BIII'YK O®IIIIMHOI'O OITOHEHTA
Ha aucepramiiay podoty XKunkoBoi €Brenii CraHicnaBiBHU «I €HETUYHI aCTIeKTH 3HUKEHHS
penpoayKTUBHOI (PyHKIIT 4ooBikiB y CximHii YKpaiHi» Ha 3700yTTs CTYIICHS KaHIuaaTa
6ionoriunux Hayk Mo creuiaiabHocTi 03.00.15 — reHeTuka

AKTyaJIbHiCTHh BHOpaHoi Temu: J[OTTOMDKHI PENpOAYKTHBHI TEXHOJOTII — SK METOJ
KOpEKILii pernpoayKTUBHOIO 3/I0POB’sl POAMHH, 3a0e3reuye HapO/PKEHHS AUTHHM, 30KpeMa, 1 B
ponuHax OE3IUTAHMX MYKYWH. 3araJlbHOBU3HAHO TAaKOX, IO TaMeTH Oe3IUTiTHUX YOJIOBIKiB
9acTO € HOCISIMH TIOPYIIEHh TEHETUYHOTO Marepially, IO 3pelITOI0 MOXKE MPHUBECTH 0
Oe3ITiAas B POJAMHI, PIBHO X SK 1 O 3aKpIIUICHHS CHAJKOBOI IMATOJIOTIl Yy MOKOJIHHAX ITi€l
poauHu. BignosigHo, aucepraniiiHa poOota XKunkoBoi €Brenii CTaHiciaBiBHM, MPHUCB’SYEHA
BHUBYCHHIO T€HETUYHHUX (DAaKTOPiB PU3UKY (OPMYBaHHS MOPYIICHHS (PEPTHIBLHOCTI YOJIOBIKIB i
mpoleciB eMOpioreHe3y y mporpamax eKCTPaKOpIoOpalbHOTO 3aIIiAHEHHS, € aKTyalbHOI Ta
CBOEYACHOIO.

Crtyninb 00OrpyHTOBAHOCTI HAYKOBHX MOJI0K€Hb, BUCHOBKIB i pekoMeHaalii 3 ix
KPUTHYHOK OUIHKOI MOPiBHSHO 3 BigoMumu pimeHHsMu: B perieH3zoBaHiii quceprariitHiit
poOoTI A peanizallii MOCTaBIEHOI MeTa BUPIIIyBalIHMCS YITKO cOpPMYIbOBaHI 3aBJaHHS, SKI
Oyau OOTpyHTOBaHI B OTJISAAI JITEpaTypd, 1 SKUM BIJANOBIJAJIM OTpPUMAaHI pE3yJIbTATH,
MiJICYMOBaH1 Y KOPEKTHUX BUCHOBKaX.

Sk pe3ynbTart, BIepiie Ha MOJEII CXiTHOYKPaiHChKOTO PETioHy MpOBEIeH] AOCHTIHKEHHS
TEeHETUYHUX MEpPeyMOB 3HI)KEHHS (PEpTHUIIBHOCTI Y 4YOJIOBIKIB Ta 3pOOJIEHO aHaii3 BIUIUBY
TeHeTUYHUX TMOpPYIIEHb B CIEPMAaTO30iJaX Ha MpOLecH eMOpioreHe3y IMpH 3acTOCyBaHHI
JOMOMDKXHHMX PENpOTyKTUBHUX TEXHOJIOTIH.

JlocnipkeHHsT IPOBECHI 110 HACTYITHIN cXeMi:

1.ba3oBl LUTOre€HETHYHI Ta MOJEKYJISIPHO-UUTOTEHETHYHI JOCHIJKEHHS JTIM(OIUTIB
nepudepiiHoi KpOBi Ta CIEpMAaTO30idiB, OTPUMAHHUX BiJ I1H(EPTWIHPHUX 4YOJIOBIKIB Ta
MOJICKYJISIPHO-T€HETUYHI JTOCTI/DKEHHsT YacTUH TEHOMY, sIKi Oe3locepesHbO NPUYETHI M0
TUTITHOCTI YoJOBiKa, a came: AZF-nokycy Y-xpomocomu Ta mytaitii rena CFTR.

2.3’sicyBaHHSI MOXKIIUBUX MEXaHI13MIB (POPMYBaHHS MOPYILIEHb MTPOLIECIB CIIEPMATOTEHERY.
30Kpema, OILIHEHO CIEKTpP IIJIOro psay mojiMopdi3MiB reHiB gojaTHOTO 0OMIHY Ta perenTopa
10 (OTIKYIOCTUMYTIOI0OYOTO TOPMOHY y B3aeMO3B 513Ky 13 (parmenranieto JJHK Ta gacroToro
aHEYIUIOiNifl y TaMeTax, 1 K pe3yibTaT, KUIbKICTIO, PyXJIMBICTIO Ta MOP(HOJIOTIEIO TaMeT.

3.0uiHKa TMpoleciB PaHHBOTO PO3BUTKY €MOpIOHIB, OTpPUMaHUX B pe3yJbTari
€KCTPAaKOPHOPAIbHOTO  3aIIIIHEHHA  CIIEpMaTo30igaMH  OOCTEeKYyBaHMX  4YOJOBIKIB, Yy

B3aeMO3alieXHOCTI BiJl piBHS QparmenTanii JIHK ta yactoTn aneymioimii.



Hucepraniitna po6ora BukoHaHa y pamkax HJIP «BuBYeHHS KiIiHIKO-IIATOr€HETUYHHUX
MEXaHi3MiB PO3BUTKY HeIU(EPECHIIIMOBAHOT JMCITIA3ii CIONyYHOT TKAHUHU B PEMOJICIIOBAHHI
eIACTHYHO-TKAHWHHUX CTPYKTYp OpraHi3My JIIOOUHW» (HOMEp JepikaBHOI peecTparii
01120001027, 2014-2015 pp.) 1 «I'eHeTnyHi MepeayMOBU PO3BUTKY Ta KOPEKIIi CHaJKOBOi
[aToJIOTii Ha PI3HMX €Talax OHTOTeHe3y JIIOJMHM Ta TBapuH» (HOMEp Jep:KaBHOI peecTparlii
0116U005341, 20162017 pp.) meguunoro ¢akynsrety XHY imeni B. H. Kapa3ina.

ABTOpPOM TIpOBE/IEHI OCHOBHI J1TA0OPAaTOpHI AOCHIKEHHS, CTATUCTUYHHUI aHami3 Ta
y3arajbHEHHS OTPHUMaHMX pe3yJbTaTiB, C(OPMYIbOBAaHI OCHOBHI MOJOXEHHS 1 BUCHOBKHU
po6otu. PoboTa y criiBaBTOPCTBI MpEACTaBICHA B MyOJIIKALIIfAX.

JocToBipHicTh i HOBH3HA OTpMMaHUX pe3yabTaTiB: Brepme Ha Mopeni
CXITHOYKpPATHCHKOTO PETiIOHYy  TPOBEICHO JOCIIIKEHHS BIUTUBY T€HETHYHUX IOPYIICHb B
CriepMaro30ijjax Ha Ipolecu eMOpioreHesy MHpU 3acCTOCYBaHHI JAONOMDKHHUX PEHNpOIYKTHMBHHMX
TEXHOJIOTii. 30KpeMa, 3alpolOHOBAHO KpUTHYHE 3HaueHHs piBHA (parmenrtauii [JTHK (DNA
fragmentation index, DFI) y cnepmarto3oimax — 20%. Bnepme mnoka3aHo, IO piBEHb
¢parmenTanii JJHK Tta aneymioiniil y cnepmaTo3oigax MiJBULIYEThCS Y YOJIOBIKIB Yy CXimHii
VYkpaini micns 35 pokis, y miamazoni 20-75% Tta 1,3-4,5 %, BiamosimHo. IlpeacrarneHo
acomiamito migBumieHoro piHs ¢parmenraiii JJHK (DFI > 20 %) y cnepmaro3oinax 4oJoBiKiB
31 3HIKEHHSM (epTUIIbHOCTI 3 nosiMmopdHMH Bapiantamu G919A 1 A2039G rena penenropa
70 (QOJIKYJIOCTUMYITIOI0Yoro TopMoHy FSHR. JlicTalio TOAambIIOT0 PO3BUTKY JOCIIIKEHHS
3B’SI3Ky TOJNIMOPGHUX BapiaHTIB TeHIB ¢omatHoro oominy MTHFR, MTRR 3 piBHeM
¢parmenTanii JIHK Ta aHeyrioifisiMu y 4oJIOBIYMX raMeTax Ta BUSIBJICHO I'€HOTHUIIH, [TOB’A3aHi
3 KUIBKICHUMH TITOKa3HMKaMH aHeymioimii 3a xpomocomamu 13, 16, 18, 21, X Ta Y y
cnepmaro3oinax. OuineHo piBHi ¢parmenTanii JJHK Ta aneymnoigiii y cnepmarozoigax, mpu
JOCSITHEHH] SIKMX 3HIDKYEThCS 4acToTa (OpMyBaHHs OJACTOIMCT BHUCOKOI SIKOCTI — TIpHU
¢parmenTanii JJHK > 5 % i piBni aneymuioiniii > 1,3 % y crepmaTo3oigax yacTota popMyBaHHS
6nmacrommct 1 AA—4AA 3MeHIIyeTbesl y BTOpa pasi.

SIkicTb BUKOPUCTAHUX IS JAOCJHIIKeHb MeTO/AiB, pelnpe3eHTaATUBHICTb OTPMMAHMX
pesyabratiB: OTpumani pe3yiapTaTd 0a3yloTbcd Ha BEJIUKOMY (pElpe3eHTaTUBHOMY)
JOCITITHUIIBKOMY MaTepialli Ipyu BUKOPHCTAaHHI Cy4YaCHHMX aJ€KBaTHUX METOJUK Ta KOPEKTHOMY
CTaTUCTUYHOMY OTIPAIFOBaHHI.

Pexomenaauii no noganpmomMy BUKOPHCTAHHIO Pe3yJbTATIB Mpaui Ta J0UUIBHICTH
NMPOIOBIKEHHS i PO3BUTKY BilMOBITHUX T0CJiKeHb: BBaxkaro, 1110 MpoBeIeHI JOCTIKEHHS €
6a30BUMHU JUIS MTOJANIBIIOT POOOTH IO OIiHIII TeHETHYHUX MEPEAYMOB 3HIKEHHS (HepTUIBHOCTI y
YOJIOBIKIB Ta BIUIMBY T€HETUYHHX MOPYIIEHb B CIIEPMATO301/1aX Ha MPOLECH eMOpioreHe3y npu

3aCTOCYBaHHI JOTIOMIKHHUX PETPOTYKTUBHUX TeXHOJOr1H. [Ipans € Haq3BUuaitHO aKTyaJlbHOIO Ta



NEPCHEKTUBHOIO 1 ii HEOOXiAHO MPOAOBKHUTU Ta MOTIUOUTH MO KOKHOMY 13 3alPONOHOBAHUX
PO3LITIB.

IloBHOTa BUKOpHUCTAHHS B Po0OTI JiTepaTypu B AaHiil rauaysi: B ornsai niteparypu
JTUCEPTAHT MpEJCTaBICHA JIITepaTypa OCTAaHHIX POKIB MO MpoOieMi i 3poOJIeHH JeTanbHUN
ICTOPUYHMNA €KCKYPC Yy CTAHOBJICHHS 1 PO3BUTOK JOMOMIKHUX PENpPOAYKTUBHHUX TE€XHOJIOTIH y
CBITI Ta B YKpaiHi. JJoyirbHicmb 0cCmanHb020 003607110 OO ROCMAgumu nio CyMHIs.

Ouinka HayKOBOI Ta JliTepaTypHOI AKOCTI CKJIaay MaTepiajy i cTu/o auceprauii Ta
aBTopedeparty: JlucepraniifHa poboTa HamMcaHa 3a TPAJUIIIHHOI CXEMOI0, BUKIIaaeHa Ha 158
CTOpPIHKaxX, UIIOCTPOBAHO Martepiaj aucepramiiHoi podotu 27 tabnuusmu ta 16 pucyHKamw,
Crucok BUKOPUCTAHUX JUKepel Halliuye 283 HallMeHyBaHb B EPEeBaXKHii OLTBIIOCTI OCTaHHIX 5-
10 pokiB. Bukiag marepiany TPyHTYETbCS Ha TIOCTABJICHIM METI Ta 3aBIAaHHSAX, BHUCHOBKHU
BIJIMOBI/Ia0OTh TIOCTABJICHUM 3aBAaHHsIM. OTJISA JITEpaTypH CKIAAAEThCS 3 3-X IMiIAPO3ILTIB.
Po3ain 2, nmpuce’siueHUil OMUCOBI 3aCTOCOBAHMX METOJHMK Ta METOJIB JIOCIIIKEHb, HAIMCAHUH
BIJIMOBITHO 10 BUMOT. BracHi pe3ynbTatu BukIaneHi y 4 migpo3aimax. Koxen migposmin
MOYMHAETHCS 3 KOPOTKOI aHOTAIlil Ta CYMPOBOKYETHCS KOPOTKUM JIITEPATYPHUM OTJISIIIOM, IIIO
MOKpAIIy€e CIIPUMHATTA MaTepiany. [licas BIacHUX pe3ynbTaTiB € «Y3araabHEeHHS», « BUCHOBKN
Ta «[IpakTu4Hi pekoMeHIaIi», B IKUX KOPEKTHO MiJICyMOBYIOTbCS OTPUMaHi pe3yiabTaTH Ta ix
MPaKTUYHA [[IHHICTb.

BinnoBiaHicTe aBTOpedepaTy 3micTy aucepraunii: ABTOpedepar MOBHICTIO BiMOBIAAE
3MICTY JucepTariitHoi poOOTH.

IToBHOTAa BHKJAAy OCHOBHOIO 3MicTy aucepraumii B OnmyO0JiKOBAaHMX Hpansix y
HAYKOBHX ()axOBHX BHMIAHHSAX: 3a pe3ylbTaTaMH JAWCEpTaliifHOi poOoTH omyOiikoBano 19
HAayKOBHX Mpalb, y TOMY 4YMCIl 8 cTaTel y HAayKOBHX (axoBUX BHUIAHHIX YKpaiHH, 2 — B
1HO3eMHHMX HAyKOBHUX (aXxOBUX BHJAHHSX, 2 — Yy HAyKOBUX (PaxoBUX BUIAHHIX YKpaiHH 3
CYMDKHHUX raiy3edl Hayku, | — B IHIIMX HAyKOBHX BUJAHHSAX YKpaiHH, JIe¢ BOHU NPOXOIHIN
JOJTATKOBE peleH3yBaHHS. 3a pe3yiabTaTamu poOOTH 3pobiieHo 6 JOMOBifeH y MaTepianax
BITYM3HSHUX 1 MDKHApOAHMX KOH(EpeHLid, KOHTpeciB 1 3’i31iB, | METOAMYHI peKOMeHIaIl

MO3 Vkpainu.

3aysadsicenns ma 3anumanHs, AKi GUHUKIU NPU PeYeH3)8aHHi poOomu:

1. Jucepmayiiina poboma npuce’siuena GUEYEHHIO 2eHEeMUYHUX dACNeKmis
Y0JI08I4020 HEeNnni00s, X04a NOYUHAIOYU 3 CIMYNHOI YACMUHU pobomu, a came
npu  O3HAYEeHHI aKMyanbHOCmi memu, 1 3aKiHYYIouU LIIOCMpayiuHum
Mamepianom, 3aHA0mMo NOBEPXHEBO O0XAPAKMEPU30BAHI 2eHeMUYHI aAcneKmu

Y0106i4020 HEeNaioosl.



2. Bsaowcaro ne 306cim Oopeunum makuil WUPOKUN CHEKMP OO0CNIONHCEHb
(yumonoeiuHi, yumozeHemuyHi, MONIEKYIAPHO-YUMO2EeHEMUYH,
imMyHopepmenmui,  mMopgomempuuni) npu  BUKOHAHHI  KAHOUOAMCHKOIL
oucepmayiinoi npayi.

3. Beaoicairo ne 306cim  60anum o3HaueHHsT npeomemy OOCHIOJCEHHs, sKe
3aKIHYYEMbCA MAK. «...Mma KIMUH pPAHHIX eMOpIOHI8, OMPUMAHUX 6i0
YONI0GIKIB 13 BHUNCEHOIO epMUNbHICMION.

4. AK npakmuume 3acmocy8aHHs pe3yIbmamié NPONOHYEMbCA OOCHIOHNCEHHS.
nonimMopgnux  eapianmis  2eHie¢  ponamuoco  0OMIHY, NO8 A3AHUX 3
niosuwenuam pieusa gpaemenmayii J[HK ma aneynnoioiu y cnepmamo3soioax.
Bunuxae numanns: «fAxuiti cemc maxkux 0o0cniodceHb, Yu He npocmiuie
susHawumu besnocepednvo paemenmayiio [JHK i pisenv aneynnoioiu?

5. AK  npakmuyHe 3acmMOCY8AHHA  pe3yIbMamie  «NOKA3ama  OOYLIbHICb
NpoBeOeHHss — NOOANbWUX — 00CHI0NCeHb — 2eHeMUYHOI  2emepOo2eHHOCmI
asoocnepmii 011 QopmysanHs cmpamezii HiKY8AHHS YOJN08I4020 HENAi00sy.
IIpowy oxapaxmepuzysamu cmpame2iuni nioxoou 8 i1iKy8aHHi a300Cnepmii.

6. Ilpowy oxapaxmepuszyeamu Kpumepii 8i000py U0N08IKi6 011 2eHEMUUHUX
Odocnioddcenv. Hu ye Oyna yHikanvHa epyna 01s 8CiX eeHeMmuyHux 00CaiodiceH?

Yu ob6cmedicysanucs npu ybOMy HCIHKU (POOUHA 8 yinomy)?

7. 3 akow memoio 3acmocogysasci C-memoo 3a0apeleHHs  XPOMOCOM
nimghoyumig?
8. Yu nposoounu oyinky Xaopudie nomy npu 6i000pi nayicHmie 0

MOJEKYNAPHO-2eHeMUuH020 0ocniodxcenns mymayit eena CFTR?
9. Yum Bu mooceme noscHumu 8i0cymuicmos Mikpooeneyiti Y xpomocomu y
00Cni0dHCYy8aAH020 KOHMUHeeHmy ocio, I akum yumom Bu euxnouacme

MemoOUYHY HOMUIKY?

BBaxaro, mo naucepramiiina po6ora JKunkoBoi €Brenii CranicmapiBHU «[ eHeTHUHI
aCMeKTH 3HIKEHHS PenpoAyKTUBHOI (PpyHKIII 40ioBIKiB y CXigHill YKpaiHi» € 3aBepIIeHOI0
HayKOBOIO TMIpallelo, sKa NPUCB’siY€HA 3’SCYBaHHIO TCHETUYHUX [EpPEeIyMOB 3HIKEHHS
(bepTHIIBHOCTI Y YOJIOBIKIB Ta aHaNi3y BIUIMBY MOPYIIEHb CIIEPMATOreHE3y Ha MPOLECH PAHHBOTO
eMOpioreHe3y MnpH 3aCTOCYBaHHI JOIMTOMDKHHUX PEMPOAYKTHBHUX TEXHOJIOTIH.

Kunkoa €srenist CraniciaBiBHa 310pajia BEIMKHI 3a 00’€MOM €KCIIEpUMEHTATbHUN
MmaTepiall, TpoBeja PI3HOIUIAHOBI JOCITIDKEHHS I JOCSATHEHHs IIOCTaBJIEHOI METH, IO

JI03BOJIMJIO OTPUMATH JIOCTOBIPHI JIaH1 Ta 3pOOMTH MOBHICTIO OOTPYHTOBaHI BUCHOBKHU. 3a ycima



UMM TIOKa3HMKaMH, a TaKOX 3a aKTyaJbHICTIO, HOBHU3HOIO Ta IMPAKTUYHOIO I[IHHICTIO
mucepraniitna pobora JKunkoBoi €Brewii CranicnaBiBHH Bignosigae Bumoram «llopsiiky
MPUCY/)KEHHSI HAYKOBUX CTYIIEHIB», 3aTBEp/yKeHMM  noctaHoBoio Kabinery MiHicTpiB
VYkpainn Big 24 nunHsa 2013 p. Ne 567, a ii aBTOp 3acimyroBye NPUCYKEHHS HAYKOBOTO

CTyIeHs KaHauaaTa 610J0TiYHUX HayK 3a cremianbHIicTio 03.00.15 — reneTuka.

OdiuiitHuit OIOHEHT

3aBigyBad BiIIIJICHHS 1IaTHOCTUKA
cnagkoBoi matororii Y «lHcTHTYT
cnagkoBoi natosiorii HAMH VYkpaiany,

JOKTOp 010JI0TTYHHX HAyK, podecop 3acraBHa /[.B.

15.06.2017p.
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