OT3bIB

O¢unuaibLHOro oNMoHeHTa JOKTOPa OHOJOrHYeCKHX HAyK
I'nunknnoii ’JKanubl UBaHOBHBI
Ha JuccepraluoHHyto paboty Kopoctuna JImutpust Onerosuya
«IIpenctaBieHHOCTh FEeHETUYECKUX MApKEPOB aHEYIIJIOUIUH IJ1I0J]a BO BHEKJIETOYHOU
¢dbpakuu KpoBH OepeMEeHHBIX XEHIIUHY, IPEJICTABICHHYIO Ha COUCKaHUEe YIeHOH
CTENeHU KaHauaaTa OMONIOrMuecKuX HayK Mo creudansHocTd 1.5.7. ['eHeTuka

(buonoruueckue HayKu)

AKTYyaJIbHOCTb TeMbl HCCJIEJOBAHHS

XPpOMOCOMHBIE aHOMAJIMH SIBJISIFOTCS] OAHON M3 OCHOBHBIX PUYKH HEBbIHAILIMBAHUS
6epeMEeHHOCTH, BPOXICHHBIX TOPOKOB Pa3BUTHUS U JIETCKOW MHBATUAHOCTHU. JloKa3aHO,
YTO PUCK Pa3BUTHUSI XPOMOCOMHBIX aHOMaJlMi, B YaCTHOCTH aHEYIUIOWIUN, yBEIUUHBa-
€TCSl C BO3PACTOM JKEHIIMHBI. YYUTBIBasi U3MEHEHHUsS] PENPOAYKTUBHOIO MOBEJEHUS Ye-
JIOBEKa B IIOCIEAHHE roJIbl, TeMa NpOo(QUIaKTUKHN BPOXKIEHHBIX HAaCJIeICTBEHHbIX 3aboJe-
BaHMM C Ka)XJbIM 'OJIOM CTAHOBHUTCS Bce Ooee akTyanbHOMN. Pa3paboTka HOBBIX METOIOB
NpOQUIAKTHUKU POXKAEHHs 60JIBHOTO MOTOMCTBA ABNISAIOTCA Ba)XXHBIM HalpaBlE€HHEM CO-
BPEMEHHON MeIULIUHBI.

Ha ceronnsi crannapToMm siBiisieTCsl IpEHATalbHBIA CKPUHUHI O€pEMEHHBIX, KOTO-
pBIif BKIIIOYaeT B cebst yIbTPa3ByKOBOE UCCIIEJOBaHUE U aHANINU3 OMOXMMHUYECKUX MapKe-
poB (ypOBEHb XOPHOHHYECKOTO T'OHAIOTPOIKHA, alb(a-PeToNpOTEUHA, aCCOLMHPOBaH-
HOTO ¢ 6epeMeHHOCTBIO IPOTEUHA-A I1a3Mbl). OTH I10Ka3aTeNU ONpPENETIAI0T r'eHeTHYe-
CKHMH CTaTycC IIO/a [0 KOCBEHHBIM MapkepaM. C ero oMoLIblo s Kaxaokh 6epeMeHHO#M
PacCUYMTHIBAETCS MHAMBHAYAJIbHBIH PUCK aHEYIUIOWIUH y mioja. B ciydyae BeICOKOro
PHUCKa KEHIIHHE PEKOMEH Iy eTCsl IPOBe/IeHHEe NHBA3UBHOM MpeHaTalbHON AUarHOCTHKH.

CyI_I_IGCTBeHHBIM HEOOCTAaTKOM TEKYLIETo IPEHATaJbHOIO CKPHHHUHIA SBJIACTCA HaJIU4yue
|



OLIMOOK KaK MepBOro, Tak U BTOPOIro pojia — TO €CTh JOCTATOYHO GOJIBILIOr0 KOJINYECTBA
JIO’)KHOMOJIOXKUTETIBHBIX U JIO)KHOOTPULIATENbHBIX Pe3yJIbTaTOB, U3-3a YEr0 OJHUM Oepe-
MEHHBIM Ha3Ha4yaloT HEHY)KHYIO MIPOLENYPY UHBAa3UBHOM AMAarHOCTHKH, a JPYTHe BbIHA-
muBaroT 00nbHBIX AeTel. Takum oOpa3oM, cCUCTEMa MPEHATAIbHOIO CKPUHUHTa HYX/1a-
eTcst B Oonee 3QQEKTUBHBIX MOAXOJAX AJs ONpeAeNieHHs OTKIOHEHHH B KapHOTHUIIE
nioza.

CoBMellleHUEe MHTEHCUBHOIO pPa3BUTHUSI TEXHOJOTHMH BBICOKONPOW3BOAUTENHHOIO
cexBeHupoBanus (NGS), HadaBiieecst B mupe ¢ 2007 roaa, a Takxe UCCIIeI0OBaHUM B 00-
JIaCTH LIMPKYJIUPYIOIIMX BHEKJIETOYHBIX HYKJIEUHOBBIX KHUCIOT IJI0a B KPOBOTOKE Ma-
TEPH MPUBENHU K MOSBIEHUIO peleHUH, 00beTUHAEMBIX B IPYIIy METOJOB HEMHBa3UB-
Horo npeHatanbHoro JJHK-ckpununra aneyminounuit mioga — HUIIC. Ilo pe3ynpraram
Hay4YHBIX MyONUKalMi U KIMHUYECKUX UCIBITaHUH pa3nuuHbix MeTonoB HUIIC cymie-
CTBEHHO MPEBOCXOJISAT KIIACCUYECKUH MpeHaTalbHbli CKPUHUHT M0 YyBCTBUTEIBHOCTH U
CHelU(PUUHOCTH, TaK KaK OCHOBBIBAIOTCS Ha aHaJIN3€ HEMOCPEICTBEHHO BHEKJIETOYHOM
JHK, xoTopast MoxeT HecTh UH(OPMAIIMIO O FTEHETHYECKOM CTaTyce IIofa.

Texnonoruu NGS B mocneqHue rojibl pa3BUBalOTCS B CTOPOHY YBEIMUEHUs JJIUHBI
€IUHUYHOIO TPOUTEHHUS — PUJQA, A0 THICSY U JAECITKOB THICSY Map OCHOBAaHUM, a BHEKJIe-
toyHast JIHK xapaktepusyercsi OTHOCUTENEHO HEOONBIION JIMHOM, HE NMpPEeBBILIAIOLIEH
200 map ocHoBanui. [losTomy paszpaborka HOBEIX noaxoa0B HUIIC, mo3Bosisitolinx Mak-
CHUManbHO 3¢ (EKTUBHO UCIIOIB30BaTh BO3MOXHOCTH CaMbIX NepefoBbIx miaargopm NGS
Y BepCUH peareHTHOM 0a3bl U1 HUX UMEET BaKHOe HayYHOe H MPaKTHYeCKoe 3HaYeHHUE.
B muccepranuonnoi pabore Imutpust OneroBuua KopocTuHa kak pa3 co3aHa HOBas
Metonuka HUIIC ¢ ucnonp3oBaHMEM CEKBEHHUPOBAHMS JJIMHHBIX XMMEPHBIX PHUIOB,
CKOHCTPYHUpPOBaHHBIX U3 (hparMeHTOB BHekineTouHou JIHK GepemMeHHBIX.

Takum 06pa3om, akTyalbHOCTh MpoBeeHHOK paboTel Kopoctuna /I.O. He BBI3BI-

Ba€T COMHEHHA.



CreneHb 00OCHOBAHHOCTH H JOCTOBEPHOCTH HAY4YHBbIX MOJIOXKeHHI
AHCCEPTALHH, BLIBOJOB H peKOMeH/1alH i

Pa6ora BeIMOJIHEHA HA TOCTATOYHOM JJIsI KAYECTBEHHOI'O CTATUCTHYECKOIO aHaJh3a
KIIMHUYECKOM MaTepuajie — 145 obpasiax mia3Mbl KpoBH OepeMEeHHBIX, C UCIOJIb30Ba-
HHEM KayeCTBEHHBIX METOAMK U COBPEMEHHBIX MOJIEKYJIIPHO-T€HETUYECKUX MOIXO/0B,
a Taxke OMOMH(POPMATUUECKOI0 U CTAaTUCTHYECKOro aHaiu3a. Bce obpasibl, BXoasiue
B KOHTPOJIbHYIO BBIOOPKY, MOJyYHJIM BBHICOKHE 3HAYEHHS PHUCKa MO pe3yJsibTaTaM CKpH-
HUHra | TpuMmecTpa M mpoLUTH Yepe3 MpoLeAypy WHBa3HMBHOW NMpeHaTabHON AWarHo-
ctukd. Kak u o)xuanoch, KOHTpoJibHasE BEIOOpKa OKa3ajlach HachlllleHa oOpa3liaMu, UMe-
IOLIMMHU aHeyTUIouauu miuoaa no 13, 18 u 21 xpomocomam (43,4%, 63 obpasua).

[lonydyenHsle B paboTe pe3ynbTaThbl MO3BOJUIN CHOPMYIUPOBATH JOCTOBEPHOCTh
HaYYHBIX MOJIOKEHUH, OOBEKTUBHOCTh, HAyYHYI0 0O0CHOBaHHOCTH BEIBOJIOB H PEKOMEH-
Janui, chopMyIUpPOBaHHBIX B IUCCEPTALMU. AHAJIU3 MMOJYYeHHBIX pe3yJIbTaTOB II03BO-
JUJ  BBINOJHUTH NIOCTaBJICHHBIE 3a/1ayd. Pe3ynbTaThl HCCIeOBaHUS COEPKAT 1OCTa-
TOYHOE JJIsi 0OJIerYeHUs] BOCIIPUSTHS KOJMYECTBO HMILTFOCTPATUBHOTO MaTepuaia U Tab-
mul. Ha 1ocTOBEpHOCTH BBIBOJIOB M peKOMEHAAIIMIA H3JI0XKEHHBIX B paboTe yKa3bIBalOT
6016111011 06'5EM BBITIOJTHEHHOT'O UCCIIEI0BaHHUs, IPUMEHEHHEBIE METOIbl TECTUPOBAHUS U
croco6n 06paboTKH MOJYyUYEHHOTO MaTepHaa.

BriBoasl HMEIOT HEOOXOIUMYIO apTYMEHTALMIO U JIOTHYHEI 110 OTHOLIEHHIO K Mpe-
CTaBJIEHHBIM MaTepHajiaM B AHCCEPTALMU, OTPAXKAIOT ee CoAeprKaHHe U MOJHOCThHIO CO-
OTBETCTBYIOT [TOCTABIIEHHBIM 3aJa4aM.

[IpakTHyeckne peKoOMEeHJAIllii UMEIOT HeIOCTaTKH B IUIaHe (HOpMYIHpPOBaHHS Te-
3UCOB, OJTHAKO 3TO JIHIIb HE3HAYUTENIbHO CHIXKAET UX LEHHOCTh. BO3MOXHO yTBepxKae-
HHE 0] HOMEPOM 5 B MTPaKTUYECKUX peKOMeHAaIusX, rae ckazano, uro HUTIC He sBins-
eTCsl JUarHOCTHUYECKUM METOJAOM, TaK Kak uctoyHukoM BHOJHK nns ananmmsza ciyxut
IUIalleHTa, TeHOM KOTOPOM MOXET ObITh FTeHETHUECKU reTepOTreHeH U He COOTBETCTBOBATh

IMOJIHOCTBIO T€HOMY ILJIOAA, HeOOXOIHUMO OTHECTH K BBIBOJAM AUCCEPTalLIUU.



Hy)I(HO OTMETHUTH, YTO BbICKa3aHHBIC BBIIIIEC 3aMEeYaHHs 110 pa60Te HE€ CHUIXAIOT BbI-

COKOH OLIEHKH ITPOBEACHHOI'O HCCIICAOBAaHHU U HE BIIUAKOT Ha 3(1)(1)6KTPIBHOCTB BOCIIpHU-

THUS U3JI0)KEHHON B HEM HOBOU MH(OpMaIIUH.

OcHOBHBIE OJIOKEHUSI TPOBEIEHHON paboThl MpeICTaBIeHbl Ha 2 POCCUMCKUX KOH-
dbepennusix. [lo TeMe nuccepranuu onyOGiIMKOBaHO 8 Me4yaTHBIX paboOT, B TOM 4HUCIe S
CTaTed B peLieH3UpYEeMbIX HayYHBIX XypHanax, pekoMeHaoBaHHbIX BAK s ony6nuko-
BaHUs Hay4YHBIX pe3ylbTaToB. B HUX AOCTATOYHO MOJIHO OTPa)KE€HbI pe3yJbTaThl UCCIIe-
JIOBaHUSI.

ABTopedepaT auccepTaiiii oOpMIIEH B COOTBETCTBUM C OOLLIEIPUHITHIMHU Tpebo-
BaHUSIMH, COTJIaCyeTCsl C €€ CoJiep)KaHheM U obeclieunBaeT MOJHOe MpeACTaBIeHHe OC-
HOBHBIX [IOJIOXKEHUH AUCCEpPTALNH.

HuccepraunonHass pabora Kopocruna JImutpust Onerosuua «lIpencraBnen-
HOCTb F€HETUYECKUX MapKepOB aHEYIUIOUANUHN I1JI0/]a BO BHEKIIETOYHOU (ppaKLUU KPOBU

6€peM€HHLIX JKCHIOWH» ABJISCTCA 3aKOHYCHHBIM HaAY4YHBIM TPYAOM.

JIOCTOBEpPHOCTH H HAYyYHasi HOBH3HA MCC/IeIOBAHHS

ABTOpOM BIiepBBIe pa3paboTaHa METOJIMKA CKpUHUHTa aHeyIUIOUInM mioaa oepe-
MEHHBIX M0 aHallM3y LUPKYJIUpYyollel B kpoBoToke Matepu BHekieTouHor JHK c mo-
MOILIBIO BHICOKOIIPOU3BOAUTEIBHOIO CEKBEHUPOBaHUSI IITMHHBIX XHMEPHBIX PUAOR. Bax-
HBIM U HOBBIM SIBJISIIOTCS pa3paboTaHHbIe B pabOTe MOJIOKEHHUs], JOKa3bIBAOIINUE, YTO Me-
TOJAWKA KOHCTPYHUPOBAHUS JJIHUHHBIX XUMEPHBIX PHIOB U3 (PparMEHTOB BHEKJIETOUYHOH
JTHK mno3BossieT y 6epeMeHHbIX ¢ BBICOKUM PUCKOM aHEYIIJIOUIUH I10 pe3ynbTaTaM KOM-
OMHHUPOBAHHOTO CKPUHUHIA Ha CpOKaxX rectaluu 11-25 HeJleb BRIABIATE aHEYLNIOUIUH
mioaa o 13, 18 u 21 xpomocomam.

KpoMme Toro, HoBas ONMTHMH3alUs METOAUKH noaroroBku 6ubmuorex IHK ¢ uc-
nonb3oBanieM mysbruiuiekcHoi ITHP na OHII, oToOpaHHBIE 110 psAly KPUTEPHEB, MMO3-
BOJISIET IPOBOAUTS B 0bpasiie BHeknetouHol JTHK, BEIIeeHHON U3 MIa3Mbl KpOBH Oepe-

MEHHOM, OLIeHKY J0yu BHekeTouHo# (etanpHoi THK.
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braronaps pazpaboTaHHBIM GHOMH()OPMATHYECKOMY M CTATUCTUYECKOMY alrOpPUT-
MaM, [MOSIBUJIaCh BO3MOXXHOCTh ITOTy4Y€HUs Hale)KHOH HHPOpPMAaLlUK O HATHYUH aHEY ILJIO-
UIKH y [IJ10Ja 10 XpOMOCOMaM MHTepeca I10 COBMECTHOMY aHalIU3y pe3yJIbTaTOB BHICO-
KOIIPOU3BOAUTENIBHOIO CeKBeHHpoBaHus oubnmuorex JITHK.

HecoMHEeHHBIM TOCTOMHCTBOM pabOTHI SBISETCS TO, YTO B XOJ€ €€ MpOBeIeHHS
J1.0. KopoctunbiM 6bl1a pazpaboTana MeTuUHHCKas TexHosorus «Crocob onpeaenenus
KapHoTuna miojaa 6epeMeHHOH XeHIIMHbl Ha OCHOBAaHUU CEKBEHHWPOBaHUSI TMOPUIHBIX
INPOYTEHUH, COCTOSIIUX U3 KOPOTKUX (pparMeHToB BHekIeTouHoH JTHK» u monyden co-
orBeTcTBytoMiA nmarenT RU2717023C1, 3apeructpupoBannbiit B @enepalbHOM ciryxoe

o HHTGHHCKTyaHLHOﬁ COOCTBEHHOCTH.

3HAYUMOCTb MOJIy4YeHHBbIX Pe3YJIbTATOB JIJIsl HAYKH H MPaKTHKH

Pe3ynbTatsl ¥ BEIBOBI, U3JI0KEHHBIE B JUCCEPTAlMOHHOM paboTe, Ha OCHOBaHUU
IPOBEJAEHHOTO HCCIIeIOBaHUs, UMEIOT OOJIBIIYIO TPAKTUYECKYIO 3HAYMMOCTh VISl METH-
LUMHCKUX KJIWHUK U Hay4yHBIX yuypexaeHuu. [lonydeHHble pe3ynbTaThl pabOTHI O3BO-
asroT npoBoauTh HUIIC no HOBO#, Gosiee coBepiieHHONW METOAUKE, Hauboulee MOJIHO UC-
MOJIB3YIOLEH BO3MOXHOCTU akKTyalbHbIX miaaTdopm aias NGS. B pesynbrare MoxeT
OBITh CYLLIECTBEHHO yiy4iieHa 3¢ (heKTUBHOCTb IPEeHATAIbHOTO CKPUHUHTA J1JIsl BbIsIBIIE-
HUs aHEYIUIOUIUM 71012 Ha paHHUX CpoKaxX HepeMeHHOCTH; COKpAllleHO YUCJIO HHBa3UB-
HBIX Ipolieayp o 3abopy IUIOJHOTrO MaTepHhana AJis ero KapuoOTUITMPOBAaHUS; YTOYHEHa
TaKTHKa HHAUBUAYAJbHOTO BeleHUst 6epeMeHHOCTH. PazpaboTaHHas TEXHOIOTHS MOXET
OBITh 62301 [ JabHEUIINX HAYYHBIX pa3paboTOK, HAallpaBJIeHHBIX B CTOPOHY MOJIEKY-
JSIPHOTO KapUOTUIMMPOBAHUSI BEICOKOTO paspelleHus ¢ ucnonbzoBanneM NGS: npeum-
MIaHTAaUUOHHOE MeHEeTUYECKOe TECTUPOBAaHNE XPOMOCOMHBIX aHOMAaJIUH, MpeUMILIaHTa-
LUOHHOE I'eHeTHYeCcKoe TeCTUpOBaHKe MOHOT€HHBIX 3a00JIeBaHUM, TpeHaTalbHbINH CKpH-
HHUHI XpOMOCOMHBIX aHOMaInil. PaboTa 1 aBTopedepaT oTpaxaroT coaepixaHue Juccep-

TalluH.



CrpykTypa pa6oTnl

HMucceprauuonHas pabota [[.0. Kopoctuna usnoxena Ha 126 cTpaHULIaX MalluHO-
MMUCHOTO TEKCTa, HallMCaHa XOpPOLUUM Hay4YHBIM U JIUTEPATYpPHBIM SI3BIKOM, CTPYKTypa
JUCCepTaluy BhIiep)KaHa B TPaAULIMIOHHOM cTUjie. PaboTa cocTOUT U3 BBelleHUs], 0630pa
JUTEpaTyphl, MaTepPUalIOB U METOJIOB, Pe3yJlbTaTOB MPOBEIEHHBIX HCCIEeI0BaHUM, 00-
CYXXJIEHHS TIOJy4YeHHBIX pe3yJIbTaTOB, BBIBOJIOB, MPAKTUYECKUX pPEKOMEHAALUU, Mep-
CNEKTUB JanbHelIIel pa3paboTKU TeMBbI, CTUCKA COKpaILEHUH, CIIUCKa UCITOJIb30BaHHOU
JUTEpATYpHl, a TakkKe 4 NpuiIoXeHUU. TeKCT uccneqoBaHus UWIUTIOCTPUPOBaH 17 pucyH-
kKamu U 11 tabnuuamu. B xaxxaom u3 4 npuiioxeHUH MpUBEAEHO elle MO OJHON JOMoJ-
HUTeNnbHOM Tabnuue. Cucok TuTepaTyphl COAEPKUT 164 UCTOYHUKA, B TOM YuUce 6 oTe-
YECTBEHHBIX U | 58 MHOCTpaHHBIX MyOJIMKaAlMi; UCTOYHUKU COBpeMeHHble. OnevyaTku U
OIIMOKHU COrjlacOBaHUs B TEKCTE HE3HAYUTEIbHbIE, BCTPEYAIOTCS €IMHUYHO.

Bo Bgedenuu 060cHOBaHa aKTyallbHOCTh TEMBI UCCIIEIOBaHUS, OTpaKeHa ITyOnuHa
ee MpopabOTaHHOCTH Ha CerofHs, ChopMyIUpOBaHEl Lelb U 3aJa4yH, MPOJAEMOHCTPUPO-
BaHbl Hay4yHasi HOBU3HA U MTpaKTUYeCKasi 3HAYMMOCTb, a TaKXe MOJIOKEHUS, BEIHOCUMBIE
Ha 3allUTy, MaTepUalibl 00 anpobanuu pe3yJbTaToB, UX BHEAPEHUH B MPAKTHKY, OIMyO-
JIMKOBaHHBIX 10 TeMe paboThl, IMYHOM BKJIaJie aBTOpa, 00beMe U CTPYKType JuccepTa-
IIHOHHOM paboTEHI.

B O630pe numepamypei ipuBeieHbl pe3ybTaThl aHAJIW3a JINTEPATYPHBIX UCTOYHU-
KOB I10 TEME€ UCCJICAOBAHH: ITOAXOObI K COBpPEMEHHOMY CKPHHHHTIY aneynnow:mﬁ, npo-
HUCXOXJIEHUE HYKJIEUHOBBIX KUCJIOT IJI0la B KPOBOTOKE MaTepH, MOoApoOHBIH pa3dbop xa-
pakTepucTuK BHekseTouHol deransHoi JJHK. [lanee aBTopom 06CykA€HBI MPUHLUIIBL,
BO3MOXXHOCTH U OTPAHUUYEHUSI METOJIMK HEMHBA3UBHOI'O MPEeHATaJIbHOr0 CKPUHUHTA, OC-
HOBaHHBIX Ha NMPUMEHEHUU TEXHOJOTUU BBICOKOMPOU3BOJUTEIBHOIO CEKBEHUPOBAHUS
JTHK. B cnenyroiem pasznene O63opa numepamypwvl IpoBelieH pa3dbop KIMHUYECKUX pe-
KOMEH/Iallui M0 MPUMEHEHUI0 METOJUMK B BEelYILIHUX CTpaHaxX MHpa, Bkirodas Poccuro.
Cnenyet oTMeTUTD, UTO 11t Poccuu He MpoBeieH aHaIu3 Oy OIMKOBaHHBIX JieToM 2021
roaa pesynbratoB HATIC, mpoBOAMMEIX B paMKax HCIIONHEHHs NpuKa3a JlenapramenTa

3npaBooxpaneHust ropoaa Mockssl oT 13.03.2020 Ne 199 «O6 opranusanuu npoBeaeHUs
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HEWHBa3WBHOTI'O MPEHATAIBHOIO TecTa B ropojie MockBey. B 3aKiIlOYHTENIEHOM pasjene
O630pa nutepaTypbl MPUBOJUTCS Pa3dOp METOAMK KOHCTPYUPOBAHUS XUMEPHBIX MOJIe-
kyn IHK u ux npuMeHeHHs B HAYYHOM H KJIMHHYECKOM Ipoliecce, 000CHOBaHHE Iielle-
C000pa3HOCTH TaKMX KOHCTPYKIUH IJIsl aHAJTU30B THUIIa BapyUallui YUCJIa KOMUK U ompe-
JefieHHst aHEeYIUTOMIUM, B 4aCTHOCTH. B 11e710M 0030p BEHINOJIHEH Ha BEICOKOM MPOGECCH-
OHAJIBHOM ypPOBHE, YTO CBUAETENBCTBYET O XOPOIUIHUX KOMIIETEHIIUSIX COMCKATENS B 3TOU
obnactu.

B pazgene Mamepuanvi u memoowvl sxcnepumenmanbHulx UCCAe008aHUY TIPUBO-
JUTCS OMTUCaHUE KPUTEPHEB U YCIOBHS cOOpa KOHTPOJbHOM BEIOOpKH 00pa3ioB. [lanee
noApoOHO omucaHa mpolleAypa MPOBEISHUs UCCIeI0BaTeNbCKOM paboThl ¢ COOpPaHHBIM
OuoMarepuaiioM, BKJIOYaloas B cebs TeXHUKY BbiAeneHus BHekieTouyHou JJHK, mon-
rOTOBKY ABYX TUIOB 6ubmnoTek dparmenToB JJHK — cocTosux U3 ANMMHHBIX XUMEPHBIX
puI0B (smash) U MPoayKTOB aMILTHGHUKAIHH PETHOHOB HHTEpeca B reHOMeE ISl OLIEHKH
nonv BHeksetoyHo deranpHoi JJHK (amplifet), u ycinoBust ux BEICOKOIPOU3BOAUTENb-
HOT'O CeKBeHHpoBaHHs. Pa3nensl 6HOMHGDOpPMAaTHYECKOW M CTAaTUCTHYECKOH 00paboTKH
MOJTy4eHHBIX JaHHBIX COJAEp)KaT OMMCAHHWE HCIIOJIB30BAaHHBIX IS aHAJIW3a METOIOB U
IIpOrpaMM M HaCTPOEK HX MapaMeTpPOB.

Paznen Pezynrsmamer OCBSIIEH MOJNyYeHHBIM aBTOPOM pe3yJibTaTaM HCClleloBa-
Hus. [IpuBeneHHbIe NaHHBIE O COOpaHHON KOHTPOJIBHOM BEIOOpKE 00pa3loB XapaKTepH-
3yIOT ee KaK JOCTaTOYHYIO IS POBEAeHHUs BaIWJAIIUH pa3paboTaHHON aBTOPOM METO-
JUKH: OHA HaChlllleHa oOpa3laMu ¢ aHeYITOuAusIMH 1o 13 (2,8%), 18 (9,7%)u 21 (31%)
XpPOMOCOMaM, OTpeIeICHHBIMH C TTIOMOIIBIO KAPHOTHITHPOBAHHUS ILNIOJHOIO OHOMaTepH-
aja, MOJy4YeHHOro0 B paMKaX MWHBa3MBHOM IMpeHaTallbHOW AMArHOCTUKH. Marepuaibl 0o
pa3paboTke moaxoaa smash u ero peanu3saiuu Ha BEIOOpKe 00pa3loB yOeAUTEIBHO MOJ-
TBEPXKAAIOT 3)PEeKTUBHOCTh MOAX0Aa KOHCTPYHPOBaHUS OMOIHOTEK JIMHHBIX XHUMEp-
HBIX puJoB. OnucaHue peajid3allii aJropuTMa Moadopa MaHeNld OJHOHYKIEOTHUIHBIX
NOJUMOPGU3MOB, HEOOXOAUMBIX JIJIS TPOBEIEHHUST OIIEHKH JIOJIM BHEKJIETOYHOM (peTalib-

Hor JIHK B ob6paslie, BBIMONIHEHO MOAPOOHO. Pe3ynbraTel ceKBeHHpOBaHUs OUOIHOTEK



amplifet npuBeneHs! B MoNHOM oOBeMe. Pasnen onpeneneHus MUHUMaIBHOTO KOJIHYe-
cTBa ()parMeHTOB B 00Opa3lie yCTaHABIMBAET HUKHIOI IPaHUIly KOJUYeCcTBa HEOOXOIH-
MBIX JaHHBIX CEKBEHUpPOBaHHUs 1Jisi 00pa3lia, BbIlLE KOTOPOM 3HAUEHUsl 4yBCTBUTEIBHO-
CTH U CIIeUU(PUUHOCTH METOJUKHU JOCTUTAIOT MaKCUMaJIbHBIX 3HadeHui. Ha ero ocHoBa-
HUU NpoBeJieHa (pUIIbTpalysi KOHTPOIbHONW BEIOOPKH 00pa3loB sl JaIbHEUILINX CTaTH-
CTHYECKUX pacyeToB. BelunciieHHe 4yBCTBUTEIBLHOCTH, CEU(DUUHOCTH, MOJTOXKUTENb-
HOM W OTpHULATEIBbHON MPOTHOCTUYECKUX 3HAYUMOCTeH, noctpoeHne ROC-kpUBBIX pas-
paboTaHHON aBTOPOM METOJUKHU MPOBEJIEHO C MCIOJIB30BAaHUEM COBPEMEHHBIX U KOp-
PEKTHBIX CTATUCTUYECKUX AIrOPUTMOB. B 3akitountenbHoM pasnene Pe3ynbratoB aBTop
IPUBOJIUT CpPaBHEHHUE MOJXOJ/IOB ONpeieNieHus: 10U BHekieTouHoH ¢etansHoi JJHK no
[IaHeIu OJHOHYKJIEOTHJIHBIX nonumopdusmoB amplifet U gone nmpeacTaBleHHOCTH Y
XpPOMOCOMBI. DTOT pazzien 0003HauaeT XOpOLUMM 3ajen Ha Oyayliue HCClaeOBaHUs,
HallpaBJIeHHbIE B CTOPOHY YJIYyYIIEeHUs U yIPOLIEHHUs 1abopaTOpPHON YaCTH METOAUKH.

B paznene Ob6cyscoenue aBTOpoM NpUBOAUTCS 00001IEHUE MTPEACTaBICHHBIX JaH-
HbIX B Pe3ynbTaTax, a TakKe aHaJiu3 BO3MOXHBIX BEKTOPOB pa3BUTHsS OyIyIIMX Hcclie-
JIOBaHUH Ha OCHOBaHUHU NpoBeJeHHOW pa3zpaboTku. Taxke pazfen BKIIOYAET SKOHOMHU-
YeCKHe pacyeThbl U OLEHKHU TEKYILIMX YCIOBUH OKa3aHUs yCIyTr IO HEMHBa3UBHOMY IIpe-
HaTaJIbHOMY CKpHHUHIY B Poccuu.

HuccepraunonHnas pabora /I.0. KopocTrHa mpou3BOAUT MO3UTHBHOE BlieUaTIEHHE:!
OHa HallMCaHa JOCTOMHBIM JIMTEPATYPHBIM SI3LIKOM. B TekcTe oledaTkd BCTpeyaroTCs

KpatHe peaKo.

3akJIl0oueHHe

Hucceprauus [1.0. Kopoctuna «IIpeacTaBieHHOCTh FreHETUUECKUX MapKepOB aHe-
YIUIOUJUH 11012 BO BHEKJIETOYHOM (hpaKLIMi KPOBU 6epeMEeHHBIX XEHIINHY, BBINOTHEH-
Hasl MOJI pyKOBOJICTBOM JOKTOpa Ouosiornueckux Hayk, rnpodeccopa PAH JI.B. PeGpu-
KOBA, BJIETCS 3aKOHYCHHON Hay YHO-KBaJTU(UKALIMOHHON pabOTOH, coiepKallel HOBOE

peUICHHuE aKTyaanoﬁ 3aJa4y I10 ITOBBIIICHHUIO 3(b(beKTI/IBHOCTI/I CKpHHHHIra aHCYIIJIOHN-



JIMH IJ10/1a J)KEHIUUH Ha paHHUX CpoKax 6epeMeHHOCTU. OHa UMeeT CylLEeCTBEHHOE 3Ha-
YeHue JIJIs1 COBPEMEHHON MeHeTHKH YesloBeKa U KIIMHUYeckol npakTuku. [To akTyansHO-
CTH, HAyYHOW HOBH3HE, TEOPETUUYECKOW U MPaKTUUECKOH 3HAUUMOCTH, JOCTOBEPHOCTH
NOJIyYEHHBIX pe3yJlbTaTOB U 0OOCHOBAaHHOCTH BEIBOJOB AMCCEPTALlMOHHOE HCCIEeN0Ba-
HUe cooTBeTCTBYeT TpeboBauusM n. 9 [lonoxkeHus o nmpucyx1eHUN yYEHBIX CTETeHEeH,
yTBepxkaeHHoro nocraHosieHueM [IpaButennctBa Poccuiickoit @enepanuu Ne842 ot
24.09.2013 r. (c U3MEHEHHUAMH B peIaKIIH TOCTaHOBJIEHHH MpaBUTENIbCTBa Poccuiickoit
Oeneparuu Ne335 ot 21.04.2016 r., Ne748 ot 02.08.2016 r., Ne650 ot 29.05.2017 r.,
Nel024 ot 28.08.2017 1., Ne1168 01 01.10.2018 1.), a ee aBTop Kopoctun mutpuit One-
TOBHY 3aCITy>KHBAET NPUCYKIECHUS YIEHOU CTeleHU KaHIuaaTa OMoJIOrH4ecKuxX HayK Mo

cneuranbHocTH 1.5.7. ['eHeTHKa (6HOIOrHYecKUe HAYKH ).

['eHepanbHbII TUPEKTOP

00O «Xaritek ['eneTukcy, 1.0.H. K.W. I'muukuna

[Toamuce a.6.1. XK.W. ' muHKHHOMN yI0CTOBEPSIO:

['eHepanibHBIN JUPEKTOP

OO0 «Xaiitek ['enetuxc», 1.0.H. KA. I'muukuna

o 9/ nekabps 2021 r.

Anpec opranuzanuu: 119421, r. Mocksa, JlenuHcku#t npocnekr, 1116
OO611ecTBO ¢ OrpaHUUYEHHON OTBETCTBEHHOCTBIO «XauTeK I eHeTuKC»
te. +7 (499) 648-12-12, janna435@yandex.ru




