OT13bIB Ha aBTOpedepart quccepranuu 3asiesoii EnnzaBersl EBrenseBHbBI
Ha Temy: «I'eHeTHKO-INUAEMHOJIOTHYECKasi XapAKTEPUCTHKA BPOKIACHHBIX
IMOPOKOB pa3BuTHsA y JAeTeil B MOCKOBCKOI 00J1aCTH», IPEICTABJICHHON HA

COMCKAaHMe YYCHOM CTeNeHH KAHAMAAaTa MeIMIUHCKUX HAYK
no cnenuanabHocTu 1.5.7. — I'eneruka

Bpoxnennsie mopoku pasputusi (BIIP) 3anumaroT nuaupyroiiee MecTo B
CTPYKTYpPE MIIQJICHYECKON CMEPTHOCTU U JAETCKON MHBAJIUINU3ALNM, UTO OKA3bIBAECT
3HAYUTEIBHOE BO3JICMCTBAE HAa OTHAEJIBHBIX JIFOJEH, HUX CEMBH, CHUCTEMY
3/[paBOOXpaHeHs] U 00mecTBO B 1eaoM. COrjacHO OLEHKaM, OT BpPOXKICHHBIX
3a007I€eBaHUl B TEYEHWE TMEPBBIX 28 JHEH IKU3HU EXKETOJHO YMHPAIOT
240 000 HOBOPOXK/ICHHBIX  JICTEH. BIIP  saBnsAroTCA  IPUYMHOU  CMEPTH
170 000 mereit B BO3pacTte OT OAHOrO Mecsia jo mnsatu Jier. HaumbGonee wacto
BCTPEUAIOTCSI TMOPOKM CEpJlla, MOPOKU UEHTPAIbHONM HEPBHOM CHUCTEMBI,
MHO>KECTBEHHBIE BPOXKJICHHBIE TOPOKUA PA3BUTHUS, a TAKKE AHOMAJIMM KOCTHO-
CYCTaBHOM CHCTEMBI.

Huccepranmonnas pabora 3aseBoii EnumzaBersi EBreHbeBHBI MOCBsIICHA
aKTyaJIbHOU MpoOsieMe — reHeTUKO-3MHUIeMHUoNIoTuyeckoi xapakrepuctuke BIIP B
MoCKOBCKOW 00J1aCTH, YTO MO3BOJIMJIO PEIIMTh HE TOJBKO HAy4YHBIE 3aJadyd IO
T€HETUYECKOW SIHUAEMHUOJIOTHU KOHKpeTHbIX ¢opm BIIP, HO u pa3paborath
MEIUIIMHCKAE PEKOMEHJAIMU JJig TMOBBIIIEHUS A(()EKTUBHOCTH  MEIUKO-
T€HETUYECKOr0 KOHcynbTUpoBaHua. E.E. 3aseBa omnpenenwna NOMyJIsLHUOHHbBIE
gacToThl W CTpykTypy BIIP B MockoBckoit o6sact, BbIAEIWIa Hauboee
pacnpoctpanennbsie BIIP, moka3zama, uyto Haubojee 4YaCTBIMH CHHIPOMAaMH,
ACCOLMMPOBAHHBIMHU C JEJEHUSIMU ayTOCOM, SIBISIOTCS CUHIpOMBI Ju Jl>Kopmxwy,
[Ipanepa-Bunnu/AHrenbMana, «KoIIaybero Kpuwka» W Bonbda-XuprixopHa,
BBISIBHJIA HEIOCTATOYHYIO 3(P(EKTUBHOCTH IMEPBUYHON MNpOodUIaKTHKA (ojaT-
3aBUCHMBIX TIOPOKOB  pa3BUTHS. ABTOp  AaKUEHTHPYET BHHMaHHE Ha
HEOOXOIMMOCTH MPOBEACHUSI XPOMOCOMHOT'0O MUKPOMATPUYHOTO aHAJIN3a C IIEIIbIO
BBISIBIICHUSIT MHUKPOCTPYKTYPHBIX XPOMOCOMHBIX aHoMmanuii y moga ¢ BIIP u
HOPMAaJIBHBIM KAPUOTHUIIOM I10 PE3yJIbTaTaM IMpPEeIBAPUTEIbHBIX UCCIIEA0BAHNM.

HMuccepraunonnas padora 3aseBoil E.E. sgBisieTcss 3aKOHUEHHBIM Hay4YHBIM
HCCIIEIOBAHUEM, BBIIOJHEHHBIM C [PUMEHEHHUEM METOJOB KJIMHUYECKOTIO,
SIUIEMUOJIOTHYECKOT0 M CTaTUCTUYECKOTO aHalin3a JAaHHBIX, MMEET HAay4YHYIO
HOBU3HY M TPAKTUYECKYI0 3HAYUMOCTh. BbBIBOIBI 000CHOBaHBI. Pe3ynbTaThl
JUCCEpTaMK OMMyOJMKOBAaHBI B 6 MeYaTHBIX paboTax, B TOM 4YHUCiE B 4 CTaThiX B
pELEH3UPYEMBIX HayUHBIX JXKypHanax, pekoMeHayeMblx BAK npu MunoOpHayku
Poccun.

ABTOpedepar uMeeT TPAAUIIMOHHYIO CTPYKTYPY M COCTOUT W3 Pa3lelioB:
oOmiasi xapakTepucThka paldOThl, MaTepuaibl W METOABl HCCIEIOBAHMUS,
pe3yabTaThl  HCCIEAOBaHUS U HUX OOCYXJEHHE, 3aKIIOYEHHE, BbIBOJIbI,
MPAaKTUYECKUE PEKOMEHJAIMU, CIUCOK MyOJMKAalMii MO TeMme AuccepTaluu,
pestome. ABTopedepar COAEPKUT 7 PHUCYHKOB M 3 TaOMUIBI MO OCHOBHBIM
pe3ysibTaTaM paboTHI.



[ IpUHIMITHAIBHEIX 3aMedaHuil mo padore HeT. OgHako obpamiaeT Ha cebs
BHHMaHWE HEaKKypaTHOe WCIIOIb30BaHUEe TI'eHETUYEeCKMX TEpMHHOB. Tak, B
Ka4yeCTBE CHHOHUMOB MCIONIB3yIoTes ciaoBa «CNV» u «curgpom» (Toraa kak CNV
MOXKET JIeXKaThb B OCHOBE CHHApPOMa), «CHUHApoM JlayHa» M «XPOMOCOMHEIE
anomanuuy (cuHIpoM JlayHa sBIsieTcs 3a0oieBaHUEM, 8 XPOMOCOMHAs aHOMAIIHS
ero obycnosnuBaer) U T.1. Ha pucyrke 1 B crpyktype BIIP, cpenu coGcTBEeHHO
ITOPOKOB Pa3BUTHSL, IPUBEIEHBl XPOMOCOMHBIE aHOMAJIUH, KOTOPEIE MOTYT JIE)KATh
B HX OCHOBe. XpPOMOCOMHBIE QHOMAJIWU HE SABIAIOTCA HAC/IEICTBEHHBIMH
3aboneBanusmu (ctp. 16), a JexaTt B uxX ocHoBe. B Tabmmie 3 cpenu CHHIPOMOB,
00YCIIOBIIEHHBIX JETICHUSIME OTAEIBHBIX PETHOHOB XPOMOCOM, aBTOPEI YKa3bIBatOT
KOJIBIIEBBIE XPOMOCOMBL. B CBSI3M C 3THUM, XOTEIOCh OBl yTOYHUTH, HA OCHOBAHHU
Yero KOJBIIEBBIE XPOMOCOMEI OTHECEHBI B JaHHYIO I'PYIILY, €CIM HU3BECTHO, YTO
OHH MOTYT UMETh 3HaYUTEIHHO 00JIee CI0XKHYIO CTPYKTYpY?

I[To o0BeMy BBIIOJHEHHBIX WCCIENOBAHMUM, 3HAYUMOCTH IIOJy4YE€HHBIX
Hay4YHBIX PE3yIBTATOB, JOCTATOYHOMY YPOBHIO IyONIuKanui 1 ampobanuy paboTsl
cuMTaro, dro guwccepramms — 3aseBoi E.E. Ha  Temy: «l'eHerumKo-
SMUAEMHUOJIOTHIECKAs XapaKTEPUCTHKA BPOXKICHHBIX IOPOKOB Pa3BUTHs Y IETEN B
MockoBcko#i  007acTi» IMOJHOCTBEO COOTBETCTBYeT TpeOoBaHMAM 1. 9
«[lomoxxeHus O  TPUCYXIOEHUU  YYUYEHBIX  CTENEHEN»,  yTBEPXKIEHHBIM
[Tocranosnenuem I[IpaButensctBa Poccutickort @eneparmu ot 24 centsops 2013
r. N 842 (8 pen. Ilocranosnenus IlpaButensctBa P® ot 25.01.2024 N 62),
MIPEBSBISIEMEIM K JUCCEPTAlldsIM Ha COWCKaHHE Y4YEHOM CTeIeHH KaHAWIaTa
HayK, a €e aBTOp 3aCIy)XUBaeT IIPUCYKACHUS CTEIIeHN KaH/AuAaTa OMOIOTHIECKUX
HayK I10 crienuanbHocTH 1.5.7. 'eHeTnka (MeIUITHCKIE HAyKH).

Haro cBoe cormacue Ha cOop, 0o0paboTKy, XpaHeHHEe U Iiepefady MOHUX
MIepCOHAIBHBIX JaHHBIX B paboTe guccepranuonHoro cosera IT/IC 0300.005 npu
OI'AOY BO «Poccuiickuii yHUBEpCHTET IpyXObl HapomoB umeHH Ilarpuca
JIlymyMOBI».

Crapiuii Hay4HBIH COTPYIHUK J1a00paTOPUH [UTOTEHETHKY
HayuHo-Hccen0BaTenbCcKoro HHCTUTYTa MEAULIUHCKON TEHETUKHU
®DenepaibHOro rocy1apCTBEHHOr0 OIOKETHOTO HAYYHOTO YUPEKISHUS
«ToMckull HAITMOHAIEHEIN UCCIIEN0BATEILCKUM

MeIULMHCKAY HeHTp Poccuiickoil akaieMun HayK»

(Tomcxuit HUML])

ITommuce A.A.
Y4eHsIil ceKpeT
K.0.H. ‘

02.12.2024



OT3bIB
Ha aBTopedepat AnccepTauHonHOro HeesenoBaHus 3aseBoii EnnzaBeTsl
EBrenbeBub! «IeHeTHK0-INHIEMHOIOTHYECKAS XAPAKTEPHCTHKA
BPOXKICHHBIX MOPOKOB pa3BHTHA y AeTeil B MockoBCcKoOH 00/1acTHY,
MPEACTABJIEHHOr0 Ha COMCKAHHE YUeHOH CTeNneHH KaHAHAATa MeAHIHHCKHH

HayK no cneunaibHoctH 1.5.7. I'eHeTHKA (MeAHIHHCKHE HAYKH)

Bpoxnénnsle mopoxu passutus (BITP) mpezcTaBisioT coboil aHOMamHH
CTPOECHHS WM (YHKUHH OPraHOB M CHCTEM OpraHH3Ma, KOTOPEIE BO3HHKAIOT B
NEepHOJ BHYTPHYTPOOHOTO pa3BUTHA IUIOMA M IPOSBISIOTCA HPH POXKIEHHH HIIH B
panHeM netckoM Bospacte. [Tocnenctsus BITP pis mHaMBHAA MOTYT GHITH BeCbMa
Pa3HOOOpa3HBIMHM, OT JETKHX KOCMETHYECKHX Je(GEKTOB JO  TSKEIBIX
XKU3HEYIPOXAKMIUX  COCTOSHHIA. Hetu c¢ BIIP wacto HyxpmawTca B
JIOPOrOCTOAIMX ~MEIMIMHCKAX BMEIIATeNbCTBAX, BKIIOYas XHPYPrHYECKHE
ONepalyy, peabMIMTalUI0 U MOXU3HEHHOe Habmonenye. B cBsasu ¢ stum, BIIP
NPEACTABNAIOT COOOH 3HAYMTENBHYIO SKOHOMUYECKYI0 HArpy3Ky Ha CHCTEMY
31paBooxpaHeHusa. Paspaborka MeTo0B MPOGUIAKTHKH W paHHEE BhIABJIEHUE
BIIP sBndroTcA NPHUOPUTETHBIMH HAIpPaBIEHUAMH B OOGNACTH OGLIECTBEHHOIO
3[paBOOXpaHEHHUS.

KmoueBsIMH ~ HMHGOOPMAaUHOHHBIMH  HCTOYHHUKAMH no OLIEHKE
pacnpoCTPaHEHHOCTH ~ BPOXICHHBIX ~aHOMAIMH B MONYNANMM  SBISIOTCS
MoHuTopuHroBble perucTpel BIIP. Peructpsr BIIP mpencraBmsor  co6oit
CHIeLHATH3HPOBAHHEIE §a3bl JaHHBIX, B KOTOPBIX CHCTEMATHUECKH COGHPAIOTCS U
AHAJTM3UPYIOTCA NaHHBIE O CIy4asdX BBIABIEHHBIX aHOMANMIA y HOBOPOXIEHHBIX,
MEPTBOPOXAEHHBIX M SMHMUHMPOBAHHBIX MIIOZ0B. Ha OCHOBAaHMH MONydYeHHBIX
JaHHEIX ~BOSMOXHO IUIAHMPOBaHME H  paspaboTka cremuduueckux Mep
NpoGUIAKTHKH, MEIULIHHCKOTO JIEYeHH s U COLUATBHOM TIOATEPXKKH HaceNleH .

Juccepranuonnas pabota 3aseBoii EnusaBeTsi EBreHbeBHbI TIOCBALLEHA

usydeHuto snunemuonorud BIIP u XpoMocoMHBIX aHOManmii B MOCKOBCKOM

00MacTH ¢ ILENbl0  ONTUMM3AIUU CYIIECTBYIOIINX  NMPO(QUIAKTHYECKAX



MEPOIIPUATHH B pernone. MocKkoBCKas 00acTh, Kak OAWH M3 KPYIHEHIIMX
pervoHoB Poccun, sBiserTcs neHHEIM 06BEKTOM TS TNPOBEJIEHHA NOXOOHKIX
uccnenoBanuit. IIpoBenennoe nccnenosanme gBIgeTCS aKTyaJbHBIM H 3HaYHMBIM
KaK JULi HayKH, TaK M 71 IPaKTHYECKOro 3paBOOXPaHEHHS.

ABTOpOM afleKBaTHO ONpeJeNeHsl Lelb H 3ajadd pabotel. ILlensro
HCCIIENOBAaHHA ABJIACTCS KOMIIJIEKCHAS OLEHKA T'eHETHKO-3MHICMHOIOIHIeCKHX
ocobenHoctelt BITP B MockoBckoit o6mactu. JIns HOCTHKEHHS 5TOH LeNH
TIOCTAaBNICHBl ~ KOHKDETHBIE  3aiayd,  HANpaBIeHHBlE Ha  H3y4YEHHE
pacnpOCTPaHEeHHOCTH, CTPYKTYPHI, AMHAMHKH M FreHeTHYeCKHX acriekToB BITP.

B aBropedepare KkpaTko ONMMCaHBI METOXBI HCCIEIOBAHHS, KOTOpEIe
HCTIONB30BANKCh  ABTOPOM. ABTOp TpUMEHHN Kak  TpaAHLMOHHBIE
3MM/IEMHOJIOTHYECKHE MeTOABI (METOIBl MaTeMaTHKO-CTATHCTHYECKOTO aHAJH3a
JaHHBIX), TaK M KIMHHYECKHH aHanW3 (eHOTHNHMYecKHX omucanmii BIIP ¢
MHTEepIpeTalel  pe3y/NbTaTOB  COBPEMEHHHIX  METOJOB  I€HETHYECKOIo
TECTHPOBaHHA. TaKOH KOMIUIEKCHEIH T0/IX0]] [O3BOJISET MOy IHTE Goliee MOTHYIO
KapTHHy mpoOiemsl. OTHenbHO clegyeT OTMETHTh TINATENBHBI aHANH3
CTaTHCTHYECKHX JaHHBIX, YTO ITO3BOJIMIIO aBTOPY BHIAEIHMTH KIIOYEBbIE TCHICHIIHN
H pETHOHaJIbHBIE 0COOEHHOCTH pacmpoctpaneHds BITP B MockoBckoii 061acTH.
IIpu 5TOM aBTOp HE OrpPaHMYMBAETCSA MPOCTOH KOHCTATalkel (aKTOB, a HPOBOIUT
TTy6OKHiH aHaU3 TPUYHHHO-CIIEICTBEHHBIX CBA3EH.

Pe3ynbTaThl HCClENOBAaHHSA NpPEICTaBIEHBl B BHIE KPAaTKOTO ONKCAHMA
OCHOBHBIX BBIBOJIOB. ABTOP NPHUBOMT JIaHHBIE O PACTIPOCTPAHEHHOCTH PA3THYHbIX
BunoB BIIP, ux cTpykType mo cHCTeMaM OpraHOB M CHCTEM M WX JIHMHAMUKE.
Ocoboe BHHMaHHME YIENAETCA IEHETHYECKHM acleKTaM IIpoGJeMBl, BKIIOYAs
aHAIHW3 YacTOTBl M CTPYKTYPBI 4acThIX H pPEIKHX XPOMOCOMHBIX AHOMAIHH U
H3y4eHHE (EHOTHINYECKHX IpPOABIEHHH MHKPOCTPYKTYPHBIX XPOMOCOMHEBIX
NEPECTPOEK B NIpeHaTaNbHOM NepHoze. Hanbonee pacipocTpaHEHHEIMU IpyIaMe
BIIP B MockoBCKO# 06J1aCTH ABIAIOTCS MOPOKH CEPAEYHO-COCYIUCTON CHCTEMEI,
[TOPOKH MOYETOIOBOH CHCTEMBI, LIEHTPANBHOH HEPBHOM CHCTEMBI M BEpXHHX W

HIDKHHX KOHe4yHocTed. Ha BTOPOM MECT€ II0 YacToTe Cp€on BCeX




3aPETHCTPUPOBAHHBIX CIly4aeB B PErMCTPE PACIONATAETCA IPYINa XPOMOCOMHBIX
dHOMANWH, BKIIOYAIOWIAsd BCE CIy4yad 4YaCTBIX M DPENKHX XPOMOCOMHEIX
NepecTpoeK. BEHIABIEHO CTATHCTHYECKH 3HAYMMOE HApAaCTaHHE MOMy/IALHOHHBIX
4aCTOT A1 TaKHX COCTOSHMM KakK aHdHIeaiud, sHIedanouese W CHHIPOM
HayHa. YCTaHOBNEHO, YTO MEpPONpPHATHS MEPBHYHON MNPOQHUIAKTHKH (oat-
3aBHCHUMBIX IIOPOKOB He 001afiaeT JOCTaTOYHOH 3 (peKTHBHOCTHIO B PETHOHE.
Henb3s He OTMETHTH MpPaKTHYECKYIO 3HAYUMOCTH PaboTHL. ABtopecgepar

CONEPKMT SN  KOHKPETHBIX peKomeHmauuii mo mnpodumaktike BIIP,

aIpe€COBAaHHBIX KaK CICHHAIHNCTAM 31paBOOXpaHCHMA, TaKk H HIHpOKOﬁ

obmecTBeHHOCTH. IlomydyeHHble pe3yMbTaTsl MOTYT OBITB HCIOJIB30BAaHBI LA
pa3paGoTKH U peanu3alid NPOQHIAKTHYECKHX NpOrpamMM, HAIpaBlICHHBIX Ha
cHIKeHHe 4YacToThli BITP B MockoBckoit obnactd. HoBH3Ha HCCICIOBaHHA
3aKITIOYaeTCS B KOMIUIEKCHOM MOAXofe K u3ydenuto BITP B MockoBckoH obnactu,
a TaKke B IONy4eHHH HOBBIX NAHHBIX O DAaclpOCTPaHEHHOCTH, CTPYKTYpPS H

nuHamuke BITP H XpOMOCOMHBIX aHOMAJIHH B MockoBcKo#t 0671aCTH.

ABTopedepar INpencTaBIseT CO0OH KadeCTBEHHYIO paboty, KoTtopas

OTpaXkaeT aKTyalbHOCTh H BaXHOCTH u3y4aeMoii mpobneMbl. ABTOpY YHAOCh

C(l)OpMy.]'IPIpOBaTB YeTKYyHO0 Lelb H 3aJla4yd UCCIIeIOBaHus, IpUMEHHTD aJcKBaTHBIC

MeTroAbl M IIOJNYYHTH Ba)XHbIE pPE3yJbTaThI. PaboTa BBIINOJHEHA Ha BBICOKOM

TOIMYECKOM ypOBHE. 3aMeUaHHH 110 apropegepaTy HeT.

Hay4YHOM H Me
3aBeTH EBreHbeBHBI HA TEMY

JluccepTallAOHHOE HCCIIEIOBAHAE 3agesoil Enu

«eHETUKO-3THIEMHOJIOT H4yeCKast XapaKTEepHCTHKA BpOXACHHBIX IMOpOKOB

pasBuTHA y [eTed B MOCKOBCKOM 00nacTi» SABJIAECTCA 3aKOHYEHHOM Hay4dHO-

KBAIH(DHKALHOHHOH paboToi, AMeloleil BaXKHOe 3Ha4YeHue i COBPEMEHHOM

MOJIy4YCHHH HOBBIX JAHHBIX O 4acTOTE, CTPYKTYPC H

MeIHIHHBI, 3aKJIroqaroeecsa B
TH. PaboTta

[IP 1 XpOMOCOMHBIX aHoManuii B MocKOBCKo# obmac

muHamike B
JuccepTalisIM Ha COMCKaHHe

COOTBETCTBYET TpCGOBaHI/IHM, Hpeﬂ'bﬂBJ'IHeMbIM K

yueHO! CTeleHH KaHIHIaTa METHLIIHCKUX HAyK, COrNacHo I 2.2 paspena Il

H¥ y4eHbIX CTereHel B enepansHoM rocyaapcTBEHHOM

[TostoxeHHs 0 IPUCYKICH
0bpa3zoBaHus

o6pasoBaTelbHOM  YIPEKICHHH BBICIIIETO

aBTOHOMHOM



«Poccuiickuit  yHuBepcuTeT Apy%6bl HapogoB HMeHH [latpuca Jlymym6ED,
YTBEPXAEHHOrO y4eHbIM coeToM PY JTH npotokon Ne YC-1 o1 22.01.2024 1., a eé
aBTop, 3aseBa EnusaBera EBreHneBHa, 3aciyXHBaeT NPHCYXKIEHHS YYEHOH

CTeNeHU KaHauaaTa MeJULMHCKHUX HayK o crenuansHocTH 1.5.7. 'eneTuka.

3aBe/lyrollas KOHCYJIbTATUBHBIM OTEIEHHEM MEIHKO-
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Brnamumupckoro» (I'bBY3 MO MOHHKH uM. M.®. Bnagumupekoro) 129110, r. Mocksa, yin.
lenxuna 61/2, tenedon: +7(495)674-07-09, e-mail: moniki@monikiweb.ru



OT3bIB
na asTopedepat aucceprauun 3anesoii Ennsasers! EBreHbeBHbI «['eneTHKO-
JMHIEMHONOrMYEcKasi XapaKTEePHCTHKA BPOXAIEHHBIX NMOPOKOB pasBHTHSA Y
neteii B MoCKOBCKO#H 06nacTH», MPeICTaBJeHHOH Ha COMCKaHHe cTeneHH

KaHANJATa MEIHIMHCKHH HAYK MO CMeNHaJbHOCTH 1.5.7. I'eneTuxa

Bpoxnéuubie nopoku paseuths (BIIP) npeacTasisioT coboii cepbE3HYIO
npobieMy 0GLIECTBERHOTO 3/paBooXpanenys B Poccuyt M BO BCEM MUPE. Onu
OXBATHIBAIOT IIMPOKMH CHIEKTP aHOMAJIHH, 3aTParkBaroIuX PasIHIHEIC opraHsl 4
CHCTEMBI OPraHM3Ma, M MOT'YT MMeTh JAJeKo HIyIIHe OCHENCTBIA Al 300pOBBS
¥ GIIaronoNyd s 4eNoBeKa Ha IPOTSHKCHUM BCEH ero JKH3HHL.

Jind OLEHKM pacHpoCTPaHEHHOCTH, TNPHUYMH H nocnencreuit  BIIP
CYLIECTBYIOT MOHHTODHHIOBBIE PETHCTPBI, KOTOPhIE MIPAOT KIOUEBYIO POTB B
CHCTeMe  OOIIECTBEHHOTO  3PABOOXPAHEHHs,  NPEAOCTAaBLis  LCHHYIO
ungopmaumio.  Pernctpel BIIP  siBistoTcsl CHCTEMATH3HPOBAHHBIMH OazaMu
NaHHBIX, CcOjepikamMe cBefeHms o ciaydasx BIIP 'y HOBOPOXAEHHBIX,
MePTBOPOXKACHHBIX W 3JIMMHHHPOBAHHBIX ILIOJOB. 3uauenne peructpos BIIP
MHOTOTPaHHO. PErHCTpPH! IMO3BOJISIOT OTCIEXKHMBATh MAacTOTy PasiMIHBIX BIIP B
TOMy/IALMH, BEIABIISS W3MEHEHHS BO BPEMEHH H NPOCTPAHCTBE. OTO TOMOTaeT
BRISBUTH IIOTCHIMANBHBE OYaTH IOBBILEHHOH 3a00NeBaeMOCTH M OLEHHTH
5 (GEKTUBHOCTh TPOPHUIAKTUIECKUX MEp. JlaHHBIE O PAaCIPOCTPAHEHHOCTH H
rumax BIIP MOMOraroT IUIaHAPOBAaTh M PaclpefeNsTs PeCypChl 3APaBOOXPAHCHNUA,
ONTAMU3HPYS OKa3aHHe MEIMUMHCKOH TOMOLNM IAalHeHTaM C BIIP. Peructpsl
moHnuToputra BIIP, B TOM 4ucne, CIyXaT Ba)KHBIM MCTOYHMKOM JAHHBIX A
Hay4HBIX HCCIIEIOBAHMH, HANMpaBICHHBIX HA M3YYCHUE NPHHH BO3HHUKHOBEHHS,
JMAarHoCTHKY U nevenus BIIP.

JliccepTalldOHHOE — MCCIICHOBaHNe Basepoii EmuszaBersl EBreHbEBHBI
HAMpABIEHO HA M3YYEHHEe [CHETUKO-IMUACMHOIOTHICCKIX xapaktepucTtuk BIIP B
MOCKOBCKOH 06nacTy. YUYHTBIBasA BBIIECKA3aHHOS, JAaHHA paboTa sBIsAETCA

aKTyaJIBHOﬁ M 3HAYUMOM. OcCHOBHBIMHM 33Ja4aMH HCCIIeNOBAHUS ABJIAINCH OLCHKA



MOMYJIALUHOHHBIX YacTOT W AWHAMWUKH BIIP W XpoMOCOMHBIX aHOMaluHd B
MockoBckoii o6nacTu 3a mepHon ¢ 2011 mo 2019 roasl, oUeHKa 3¢ pekTHBHOCTH
NMPOdHMIAKTHYECKHX MEPONPUATHI B OTHOIICHHY STHX 3a00JeBaHuH B PErHOHe, 2
TaKKe M3ydeHWe (EHOTHNMYECKHX TpPOSBNCHMA B NPEHATATLHOM MEPHOAC
MHKPOCTPYKTYPHBEIX XPOMOCOMHBIX [IEPECTPOCK, YUTEHHBIX B PEIACTPE.

HayuyHast HOBH3HA WHCCIENOBAHMS HE BBI3BIBACT COMHEHHH. ABTOPOM
BIIEpPBbIE PACCUMTAHBl 0a30Bble MOMYJIALMOHHBIE 1aCTOTRI BITP u XpoMOCOMHBIX
anoMamiii B MockoBckoii o6nacTd. JTH JaHHble MOTYT OBITH HCIOJNB30BAHbI
OpraHM3aTOpaMH 31paBOOXPAaHEHHs PErMoHa Ui IJIaHWPOBaHHI Heo0XOTUMBIX
Mep MENMLUMHCKOW H COLHMANbHOM MOMEpXKH HaceleHHs. B mccnefoBaHMH
YCTAaHOBJIEHO, YTO Mepsl IepBHYHOH INPOQUIAKTHKA B PCrHOHE 001anaroT
HE0CTATOYHOM 3((eKTHBHOCTEIO, 4TO TpeOyeT MX [epecMOTpa U MOACPHH3ALIHH.
Kpome TOro, IoKa3aHO, 4TO MOJy4YeHHble 0a30Bble YACTOTEL CONOCTABHMBI C
OLIEHKaMM MEXXIYHAPOIHBIX HCCIENOBAaHHE ¥ COBIAJAIOT CO cpenHell BENTMIHHOH
Ha TeppUTOpUH Poccui, B CBA3M C YeM BO3MOXHO HCIOJNB30BAaTh HX, Kak
pedepeHCHbIe 3HaueHHs I APYTHX DPOCCHHCKHX TeppUTOpHH, B KOTODBIX
SIHICMHONOTMYecKUil MOHHTODHHT He oONajaeT MOCTATOYHOM TIyOHHOH
yccienoBadrs. B ToM umciie, BIepBble Ha TeppUTOpHH POCCHH NMPOBENECH aHATH3
SMHIEMHAONOTHH PEIKMX XPOMOCOMHBIX aHOMAIHH, 3aperiCTPUPOBAHHEIX B Gaze
peructpa BIIP. OTd CBeACHHS TO3BOJMIK ONPEICIHTE Haubonee 9acTo
BCTpevaromyecss (OpMbl JAHHBIX XPOMOCOMHBIX II€PECTPOCK H 000CcHOBATh
HeO6XOMIMMOCTh PACIIMPEHHOTO TEHETUYECKOro TECTHPOBAHMA B IPEHATAbHOM
mepuoje.  JIOCTOBEDHOCTh ~ NONYYEHHBIX — PE3YJBTATOB  CTATHCTHYECKH
IIOATBEPXKICHA.

Asropedepar IMCCEpTAllAM  HAIMCAH HAYYHBIM  A3BIKOM, JIOMOIHCH
WUTIOCTPATHBHBIM MATEPHATIOM, IOHATHO, KPAaTKO M TOYHO OTPaXacT CONCpHaHHe
JMccepTALIMH, OXBATHIBAA BCE €€ OCHOBHBIE Pa3/Iellbl: aKTyallbHOCTb TEMBI, IE/A 1
3aJa4d WCCIENOBAHHS, METOIBl H PpE3yJbTATl, BBIBOZbBl W IPAKTHYECKYIO
3HAYUMOCTh. Bce YTBEpXeHHS M BBHIBOJBI B aBTOpedepare OOOCHOBAHBI H

TMOJKpEIUIEHbl ~ CCBUIKAMH ~ Ha ~ HCTOYHHKH. JuccepraHToM ~ KOPPEKTHO



chopMyTMPOBaHbl MOJOXKEHHUs, BBIHOCHMbIE Ha 3amiuTy. PaboTa BeImonHeHa Ha
BBICOKOM Hay4HOM M METOAMYECKOM ypoBHE. 3aMe4yaHHd K O(OPMIIEHHIO
aBTopedepara HeT.

JuccepranuonHoe uccaenoBanue 3asepoii Enu3aBeThl EBreHbeBHEI HA TEMY
« eHETHKO-aIIUAEMHONIOTYeCKass  XapaKTepPUCTHKa  BPOXACHHBIX — IOPOKOB
pasBuTHA y OeTell B MockoBckoi o6nacTi» SBJSETCA 3aKOHYEHHOH HaydHO-
KBaTMDHKALMOHHON paboTOl, MMelolell BaXKHOE 3HAYCHHE VIS COBPEMEHHOH
MEIULIMHBI, 3aKII0Yaloleecs B MOTyYeHHH HOBBIX IAHHBIX O YaCTOTE, CTPYKTYpE 1
muaamuke BITP M XpOMOCOMHBIX aHOManMi B MOCKOBCKOH 00nacTi. Pabota
COOTBETCTBYET TPeOOBaHUAM, MPEABABIIEMBIM K OHCCEPTAlHAM Ha COHCKaHHME
y4eHOH CTeleHH KaHAuAaTa MEAMLMHCKUX Hayk, 1. 2.2 pasaena Il ITonoxeHus o
IPHCYXIEHHH YYEHBIX CTeleHeH B (eepalbHOM ToCy1apCTBEHHOM aBTOHOMHOM
06pa3oBaTeNbHOM ~ YUPeXJEHHM  Bhicmero  obpasoBamma  «PoccuAcKui
YHHBepcuTeT Apyx6bl Hapono umern Ilatpuca JIymymObD), YTBEPKIEHHOTO
yueHpM coBetom PYJIH mpotokon Ne YC-1 ot 22.01.2024 r., a e€ aBTOp, 3aseBa
EnusaBera EBreHbeBHa, 3aCiy)KMBAeT NMPHUCYXKACHHSA YYECHON CTeNeHH KaHIMNaTa

MeIHLUHCKUX HayK Mo crienuanbHocTy 1.5.7. ['eHeTnka.

[Ipencenarens AcCOLMAlWU CIELHANMCTOB MEIMIMHBL [0/ «HammonansHoe
0GIIECTBO IPEHATAbHON MEJMIMHEDY, 3acCiy)XeHHbIH Bpad Poccuiickoit
®epepannu, Jlaypear Ilpemuu IlpaBHTENHCTBA Poccmiickoit ®Denepauuu B
001acTH HayKH U TEXHHUKH, I.M.H., Z =

1 _Kyuenko Jlronmuna AsnekcasnpoBHa
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[Toamnuce 3aBEPSIO,

OTBeTCTBEHHbIH CeKpeTaph AcCOLMalUK ClIeLHalHCTOB MEUIIMHEI II0/a




OT3bIB
Ha aBTOpedepar qucceprauuu 3asiesoii Enm3aserst EBrenseBHbI
«I'eHeTHRO-DMHAEMHO/IOT HYeCKAA XapaAKTePHCTHKA BPOKIEHHBIX IOPOKOB
PasBHTHSA y JeTell B MOCKOBCKOI 00/1acTHY, IPeICTABICHHONH HA COMCKAHME

CTENEHH KaHANAATa MeJHIMHCKHHA HAYK 10 cnenuadbHocTH 1.5.7. Tenernka

Bpoxnénunie nopoxu (anomanuu) pazsurus (BIIP) — ona 13 Hanb0Nce 3HAIMMEIX
COCTABIAIOMINX  [IPUYMH MEPTBOPOXKJICHMS, MIAJEHYECKOH U JIETCKOW CMEpTHOCTH,
JIETCKOH 3a00/1CBACMOCTH M MHBAIMAHOCTH. OBM BO3HUKAIOT B TIPEHATAIEHOM epHoJIe U
3a9acTy10 00YCIOBICHBl XPOMOCOMHBIMY AHOMATHMAMHU MM JPYTHMA [eHETHYCCKAMM
HapyHmICHUAMN M UPOABJIAIOTCS B PAHHCM JIETCKOM BO3pacre, IPUBOJS K PasTHTHBIM
HAPYMICHMSAM  PUIHYCCKOIO, ICHXOMOTOPHOTO W/MIM MHTEILICKTYAIBHOIO pazBRuUTHA.
Cpeisist yactora BposKICHHEIX IIOPOKOB CPETH HOBOPOMKICHHBIX B POCCHH cocTaBIseT 2-
4%, HO wacroTa, CTPYKTypa M JMHaMHKa HACIC/CTBCHHBIX 3abonesanmit u BIIP
pasTHYaroICs B pasiiMiHbIX peruonax. [loaToMy M3ydyenue 3THOIOrM U AIIHIEMHOIOT TN
HacHeCTBEHNbIX  3abonesanuét uw BIIP mMmeer xmodeBylo poias B paspaborke
dQOCKTUBHBIX cTpaTeruii U Mep 1o HpodUIAKTHKE, JIMArHOCTHKE W JICUEIHIO TANIIbIX
3aboJeBanmii,

B nucceprammonnoit pabore E.E. 3aseBoit IMpoBEACH peTpoCliekTUBHBIN anamis
A@HHBIX slrjieMuonorunyeckoro mMouuropunra BIIP B Mockosckoit o6nactu (MO) 3a
uepuoy ¢ 2011 mo 2019 rojni. Cornacho TOJIYYCHHBIM JIAHHBIM YaCTOTa BPOKICHHBIX
aomaimi paspurust B MO cocrasuna 252,9 ma 10000 posxiaenmii, mpu srom Gosice
paCUpOCTpaHCHHRIMU  rpyunaMu  BIIP,  ne  0OyClIOBIEHHBIMH — XPOMOCOMHBIMH
aHOMANMAMH,  SABJISIFOTCA  BPOKJICHHBIC TIOPOKM OPraHOB  CEePHAEYHO-COCYIMUCTOH U
MOYCTIONIOBOH CHCTCM, BEPXHMX M HHKHMX KOHCYHOCTCH, [EHTPalbHON HepBHOI
CHCTCMBL. ABTOpOM BICpBble B PO mccieoBana dIHCMAONOIUA YACTBIX U PEIKHX
XPOMOCOMHBIX alOMaJIMH, 3apCrUCTpUpoBaHHbIX B peructpe BIIP. Veranopieno, 4to
BTOPOE MO 9acToTe MecTo B crpykrype BIIP sanumaer rpymma XpoMoCOMHBIX aHOMaIIHil
(XA), uacrora sapeructpuposannsix XA cpemu reex BIIP coctapmia 43,65 na 10000
POXKICHUH, B TOM YnCIIC pe/Kux XA - 4,88 na 10 000, B cTpyKTYpe KOTOPHIX IpeodiaaioT
Tpumronun (41,14%) n vacrmuneie enermu xpomocoM (24,41%). Ilokasano, yro 3a

HCCHCIIYCMBII;'I 1HICPHUOJT 3apEerucTpUpoOBAHO  CTATUCTHYCCKH 3HAYHUMOC IOBBIIICHHC



CYMMapHbIX MacToT BO BPCMEHU anoHiehantum, CIMHHOMO3I0BOM IPEIKU U Tpuconu 2 |
(cunjipoma Jlayna). Y eTanoBIeHo, YTO PUCK JIAHHEIX aHOMAIU 1e CBA3AH ¢ BO3PAacTOM
MatTepu, 4 B CTPYKTYype PEJIKUX XPOMOCOMHBIX allOMalIdil Ipeoliafaior Aeieiid 1
Tpuiutonaud. Ha ocHoBammm wsydenust (eHOTMIMYECKHX TIPOSBICHUM MATOrCHIBIX
Bapuanui yncia xkonui (CNV) B npenataJbHOM [EPHOJIE TPEUIOKEHB! MTOKA3AHMS UL
PacIIMPEHIOro IEHCTUYCCKOIO TECTHPOBAHMS NIPH Y TUIOJOB, UMEIONMX HOPMAabHbIH
KapuoTHII 110 JIAHHBIM CTANJIAPTHOIO MUTOICHCTUYECKOT0 HCCIEOBAUs. Y CTaHOBIICHO,
9T0 OCHOBHOH BKJIAJ( B CHFDKCHHC JACTOTHI LIOPOKOB pasBHTHS B MOCKOBCKOM o6acTu
BHOCAT MEpBl BTOPHYHON TPOMGUIAKTHKY (IPCHATAIBHBIN CKPUHMHI M IIpCHATAIbHAS
JMATHOCTHKA), a MepBuYHas UPOQHIAKTHKA (ONAT-3aBUCHMBIX TIOPOKOB PA3BUTHS TIC
obmazaer 1ocTaTounoi S PEeKTUBHOCTEIO.

B aBropegepare juccepranuy aBTopoM Ipe/ICTaBICHb! JIMTEPATYPHBIC JAHHBIC 10
TEMC UCCIIEOBAHMS, 0003HAYAIOIIME aKTYaIbHOCTh PAGOTHI U CBHUIETEILCTRYIONHE O ce
Hay4YHOH HOBHM3HC U Hay1HO-IPAKTHYCCKON 3HAUMMOCTH, YCTKO CHOPMYITHPORAHEI LE/b 1
3a/1aun uccaenoBanms. Hayynpic 1010KCHIA, BEIBOABI M NPAKTUYCCKHAE PEKOMEHIATINN
JIUCCCPTAIIMONHOIO  UCCHIe/oBalMd B IOTHOM Mepe 000CHOBAULI COOCTBCHIIBIME
pesyiibraramu, — BBLIIOJIHCHHBIMH — fla  BBIOOPKE — pENPE3CHTATUBHOIO  pasMcpa ¢
UCHOJIb30BAHMCM COBPEMEHIBIX METOJAOB M aJICKBATHBIX METOJOB CTATHCTHYECKOI'O
aHaJmM3a.

[To MaTcpualiam jyuccepTanyy olyOIMKOBAHO 6 HAYIHEIK TPYIOB B OTE€UECTBEHIILIX

U 3apyOCHKUBIX M3JaHMAX (M3 HUX 4 B KypHalax, uujckcupyembix B PMHI[ 2 — B
SCOPUS/Web of Science), B ToM umcine 4 crarthi, OIyOIMKOBAHHBIE B HKYpHAIAX,
pexomentoBanieix BAK npu Munobprayku Pocenn st corckareneit yaenoit crenenu
Kanjunara MEJMIUNCKUX HaykK. (OCHOBHBIC pe3YyJIBTaTBl MCCIACIOBAHUS 110 TEME
JMCCCPTALMOHHON  paboThl  JIOJNOKEHBI ¥ OOCYMKJIEHLI Ha  OTCYECTBCHHBIX M
MEIKILYHAPO/(HBIX HAYYHBIX KOHQEPEHIHIX.

Arropedepar, n3I0KCHIbLE Ha 27 CTPaHHUIAX MAIKMHOIUCHOTO TEKCTa, 1I0CTPOEH
10 Tpa/MIMONHOMY IUIAHY, OTPaKaeT OCHOBHOC COJICPIKAHHE JIMCCEpPTAllUM, KOTOpas
IPEICTABIACT COOON JIOTMYECKM 3aBepIICHIYIO paGoTy. 3ameuanuit K ohopMIICHHIO
aBropedepara HeT.

Juceeprarmonnioe ucenenopanue 3aseBoil Enmszasersi LBrenbeBHEl Ha TeMmy

((FCHGTHKO—SIII/IJICMI/IOJFOI"I/IT-ICCKE[SI XApaKTEPUCTHKA BPOMKJICHHEIX IIOPOKOB pa3sBHTUL Y



JIctelt B MOCKOBCKOH 00IaCTH» SBISICTCS 3aKOHYCHNON HaydHO-KBaNH(UKAIHONION
paboToOii, 1lpejcTaBIsIONIee CYMECTREHIIOE 3HAYCHUE JUIS COBPEMEHHON MeIUIUIHL,
3aKIMOYaromeecs B IIOJYYCHUM HOBBIX CBCJICHHH O XPOMOCOMHBIX aHOMAUSX U
BPOXKJICHIBIX TIOPOKaX pa3BuTHA y Jiereil. Pabora coorBercrByer TpeGoBaHMsaM,
HPCABABIACMbLIM K JiaccepraiiimaM Ha COUCKAHMe yLIeIIOﬁ CTCIICHH KauJujara
MC/IMIMHCKHX HayK, corjlacHo 1. 2.2 pasjena II IMonoxenus o IpUCY)/ienud yUensx
CTemeHell B (eicpaibHOM — TOCYJapPCTBEHHOM — aBTOHOMHOM — 06pPa30BATEILIOM
YYPEKACHUH BRICIICT 0 00pasosanus «Poccuiickuit yauBepeuTeT Ipysk6bl HAPOIOB HMCHH
atpuca JIymymObr», yrBepxiacusoro ydensiv coseroM PYJIH nporokon Ne VC-1 ot
22.01.2024 r., a c¢ aprop, 3asca Limsasera EBreunesna, 3aciyxuBact [PACYIKIICHIA

YUCHOH CTEICHM KaH/1jlaTa MeJIMIIMICKIX HayK 1o crenuansnoety 1.5.7. leneruka.

3aBe1yIOImin saboparopueii HapYHICHUH PCHPOJLYKIIAH DenepanbHOTO
FOCY/IAPCTBEHHOIO  OIOJDKETHOTO  HAYYHOIO  yupesjienus «MeUKO-reHeTHYeCKUi
HaydHBIM 1neHrp uMm. axajemuka HIL Boukoa» (OIBHY «MI'HII»), npodeccop
Ka(eapyl FeHeTUKN DHIOKPHHHBIX Gonesiel MHeTuTyTa BRICIICIO 1 HIPOMECCHOHAIBHOTO
obpasopanus G®IBHY «MI'HIL», npodeccop xadeapsr obuIei 1 MEINIMHCKON TeHETHKA
Mejuko-Ononoruueckoro dakyiasrera ®I'AOY BO PHUMY um. H.U. [Imporora

Munsipara Poccun, jim 1.
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