CTAHOBUILE

ot npod¢. a1-p Karsa Crepanoa KoBauena, am,
Karteapa ,,MeanunHcka reHeTuka”
®axkyarert ,,Papmanus”

Menuuuncku YuuBepcurert - [liieBen

OTtHocHo: [[yOnuyHa 3ammTa Ha JUCEepPTAMOHEH TPY/ 3a MpuaoOuBaHe Ha oOpa3oBaTe/iHa U
HayyHa cteneH “Jloktop”, B OOmnact Ha Bucumie oOpa3zoBanue 4. [lpupomnum Haykwu,
matemaruka W uH(popmatuka, [Ipodecnonanno nHampamienue 4.3 bBHOJOTHYHM HAYKH.
JlokTopcka nmporpama ., I 'enernka”

ABTOp: 1-p Mapus Koncrantunosa JleBkoBa
MopMma Ha JOKTOpaHTYpaTa: peJoBHa /3aunciieHa cbe 3amoBen Ne P-109-30/ 15.01.2018
Kareapa . Memununcka renetuka”, @akynrer ,,Menununa”, MY - Bapua

Tema Ha auceprammsaTa: ,,MoIeKyJIIpHO-TEHETUYHH ¥ WUMYHOJOTMYHH OHOMAapKEpH MpH
MeJIMKO-TeHEeTUYHOTO KOHCYJITHPaHEe Ha CeMEUCTBA ¢ HHPEPTHIUTET ~

Hayunu pwxoBoaurtesn: npod. n1-p Jlrogmuna bonueBa Anrenosa, a.m.; gou. aA-p Tpudon
['eoprues YepreHkos, 1.0.

C Pemenne nHa PaxynrerHus cpBer Ha @akynrer ,Memuuuna” npu MY-Bapha
(ITpotokos Ne 36/ 12.01.2021 r.) u cbe 3amoBen Ha Pextopa Ha MY- Bapua (Ne P-109-17/
15.01.2021 r.), cbM ompeneneHa 3a 4wieH Ha HaydHO JKypu W M3TOTBSIHE Ha CTAHOBHIIE.
OTHOCHO JHMCEpPTAllMOHEH Tpya Ha Tema ,.MOJEKyJIspHO-TeHETHYHH M HMYHOJOIHYHH
6M0Map1<epu IIpH MEJHUKO-I'€HETHYHOTO KOHCYJ/ITUpAHE Ha ceMelcTBa ¢ I/IH(bepTI/IﬂH'I‘GT * 3a
NpUCHKIaHe Ha oOpasoBarenHa W HaywyHa cteneH . Jloxtop”, B OOnact Ha BHCLIC
obpazoBanue 4. Ilpupoanu Hayku, wmarematuka U uH(popmaruka, [Ipodecnonanto
HanpasieHue 4.3 buonormunu Hayku, Jloktopcka mnporpama ..l'enertuxa”. Aprop Ha
JucepTaluoHHua Tpya € 1a-p Mapusi KoncrantunoBa JIeBKOBa, pefioBeH JAOKTOpaHT B
Karenpa ,Memununcka reneruka”’, ®axynrer ,Menutmna”, MY — Bapha, ¢ Hayunu
peroBoauTenn npod. a-p Jlronmuna BorueBa Anrenosa, 1.M. u g0il. A-p Tpudon ['eoprues
YepBeHKOB, 11.0.

AKTyajaHoct Ha Temara: [IpeacTaBeHusT aucepranMoHeH Tpyn Ha J-p JleBkosa e
[IOCBETEH Ha IPOYYBAHE pOJIATA HA HAKOM MOJEKYJISPHO-TEHETHYHH H MMYHOIOIHYHHU
MapKepd, KOMTO Morar ja ObJaT H3IMOJI3BAHU MPH MEIUKO-TEHETHYHO KOHCVJITHpPAHEe Ha
CEMENCTBA ¢ PENPOLAYKTUBHH IIPOOJIEMH, 3a U3SCHABAHE €TUOIOIMSATA HAa MHPEPTUIIUTETA.

WudeprunnteTst € HEe camMO MEIMIMHCKH, HO €IMH OT HaW-3HAYHMHUTE COLIMAIHH
npodsiemu, 3acsramt okoio 15% ot aBoikute W cpeaHo 10% OT HMHAMBHMTE B
PENpoOayKTUBHA Bb3pacT. Cpell OCHOBHMTE €THOJOIMYHM (PAKTOpH 3a MHEpTHIMTET Cd



BPOJICHH aHATOMHYHH OTKJIOHEHHS ., €HIOKPUHHM HAPYLUCHHS. HHPEKLIHN HA [TOJI0BHS TPAKT.
UMVHOJIOTHYHM U T'eHEeTUYHH (akTopu. He3zaBUCHMO OT MOCTHIKEHMSTA B IMAIHOCTHKATA Ha
tazu natonorus, npu 25-30% oOuo oT ABOMKHTE ¢ MH(EPTHUIMTET, €THOJIONHs OCTaBa
HesICHA, KaTO roJisMa 4acT OT Te3W Cllyyad ¢ HAMONATH4YeH MHQEPTHIHTET Ce OKa3BaT ¢
reHeTUYHa eTHOIOT Sl

[Tpe3 mocreqHUTE TOJAWHE HAPACTBA MHTEPECHT KbM [POYUBAHE HA HAKOM MOICKNISAPHO-
FeHETHYHH H HMYHOJOTHYHH MapKepH, WIpacild poJis B IPOLECHTE Ha OINIOAIAHE,
NpoTHYaHe Ha OpeMEHHOCTTa M HEHHOTO YCHemHO 3abpluBaHe. M3moisBaHero Ha
uHpOpMAIUATa, KOATO HOCAT Te3W MapKkepu. B [poleca Ha MEIUKO-FeHEeTHUYHO
KOHCYJITHpaHe Ha ceMeicTBara ¢ HHPEPTHIUTET, OU TIOATIOMOrHAIO M3sICHAHE HA HEeronarta
€THOJIOIUST U OM CIIOMOTHAJIO 3a YCMEMIHO CIPaBsSHE C PENpPOAYKTHBHHUTE IPOOJIEeMH B
JaBoiikata. Bcecuyko ToBa M Hali-Bede MEIUIIMHCKO W COLMATHO 3HAYEHHUE Ha Pa3riieKIaHus
rpoGiieM, onpeaesnsT Oe3nopHaTa akKTyalHOCT Ha TeMaTa Ha AUCEePTAllMOHHHUSI TPY/I.

O6mo onmcaHue Ha AucepTauuoHHHs TPyA: [lpeicraBeHUsT Tpya € HalucaH B
obeM oT 126 cTaHgapTHH CTpaHUIM, CTPYKTYpUpaH B pasJeluTe: BbBeACHHE 1 cTp.,
auTepatypeH o03op — 25 cTp., Uea W 3agadd — 1 cTp., maTepuas M MeTtoau — 13 cTp..
pesyaratu — 19 ctp. oOchxkaane -16, 3aKkiIoueHre U U3BOAU — 4 cTp., KHUronuc — 27 crp. B
O6ubnuorpadusra ca BKIHOUEHH 001110 272 nmuTepaTypHu n3rounuka (7 Ha Kupuauna u 265 Ha
natuHuia). OHarneaBaHeTo e npejacrtaBeHo ¢ 24 ¢urypu, 18 tabnuim u 4 npuIoKeHus.

JlureparypHusaT o0030p. mOpeiAcTaBs OCHOBHUTE TIEHETHUHM  [PHUUMHM 32
UHQEPTUINTET I[P MBKE, KaKTO M poJsiTa Ha HSKOM HMMYHO-F€HETHYHM MapKepu B
€THOJIOTUATA HA PEHPOIYKTUBHUTE HEYCIIEXH, [IPH JKEHU C MOBTAPSILLU CE CIIOHTaHHU a0OPTH.

IlenTa Ha w3caeaBaHeTo € sicHa: [[poyuBane possiTa Ha HAKOH MOJICKYJISAPHO-I'C¢HETHYHU
¥ MMYHOJOTMYHH MapKepH B €THOJIOTHSITA HA WHOEPTHIMTETa M HU3IOJ3BAHETO UM 32
HYXKIUTE Ha MEIMKO-TeHETHYHOTO KOHCYITHpPAHE TMpPU CEMEHCTBA C PEIPOJYKTHBHU
npo0JeMu. 3aiavuTe, IPOU3THYAT OT OCHOBHATA 1€ U ca ((OpPMYJIUPaAHU SICHO U TOYHO.

B ,,MaTtepHaJ/ H MeTOAN~ € MpeJCTaBeH KIMHUYHUS MaTepHall — MallueHTCKaTa rpyma
ot 100 unauBuaa (50 mbxke u 50 yxeHn) ¢ HHGEPTUIMTET U KOHTpoJHaTa rpymna ot 70 3apaBu
unauBKaa (50 Mbxe v 20 )KEeHH ), KAKTO U OCHOBHUTE KPUTEPHH 3a BKIIOUBAHE M M3KIIOUBAHE
B OCHOBHHUTE rpynu. ONucaHu ca W3MO0J3BAHUTE HM3CJIEI0BATE/ICKM METOAMU 3a T€HETHUHO
U3CIIe/IBaHEe U 3a cTaTUCTHYecKa 00paboTKa Ha JaHHHUTE.

Pesynarature or mnpoyuBaHeTo ca OOEKTHBHM M JocToBepHH. [locturnarure
COOCTBEHM pe3yaTaTh ca OOCHJAECHH KOMIIETEHTHO C JMTEpaTypHUTE JaHHH MO Mpodiema.
HezaBucumo, ye mnosyuyeHMTe pe3yaTaTd JoKa3BaT pojIsTa Ha HM3C/IEABAHUTE T€HETHUYHHU
MapKepH B €THOJIOTHATA Ha MBKKHS U KEHCKHSl HHPEPTUINTET, CPAaBHUTEIHO MAIKHUAT 00eM
Ha u3cienBaHute rpynu (50 mbxe ¢ uHpepruauter, 50 xeHu ¢ > 2 cnoHTaHHH aboprta u
KOHTpo/Ha rpyna ot 70 3paBu HHAMBU/A), B U3BECTHA CTEIIEH OrpaHMYaBa Bb3MOKHOCTTd 34
MoJydyaBaHe Ha OLIE I0-JE€MOHCTPATUBHU pe3yJATaTH ¢ J00pa CcTaTHCTUYECKa 3HAYMMOCT,
0COOEHO aKo M3XO0kKJaMe OT MpeIBapUTETHUTE JIMTEPATYPHU JaHHHU 3a OYaKBaHATa 4eCTOTa
Ha FeHETUYHUS BaPUAHT UM MYyTalUs B ALIUEHTH U B 3JpaBU KOHTPOJIH.



HsBoam: Hanmpasennte 5 OCHOBHM H3BOJa, 0000IIaBaT IOJyYeHHTE pPeE3yaTaTH H
CHOTBETCTBAT Ha MPEIBAPUTEIHO MOCTABEHUTE IIEIH M 33a7a4l Ha MPOYyYBaHETO. 3abeseKka:
M3BOJ 3, MOATOUKH 1 M 2 — ca (opMyTHpaHH Karo MPHHOCH, a HE KaTo M3BOAM. Te3u aBa
u3BojIa TpsiOBa jia 00001IaBaT pe3yaTaTuTe OT TOBA IPOYYBAHE, CBbP3aHH ¢ MUKPO/ICICIHUTE
Ha Y xpomoszoma u 5T Bapuanta B CFTR rena. karo reHeTuuHu (pakTopu 3a HapylieHue B
criepMaToreHe3ara Ha HOCHTEIUTE, a Te Ca YCTAaHOBEHU ChOTBETHO B 4% U 6% OT MbKeTe ¢
WH(EPTHUINTET U B HUKOM OT 3/IpaBUTE MBXKe-KOHTPOJIH, BKIIOUEHH B M3CIIC/IBAHCTO.

Ipunocu: ChriacHa ¢bM C MOCOYEHUTE OT AUCEPTAHTKATA MPUHOCH C OPUIHHAJICH.
[PUJIOKEH M NOTBBPAUTENCH XapakTep. O000IIEeHHTEe IPUHOCH OTpaBaBar MpOBEJACHOTO OT
a-p JleBkoBa mpoyuBane. [loTBbpkaaBa ce 3HAYEHHMETO HA TICHETHYHHTE TECTOBC 3a
u3ciaensane Ha BapuaHTd B HLA-G reHa mpu skeHH ¢ MOBTApALIM C€ CHOHTAHHKM adOpTi 1
Haii-BeYye TEeCTOBETE 3a JENeIMUTE Ha Y XPOMO30Ma U U3CJIE/IBAHE HA MYTALMKUTC U BApHAHTH
B CFTR rena, Ha3zHauaBaHU NpPH MBKE ¢ TEKKH HapyUICHHs B CIiepMaToreHesara, Karto
BBH3MOJKHOCT 32 H3SICHSBAHE HA MPUUMHMUTE 3a MHQEPTUIUTET U HadelsA3BaHe Ha IMBTHILA 32
paspeliaBaHe Ha pernpoayKTHBHATE MPoOIeMH, B TaKUBa ABOMKU. Ta3u HayuHa paboTa BHACH
JIOIIBJIHUTENICH MPUHOC B padoTaTa Ha FeHETHYHUTE KOHCYJITAHTH U BCHYKH CIIELUAIUCTHTE,
aHrakupaHy B 00J1acTTa Ha PENPOLyKTHBHATA I1aTOJIOTHS.

Pesynrature OT AMCEpPTALMOHHHS TP/l ca MpPeJCTaBeHH B 3 myOnukauuu /2 oT TsX B
MHJEKCHPaHH B pedeprupaHy HAyYHH CTUCcaHUs/ U 2 chOOLICHUS Ha HayYHH (POPYMH Y HaC.

B 3aximrodeHue, cudTaM Y€ MPEACTABEHMSAT MU 3a CTAHOBHILE AMCEPTALMOHCH TPyl
-MOJIEKYISIpHO-TEHETHYHH W HMYHOJIOTHYHH OHOMapkepH IMpH  MEIHKO-TE€HETHUYHOTO
KOHCYJITUpaHe Ha ceMencTBa ¢ nHdepTuauTeT ¢ aBtop A-p Mapus Koncrantunosa Jlesrkosa.
ce OTJMYaBa C aKTyaqlHOCT Ha TeMaTHKaTa, uMa Oe3MOpHM MPUHOCH M OTroBaps Ha
KauyeCTBEHUTEe W KOJMYECTBEHH KpHUTEpUH, 3aJ0keHH B llpaBuiiHMKa 3a pasBuTHE Ha
aKaJeMH4YHHs cheTaB Ha MVY-BapHa, KakTo M Ha M3MCKBAaHUATA HAa 3aKOHA 3a pasBUTHE Ha
aKaJeMHuHus cbeTaB B PenmyOnuka bearapus.

JlaBaM IM0OJI0KUTE/IHA OLIEHKA Ha JMCEPTALlMOHHUS TPYA U IPENOpbhYBaM Ha YWICHOBETE
Ha HayuyHoTo »Kypu Ja rjacyBaT I[OJOXKHTEIHO 3a NpUCBKIAaHe Ha J-p Mapus
Koncrantunosa JleBkoBa Ha oOpasoBarejiHata W HaydHa crereH ,Jlokrop”, B OOmacT Ha
sucie odpazosanue 4. [lpuponanu Hayku, mMaremarnka ¥ uH(opmaruka, IIpodecuonanno
HarpasiieHue 4.3. buonorunueckn Hayku, Jloktopeka nporpama ,,['eneruka”.
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01. 03. 2021 rogx. npod. 1-p Kara Kosavesa, 1M



