CTAHOBHUULIE

ot npo¢. a-p Kars Credpanoa Kopayesa, amM,
Kareapa ,MeaMuuHcKa reHeTuka”,
Qakyarer @apmauus, Meauuuacku YHuBepcureT - I1j1ieBeH

Otnocuo: [Ty6auyHa 3amMTa Ha AMCepTalMOHeH TPy 3a NpuaobuBaHe Ha obpasoBaTesiHa U
Hayuna ctened “JIOKTOP”, no Jloktopcka mnporpama ,leHetuka”, IIpodecHoHanto
HanpaBneuue 4.3. Buosornyecku Haykd, O6nact Ha Buclue obpasoBaHue 4. [IpupoaHu
HayKW, MaTeMaTHKa U HHPOpMaTHKa

ABTop: /I-p Munena Ilerpoa CtosHOBa

dopma HA JOKTOPAHTYpaTa: JOKTOPaHT Ha penoBHa (opma Ha ob6ydeHne /3a4MuCilCHa ChC
3anosen Ne P-109-430/16.07.2018/, oTuucieHa ¢ npaBo Ha 3awura cbe 3armobea Ne P-109-

329/01.08.2022
Karteapa ,Meauuuncka reietuka’, ®axynrer ,Meauuuna”, MY - BapHa

Tema na auceprauusTa: ,,[ €HETHKO-AMarHOCTHYHO NPOYUYBAHE IPH JIMLIA B ACTCKA Bb3pact
C HacJieACTBEHA MAaTOJIOrUsl, IPEMUHAJIHU Npe3 KabUHETa 3a FEHETHYHO KOHCYJITUpaHe"

Hayuen pbkoBoauTes: npod. a-p Jlronmuna bonueBa AHresnosa, I.M.

[Ipoueaypun BBIOpocH: Cibc 3anmosen Ha Pektopa na MY- Bapua (Ne P-109-
329/01.08.2022 r. u IIpoTokon Nel1/09.08.2022), cbM ornpeaeneHa 3a 4aCH Ha Hay4HO XXypH H
WArOTBSHE Ha CTAHOBHMILE OTHOCHO 3allldTa Ha AMCEPTALMOHEH TPYHA Ha Tema ,,[ enemuxo-
OUAPHOCMUYHO NpOYYEAHe npu auya 6 Oemckd ev3pacm ¢ HACAIeOCMBEHA NAMON02UA,
npemuHaiu npes kabuxema 3a 2eHemu4Ho xoncyrmupane', 3a NIpUCHAAaHE Ha 0bpa3oBaTe/iHa
W HayyHa creneH ,Jloktop” , OOnact Ha BHCIUC obpaszoanue 4. IlpuponHH HayKH,
maTreMaTika M uHpopmaTuka, [IpodecHOHaNIHO HanpaB/ICHHC 4.3. BHOJIOTMYECKHU HAYKH,
HayuyHa cneuuantocT ,,J'eHeTnKa. ABTOp Ha AMCEPTALMOHHKA TPyl € I-p Munena [lempoesa
Cmosnoea, NTOKTOPAHT peaoBHa (opMa Ha obyuenue, B Kareapa ,,MeauuMHCKa reHeTUKa .

M®., MY-BapHa, ¢ Hay4€H pbKOBOAHUTEII npo¢. a-p Jlronmuna bonyesa AHresiosa, A.M.

HacTosara npoLeaypa 1 NpeiCTaBeHUTe MU IOKYMEHTH ¥ MAaTEpHAJIH, CBbP3aHH C HEd, Ca B
MLJHO CHOTBETCTBHE CBbC 3aKOHa 3a pa3BUTHE Ha aKaJA€MH4HHs CbCTaB B PenyOnuka

buarapus, [IpaBuiiHMKa 3a NpyyiaraHe Ha TO3H 3akoHa, kakTo ¥ [IpaBH/IHMKaA 32 pa3BUTHE Ha

aKaIeMHUHHS ChCTAaB Ha MeIMIUHCKH YHUBEPCHTET — BapHa.
JlexsapypaM, 4e HsAMaM CbBMECTHH nyGJMKaLMK C JOKTOpaHTa, Mo TeMaTa Ha HaCTOALLMS

aucepTallHOHCH TpYA.

OGuLI0 ONMCAaHHe HA JecepTAlHOHHHSA TPYA: IpeacTaBeHusT AMCCPTALMOHCH TPy
e panucad B o6eM orT 149 crangapTHH CTPaHHUHM, CTPYKTYpHUpaH B PasACiIMTC. BbBEJICHUE 2
CTp.; JIMTEpPATYpPEH 0630p 35 CcTp.; LUEN U 3a1a4H - |, maTepuan ¥ MmeToau — 9, pesynratu — 40,
o6cbiaaHe - 29, 3aKI0YeH|e, M3BOIH U IIPUHOCH — 9 cTp, KHUronuc — 15 cTp. NpHIIOKEHHS —
2 ctp. B 6GubaunorpadusTa ca BKIIOYCHH 06110 246 nUTEpATYPHH U3TOYHUUHM (OT TAX 25 Ha
KupuaMLa W 221 Ha JJaTMHULIA, 105 u3ToyHuKa /43%/ ot nocneauure S ronduu). Cbabpxa 34
¢burypu ¥ 17 Tabnuun M | npunoxenue. Jlucepraumsta ¢ M3paboTeHa B Kareapa no

MenuuuHcka reHetuka, MY-BapHa H Jlabopatopus no MeauLMHCKa reHetvka, Y MbAJI
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,CB. Mapuna™ EAJl — Bapna. YacT oT npoBeicHUTE W3CJieIBaHHs ca (PMHAHCUPAHH YaCTHUYHO
0 HaY4YHO-U3CJIEI0BATEJICKHA NpoeKT KbM MY -BapHa.

AKTYaJIHOCT Ha TeMaTa: [IpeacraBeHuAT aucepTaldoHeH TpyA Ha [-p Murena
Cmosnosa € TIOCBETEH Ha aKTyalleH 3/paBeH npoOsieM — M3rpaxkaaHe JMarHosara Ha
FeHETHUHHU 3a00JIABaHUs U BPOJAEHH aHOMAJIMM NpH JMLA B JETCKAa Bb3pacT M poJiATa Ha
KIMHAYHUS TE€HCTUK B [MAarHOCTMUYHMA MpoLeC 3a MOCTUraHe Ha TOYHA, €THOJOIM4Ha
AMArHo3a U reHETUYHO KOHCYJITUpAHE Ha 3acerHatuTe CceMeucTBa, C Orjiel pUCKOBETC H
PENpPOAYKLMATA UM.

[eHeTHuHHMTE (HAcNeACTBEHNM) 3a60NABaHUs M BPOJEHH aHOMaJWK 3acsrat oT 3% 10 6% OT
HOBOPOJICHHUTE J€La, KaTo ca BOJCIUM Cpejl NPUUMHHUTE 3a 3a00/IeBaéMOCT W CMBPTHOCT B
AeTcKa Bb3pacT. [loBeyeTo ot Te3u GosecTH MMAT paHHO Hayajlo B HEOHATajlHa MJIM JIETCKA
Bb3pacT, KaTO HMCKaTa MM MHJMBHAyalHa 4ecToTa, roJjisMara KJIMHMYHA M TEHETHYHA
XE€TCPOre€HHOCT, Ch3/1aBat MpobsieMH 3a HABPEMEHHOTO MM JIMArHOCTHLIMpAHE U JOCTHUIaHETO
0 crneuM(HUYHA reHeTHYHa JarHo3a. ToyHaTa €THMOJIOrMYHa JMarHo3a B TakuMBa ClydaH €
YCJIOBHE 3a NpELM3UpaHE Ha PUCKOBETE 3a MOTBOPAEMOCT, IPOrHO3a, BB3MOKHOCTH 34
Ne4yeHHe W JopojoBa mnpodunaktuka. B nocnenHute roauHd, OypHOTO pa3BMTHE Ha
F€EHOMHHUTE TEXHOJIOTMH, pa3lUMpH BBL3MOKHOCTHTE 3a creuu@uyHa reHeTHYHa OuarHosa,
4pe3 NPUJIAraHETO Ha HOBM MOJIEKYNSAPHU U TEHOMHH TECTOBE. B TO3M KOHTEKCT, 0COOEHA €
posATa Ha CHELMAIUCTA 110 MEJAULIMHCKA NeHETHUKa, KOMTO Bb3 OCHOBA HAa CBOMUTE 3HAHMA H
FEHETHYHA €EKCMNEPTH3a, MOXKE Ja HAacoyd MalMEHTa 3a M3BLPLIBAHE Ha IOJAXOAALIH
[EHETUYHHM TECTOBE M MO TO3M HAYMH Ja MOANOMOrHE U CbKpaTH JMAarHOCTM4HHUA NMpouUec, OT
Jpyra cTpaHa B PAMKMTE Ha F€HETMYHA KOHCYJITALMA, /1a OCUTYPH KOMIIETEHTHA HH(OpMaLIMA
BbB Bpb3Ka PMUCKOBETE 3a IMOBTOPSIEMOCT, BB3MOKHOCTH 3@ JICYCHHE, [IPpOrHo3a,
PENpOJYKTHBHO [IJIAHUpaHe M J0poaoBa AMarHocTtuka. llpu numncara Ha JAOCTaTb4yHH
MpoyYyBaHWs B HallaTa CTpaHa, OTHOCHO edekra OT paborara Ha MEIUKO-TEHETHYHHTE
KOHCYJTATHBHM LEHTPOBE C TMEeJUMaTpU4YHU NAUMEHTH, 3a TMOoA0OpsBaHE TrEHETHYHATA
AUArHOCTUKA M MO-J00Bp JOCTBI A0 CIHEUHATIM3UpaHd TFEHETHYHH YCIYyrd, HacTosllaTa
Hay4yHa pa3paboTka € 0coBeHO aKTyajiHa M pe3yTaTMTE OT Hes MoraT Ja ObJaT OCHOBaA 3a
[laHMpaHe M MoaoOpsiBaHE MEIMUMHCKOTO O0OCHIy)KBaHE€ Ha TMaUMEHTH C TEHETHYHA
MaToJIOrUsl.

[To3znaBaHe Ha npobJuema: JlurepaTypHHAT 0630p (B 4 OCHOBHM IJIaBH) KOMMETEHTHO
npeacTaBs: KiacM(uKauus, OCHOBHU XapaKTEPUCTUKH W €MMIEMHOJIOrMs Ha HacleICTBEHATa
W BpOJIEHA MATONIOTHA B JIETCKA Bb3pacT; OCHOBHHUTE METOJIM, MU3MOJI3BaHH MPH JIMarHOCTHKA
Ha Jela CbC ChbMHEHME 3a Hac/IeJCTBEHO 3aboNsBaHe; MeHETHYHOTO KOHCYJITHpaHe, Karo
BUCOKO CHeLMaNu3upaHa JAEeHHOCT B JMarHOCTMKaTa Ha FEHETMYHATa NaTojIorHs — €Tall,
okKasaHWs, OpraHM3alus Ha reHeTHYHaTa OMOLI B 4yKO1Ha U y Hac; 0boOleHue.

Iles1 ¥ 3aaaum: OcHoBHaTa Liel Ha JOKTOpAaHTypara € MOCTaBeHa SICHO: Ja CE HanpaBH
IECKPUIITHBHO-EMMAEMHOJIOTHYHO TMpPOYYBAaHE M OLEHKa Ha edpekTa OT JEHHOCTTAa Ha
reHeTHYHaTa KOHCYJITaUMs, KaTo MOoAXO0J] 3a M3rpaxJaHe Ha KIMHUKO-T€HETHYHAa QMarHosa
npy Jelia CbC CBMHEHHE 3a HAC/IE[CTBEHA TNATOJIOTHs, Ha O0a3arTa Ha OINMKTa Ha

VHMBEPCUTETCKUs reHeTHyeH LeHTbp - Bapha, 3a 10 roauwen nepuoa. Bwe Bpb3ka C
MocTaBeHaTa leJl ca Habelns3aHM 5 OCHOBHM 3ajayd, KOMUTO ca JoOpe OOOCHOBaHHM, KaTo

cJIeICTBUE Ha rJ1aBHATa L€/l Ha MPOYYBaHETO.
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MeTtepuan u Metoau: B pasaena moapobHo € npeacTaBeH KIMHHYHHS KOHTHHIEHT- 3124

NCAMATPUYHU MaUMEHTH Ha Bb3pacT oT 0 4o |8 roguHu, perucTpupaHd B YHUBEPCUTETCKHUA
FCHCTHUYCH LIEHTbP — Bapua, HacoueHH 3a KOHCYJITAlMS W/MIKM T€HETHYHO M3CIIE/BAHE, OT
PA3/IMYHU  NEJMAaTPUYHK  3BEHA. M0 pa3zIMuHKM nokasaHus. Ha#-pakHaTa B KJIMHHUYHO
OTHOWIEHHE TIpyna, KoATo € OOCKT Ha H3clie/iBaHe B HACTOALLMA AUCEpPTAllMOHEH TpyaA €
CEJICKTHUpAHaTa rpyna ot 968 JiMla ¢ HesCHa NnpejiBapyTe/iHa AHarHo3a. rnpu KoaTo € NpHI07KEH
AKTUBEH JIMAarHOCTHYEH (nabopaTopeH W KOHCYJITATUBEH) TMOJAXOA WU ChneHHaJInCTbT TI0
ME/IMIIMHCKA I'eHETHKA UMa aKTHBHA W BOJeELlA polig 3a I0CTaBAHE Ha KpauHata JMartosa.
[ToapoOHO ca onmMcaHu M3NON3BAHUTE KIMHWYHH. J1abopaTOpHU METOAH, CrelnnainsMpatn
COPTYyebPHU MpOrpaMK U METOJIM 3a CTaTUCTHYecKa 0OpaboTka Ha JaHHHUTE.

PesyaraTu M ob0cbKaAaAHE: Pesynratute ca 06eKTHBHH, JOCTOBEPHH M CHOTBETCTBAT Ha
MOCTABEHWTE NpPEABAPUTENHO 3ajaud, KaTo MOJyueHWTe JaHHu ca  0OpabOTEHH
CTATUCTHYECKH C NOAXOAALM MeToAu M fo6pe oHarneachu ¢ 34 Qurypu n 17 tabauuu. B
pe3yaTaT Ha TNPHUIOKEHUS MYJITHAMCUMIUIMHADEH MOJAX0J 3a JMarHocTvKa Ha MalMCHTH B
JICTCKA BB3PACT, OT BCHYKHU perucTpupanu 3124 nuia, reHeTvyHa W KIMHHYHa aMariosa ¢
nocturuata npu o6wo 22.3% ot Tax (696 nauuentu): 17.2% c¢ nabopaTOpHO [l0Ka3aHa
nuarvosa, 3.8% ¢ KJIMHUYHO AMAarHOCTHLIMpAHW CUHAPOMM, 1.3% ¢ eIMHHUYHA (HECUH/IPOMHa)
BpojieHa aHoManus. Cpell OCHOBHUTE KauyecTBa Ha JAUCEpPTaUMOHHMS Tpyld € HalpapBeHaTa
olleHKka Ha edeKTa OT NPUIOKEHHS TMOJXO] 3a AKTHBHA MEJUKO-TEHETHYHa JEHHOCT
(cbyeTaHue Ha 1abopaTopHa W KOHCY/ITATMBHA), KOWTO € J0BEJ A0 NOCTUraHe Ha reHeTH4Ha
W/ MW KJIMHUYHA Jauardosa npu 34.2% oT NauuMeHTHTE C NPEABAPHTECIIHO HesICHO/HEe10Ka3aHo
KIMHMUYHO cbetosHue (10.6% ot Bcuukn obOxpaHaTu). CoOCTBEHHUTE pe3yiTaTh  OT
MPOY4YBaHETO ca OOCHAEHU KOMMNETEHTHO C JIMTEPATYpPHUTE JaHHH IO npobjieMa, KOETO
nokaszga 06po MO3HABaHE OT JOKTOpaHTa Ha TemaTHkata M MpobieMHTE CBbp3aHH C
JMarHoCTUKaTa Ha Ta3y NaTojiorug B NeAHaTPUYHH ITAIUEHTH.

MU3Boau: Hanpapenute 5 m3Boaa (Makap M jgocta moapobHH) 0000waBaT MOJTy4CHHTE
PE3YJITATH U CHOTBETCTBAT Ha I1PE/IBAPUTENIHO MIOCTABEHHUTE LIE/IM H 3a/ladi Ha NIPOY4BAHETO.

[IpuHocH: [IpuemaM npHHOCHTE, HANpaBEHH OT JOKTOpaHTKaTa. Cpen TsX, 0COOEHO
JHaueHWe OTAaBaM Ha TO3M, Y€ HACTOAIIOTO NMPOydYBaHe € eJIMHCTBEHATa MyOInKyBaHa y Hac
HayyHa pa3paboTKa 3a OLEHKa poJiiTa Ha aKTMBHAaTa MEIMKO-FCHETHYHA NEHHOCT 3a
W3rpakaaHe Ha TeHeTHYHaTa W/WIM KIWHMYHA JMariosa Mpu MalMeHTH OT JCTCKHMA
KOHTUHIeHT. [ToJy4YeHHTE PE3y/ITaTh U U3BOJM MOraT J1a Clly’kat 3a 6a3a NpH njaHupaHe Ha
MeIULIMHCKUTE IEHHOCTH, CBBP3aHH C HacleCTBEHH 3a00IIABaHNA ¥ BPOACHH aHOMATIHH.

OueHka HAa NyGJMKALMHTE H JHYHHS NMPHHOC HA JOKTOpaHTa: OCHOBHWTE

pe3yJiTaTd OT AMCEPTALMOHHHUA TPY] Cca 0606IIEHH U NPEICTABEHH B 3 HAYYHH MyOJIMKaALMH,
KaTO BbB BCHUKM JOKTOpaHTKaTa € |-Bu aBTOp. [lo TeMaTa Ha aucepraumsiTa ca npeAacTaBeHH

3 cboBGLLIeHHs Ha HayYHH GopyMH (0T X — 2 B bbarapus u | B yy:KOUHA).

ABTOpedepar

ApTopedeparsbT € B 006eM OT 75 CTPAHHLIM M € U3TOTBEH, CNIOPEA M3UCKBAHUATA 34 noao0eH
tpya. ChbAbpKAHHETO My OTroBaps Ha TOBa Ha JAMCCPTALMATA, KaTO MPeACTaBi OCHOBHHTE

eJleMEHTH OT pa3paboTkara.
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3akjiloyeHue

[IpeacTaBeHUaT MM 3a CTAHOBHILUE JAMCEPTALMOHEH TPYI 5] €eHeTHKO-AHATHOCTHYHO
NPOy4YBaHe MPH JHLUA B JeTCKAa Bb3pPacT ¢ HACJEACTBEHA NATOJOrHs, NPEMHHAIH NPE3
kabMHeTa 3a reHeTHYHo Komcyatupane' c astop J-p Muaena Ilerpoa Crosnoba ce
OT/IMYaBa C aKTYyaJIHOCT Ha TeMaTukaTa, CBbp3aHa C M3rpakjaHe jJuarHosara Ha rcHCTHHHM
3a00NBaHMUS U BPOJIGHH AHOMAJIMM MpM JiMUA B JIETCKA BB3pacT M pojiATa Ha KIMHWAHHA
FEHETUK B JHArHOCTMYHUS MpoOleC 3a MOCTMraHe Ha TOoYHa, €THOJOrMYHa AMarHosa M
reHeTMYHO KOHCYJITUpPAaHE Ha 3acerHaTtMTe CeMeHcTBa, Karo 3a¢jHO C [MpeACTABCHHTC
PE3YNTATH M HAMPABEHUTE MU3BOAM, OTrOBAapA HA BCHUKM M3MCKBaHWA Ha 3aKOHA 3a pasBUTHC
Ha aKajeMMYyHMs cbcTaB B PenyGnuka Buiarapust (3PACPB). TlpaBuiHMKa 3a HETOBOTO
npunarane (I1113) 1 [IpaBuiaHKK 3a yCIoBUATa W peja 3a npuaobupate Ha Hay4iHH CTCTICHH 1
3aeMaHe Ha aKaJeMHUHH JUILKHOCTH B MeMuMHCKH YHuBepeuTeT — Bapha.,

JlaBaM CBOSITA MONOMKMTCNHA OLEHKA Ha MNpoBeleHaTa HaydyHa pa3paboTka,

NpeACTaBEHUSI MU 3a CTAHOBMIIE JUCEPTALIMOHEH TPY .

[TpenopbyBaM Ha yBakaeMWTe ujeHoBe Ha HayuHOTO ypH JAa NpUCBIAT Ha H-p
Munena IletpoBa CtosiHOBa oOpazoBaTejiHaTa M HaydHa CTCIICH JokTop”, Mo Hay4Ha
cneumantoct ..l 'eneruka”, [TpodecuonanHo Hanpapienue 4.3. bHonoruieck HayKH, Obnact

Ha BUclue obpazoBaHue 4. [IpupoJIHH HAyKH, MaTEMaTHKa H uHpopMaTHKA.
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1] 19, 2022-rog; npod. a-p Kars Kopauesa, M
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