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auccepTanuonHoro cosera 21.1.022.01, cozpannoro Ha 6ase ¢egepanbHOro
rocyAapcTBEHHOI0 0X0/17KeTHOT 0 yupexaeHust «HaunonanbHbIi
MEIMIHHCKHH HCCJIEA0BATENbCKHH HEHTP aKylepcTBa, I'MHEKOJOrHH H
nepuHaTO/IOTHH HMeHH akajaemuka B.M. Kynakosa» Muuucrepersa
3apaBooxpaHenus Poccuiickoii Menepaunu no aucceprauuu CaBocTHHOI
I'yzens BenepoBHbl Ha Temy «OnTHMH3anHMs BCIOMOTraTeJbHBIX
PenpoayKTHBHBIX TEXHOJOIHi HAa OCHOBAHHH CeJEKTHBHOIO MepeHoca
IYIIOHAHOr0 H3MOpPHOHA ¢ Yy4YeToM NpoQHIsi SKCOPECCHH MAaJbIX
HEKOAHPYIOIHX PHOOHYK/IEHHOBBIX KHCJIOT B KYJbTYPAJbHOM cpeae
3MOPHOHOBY, NPEACTAB/ICHHONH HA COMCKAHME YYEeHOH CTEeNeHH KaHIHJaTa
MEeIHUHHCKHX HayK mno cnenHajbHoctH 3.1.4. AkymeperBo o
I'HHEKOJIOTHsl.

JluccepTauHOHHBIH  COBET  OTMe4YaeT, 4YTO HA OCHOBAHHH
BBINOJHEHHbIX COMCKATE/IEM HCC/IeIOBAHMIA:

paspabomana HOBas HaydHas KOHIEIIUS, OCHOBAaHHAs HA OLIEHKE
TUIOMTHOCTH ¥ HMMIUIAHTALMOHHOIO IOTEHIHMajla SMOPUOHOB C IMOMOILBIO
HEUHBA3WBHOTO ME€TOJIa MCCIIEI0OBaHKMs — aHaiuu3a npoduis MajbixX
Hekoaupyromnx PHK (MukPHK) B kynbTypanbHOli cpeie SMOPHOHOB ¢ LIEJBIO
YJAy4IIEHUS  MCXOJOB  MPOrpaMM  BCIIOMOTaTeIbHBIX  PENpPOLYKTHBHbBIX

texHosoruii (BPT);

npeonoJcena OPUTMHANIbHAS HaydHash TUIOTE€3a O BO3MOXKHOCTH O
ucrionp3oBanuss MHKPHK B kauecTBe MOTeHUMaIbHBIX MapKepoB KadecTBa

01aCTOLUCTEHI;

dokaszana TEepCreKTUBHOCTh MCIIONb30BAHUS B MPAKTUKE MOJIEKYJISIPHO-
Ourosornyeckoro ananusa npoduis skernpeccun MHKPHK, accolmupoBaHHBIX ¢
[UIOWAHOCTBIO W MMIUIAHTALMOHHBIM  MOTEHIHAJIOM  OJIaCTOLMCT, Kak
JAWAarHOCTUYECKH 3HAYMMOro, 5KOHOMHYECKHM JOCTYIHOro, OBICTPOro W

HEHMHBa3MBHOI'O METO/JA,

86€0¢eHbl B KIIMHUYECKYHO ITPAKTHKY HOBBIE [IOHSATHS, OIHMCBLIBAOLIUE

mexaHu3Mbl peryssuuu MEKPHK nponieccos kierounoro aenenust.



TCOpETH‘leCKaH 3HAYHMOCTH HCCJIeJOBAHMA 000CHOBAHA TEeM, YTO:

00Ka3anvl ITOJIOKCHHSA, YKa3bIBAKOLIKWE Ha OoJiee 3HAYHMBIE HapyLICHHs

PacXoXACHUA XpPOMOCOM Y KEHIIHWH CTAPLIETO PENPOAYKTHBHOI'O BO3pacTa,

NpUMeHUmMenvHo K npobaemamuxke — ouccepmayuu  ¢hGexkmueHo
UCNONB306aH KOMIIIEKC CYILIECTBYIOUIMX 0a30BbIX METONOB WCCIIEAOBAHUS:
OLIEHKA KJIIMHUYECKHUX, TaOOPAaTOPHBIX, HHCTPYMEHTAIBHBIX METOJIOB, U3yUYeHUe
aHaMHe3a OeCIIIOHBIX Map; NPEUMILIAHTAlIMOHHOE TEHTHYECKOE TECTHPOBAHKE
IMOPUOHOB METOOM BBICOKOITPOU3BOAMTEILHOIO CEKBEHUPOBAHUS,
MOJIEKYJIIPHO-OMOJIOTHYECKHEe  METOIbl  aHalnuW3a  KyJIbTYPaIbHBIX  Cpejl
5MOpPHMOHOB, B TOM YHCIIe TIIyOOKOEe CEeKBEHHUPOBAHME M TOJMMEPA3HAasl LeMHas

p€aKilus, a TaKXe CTaTUCTUYECKUM aHaJIu3 IMMOJIYYEHHBIX JaHHBIX;

U3N0JICeHbl  TIOJIOKEHUSI M JIOKA3aTeNbCTBA, CBUICTENBCTBYIOIIHE O
B3aMMOCBSI3U  Mexay npoduieMm skcnpeccuu KimoueBblix MHKPHK B

KyJIbTYpaJIbHBIX CpPeJlaX U XPOMOCOMHBIM CTaTyCOM dMOPHOHOB;

PACKpbliibl WU BbISIBJIICHBI HOBBLIE HpOGJ’leMbI, CBsA3aHHBIE C IOHUCKOM
uaeaJibHOro Mapkepa HMMINUIAaHTallMOHHOrO I10TeHLHala OmacTonucThl Ha

MOJIEKYJISIPHO-OMOJIOrHYeCKOM YpOBHE B rporpammax BPT;

usyuenovl CBSI3U MEXJy u3MeHeHueM mnpoduias skcnpeccun MHKHK B
KyJIbTypaJbHOM  cpeie  3MOPHMOHOB € BEPOSITHOCTBIO  HACTYILIEHUS

OepeMeHHOCTH;

npoeeoena MOOEpHU3AYUSL aJITOPUTMOB orbopa Haubouee
MEPCHEKTUBHOrO 5MOpHOHA JUlsl MepeHoca Ha OCHOBAHWH WHTErpajbHOM
oueHku pesynbraroB III'T-A  u npoduns oskcnpeccun MHKPHK B

KyJbTYPaJIbHOU cpejie SMOPUOHOB.

3HaveHue NOJYYCHHBIX COHCKaTe/JIeM pe3yabTaToB AJsl NPAKTHKH

MNOATBEPAKIAAECTCH TEM, YTO:

paspabomanel W 6HeOpeHbl B TPAKTUKY  MOJEPHU3MPOBAHHBIE

TEXHOJIOTMU W aJIFOPUTMbl BEJICHUS CYNpPYKECKUX Map, TeCT-CHCTeMa Jyis JIst



aHanusa npoduns skcnpeccur MEKPHK B kysbrypansHoii cpene aMGpuoHOB.
Hanuple pa3paboTK¥ NPUMEHSAIOTCA B KIWHUYECKOH npakTuke Hayuro-
KJIMHUYECKOTO OTHEJICHUSI BCIIOMOTaTeIbHbIX PENpPOAYKTUBHBIX TEXHOJIOTUH
um. @. Tlayncena ®I'BY «HMHUIL] ATTI um. B.HU. Kynakosa» Munsapasa

Poccuu;

onpedenenvl TpeJelbl U MEPCIEKTHBBI MPAKTUYECKOrO HCIOJb30BAHUS
anajusa sxcnpeccur MEKPHK B B KynbTypainbHO#t cpeie sMOPHOHOB ¢ 1Eenbio
MOBBIIEHUS  3(P(EKTUBHOCTH  MPOBOAMMBIX  LUKJIOB  BPT, wactorhl

HaCTYIUIEHUA GepeMeHHocm H XKHBOPOXJICHH,

co30ana CHUCTEMa IPAKTUYECKHX PEKOMEHALMi, alrOpUTM BeLeHHs
OCCIUIOAHBIX Map, TECT-CUCTeMa 110 OLeHKe npoduis sxcnpeccrn MEKPHK s

ONTUMHU3ALHUHU CEJICKTUBHOI'O IIEpeHOCca 3M6PHOHa;

npeocmaenensl TPEUIOKEHUsI 110 JalbHeNleMy COBEpIIEHCTBOBAHMIO
nporpamm  OKO/ICSI ¢ TII'T-A, koTOpble MOIYT NpUMEHATHCS BpadyaMu-

AKyLI€paMHu-TrHHEKOJIOraMU LIEHTPOB PENPOAYKIMH U MJIAHUPOBAHUS CEMBH.

Onenka AOCTOBEPHOCTH pPe3yJIbTATOB HCC/I€IOBAHHS BbISIBHJIA:

PesynbTarel rosy4deHbl Ha CepTHOUUMPOBAHHOM OGOPYNOBAHUM, C
MCTIOJIb30BAHMEM  COBPEMEHHbIX MeTonoB. (OO0beM BBIOOPKH MAIMEHTOK,
BKJIFOUYEHHBIX B MCClIe/I0OBaHKE, ObLI JOCTATOYEH ISl PEIEeHUs MMOCTaBIEHHBIX

3aja4,

meopus TOCTPOE€HA Ha HM3BECTHBIX, IIPOBEPACMBIX IOAHHBIX H CI)aKTaX,

cornacyercst ¢ OIyOIMKOBaHHBIMU JaHHBIMK 110 Teme aucceptaruu (Lin X., et
al. 2022, Fu X., 2020, Gao L. et al., 2023);

udes Oasupyercsi Ha 0OOOLIEHMH TEPEOBOrO OMBITA 10 H3yYEHHIO
BausHus MHKPHK mwa wmcxomst mporpamm BPT, a Ttakke Ha aHanuse
Pe3yJIbTaTOB NPAKTHYECKOMW IEATENBbHOCTH OT/EIEHUs] HAYYHO-KIHHHYECKOIro
OTACJICHHUSI BCIIOMOTATEe/IbHBIX PENPOAYKTUBHBIX TeXHonoruii uM. ®.Ilayncena

(3aBefyrolnii  oThenenneM — JM.H., npogeccop Hazaperko T.A) u



n1abopaTopuu MPHUKIATHOW TPAHCKPUIITOMUKH OT/e]a CUCTEMHOM GUOJNIOTHU B
penpoaykuuu (pykosoauTens jaboparopun — k.6.H. Tumodeena A.B.) ®I'BY
«HMMII AI'TI um. B. U. KynakoBa» Munsapasa Poccuu.

UCNONIb306aHbI CPABHEHMs] aBTOPCKHMX JAHHBIX M JAHHBIX, MOJYYE€HHBIX
paHee M ONMCAaHHBIX B MUPOBOW Hay4YHOH JMTEpaType IO paccMaTpuBaeMOi
tematuke (Cimadomo D. et al., 2023, R.Mazzilli et al., 2017, Xu R. et al, 2021 );

YCmaHoenenel  Ka4eCTBEHHbIE W KOJMYECTBEHHBIC  COBIIAJICHHUS
MOJYYEHHBIX aBTOPOM pE3yJIbTaTOB C JaHHBIMHU 3apy0eXHBIX aBTOPOB 10
paccmatpuBaemoii ipobiieme (Mehmet R.A. et al., 2022, Greco E. et al., 2021),
a Talk)Ke OPUTHHAJIBHBIE OTJIMYMS OT CYIIECTBYIOLIMX aHAJIOTOB;

UCNONb306aHbI COBPEMEHHBIE METOJMKM cOOpa ¥ aHaiu3a MeJULMHCKOM
JOKyMEHTAlMK, cOopa, XpaHeHHs, aHalu3a ¥ 00pabOTKM OHOIOrMYeCKOro
matepuana.  Cratuctuyeckas  o0OpabOTKa  JaHHBIX  BBINIOJIHEHA  C
MCII0JIb30BAHUEM CKPHIITOB, HallMCAHHBIX HaA s3bike R, u nporpammsel RStudio.
CraTucTHYeCKUi aHaTU3 KOJTMYECTBEHHbBIX MIPHU3HAKOB MPOBOIMIIN C MOMOILBIO
Tecta MaHHa-YUTHY NIPU MApHOM CPaBHEHHH B Cilydae, KOIJa pacrpeielieHue
HE COOTBETCTBOBAJIO 3aKOHY HOPMalbHOrO pacnpezaesnenus. CpaBHeHue
Ka4eCTBEHHBIX MMPU3HAKOB TPOBOJMIM C NOMOILBIO Kputepus ¥2 Ilupcona.
BenuunHy noporoBoro ypoBHs 3HaYMMOCTH p HpHHMMaiu pasHoit 0,05.
Mogenu norucTuyeckoit perpeccud paspabarhiBalid ¢ HCIOJIB30BAaHHEM
nporpamMmMel RStudio myTem nostanHoro BKIOYeHHst U MCKIOueHUs MHKPHK-
NPeJUKTOPOB KayecTBa 3MOPHUOHA B COOTBETCTBHHU C UX BKJIAJOM B MOJIEb.
[IporrocTuyeckyro cnocoOHOCTE Mozenu oueHuBanu merogqoM ROC ananusa
(Receiver operating characteristic) no Benuunne AUC (Area Under Curve),
CTaTUCTHYECKOW 3HAYMMOCTHU, YPOBHIO CIEHU(PUYHOCTH ¥ YYBCTBUTEIHHOCTH.

JIMYHbIH BKJIA/] COMCKATE/ISi COCTOMT B:

HEIMOCPEJCTBEHHOM Y4YaCTUM aBTOpa Ha BCEX JTalax BbIMOJHEHUS
JAMCCePTALIMOHHOM pabOThI: ONpEJEeeHUH TeMbl JMCCEPTALMOHHON paboThl,
MOCTAHOBKE LieJiel | 3aj1ay, pa3paboTKe qu3aiiHa HACTOSALIETO UCCIIENOBAHMUS, B

CUCTEMATH3ALMH JIUTEPATYPHBIX JAaHHBIX 110 Teme paboThl. ABTOp JIMYHO



MpOBOAMII COOp KIMHMKO-aHAMHECTHYECKMX W J1a0opaTOpHBIX JIaHHBIX,
OCYILECTBJIS/I BEJICHUE M COMPOBOXK/ICHHE MAallUEHTOB HA BCEX HTArax JeUeHHs
6ecruionus meronamu BPT. IlpoBoaun 3a60p KynbTypajibHbIX Cpell SMOPHOHOB
AN nocrnenyromed  o0paboTku  marepuana W MHTEpIpeTalu
SKCMIEPUMEHTANIbHBIX MOJIEKYJISIPHO-0MONOrHYeCKUX JaHHbIX aHaINu3a TPOQUIs
akcnpeccu MHKPHK MeTo/1oM BbICOKONPOM3BOAMTENEHOIO CEKBEHUPOBAHHMS
(NGS), B ToM uyuciie ¢ NpUMEHEHHEM CTaTUCTHYECKOH OOpabOTKH JaHHBIX.
ABTOPOM  CaMOCTOSATEIBbHO HAMKMCaH TEeKCT JiccepTaiuu, aBropedepar,
chopMHUpOBaHbl BbIBOIbI, MPAKTHYECKHE PEKOMEH/IAIlMK, HAYYHbIE TOJOKEHHS,
MpoU3Be/ieHa anpodalysi pe3yabTaToB. ABTOPOM JIMYHO TOATOTOBJEHBI

MyOJMKALMY B HAYYHBIX KypHAJIaX ¥ U3JaHUAX [0 TeME MCCIIeI0BaHHS.



