«YTBEPXIAIO»

IIpopexTop nmo HayIHOH paGoTe

®eneparbHOro rocyaapCTBEHHOIO ABTOHOMHOrO 00pa3soBaTeNIBHOTO YIPEXKACHHS
BEHICIIEro oOpasoamms «POCCHICKMIT HALMOHAIBHBIA  HMCCIIEIOBATEBCKAM
MemMIMHCKHH  yemBepcurer uM. H.M.  Ilmporosa»  MummctepcTsa
3apaBooxpaHeHns Poccuiickuii Oeneparmu Ha UCCEPTAHIO 3a1eBOM EmuzaseTst
EBrenpeBHBI Ha TeMy I €HETHKO-3MHMAEMHOJIOTMYCCKAA  XapaKTEPHCTHKA
BPOXICHHBIX TIOPOKOB pasBuTHA Yy Jered B MockoBckod —obmactmy,
MPEACTABIEHHYO HAa COMCKaHHE YICHOH CTENEHH KaHMIaTa METUIIMHCKUX HayK I10

coemmanbHocTH 1.5.7. 'eHeTHKka

AKTyalbHOCTb TeMbI HCCIeI0BAHHS

Bpoxaénnsie mopokd passutusi (BIIP) mpeacrasnsror coboil cepbésnyio
npobieMy B cepe 3apaBooxpanenus Poccuiickoi Penepaimu 1 MUpa. YIUTHIBas
3HAYHTEIbHBIA MENUIMHCKHNA W COIMANBHbIA rpy3, kotopeii BIIP mecyTt mma
HaceJIeHHsA, He0OX0AMMOCTh HCCICOBAHMH B 3TOH 00J1aCTH KPHTHIECKH BakHa. B
CBOIO Odepelpb, pa3paborka >ddexTuBHEIX Mep npodrakTHke H nedenns BIIP
BO3MOKHA TOJIBKO NPH HAIWIWM CBEICHHH O PaCIPOCTPAHEHHOCTH, CTPYKTYpE,
JMHAMMKE ¥ MPHIHHAX HX BOSHHUKHOBCHHUA.

Ouenku gactor ¥ mguHamukd BIIP BapeupyroT B mMpokmx mpenenax mo
TEPPUTOPHAIIGHOMY  TIDM3HAKy, Y9YMThIBad  pasiMdHble reorpadudeckue,
aeMorpagMdecKie M STHHIECKHE YCIOBHA, a Takke OCOOCHHOCTH OpraHM3alyH

MPaKTHYECKOr0 3APABOOXPAHECHUA H Ka9ECTBO OKA3aHMA MEAMIMHCKOM MOMOIIH



R —

HaceneHHI0. B cBA3M ¢ 9TuM Bo3HMKaer HeOOXOIMMOCTE MMeTh 9eTkoe
NPENCTABICHHE 00 SIHAEMHOIOrHYECKHX xapaktepuctukax BIIP B kaxmom
PETHOHE CTpPAHEI.

HecMmotps Ha 3HawwmTensusie ycnexu s MEIUIMHE, OCTAIOTCH HepPEmEHHbIE
BOMPOCE! OTHOCHTENIBHO TOYHOM reHeTHdeckod smmmemmonorum BIIP. B To xKe
BPCMA MOABJICHHE HOBBIX METONOB I'CHETHYECKOH MATHOCTHKH, HampHMep,
XPOMOCOMHOI0 MHKPOMATPHYHOIO aHAIM3a, NIO3BOJNAET BEIABIATS penxue Gopmer
TCHETIMCCKH neTepMuHMpoBantEX BIIP, aro pacmmpser nayaroe TIPE/ICTABIICHHE
O MPHMHMHAX BO3HAKHOBEHHs BPOXICHHBIX aHOManHi. H3ydeHue >muneMHoToriy
PCAKHX XPOMOCOMHBIX QHOMAIMH CTOCOGCTBYET MOBBHIMEHHIO KAYECTBA MEIUKO-
FEHCTHYECKOTO KOHCYIbTHPOBAHMA CEMEHA.

Takum  ofpasom, aucceprammonHOe wccmemoBamme  3aseBoif EE.,
HAIIpaBJIEHHOE Ha M3Y9EHHE NCHETHKO-3MHAEMHOIOIHIECKHX xapakrepuctux BIIP
B Mockosckoi obmacte, sBnsercs AKTyaIbHBIM M COBPEMEHHBIM. Pe3ynbTars
HCCIICNOBaHMA MPENOCTABISIOT LEHHYIO HMHPOPMAIMIO I  AATbHEHIHX
MCCIICNOBaHMH ¥ pa3paboTok B 06NacTH 31paBOOXpaHEHWS, criocobCTBy s

YJIyHIICHHIO 340POBbA M Garonoiydus 6yIymux OKOJIECHHA,

HoBu3na AcciieoBaHMS H NOTy4eHHBIX Pe3y/IbTATOB, BLIBOIOB B
PeKOMeHAanuiH, ChOPMYTHPOBAHHBIX B AHCCEPTAIHH

HoBu3sna mccnenoBaHus 3aKimiO¥aeTcs B IONYYCHHH HOBHIX CBEICHHH O
PacTpOCTPaHEHHOCTH, AWHAMHKE W 0CoOeHHOCTAX criektpa BIIP y Hacemenus
Mockoscko#t obmacti 3a 9-meTHMit mepwox. YCTaHOBNIEHO, WTO HamGONIEE
pacmpocTpan€éHHEIMH rpymmamu BIIP asnsroTca BposkneHHBIE MOPOKH cepaedTHo-
COCYHCTOM CHCTEMBI, MOYETIONIOBOH CHUCTEMBI, BEPXHHX M HIDKHHUX KOHEYHOCTEH,
[EHTPAIbHOH HEPBHOH CHCTEMEI, 4 TAK)KE XPOMOCOMHBIE aHoManuH, Ha ocHoBaHMu
m3ydeHus auHaMukd BIIP B pervoHe BBIABIEHO CTATHCTHYECKM 3HAYHMOE
TOBHINEHNE YaCTOThl aHIHLE(ATHH, CITMHHOMO3TOBOH IPHDKH M CHHIpoMa JlayHa.
Brepseie B Poccum omMcaH CHEKTP 9acThIX M PEAKHAX XPOMOCOMHBIX aHOMAJIHA,

3apETHCTPHPOBAHHLIX B Oase peructpa BIIP, cpems xMBOpOMKIEHHBIX,
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MCPTBOPOXACHHBIX H SJIMMHHHPOBAHHBIX ILIOJOB, HOK&S&HO, YTO NIECpBHYHAA

MpodrIIaKTHKa (oNaT-3aBACHMEIX TOPOKOB B PETHOHE PeallU3yeTCs HEIOCTATOTHO.

3HaYMMOCTE U1 HAYKH H TIPAKTHKH [0J1yYeHHbIX pe3yIbTaToB

Teoperudeckas u mpaxTedeckas UEHHOCTL PabOTHI 3aKMIOYATCH B BHJE
CJIEYIOMMX aCHEKTOB;

1. Onpenenens: Gasosble moOmyMALMOHHbIE 9aCTOTHI MIA BCEX rpymn BIIP,
3aperucTpupoBaHHbIX B peructpe BIIP Mockosekoit obnacta. JaHHBIE
CBCACHHA BAKHBI Ui IUIAHMPOBAHMA M MOBbImEHHs 3(dexTuBHOCTH
nedeOHbIX M NpodrmakTHaeckux MeponpuaTHii B perHone. Ha ocHOBammm
YBCIMICHUA CyMMapHOH 49acTOTH (ONIaT-3aBUCHMBIX TIODOKOB aBTOP
AKIICHTHPYCT BHMMAHHC HA HEOOXOOMMOCTH COBEPLICHCTBOBAHHA MED
NIEPBUYHOM NPO(HIAKTHKY B PETHOHE;

2. TlonmydyeHs!I JaHHBIE N0 SMHIEMHOJOTHA XPOMOCOMHEIX AHOMAJTHIA, KOTOpBIE
PaCIIUpSAIOT HAayYHBIE NPEACTaBleHHd 00 HX BKIaAe B CTPYKTypy
TEHETHIECKOro rpysa B u3ydaeMoit momymampm. [lokasaHo, 4To pemkue
XPOMOCOMHBIE aHOMaiIHM coctaBmaior 11,2% or obmero wmcia
XPOMOCOMHBIX 6one3ne# B perroHe. B cTpykrype pemxux XA mpeobnagaror
TPUIUIOMIMM M 9aCTHIHbIC JEICLMH XPOMOCOM. YCTaHOBJIEHO, YTO PHCK
pOKAEHHMA pebEHKA C PEAKOH XPOMOCOMHOM aHOMauHMel He CBA3aH ¢
BO3PAaCTOM MATePH. ABTOPOM MPEIOKEHBI OKA3aHuUA IS PAaCIIHPEHHOTO
FEHETHIECKOT0 TECTHPOBAHUSA B IIPEHATATEHOM IIEPHOJIE.

Pe3ynbraTsl QMCCEPTALMOHHOIO MCCIEOBAHMA BHEAPEHBI B y4eOHYIO
JeATeNbHOCTh Kadenpsl MmemuumHcKod reHetmku OI'BOY JIIIO PMAHIIO
Mumsapasa Poccrn. BrnoueHue 3Tux pe3ynbTaToB B 00yYaOMHe MATEPHATEL L
CTYACHTOB M ODJHHATOPOB PEKOMEHAYETCH I IpYrux MemuimHCkux BY3os, a
TaloKe I OOydYalomuXCi HAa [MKIAX IOBBINCHHA KBATHDUKAIMU M
NIEPETNIOATOTOBKH IO crelanbHOCTH «[ eHeTHka»y. Marepuansl MCCIENOBaHMA M
OPAaKTHIECKHE PEKOMCHIAIMH MCIONB3YIOTCA B JiedeOHO-npoduIakTHaecKon

pabote Meauko-reneTuueckoro otaenenua I bY3 MO MOHHUUAT um. akagemuxa
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B.H. KpacHONMONECKOro, 9TO MOATBEPKACHO AKTAMH BHEAPEHHA B MPAKTHICCKYIO

JEATETEHOCTh Pe3yIbTATOB HayqHO-HCCIIEI0BATENBCKON paboTsL

OuneHka coepxaHHs JHCCEPTAHH

JucceprammonHas padota 3asesoii E.E. BEIIOTHEHA B TPAAHIIHOHHOM CTHIIE
H COIEPHKHT 0630p TMTEPaTyPhl, MATEPHABI K METO/bI, PE3YIHTATEI HCCIC0BAHIA
M Mx 06CY)XIeHHe, BHBOAH M MPAKTHYECKHe PeKOMEeHammH. JIaccepTalpoHHas
pabora usmoxkeHa Ha 169 CTpaHMUAX MAaNIMHONMCHOIO TEKCTa, COCTOHMT M3
BBEICHMsA, TpeX IaB (0030p JuTepaTypEl, MaTepUaibl U METOIBI HCCICAOBAHMA,
PE3yJIBTaThl COOCTBEHHBIX MCCIIEN0BAHMH H 00CYK/ICHHE), 3aKIOYCHHA, BEBOJOB,
PaKTHIECKAX PEKOMEHJALMHN, CIMCKA HCTONB3YEMBIX COKDAIICHWH, CITHCKA
ony6auKoBaHHEIX paboT, GrarogapHOCTeH, 3 MPHIOKEHHW U CIMCKA THTEPAaTyPHI,
BrHOgatomero 202 IUTepaTyPHBIX HCTOYHHKA, W3 HEX 24 OTeuecTBEeHHBIX M 178
sapyGexnbix. PaGora mimocTpuposana 46 TaGmauamm, 20 pucyHkamH H 3
MPWIOXKEHHSMHE, 00JIErJalomMMH BOCIIPHATHE MaTepHaIa.

Haseanme paboThl OTpakaeT CyTh JuccepTamuu. B pasmene «BemeHHe»
aBTOPOM JOCTATOTHO YGeEMMTENSHO OOOCHOBBIBAECTCA AKTYalbHOCTb HACTOAIICH
paborel. Llens mccmenosanus cgopMynupoBaHa 9YETKO, 3a1a9d KOHKPETHBI H
MOJHOCTBIO COOTBETCTBYIOT Lead. HaydHas HOBH3H3, TEOPETHYECKAA U
MpaKTHIeCKast 3HAYMMOCTh JHUCCEPTAlMM CGHOPMYIHPOBAHBI TPABHIBHO H
OTPAXAIOT OTIMYUTENbHBIE 0COOEHHOCTH BHINIOTHEHHOX Pa0oTBL.

B o630pe muTepaTyphl NPEACTAaBICH AHAIM3 3HAYHTENBHOrO 00BEMa
COBPEMEHHBIX OTEYECTBEHHBIX M 3apybexHbix wucTogHMKOB. OG30p Xxopomo
CTPYKTYpHpPOBaH M BCECTODOHHE OCBEINACT COBPCMECHHBIC B3[ULAJBI Ha
cymecrBytompe knaccupukampy BIIP, npuawebl #MX BOSHMKHOBEHHA H
STIHMAECMHOJIOTHYECKHE XapaKTEPHCTHKH.

B rmase «Marepuansl ¥ METOABD» IMOAPOOHO PaccMaTpHUBAETCA CTPYKTypa
peructpa BIIP B Poccum um MockoBcKoM 007acTH B 9aCTHOCTH, a TakoKe

XapaKTEPHCTHKA MOHMTODHPYEMBIX IODOKOB pasBuTi. /[laHo ommcanue
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MapmpyTH3auMyd OEpeMEHHBIX IO MENWIMHCKMM YYPEKIEHHAM MOCKOBCKOM
obmacTu.

OcHoBHas 49acTe paboTel mOCBAmEHA pe3yabTaraM  COOCTBEHHBIX
HCCIIC0BaHUM, KOTOPEIE IIPEACTABJICHBI B XOPOIIO CTPYKTYpPHUpPOBaHHOM riase. Ha
ocHoBe aHamm3a 15486 cmyuaes BIIP, 3apeructpupoBaHHBEIX B MOCKOBCKOH
obmactu ¢ 2011 mno 2019 roms, jaercs monpobHAS XapaKTEPHCTHKA
nomy IAMOHHEIX 9acToT BIIP kak nmo BceM rpymnmaM mopoKoB, Tak H IO KAXKAOMY
NOPOKY W3 Ipymmel oOs3arenbHOro ydera. IIpoBemeH CpaBHHTENBHBIH aHAIM3
nmonynaiMoHHbix 4acror BIIP B  Mockosckoit obmacT ¢ DaHHBEIMH
MEOKAYHApOAHBIX HccnenoBanuid. Onpenencha aunamwka BIIP B permone,
BBIJICJICHB! THIIBI MMOPOKOB C TCHACHIMEH K POCTYy MOMyJIMOHHBIX YacTOT, H
00CYKIECHBI BO3MOXHbIE MPHIHHEL JAHHOTO ABIeHHA. Oco60e BHUMAHHE YIETIEHO
XpoMocoMHBIM (opmam BIIP: naHa XxapakTepuCTHKa MOMYJALMOHHBIX 9aCTOT
9aCTBIX M PpEOKHMX XPOMOCOMHBIX QHOMAIWH, OIMCAHBI (HEHOTHITMIECKHE
NPOABICHUA MHKDPOCTPYKTYPHBIX XPOMOCOMHBIX AHOMAIHMH B NPEHATAIBHOM
nepuoze.

B 3akmoumrensHOM wacT paboTel 00OOIEHBI IMOJMYYECHHBIE AaHHEIE,
OTMEYEHBI CWIBHBIE M clabsie cropoHsl peructpa BIIP MockoBckoit obnactu u
HaMEYEHBI EPCISKTHBHI JATPHEHITHX HAaydHBIX HCCnenoBaHui. [lomaepkuBaeTcs
BKHOCTH Pa3sBUTHA M COBepIICHCTBOBaHMA peructpa BIIP Mockosckoi obnacTy,

a TaKKe HCOGXOJIPIMOCTB IpOBEACHHA MEKTACITATUTHHAPHBIX HCCJICJOBAHMM.

KoHKpeTHBbIE peKOMEHIAIMH N0 HCI0JIb30BAHUIO Pe3y/ILTATOB H
BBIBOJOB AHCCEPTALHOHHOH PaboThI

Pe3yneTarsl, BHBOABI M NPAKTHYECKHE PEKOMEHIAMH IUCCEPTALIOHHON
pabotsr 3asesoit E.E. cieayer pekoMEeHIOBAaTh K HCIONB30BAHMIO B JIEYEOHO-
npoduIakTHYeCKOM ~ paboTe  MPAKTMKYIOMMX  BPaveH-TCHETHKOB  Kak
aMOyNIaTOpHOro, TaK M CTAIMOHAPHOTO 3BEHA C LENbIO MOBHINCHHA KaveCTBa
MEMKO-TeHETHIECKOTO KOHCYJIBTHPOBAHHA CeMEH. Pe3ynbTaTbl MpOBEACHHBIX

HCCIIEIOBAHMI TAIOKe MOTYT OBITH IPEACTABIECHE! B KyPCe JNEKLMHA Ui BpaieH
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OpOMHATOPOB, OOYYalOmMXCA [0 IPOrpaMMaM IIOATOTOBKH KaapOB BHICIIETO
o0pa3oBaHus, MOBHIMIEHHUS KBATH()HKALIH M II€PEIIOATOTOBKH M0 CIIEHATbHOCTH

«['eHeTHKa®.

JImanoe yuacTae aBTopa B 0/JIy4eHHH Pe3y/IbTATOB

YuacTHe aBTOpa OTMEYEHO HA BCEX OJTamax HCCIEAOBAHHA. ABTOPOM
COBMECTHO C HAyYHBIM PpYKOBOAMTENEM pa3paboTaH [au3aiH HCCIEAOBAHMA,
chopMyIHpOBaHBI €0 LEMM M 3anauH. JIMIHO aBTOPOM IPOBEIEH TOUCK H AHATH3
JHUTEPATyPHBIX HCTOYHHKOB II0 TEME AMCCEPTALMH, OCYMECTBIAIOCH BEACHHE
peructpa BIIP MockoBckoii 005acTd, NPOBENEH CTATHCTHYECKHMM aHAIH3
IOJIY9EHHBIX JaHHBIX, COPMYIHPOBAHBI BHIBOABI M PEKOMEHAALMM, a TaloKe
HAlMCaH TEKCT HAcToAmeid paboTel. ABTOP MPHUHMMAl AKTHBHOE YJacTHE B
HalMCAaHWHM HaydYHBIX CTaTel, MOATOTOBKE MOKIAAOB M TMPEACTABICHHH HX

HAy9HOMY COOOIECTBY.

3amevaHHsA H BOIPOCHI 110 AHCCEPTALMOHHOM pabdoTe

[TpuHimmaneHbIX 3aMedanuii K pabore 3aseoit E.E. Her. Mmeromuecs
HEIOCTATKH B O()OPMIICHUH, OTACIBHBIE CTHIMCTHICCKUE OMMHUOKHA HE OKa3BIBAIOT
BIIMAHHME HAa KAYECTBO M MOJIO)KUTEIBHYIO OLIEHKY TACCEPTALHH.

B kagecTBe Hay9IHOM OUCKYCCHM, IIPOCHM aBTOpPA OTBETHTDH HA CIICAYIONIHI
BOOPOC. KaKkue MOTYT OBITh MOAXOABI IO OPraHM3AIMH PACIIMPEHHOIO
I€HETHIECKOTO0 TECTHPOBAHHMA B NpPEHATATbHOM IEPHOJE HAa TOCYAapCTBEHHOM

ypoBHE?

3axmouenne

JuccepraiponHoe uccneaoBanue 3asesoil Enusasersr EBrenpeBHsI Ha TeMy
«[eHeTHKO->TMIEMHOJIOTHIECKAs  XAPAaKTEPUCTHKA  BPOXKACHHBIX  IOPOKOB
passuTHA y AeTed B MOCKOBCKOH 00nacTim) fBISETCd 3aKOHYEHHOW HaydHO-
KBAIH(PUKAMOHHONH paboTol, MMEIomeH BaKHOE 3HA49€HHE I COBPEMEHHOH

MEJHUIIHHEI, 3aKIF0YAf0MIeecs B MOTyIYE€HMH HOBBIX JaHHBIX O 9aCTOTE, CTPYKTypE H
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munamuke BITP u xpomocomubx amomammii B Mockosckoit ofnacta. PaGora
COOTBETCTBYET TpeOOBaHMAM, NMPEABABIIEMBIM K AMCCEPTALMAM Ha COMCKAHHE
YUeHOM CTeNmeHM KAHIMIATA MEOWIMHCKHX Hayk, cormacHo m. 2.1 pasmena II
(moxropckan) m. 2.2 pasmena II (xammumarckas) [IosoxeHMs O IPHCYXACHHH
YYEHBIX CTeneHed B  (eNepaibHOM  rOCYyAapCTBEHHOM — aBTOHOMHOM
00pa3oBaTeILHOM yUpEXKICHHH BHICIIEr0 06pa3oBamms «POCCHHACKHIA yHUBEPCHTET
npyx6s1 Hapoxos umenn [latpuca JlyMmyMObDy, yTBEpIKICHHOTO Y4Y€HBIM COBETOM
PYIH mporokon Ne VC-1 or 22.01.2024 r., a e& aBrop, 3aseBa Enmzasera
EBreHneBHa, 3aciyXMBaeT MPHUCY)KACHMA Y9YEHOHM CTEHNEHH KaHIWJATa
MEIHIMHCKHX HayK Mo cnermansHocTH 1.5.7. I'enernka.

OT3BB MOATOTOBNEH 3aBedylOmMUM Kadeapoit oOmeid W MEOMIMHCKOM
TeHETHKH MeauKo-Omonormaeckoro ¢pakynsrera ®I'AOY BO PHHUMY um. H.H.
[Tuporosa Mumsapasa Poccun, n.M.H. BouHopoit B.1O.

Ot3BB 06CyK/IeH B 0400peH Ha 3aceqaHHK Kadeapr1 00meH u METUIMHCKOM
F€HETHKH MeauKo-6monorugeckoro ¢akynmsrera ®I'AOY BO PHUMY mm. H.H.
[Tuporosa Mumsapasa Poccru (mporokom Ne A or« 1€ » 7/  2024r).

3aBeayromuit kadeapoit obmei 1 ’
MEIUIMHCKOW T€HETHKH MEIUKO- %
6uonorugeckoro paxynsrera OI'AQY O

BO PHUMY mm. H.H. [Tuporosa
Munsapasa Poccuu, o.M .H. Bounosa Bukropusa IOpseBHa

«Zf»_poeips 2024

HOIU]IICB 3aBEPAIO:

117997, r. Mockea, yi. OCTp Siresreoha,
Ten.: +7(495)434-14-22
E-mail: rsmu@rsmu.ru, caiit: https://rsmu.rw/





{"type":"Form","isBackSide":false,"languages":["ru-ru"],"usedOnDeviceOCR":false}




{"type":"Form","isBackSide":false,"languages":["ru-ru"],"usedOnDeviceOCR":false}




{"type":"Form","isBackSide":false,"languages":["ru-ru"],"usedOnDeviceOCR":false}




{"type":"Form","isBackSide":false,"languages":["ru-ru"],"usedOnDeviceOCR":false}




{"type":"Form","isBackSide":false,"languages":["ru-ru"],"usedOnDeviceOCR":false}




{"type":"Document","isBackSide":false,"languages":["ru-ru"],"usedOnDeviceOCR":false}




{"type":"Document","isBackSide":false,"languages":["ru-ru"],"usedOnDeviceOCR":false}



