYKTYpH TOpiBHSIHO 3 MaTepiasiom 3B/CA e miskoM o4eBHIHA.

JlucepTaHTOM TaKOXX OTPUMAHO aOCOJIOTHO HOBI JIaHI IIOJO CTPYKTYpH
XPOMOCOMHHMX aHOMAJII{ y BHIAJKaX aHEMOPioHii, TOOTO 3aBMHUpAHHS BariTHOCTI
70 5 TWXKHIB PO3BUTKY, Ta iX MOPIBHSUIBHOTO aHATI3y 13 MaTepiaioM 3aBMEpIIuX
BariTHOCTEW 3a HAsSBHOCTI €MOpiOoHYy. 3HAWIEHO BIIMIHHOCTI, IO CTOCYIOThCS

30UTBIIIEHHST TIPYU aHEMOPIOH1T BHECKY CTPYKTYPHHX XPOMOCOMHHUX TEepeOy0B Ta



TeTPaIIoifli MmopsiA 13 3MEHIICHHAM YacTOTH BUNAAKiB Tpucomii 14, 15 Ta
MoHocoMii X.

IV-ii  po3ain aucepramii (mpyruifi po3nil  BJIACHUX  PE3yJIbTATiB)
MPUCBSIYCHUN JOCIIHPKCHHIO BPODKEHUX BaJ PO3BHUTKY Ta exorpadivyHUX O3HaK,
SK1 BIPOTITHO BiJIOOpakaloTh iX HasBHICTh. Ha BiAMIHY Bia OUIBIIOCTI BIAOMHX
JOCITIKeHb,  SIKI  TMPEJCTaBJISIOTH  MYJIbTHLEHTpOBI ab0  MeTa-aHali3H,
nucepraniiina poo6ora M. I1. BepomnoTBensiHa € mpHUKIagoM penpe3ecHTaTUBHOTO
MoHomonysiHoro aociimkeras (Oupme 180 Ttuc. Y3/I), B ssIKOMy KOMIUIEKC
cepTU(IKOBAaHUX YJIbTPA3BYKOBUX MAapKepiB 3aCTOCOBAHO ISl JIIarHOCTUKHU
HIMPOKOr0 CHEKTPY AaHAaTOMIYHMX JAe(eKTiB, sl Bepudikamis SKux  OyJo
npoBefeHo 8968 1HBa3MBHMX JIOCHIUKEHb 1 BuUsBIeHO 1118 Bumankis
XPOMOCOMHHX aHOMaTii moay. [IeBHe 3akiIOUeHHS 3a pe3yiabTaTaMUu BUKOHAHHS
JTAHOTO PO3/ILTY YBIWIUIO A0 HOBU3HM, IO MOCIYKHIIO MiJCTaBOIO J0 MOJAHOTO
HUKYE 3aITUTaHHSI.

V po3ain aucepramii (TpeTid po3/ia BIACHUX PE3YJIbTaTiB) MPUCBIYECHUN
MOPIBHSUIBHOMY aHallizy (aKkTOpiB BUHUKHEHHS PENPOIYyKTUBHUX BTpaT 3a
HasBHOCTI a00 BIACYTHOCTI XPOMOCOMHHX aHoOMamii. JlucepTaHT aHami3yBaB
CTaTeBe CIIIBBIJHOIICHHS TIUIOAIB TPU pPaHHIX PENpPOAYKTUBHUX BTpaTax,
HaIpalbOByBaB METOJMKY MPOTHO3YBaHHS XPOMOCOMHOI MATOJIOTII Yy MOTOMCTBI
3aJIeKHO B1Jl BIKY MaTepi Ta KUIbKOCTI MOMEpPEIHIX BTPAT BAariTHOCTI, @ TaKOX
JOCIIIJIKYBaB BHECOK CE30HHOCTI B T€HE31 EYIUIOIMHUX Ta aHEYIUIOiTHUX
3aIUTIHEHb. 3 JAHOTO PO3JAUTY 10 TOJIOKE€Hh HOBU3HU JHUCEpTaIiiiHOT poOOTH
BHeceHO HacTymHe: «lIpomeMoHCTpOBaHO CE30HHI KOJIMBaHHSA 3adaTrh, IO
3aKIHYWIMCS PENpPOAYKTUBHUMH BTpaTaMd 3 HASBHICTIO Ta BIJCYTHICTIO
XpPOMOCOMHOI maroJjorii». JloBeneHo, M0 MpU 3a4arTi y MHEepiojl 3 >KOBTHS IO
Oepe3eHb pU3MK HEBHHOIIYBaHHs BariTHOCTI 3poctae Ha 4% (p<0,05) HesanexHO
BiJl KaplOoTUITy IUIOAY, IO JMCEPTAHT TOSCHIOE BIUIMBOM TIEBHUX EK30TCHHHX
dakTopiB y 3uMOBUN mepiof. OCKUIbKK BiOMi JOCIHIJPKEHHS POJII CE30HHOCTI

BUKJIFOYHO CTOCYBAJIMCSA HAPOJDKEHHS JITeH 13 cuHApoMoM JlayHa, 1€ MojI0KeHHS



3aCIyroBy€ Ha HOBHU3HY, XOYa LIIHHICTb HOTO BUKOPHUCTAHHS y MPAKTUIl MEIUKO-
TeHEeTUYHOTO KOHCYJbTYBaHHS MPEACTABIISETHCS CYMHIBHOIO.

JlucepTaHT mepuIMii BUBYAB 3B’S30K PHU3UKY 3aBMHUpAHHS BariTHOCTI 13
BIKOM MaTepi 3aJIeXHO BiJ XapakTepy XpPOMOCOMHOI martoiorii emOpiony. Lle
3aBMEpJIMX BariTHocTed ayke Mmosioaux wmatepiB (17-19 pokiB) MOpIBHAHO 3
KiHKamMu BikoM crapme 35 Ta ocoOmmBo 40 pokiB, A€ BIPOTIAHO dYacTiIle
BUSIBJSUIMCSI @yTOCOMHI TPUCOMIi. Y MPOJIOBKEHHI 1[bOTO, Y3TOIKEHO 3 B1JIOMUMU
JAHUMU IIOAO 3POCTAHHS PU3MKY aHEYIUIOiAlil y MmarepiB BikoM miciia 40 poxis,
JIMCEPTAHTOM JIOBEJCHO MiJBUINECHUN y 5,6 pa3u pU3UK 3aBMHUpPAHHS BariTHOCTI
aHEYIUTOTTHUM TOTOMCTBOM Y >KIHOK 3TaJIaHOT0 KPUTUYHOTO BIKY.

[{ikaBuil pe3ynbTaT OTPUMAHO IOJO 3MEHIICHHS PH3UKY XPOMOCOMHOI
naToyiorii emMOpioHy 13 30UIbIICHHS 4YHcla CcaMOBUIbHUX BHUKUIHIB. Came
IPYHTYIOYHCh HA LIbOMY IOJIO)KEHHI 3pO0JIEHO BUCHOBOK, IO 3POCTaHHSI PU3UKY
XPOMOCOMHOI TATOJIOTIi Yy TMOTOMCTBAa 3 BIKOM MaTepi HE € OCHOBHUM
€TIOJIOTIYHUM YMHHHUKOM PENpPOAYKTHUBHUX PO3JAAIB Y JKIHOK 31 3BHYHUM
HEBUHOIIIYBAaHHSIM BariTHOCTI. B SKOCTI MOXIJIMBOTO TOSCHEHHS 3BUYHOIO
HEBHUHOIITYBaHHSI BariTHOCTI, HE acOI[IHOBAHOTO 3 XPOMOCOMHUMH aHOMAJisMU
IUVIOAY TPOBEACHO KOMIUIEKC MOJIEKYJISIPHO-TEHETUYHUX Ta IMYHOT€HETHUYHHX
JTOCHIKeHb, pe3yJbTaTH sKOro mpeacTtaBieHi B VI po3guni  aucepramii
(ueTBepTUI PO3LIT BIACHUX PE3YyJIbTaTIB).

Y nganomy po3aull  HaBEACHO pPE3YyJbTaTH TE€HETUYHOrO TECTYBaHHS
nomimopdizmiB MTHFR C677T ta MTR AZ2756G, acomiifoBaHuX 3 SKICTIO
MeTabo01i13My METWIBHHX TPYI Y (OJaTHOMY Ta METIOHIHOBOMY LIMKJIaX; MyTallii
Tpbox reHiB remocrasy (G455A FGB, A20210A FII, G1691A FV) ta anenbHuX
BapianTiB HLA |l kmacy mpu penpoayKTHBHUX pO3JIajiax B 3al€KHOCTI BiJl
CIIOHTAHHOTO YM 3BUYHOTO MEPEPUBAHHS BariTHOCTI, (GOPMYyBaHHS eMOPIOHATBHUX
CTPYKTYp, CTaHy KapiOTHITy Ta HaSBHOCTI BaJl PO3BUTKY HEBPAIbHOI TPYOKH.

HuceprantoM noBeaeHo acomiamito reHoruny 677TT MTHFR 31 3HaunuMm

NIJBUIIEHHSM pHU3UKY  aHEMOpPIOHIT NpW  €yIIOiAHIA BariTHOCTI, TOMAl SIK
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HociiicTBo Mmytaniiss G455A FGB cyTTeBo minBHIlyBalia PU3UK BiALIApYBaHHS
TJTAIICHTH, AHTEHATATLHOT 3aru0eli 1101y Ta MEPTBOHAPOIKEHHS.

Ilpakmuune 3nauenns podomu TICHO TIOB’S3aHE 3 OTPUMAHUMU
HAyKOBMMH PE3ylbTaTaMHU Ta iX HOBH3HOIO, a Yy MIJICYMKY, II€ TIEpPCOHATI30BaHE
MPOTHO3YBAaHHS PU3UKY PENPOJYKTUBHMX BTpaT Ha OCHOBI PE3yJbTATiB
KaplOTUITyBaHHS OaThKiB 1 eMOpIOHAJILHOTO MaTepialy, BpaxyBaHHS KUIbKOCTI
MOMEpPEHIX ~ 3aBMEPJIMX  BariTHOCTEW; y  JKIHOK 3  BiAIIApyBaHHSIM
XOpIOHY/IJIALIGHTA B aHAMHE31 MPOBEACHHS T'€HETHUYHOI'O TECTyBaHHS MyTallli
GA455A rena FGB Tta reMocTa3ioioriyHuX OOCHIIKEHD 3a HAsBHOCTI aJI€ILHOIO
Bapianty FGB 455A; iHmuBimyanpHUE mMia0ip 1034 (GOIE€BOI KUCIOTH Ha eTari
IUIaHYBaHHS BariTHOCTI Ta y | TpumecTpi y KiHOK-HOCIiB reHotuny MTHFR
677TT, mo Maiu eyIIOiAHY 3aBMEpJy BariTHICTb 3 aHEMOpPIOHIEIO;
TeHOTUITYBaHHSI TOJIOBHOTO KoMIUiekcy TictocymicHocti HLA Il kmacy y
MOJIPYXOKAM 31 3BUMHUM HEBHHOITYBAaHHSIM BariTHOCTI Ta HASBHICTIO B aHAMHE31
CYIUIOIAHMX paHHIX PEMpPOAYKTUBHUX BTpaT. BaXXnMWMBUM Ha MO TyMKY €
3arepeyeHHs JOIUIBHOCTI MTPU3HAYEHHS 1HBA3UBHUX JOCIIHKEHb 0€3 KOMITJIEKCHOT
OI[IHKM  1HIWBIAYaJIbHOTO TEHETUYHOTO PHU3UKY, a TaKOX TECTyBaHHS
noy1iMop(i3MiB TeHIB (OJATHOTO IUKIY JIJIsi TMPOrHO3Y MOTOMCTBA Y MOJPYXKHIX
nap, SKi MaJd B aHaMHe3l JiTed a0o PEenpoAyKTHUBHI BTPATH 3 XPOMOCOMHUMU
aHOMAJTISIMHU.

XapakTepu3yroun OCOOMCTHIi BHECOK 3700yBaua, CIIiJ BiJI3HAYUTH:
pO3pOOKY OCHOBHUX TMOJOXEHb JHUCEepTaliidiHOi poOOTH, BHOIp METOIB
JOCIIIJIKEHHS, CAMOCTIMHUNA HaOlp KJIIHIYHOTO MaTepiany Ta BUKOHAHHS KJIHIKO-
TeHEAJIOTIYHUX, YJIbTPa3BYKOBUX, 1HBa3UBHUX JOCIIKEHb, 3a00py MaTepiaiy AJis
NpeHATAIBHUX ITUTOTEHETHYHUX 1 MOJICKYJISPHO-TCHETHYHUX  JIOCIIIKEHb,
CaMOCTIHHO TMPOBOJMB  Yy3araJlbHEHHS PE3yJbTaTiB, OQOPMIECHHS TEKCTY
nucepTarii, GOpMyTIOBaHHS BHUCHOBKIB Ta PO3POOKY MPAKTUYHUX PEKOMEHIAIIIM.
BHecok criBaBTOpiB poOOTH BIAMIYEHHUI Y CIUIBHUX My OTiKaIlIsX.

Iloenoma euxopucmanus 6 pooomi nimepamypu ¢ oaniiu 2anysi. B ormsimi

JITEpaTypu Ta NpU OOrOBOPEHHI OTPUMAHUX PE3YJIbTATIB JUCEPTAHT I'PYHTOBHO
;



aHaTI3ye TMPUYMHU PAHHIX PEMPOAYKTHUBHUX TMOPYIIEHb T4 BHECOK TC€HETHYHHX
YUHHUKIB B 1X peaizalfito. ¥ MepesiKy JiTepaTypHUX JHKepel JOCTaTHhO OaraTo
nmyOJIiKaliii OCTaHHIX POKIB, XOoya TigHe Micle 3aiimaroTh pobdotu 70-80 pp,
MPUCBSYCHI JOCIIHKECHHIO eMOPIOHAIBHOTO, y TOMY 4YHCII a0OpPTHBHOTO
MaTtepiany, 0 HHUHI € MPaKTUYHO HEMOXJIMBHUM. [IpoBeneHuid aHami3 J103BOJIUB
OOIpyHTYBaTH METy Ta BU3HAUMTH 3ajadl JUCepTaIliiHOl poOOTH, a KPUTUYHE
CIIBCTABIICHHS BJIACHUX PE3YJIbTATIB 3 JaHUMH CBITOBOI JIITEpAaTyph CTaJO
MIJICTABOIO JIJISi BU3HAYEHHS HOBU3HM 1i OKPEMHUX IMOJIOKEHb Ta BJIOCKOHAJICHHS
MPAKTUYHUX IT1IXO/IIB.

Cmyniny  002pyHmogeanocmi HAYKOBUX  NOJIOMHCEHb, GUCHOBKIE 1
peKomeHnoauiil.

PenpezenraruBHuil  o0cSr  JOCIITHOTO  Marepiaidy,  3acTOCYBaHHS
aJICKBaTHUX CYYaCHUX METOJIB aHai3y Ta BaplalllifiHOi CTATUCTUKU BKa3yIOTh Ha
OOTpYHTOBaHICTh ~ HAyKOBUX  TIOJIOKEHb, BHUCHOBKIB Ta  pPEKOMEHHAIli
nucepTatiitnoi podotu M. I1. BeponoTensna.

Pekomenoauyii no nodanvuiomy UKOPUCMAHHIO pe3ylbmamie npaui ma
O0OUIIbHICMb NPOO0BIHCEHHA | PO3BUMKY 8IONOBIOHUX 00CNI0MCeHb. BBaxato, 110
MPOBENICHI JOCIIHKEHHSI CTBOPWJIM MIATPYHTTS MJI BIOCKOHAJICHHS CHUCTEMHU
JKApChKOTO CYNMPOBOY POJIMH 3 TPYMH BUCOKOTO PU3UKY PENIPOTYKTUBHUX BTPAT.
Po6oTy BapTO TpPOJOBXKUTH B pO3pi3l afanTailii po3po0JEHOro KOMIUIEKCHOTO
MIIX0My MIOJ0 aHaNi3y paHHIX PENpOAYKTHMBHUX BTpPAaT B POJUHAX BHCOKOTO
PU3HUKY JI0 IIUPOKOTO TMPAKTUYHOTO BUKOPUCTAHHS, MO0 TMONIUPUTH HAOYTHUH
JIOCBIJ] Ha YC1 MEIMKO-T€HETUYHI Ta NIepUHATaNIbHI LIEHTPU Y KpaiHH.

Ouinka Haykoeoi i jimepamypHoi akocmi cKkaady mamepiany i CHUJIO
oucepmauii ma agmopeghepamy

ABTopedepaT 3arajoM BIAMNOBIIAE 3MICTy OUCEpTAIiiHOT POOOTH, XOdYa
ICHYIOTh JIeSIKl pO301KHOCT1 y XapaKTepUCTUKAX CTPYKTYpH 1 0OCATY mucepTartii.
SAx B aBTOpedepari, Tak 1 B JUCEpTallii 3yCTPIYAIOTHCS HEBAANl CTHJIICTHYHI

BUpAa3H, ajie 3arajoM po0oTa CIPUNMAETHCS MTO3UTHBHO.



Ilognoma euxknady o0cHO8HO020 3micmy oOucepmauyii 6 o0nyoaiKOBAHUX
npayAax y HAYKOBUX (haxoeux 6UOAHHAX, nepeaik AKkux zameeporxceno MOH:

OcHoOBHI TOJIOXKEHHsI jauceprariiiiHoi podotn M. II. Bepomorsemnsna
omyOikoBaHi y 83 HaykoBHX mpamsx, cepex skux 30 craTeidl y BITYM3HSIHHX
NEepioIMYHUX BHUJAHHAX; 13 — y MDKHApOJHMX BUIAHHAX; 1 MaTeHT Ha KOPHUCHY
Mojenb. Marepian aucepTanii IMMPOKO ampoOyBaBCS Ha BITYM3HAHUX Ta
MDKHApOJHUX HAyKOBHX (opymax, IO 3acBiauyioTh Te3u 40 momoBigeil y
Marepianiax HayKoOBUX KOH(pepeHIId Ta 3’i371B; MAaTEHT Ha KOPUCHY MOJIETb.

3ayearcennsa uwi000 3micmy oucepmauii

Sx B aBrOpedepaTi, Tak 1 B JaucepTalli 3ycTplyaroTbes opdorpadiuni
NOMWIKM Ta HEBIadl CTWIICTUYHI BUpasu, Ak Hanpukiaa: «lIpuunnu
CaMOBIJIBHOIO TE€PEPUBAHHS BAariTHOCTI y BHUIAJIKy XPOMOCOMHOIO JAe(EKTy
3UTOTH/€MOPIOHY OUIBIII-MEHIII 3pO3YMiJIi, OJIHAK BCE K OCTATOYHO HE BUBYECHUMU
3aJIMIIAIOTHCS PUYMHU Horo (popMyBaHHs» a00 «IIs TEHACHIIS HE BIAPI3HAETHCA
BiJl 3araJibHOT BiKOBO1 3ajexHOCTI» (??7). Y BecTym 10 aBTOpedepary Opakye
MOCWJIaHb Ha paHillle MPOBEAEHI IOCHIKEHHS, SKI BJIACHE 1 HAIITOBXHYIIH
JUCepTaHTa TMOETHATH B €JUHUN KOMIUIEKC BUKOPHUCTAaHI HANpPSMKH 1 METOAU
JOCHIKeHb. HanpukiHill BCTymy, y MeETi, panToM 3’sBUJAcs MpeHaTallbHa
JIarHOCTHKA, SIKa MOBHUHHA OyJia MPO3BYYATH paHIlIe Y KOHTEKCTI €(PEeKTUBHOTO
MIPOTHO3YBaHHS Ta 1arHOCTUKHA XPOMOCOMHOI MATOJIOTIi TII0IY.

Huceprailisi mepeHaBaHTa)KeHa MaTepiajioM, SIKUH HE PO3KpHUBa€ ii CyTi, a
COpsIMOBaHUN HAa METOJWYHE OOTpYyHTYBaHHSI OOpaHOi cTparterii mociimaxenb. He
3aBXKIU y TaOMUIX TOpsa 3 aOCONMIOTHUMH JaHUMU MPUCYTHI TOKa3HUKHU IOJI0
CTAaTUCTUYHOI 3HAUYIIOCTI BUSBJICHHUX BIAMIHHOCTEH. Y TaOMULAX 3yCTpid4aeThCs
MOEHAHHS JEKUIbKOX MIPU(TIB Ta BHUAUICHHS NEBHOI LHUQPPOBOi 1H(OpMaIii
HamiBXUpHUM tpudToM. Jleski TaOauIl po3MilIeH] 3aJajieko Bl iX MEpIIoro
sragyBaHHs (6.10). TaGmume vHe 55, a 57, ToMy 10 B APYyroMy po3iii aucepTarlii
nBi Tabmumi 2.2, a y yerBepromy — Tabmuui 4.la ta 4.16. Illo crocyerbcs
PUCYHKIB, Opakye ejekTpodoperpam, sKi JIEMOHCTPYIOTh MOJIEKYJISIPHO-

TeHEeTUYHUI aHall3 AOCIIKEHOT0 MoaiMop(]i3My B TeH1 METIOHIHCUHTA3H Ta TeHIB
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reMocrasy. Sl He 3Haiilluia KapiorpaM aHeMOpIiOHIl, Xo4a cepell HUX BHBYAJIOCA
BariTHOCTEM, a TaKoXX JEMOHCTpalllii aHOMajJidi XpOMOCOM Yy Marepiail
iHAyKOBaHMX aboptiB (a ix 85 BumaakiB). HasBHI neMoHCTpamii KapioTHITy
3aBMepauxX BaritHocted (puc. 3.17 — TpaHciokaris xpomocoMm 21; puc. 3.25 —
tpucomis 1; 3.33 — tpucomis 8), ae 3BaXkar0yu Ha BUCOKY 4acToTy (994 Bumaaku
3B/CA) Ta pigkiCHUI CIEKTp BHSIBICHOI XPOMOCOMHOI IaToJIOTii MEHi, K
[UTOT'C€HETHKY, 3BUYAHO XOTLIOC, 1100 1X OyJ0 OlblIIe.

JlocTaTHBO PENPE3EeHTATUBHO MPEACTABJICH] MPUKIAIU aHOMAJIIA KapIOTUITY
IpeHaTaIbHO OOCTEXKEHUX IUIOAIB 1 NOJAPYXKHIX Map 3 PpEenpoAYKTUBHUMU
po3nagamu. IIpore yacoMm BTpadaeTbcs MOPAJOK IX BHUKIAJEHHS Ta 3B 530K 13
TekcToM. Hanmpukiaza, y TeKCTi Ja€ThCs NOCHJIAHHS HA MEBHI PUCYHKH, K1 MAlOTh
CIIy’)KUTH TPUKIAJAOM TMOMIMPEHUX Ccepel MNOJPYXKHIX Nap TpaHCIOKaUld 3
3aimydyeHHssM xpomocoMm 1, 2, 3, 9, 16, 1 omgun 13 Hux (puc. 3.30) panrom
BUSIBISIETBCSL KapiOrpaMoOl0 13 TPAHCIOKALIE€ID MDK YETBEPTOD Ta BOCHBMOIO
XPOMOCOMAMH. [Micns  Tabmumi 3.12, ge 3rpymnoBaHO POJWHHI BUIAJIKH
cOaJIaHCOBaHUX aHOMAJIIA XPOMOCOM, K1 3aBEpIUIMINCh 3aBMUPAHHAM BariTHOCTI,
pO3MIIIEHO KapiorpaMmy maimieHTKu (puc. 3.34), sika B3arajii HE 3TaJlyeThCs B IIIH
Tabnuill. 3BUYAMHO 1€ Y TEBHOMY CEHCI «OMUCKW» 4Yepe3 BEIUKHM 0oO0CsT
BUKIIAQJICHOTO Marepiasly, NpoTe TpW HaMWCaHHI TONANBIINX CTaTed Ta
opopmienHi Monorpadii 3a MarepiajoMm aumcepraiii ix Oe3mepeuHo Tpeba
BUIIPABUTH. BuCIOBIEHI 3ayBaKeHHs HE 3HIDKYIOTh 3arajlbHOTO MO3UTHBHOTO
BpaXeHHs BiA auceprauiidHoi podotu M. II. BeponoTBensiHa, ane y mHoOpsiaky
JUCKYCii XOTUIOCS O I11€ MOYyTH B1ANOBII HA HACTYIIHI 3alIUTaHH:

1. o copusie miABUIIEHOMY YTBOPEHHIO J1aHAPUYHUX TPUILIOIAIM, SKI 3a
JAHUMU JTITEPATypH CKIaaarTh 61511 70% ycix TPUILIOiTIN.

2. Illo € mpuywHOIW0 JEeTadbHOTO €(EeKTy IIaHAPUYHUX TPUILIOIAIN Y

MOPIBHSHHI 3 TUTTHIYHUMU TPUTLIOIAISIMU.
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3. Po3’sicHITh Oynb-acka MoJIOKEHHS: «BUABIEHO 0COOIMBOCTI CITIBMA/IHb
aJleJiB KOMIUIEKCY TiCTOCYMICHOCTI Y MOJAPYKHIX Tap 3aJeKHO BiJ KaploTUITY
MOTEPETHIX 3aBMEPIIUX BariTHOCTEN».

4. «BuszHaueHud peUTUHT exorpadiyHMX O3HAK» YBIMIIOB IO HOBU3HU
avcepraniiHoi poo6otu. Un ompariboBaHMM BaMU aJlTOPUTM Ha OCHOBI PEUTHHTY
exorpaiuHUX O3HAK BIJIPIZHSAETHCS BIJ Cy4acHUX PEKOMEHJAIl EKCIEepTIiB 3
yIIbTPa3ByKOBOI IarHOCTUKW CTaHy IUiony? Y dYOMy TMOJsrae HOBU3HA IS

YKpaiHCHKOTI MOIYJIAIIIi?

BucHoBok

BBaxato, mo auceptariiina pobora M. I1. BeponotBensina «JlocmipkeHHs
pOJIl TEHETUYHUX YMHHHKIB B €TIOJIOTII Ta MATOre€He31 penpoAyKTUBHUX PO3JIaJiB
Ha pI3HUX eTarnax BHYTPIIIHbOYTPOOHOTO PO3BUTKY» € 3aBEPLICHUM HAyKOBUM
JNOCTIPKEHHSIM, B SIKOMY OTPHMMaB MOAAJBIINM PO3BUTOK HAyKOBUI HaNpsSIMOK
II0JI0  CIIBBIJIHOCHOI  POJII TEHETHMYHHUX Ta CEPEAOBUIIHUX  YUHHUKIB
PENpOAYKTUBHUX BTPAaT B YKPaiHCBKOTO HAcCEeJEeHHs. 3a aKTyaJlbHICTIO OOpaHoi
TEMH, CTyleHEeM OOIPYHTOBAaHOCTI HAyKOBHX IIOJIO)KEHb, BHUCHOBKIB 1
pEKOMEH/IaIllii, HOBH3HOIO Ta MPAKTUYHOIO 3HAYYIIICTIO AUCEpTalliifHa poloTa
Muxkonu I[lerpoBuua Beponotsensina «JlocmipkeHHsT POl TEHETUYHUX YUHHUKIB B
€TIONIOTII Ta TMAaToreHe3l penpoAyKTUBHUX pO3JIaiB Ha PI3HUX eTamnax
BHYTPIIIHHOYTPOOHOTO PO3BUTKY» TOBHICTIO BiamnoBimae BumoraMm «llopsnaky
NPUCYJKEHHSI HAyKOBUX CTYIEHIBY», 3aTBepakeHoro IloctanoBoro KaOinery
MmiHicTpiB Ne 567 Big 24 nunus 2013 poky, a i aBTOp 3aciIyroBye Ha 3100yTTS
HAyKOBOT'O CTYNEHS JOKTOpa MeAMYHUX Hayk 3a cremianpHicTio 03.00.15 —

I'CHCTHUKA.

OdiriiHMI OIIOHEHT,
JOKTOp MEIUYHUX HayK, mpodecop

3aCTYIHHK aupekTopa Y T e i d K
. HAIIOHAJIBHOYT AMANE
«[HCTUTYT CIIaJKOBOI MATOJIOTII MEXHTHHX HAYK WRE

HAMH VYkpaiun» gﬂ%W s
12.06.2017 p. ! HauanbHKK slaainy xanpin




