da Jykbanos C.A.
// « (’77/» % 2022 r.

OT3bIB

®deniepabHOrO0 rocyJapCTBEHHOTO aBTOHOMHOTO 00pa30BaTENBHOTO YUYPEXkKACHUS
BBICIIEr0 00pa3zoBaHus «PoccHiCKUil HaMOHANIBHBIN UCCIIEIOBATEIBCKUHA MeTUIIMHCKHUIT
yauBepcurer umenu H.U. IluporoBa» MunucrepcTBa 31paBooxpaHenus Poccuiickoit
Oeniepanuu Ha aucceprauuoHHyo pabory Kynakosoit Enenst BnagumupoBHBl Ha TemMy
«COBEpIICHCTBOBAHME  TAKTHKM  JIe4eHHs  Oecruiogusi € HCIOJIBb30BaHUEM
BCIIOMOTATENIBHBIX  PENpPOAYKTUBHBIX  TEXHONOTHMM ¢  TPEUMILIAHTAllUOHHEIM
IEHETHYECKUM TECTHPOBAHMEM 3MOPHUOHOBY», NPEJACTABICHHONW HAa COMCKAHHE YHEHOI
CTENIEHH JIOKTOpa MEAMIMHCKMX HayK II0 chnenuajbHocTd 3.1.4. akymepcTtBo H

T'HHEKOJIOI'HA.

AKTyaJIbHOCTb TEMBbI HCCJIEJOBAHUH

Ha cerojusmnuil 1eHb NpoQHIaKTHKA PEHETUYECKUX HapYUICHUI B nporpammax
BCIIOMOTATEJIBHBIX PENPOJYKTHBHBIX TEXHOJIOTUH SIBIISETCA BaXKHOH MEIUIIMHCKOM
npo6eMoii U MMeeT OOJIBIIYIO COLMAIBHO-AEMOrpaduYecKyr0 3HaYUMOCTh B CHCTEME
37ipaBOOXpaHeHHs OOJBIIMHCTBA CTpPaH MHpa. B mociexHue rojasl HaMEeTHIACh YETKas
TEHJICHIIMS ~ BHEJPEHHMs  TEXHOJOTMH  TIPEUMIUIAHTAMOHHOTO  I'EHETHYECKOro
TECTUPOBaHMA. BpICOKHMH ypOBEHb XPOMOCOMHBIX M T€HHBIX MYTAIMii 381a€T TEHICHIMIO
K NPOBEACHUIO MEIMKO-T€HETHYECKOTO KOHCYJIBTHPOBAHHMS C Pa3IMYHBIMM METOJAMHU
FEHETHYECKOro 00CIeI0BaHuUs CYTIPYKECKUX nap ¢ GecruioiueM u npujgaer obeyx/aemMoit

npoﬁneme HE TOJIBKO MEJUIIUHCKYIO, HO H COLHAJIbHYIO 3HAYHUMOCTB.



Cpean map ¢ BBICOKMM PHCKOM POXKICHHS JA€Tel ¢ TeHHbIMU U XPOMOCOMHBIMH
HapyICHUAMH HEOOXOAMMBI MEpBI 10 pa3paboTke U BHE/IPCHUIO HOBBIX METOJIOB
JIMarHOCTUKH, TPO(QUIAKTUKHA U JICUEHHS, B TOM YHCIIE nposezneHue nporpamm BPT ¢
[PCUMIVIAHTAMOHHBIM T€HETHYECKUM TECTUPOBAHUEM.

B cBa3u ¢ atum, jmmccepranmonnoe uccaeoBanme, BoinoiHeHHOe KynakoBoit
Enenoii  BnagumuposHo#, mnocBsmennoe COBCPIICHCTBOBAHUIO TaKTHKH JICYEHUS
OcCIUIOMS  HA  OCHOBAHMM  TPOBEICHHS NPCUMILIAHTALIMOHHOIO  T€HETHYECKOro
TECTHPOBAHWS  SMOPHOHOB Yy  NAlMEHTOB B  HPOrPaMMax  BCIOMOIATE/LHKIX
PCHPOILYKTHBHBIX TEXHOJIOTMH, SBIACTCS HOBBIM M MEPCHEKTUBHBIM HarpaBJIEHUEM

COBPCMCHHOH MEMIIMHEIL, & TeMa JIMCCEPTALINH — aKTYaJIbHOIA.

Crenenb 060CHOBAHHOCTH H 10CTOBEPHOCTH HAaYYHBIX [10J107KeH Ui, BIBOAOB
H peKOMeHAalui, chOPMYIHPOBAHHBIX B ANCCEPTALMH, X JAOCTOBEPHOCTH H
HOBH3HA

Ha ocHoBanmm mposesennHoro wccnenoBanus ObUlH  BBISBICHEL KJIMHUKO-
AHAMHECTHYECKUE  [IOKa3aTellu, OTpaXalMe  HEOOXOJUMOCTh IIPOBEICHUSI
HMPpCHMILIAHTAIMOHHOTO  F€HETHYECKOTO  TECTMPOBAHHS IMOPHOHOB, Cpei KOTOPBIX
HanOosiee 3HAYMMBIMU SABJISIOTCS CPEIHMI BO3PACT MALMEHTOK, HApYIICHUsI KapHOTHUIIA,
TAKECTh  HAPYIIEHWH  CHIEPMATOTEHE3a, CHHAPOMOM MOJHKHCTO3HBIX SHYHHKOB U
HapYKHBIM F€HUTATbHBIM SHA0MeTpruo30M I 1 11 cTamii.

Hacrora HacTymuIeHNs GePeMEHHOCTH M SKHBOPOYK ACHHIA NpU HAPYLUIEHUU KapUOTHUIIA
y Hap B [OporpamMmax ¢ HCIIOJIb30BAHUEM TIPEUMIUIAHTALIMOHHOIO TI'eHETHYECKOro
TECTUPOBaHs SMOPUOHOB Ha CTPYKTYPHBIE NIEPECTPONKH M aHEYILUIOMINH COCTABHIIA 40,9%
1 36,3% COOTBETCTBEHHO B pacueTe Ha MEePEHOC.

B uccnenoBanuy BriepBbie BbISBIECHL! YPOBHU KOMUMHOCTH mt/IHK. B pesynbrare
ananmsa skenpeccun MT/IHK npencrapiena u HaydyHo 060CHOBaHa 11€1€CO06PA3HOCTS H
AKTYaJIIbHOCTD ONPE/ICTICHUSI MOJICKYJISIPHBIX MapKepoB C LEIBIO BLIGOpA JYIUIOHIHOTO
OMOpHOHA ¢ MAKCHMAJILHBIM MMILIAHTAIMOHHBIM TIOTEHLIMATIOM JUIS TIEPEHOCA B MONOCTH
MAaTKH

Toxrsepyena posib HCNIONB30OBAHMA Y JKEHIIMH TO3JHETO PENpOIyKTHBHOIO
BO3pacTa KyJIbTYpalbHBIX CPEl, COACPKALIMX TMATyPOHOBYIO KHCIOTY, YTO CHEDIKAET
PENpolyKTUBHBIC IIOTEPU NPAKTHYECKH B JIBa pa3a.

Haquaﬂ HOBHU3Ha paGOTbl OTpa’k€Ha B OCHOBHLIX IMOJIOXKEHHUAX JAUCCEPTAIHH.



,IIocTonepnoch H HOBH3HA MOJYY€HHBbIX pe3yJibTaToB

Jluccepranmonnas pabora BBINOJHEHA HA JA0CTATOYHOM HAaY4YHO-METOANYECKOM
YPOBHE M KIIMHUYECKOM Matepuajie B COOTBETCTBHH C TIOCTABICHHBIMU 3a1a4aMi (BCEro
13595 nap ¢ 6ecruioguem).

[Tonyuennble laHHble HE BBI3BIBAIOT COMHEHMil, TaK KaK JOCTOBEPHOCTh HX
CTATUCTUYECKH TIOATBEPy/IeHa. CTeNeHb J0CTOBEPHOCTH TOMYYEHHBIX pPe3y.IbTATOR
AOCTUIHYTA 33 CUCT MAaTEeMATHYCCKOH 0OpabOTKM MaTepuana NapaMeTpuyecKuMH M
HEMTapaMETPUICCKUMHM METOAMHU. JI1s OLICHKM MEXTPYNIOBBIX PasiIMuMil PHUMEHSIIH
Kputepnii y2 lIMpcoHa ¥ OTHOINEHHE INAHCOB C JOBEPUTENHHBIM uHTEpBANIoOM 95%.
Pazimuuns Mexty craTHCTHYECKUMHU BETMYMHAMMU CUHTAIICE A0CTOBEpHBIMU Tipu p<0,05.

BBIBOBI M npakTHYECKHE peKOMEHIALMH, CIeTAHHbIC aBTOPOM Ha OCHOBaHHH
PE3YJILTATOB TPOBEICHHOIO HCCIIEN0BAHMUS, YETKO CHOPMYIHPOBAHBI M 0GOCHOBAHBI,

JIOTUYHO BBITEKAIOT U3 IIPE/ICTaBJICHHOI0 MaTepuasa, MoJHOCTBIO OTpaXKaroT CoaepIKaHue

AUCCEPTALIMA U COOTBETCTBYIOT IOCTABJIEHHBIM 3aayam.

3HAYMMOCTD ANIS1 HAYKH H NPAKTHKH, IOy YeHHBIX Pe3yJIbTATOB, BLIBOJAOB H
PeKoOMeH aumi

Jluccepranonnas  paGora Kymakooit  Ejiensi BnagumupoBusl  momumo
TCOPETUYCCKOr0 MHTEPECa UMEET BaXKHOE MPAKTHYECKOE 3HAUCHHE.

[To pesyibrataM nNpoBeIEHHOTO HCCENOBAHMS YCTAHOBIECHO, YTO B pamkax
MOArOTOBKM map K BCIIOMOTaTENIbHBIM PENPOJYKTUBHBIM TEXHOIOTHAM JOJDKEH ObIThH
TIIATEILHO TIPOBECH COOp KIMHMKO-aHAMHECTHYECKMX JAHHBIX, NMPH HEOGXOMMOCTH
KOHCYJILTALUIO MEIMIIMHCKOrO T€HETHKA | BBISBJICHUE IPYTIIT NALMEHTOB [UIsl IPOBEACHHUS
NPEUMILIAHTALIMOHHOI0 ITeHETHYECKOIO TECTUPOBAHKSA YMOPHOHOB.

Crporoit  pexomenmanmeii ABJISIETCS NpOBEACHUE BCIIOMOTaTEJIbHBIX
PCIPOAYKTUBHBIX TEXHOJIOTUH C TMPEHMIUIAHTAIIMOHHBIM F'eHETHYECKHM TECTHPOBAHUEM
OMOPHOHOB T1apaM, HaXOJALMMCS B IPYIIE PUCKA POXKAECHUS JeTell ¢ XPOMOCOMHBIMH
aHOMAJIMAMM, a UMEHHO IOJi IPYIIONW PUCKA PACCMATPUBAIOTCA Maphl ¢ aHOMAJIMUSMHU
KapuoTHIa U HOCUTEIM MOHOT'CHHBIX 3a00JI€BaHMIA.

Ilony4eHnbie B XO/€ MCCIENOBaHHS PE3YJIbTAThl CIIOCOOCTBYIOT ONTHMH3AINN

TAKTHKH JICYCHUS NTAMEHTOB ¢ GecruioaueM B nporpamme DKO ¢ npuMeHeHHeM METOI0B



NPCUMILTAHTAIMOHHOTO  ICHETHYECKOr0  TECTUPOBAHMA, M HUMEIOT  BBICOKYIO
NMPAKTUYECKYIO 3HAYUMOCTD
ITo Teme juccepramum omyGnukosano 24 paGotsr, B ToMm umcie 19 crareii B

PELIEH3UPYEMbBIX HAYUYHBIX U3JaHUSX, PEKOMEH 10BaHHBIX BAK.

Ouenka coaepkanus JuccepTaunoHHol padoTsbl

Jmccepraums usnokena Ha 254 cTpaHMIAX NMEYATHOrO TEKCTa M COCTOMT M3
BBCJICHUSL, 5 IV1aB, IOCBAIEHHBIX 0030pY JIUTEPATYPBI, ONHCAHMIO MaTEPUAIOB U METO,I0B
HMCCICN0BAHNS, pe3ysibTaTaM COOCTBEHHBIX HaGIMOJCHMI, 00CYKICHUIO TOIYYCHHBIX
PE3YJILTATOB, 3AKIIOYCHHIO, BBIBOJIOB, MNpPAKTHYECKUX PEKOMEH/ALMii, MPUIOKEHHI 1
crnucka Jsreparypbl. Pabora wumnoctpupoBana 37 TtaGnumamu u 39 PUCYHKAMH.
buGnuorpaduueckuii ykazarens conepiut 282 WCTOYHNKA, U3 HHX 26 — OTEYECTBEHHBIX

1 256 — 3apyOe)KHBIX.

SAKJIIOYEHHUE

Juccepranmonnas pa6ora Kymakosoit  Ejensl BinagumupoBHsl Ha Temy
«COBEpIICHCTBOBAHME  TAKTHKH  JICYEHHS  OECIUIOAMS € HCIOIB30OBAHMEM
BCIIOMOTATC/IbHBIX  PETPOAYKTUBHBIX ~ TEXHOJOTHMH ¢ NPEeUMIUIAHTAIIMOHHBIM
FCHETMYCCKUM TECTMPOBAHUEM SMOPHOHOBY», NPEICTABICHHAS HA COMCKAHHME YUYEHOM
CTCNCHN KaHAMJATa MEIMIUMHCKMX HayK MO chenuanbHoctH 3.1.4. «akyuepcTBo u
TMHEKOIOTUs» SIBIISICTCS 3aKOHYCHHON HAYYHO-KBATM(UKALMOHHON paboToM, B KOTOPOi
pelicHa akTyajibHas mnpodjeMa aKylmepeTBa M TMHEKOJOIMM — COBEPLICHCTBOBAHME
TAKTUKM  BCJCHUS  Map, NPOXOMAIMUX JICYEHHE METOAAMH  BCIIOMOTATEIbHBIX
PENPOAYKTUBHBIX ~ TEXHOJIOTMH, €  WCIOJNB30BAaHUEM  MPEHMILIAHTALIMOHHOTO
TEHETHYECKOr0 TECTHPOBAHUsS SMOPHMOHOB JUISi NOBBILECHHS S(PMEKTUBHOCTH HCXOJI0B
MporpamMM U MpeAo0TBPAILCHUS POJKIACHHS JETEH C BPOKICHHBIMUA aHOMAIMAMH XPOMOCOM.

Juccepraumonnas paGora KynakoBoit Enenst BinagumMupoBHel Ha  Temy
«CoBeplIeHCTBOBAHUE TAKTUKH JICYEHHs OECILIONMS C UCITOIb30BAHUEM BCTIOMOTATEIBHBIX
PENPOYKTUBHBIX TEXHOJIOTUH C NPEUMIUIAHTALIMOHHBIM I'€HETUYECKUM TECTUPOBAHHEM
OMOPHOHOBY» TIOJIHOCTBIO COOTBETCTBYeT TpeboBaumsM 1.9 «llonokenus o mnopske
TIPUCYKJICHHUS YYEHBIX CTENeHei», yrBepikaeHHoro IlocranoBnenuem IlpaBuresbcrBa
Poccuiickoii ®eneparn Ne®42 ot 24.09.2013 (¢ usmenenusamu ot 01.10.2018 Nel168),

NpEABABIAEMBIM K JUCCEPTALIMAM, IIPEACTABJIICHHBIM Ha COUCKAHHE yquOﬁ CTCIICHH



AOKTOpa MEIMUMHCKHUX HAyK IO CieIHaIbHOCTH: 3.1.4. aKyIlIEepCTBO U TMHEKOJIOTHH, a ee
adBTOP 3aCITy)KUBACT NPUCYIKICHHUS YUEHOH CTENeHH H0KTOPa MEAMUMHCKHX HayK.

OT3bIB 0 HAayYHO-NPAKTUYECKON I1EHHOCTH auccepranmu  Kymnakosoii  Enensl
BiaqmmupoBusr  Ha  Temy «COBEpPIICHCTBOBAHNE TAKTUKU JICUEHHS Oecrutogus ¢
MCIIOJIb30BAHUEM BCIIOMOTaTeIbHBIX PENpPOAYKTUBHBIX TEXHOJIOT Ui v
HPCHMIUIAHTAIMOHHBIM  TCHETHYECKMM ~ TECTHPOBAHMEM IMOPHOHOB 00CyKIeH Ha
3ace/laHuK Kadeapsl aKyIepeTBa M I'MHEKOJIOTHH JICYeGHOro (axymbrera deaepanbHoro
FOCY/IapCTBEHHOTO aBTOHOMHOTO 00pa30BaTe/IBHOIO YUPEKICHUS BBICIIETO obpa3zoBanus
«Poccuiickuii HalMOHATBHBIN HCCIIE0BATEBCTKMI MEIMLIUHCKUA YHUBEPCUTET MMEHH

HMW, Tluporoa»  Munucrepcrsa 3paBooxpanenust  Poccuiickoit  ®enepanyu
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3asejtyiowmas Kaeapoii akymepeTBa i rHHEKOIOrHH
JleueGHoro axyibrera
OI'AOY BO PHUMY uwm. H.W. Iuporosa
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Munzpasa Poccuu,
JIOKTOp MEIMLIMHCKUX HayK,
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