Ot3biB Ha aBTOpedepat auccepranun Ceansspa Hukurel I'ennagbeBuya
«OueHka pucka HeBbIHAIIMBAHUS 0epeMEHHOCTH Ha OCHOBE MOJIEKYJISIPHO-
reHeTHYeCKOro aHaJIMu3a», NPeACTABJIeHHOH HAa COMCKAHHE YYEHOMH cTeleHn
KaHAHJaTa OHOJIOrHYecKHX Hayk no cnenuaiabHocTH 03.01.07 -
«MOJIEKYJ/ISIpHAs T eHeTHKA

CymiecTByeT MHOXECTBO NPUYMH, KOTOpPbIE MOTYT  CIIPOBOILMPOBATEH
CaMOIIPOM3BOJILHOE POJIOpa3pellleHUe: FeHETUYECKUE, aHATOMUYECKHe, TMcOaaHc
TOPMOHOB, (OpMUpPOBaHUE aHTHUTEN, TpoMOOoduust U ap. COracHo CTaTUCTHUKE,
KaXkJast 5-1 0epeMeHHOCTh MOXKET 3aBepIIMTHCS BHIKUIbIIEM. [IpumMepro o1 40%
10 60% Bcex perucTpUpyeMBbIX CyyaeB HEBBIHALTMBAHUS OEPEMEHHOCTH CBSI3aHbI
C TEeHETHYECKUMH HapyueHusMHu. [locienHue MoryT OBITH HacleICTBEHHBIMM
1100 00YyCIIOBJIEHHBIMU BHEIIHUMHU TPUYMHAMU — HEOJAroNnpHUsSTHOW DKOJOIMCH,
BO37€MCTBUEM XMMHUYECKH arpeCCUBHBIX COEIMHEHMH, a Takke IPOBOLMPOBATHCS
pa3IMYHBIMU UH(GEKLMOHHBIMU 3a00JeBaHUsIMHU. B mocienHue rojibl Ipu MOUCKe
NPUYMH HEBBIHALIMBAaHUsI OEPEMEHHOCTH OO0NbIIOe BHUMaHUE YJIETsieTCs aHaIu3y
HACJIEJICTBEHHBIX  (AKTOPOB, HO TEXHOJOTHUH OIIpe/IeJIeHUs BBICOKOI'O pHCKa
HEBbIHAIIMBAHUA OEPEMEHHOCTH, IPUMEHSIeMbIX B MEIMLMHCKON MPaKTHKE,
HEZ0CTAaTOYHO. B CBSA3M C DTUM, aKTYallbHOCTb TEMbl JHUCCEPTAlMOHHON PadOThI
Cennsgpa Hukutel I'eHHangbeBMYa, NOCBSIICHHOW pa3paboTke — MOJIEKYJISpHO-
IFeHETUYECKON TEXHOJIOTMM KOJIMYECTBEHHOM OLEHKM pPHUCKa HEBbIHAITMBAHMUS
OepeMeHHOCTH, He BBI3BIBAET COMHEHHH.

B nuccepranuy npencTaBlieHO MHOIO HOBOT'O, MHTEPECHOTO M CACNAaHHOI'O
BIepBble. Tak, BIepBbIE IIPOBEJECHA KOMILIEKCHAS OIIEHKa POJH TOJUMOPMOHBIX
BapMaHTOB I'€HOB CHUCTEM IeMOcTas3a, aHTHMoreHesa, meradonusma ¢oJjiaToB U
pEryJsalMM  apTepHalbHOrO JaBJICHMS B HapYUICHUH (U3UOJIOTHYCCKOTO
npouecca OepemenHocTd. OnpesneneHbl  4YacToThl 31 monuMopdu3ma TIeHOB-
KaHAWIaTOB PUCKa HEBBIHAIIMBAHUA OEPEMEHHOCTH B OeopyCCKOM NOITYJISIUH,
BBISABIIEHE] 3 Haubosiee MHPOPMATUBHBIX BapUaHTa IEeHOB, IOBBIIAIONIMX PHUCK
nnorepu OepeMeHHOCTH. CTOMT 0COOO OTMETHTH, YTO JUISl TOMUCKA 3HAUYHUMBIX
KOMIUIEKCOB ~ I'€HOB PUCKa HEBBIHALIMBAHUS OEPEeMEHHOCTH  COMCKaTciem
paspaboTaHa crenuagbHas KOMIIBIOTEpHAs Iporpamma, ¢ I[OMOIIBIO KOTOPOH
Obulo  npoaHanu3upoBaHo 3 764 376 KOMIUIEKCOB I'€HOB, M  BbIsiBjeHO ||
Hanbosnee MHPopMaTUBHBIX. CoMcKaTeseM Ollpe/eNieHa pOoJib B3aUMOJEHCTBUS
'eHOB M MX COYETaHMM JJIs OLEHKU INPepacIioyioKEHHOCTH JKEHIIWH K
HeBbIHAIMBaHUIO  OepemeHHOCTH. IlpakTudeckass 3HAYMMOCTH JIMCCEPTALIMU
Cemusipa H.I'.  3axmogaercss B paspaboTke YHUKAJIBHOU  TEXHOJIOI'MH
KOJIMYECTBEHHON  OLIEHKHU IFEHETUYECKOW  IPEeIpacrofioKeHHOCTH K
HEeBBIHAIMBAHUIO OEPEMEHHOCTH, KOTOpas YCIICIIHO HCIONb3yeTcss B pabore
Pecniyonukanckoro LlenTpa reHOMHBIX OMOTEXHOMOTUH MHCTHTyTa FeHETUKH M
nuronorun HAH benapycu ¥ 1o cBOMM KaueCTBEHHBIM XapaKTepUCTHKaM
NPEBOCXOIUT 3arajHble aHajaord. PaspaboTaHHass MHCTPYKLHUS 1O IPUMEHCHHIO
«Meron OIIpeJe/IeHUs]  BEPOSITHOCTH HEeBbIHAIIMBAHUs OEpEeMCHHOCTHY



yrBepxkaeHa MunsapasoM Pb B gexabpe 2020 roma W pexkoMeHIOBaHa Jyis
UCTIOJIL30BaHMs B NIPAKTUYECKON EATENbHOCTA Bpayeil aKyepoB-I'MHEKOJIOI'OB.

ITo teme nucceprauum omnybiuxkoBaHo 14 pabGor, u3 HUX 3 crarbu B
pEUEH3UPYEMBIX HAyYHBIX OKypHalax, 3 MNyOJIuKalMyd B JPYyTUX WU3JaHUSX, 7
TE3MCOB JIOKIJIaJ0B, IPEACTABIECHHBIX HA HAYYHBIX KOHQEpPeHUHUIX U | HHCTPYKIIHS
no npuMeHenuro. OOmMi 00beM Oy OIMKOBAHHBIX MaTepHaioB — 2,4 aBTOPCKUX
JIMCTA, YTO COOTBETCTBYET TpeboBaHUsIM «IIOJOXKEHUST O MPUCYKIACHUH YUCHBIX
CTENIEHEN M NIPUCBOEHUH y4YeHbIX 3BaHuil B PecriyOuke benapychby.

Bricoxoe Ka4ye€CTBO, BOCTp€6OBaHHOCTb U TIpUHLIMIIMAJIbHAas HOBHU3HaA

IIOJIyYEHHBIX COMCKaTeNleM HAyYHBIX U [PaKTUYECKUX PE3YJILTaToB
CIIOCOOCTBYIOT JHalIbHEHIIEMY  Pa3BUTHUIO OTEUYECTBEHHOW HayKH Ha YpOBHC,
COOTBETCTBYIOIIEM  MHUpoBOMy.  [loatomMmy  MOXHO  3aKIIOUYUTH,  YTO

nucceprauronnas pabora Cemnsipa Hukutel I'enHanpeBuda — «OlieHka pucka
HEBBIHAIIMBAHUA  OEPEMEHHOCTM  HA OCHOBE MOJEKYISPHO-TEHETHYECKOIO
aHajgu3a» YJOBJIETBOPSAET  BCeM TpeOoBaHUsIM, NpeabsBiasieMbiM BAK Pb
JIAccepTalysM Ha COMCKaHUEe YYEHOM CTENeHM KaHauaaTa OMoI0oruUeckuX HayK 110
cnenmanbHocTd 03.01.07 - «monexysipHas FreHeTUKa», a COMCKATENhb 3aCayKUBacT
NIPUCYKIECHUS EMY HMCKOMOU YYEHOHM CTEIEeHHU.
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