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OBLIASA XAPAKTEPUCTUKA PABOTHBI

AKTYyaJIbHOCTBH TeMbl HccieoBaHusA. B nocnennue necatunerrs B OOJIBIIMHCTBE CTPAH MUpPa
BpOKJEHHbIE MOpoku paszutus (BIIP) muaupyrorT cpeau npuyMH TakuxX BaKHBIX IIOKa3aTesel
COCTOSIHUSI OOILIECTBEHHOTO 3/10pOBbs, KaK YPOBHU MEPTBOPOXKJIEHUS, MJIAJCHUYECKONM U JETCKOU
CMEPTHOCTH, IETCKOH 3a00JI€Ba€MOCTH M MHBATMAHOCTHU. [0 MTaHHBIM OQHIIMATBHON TOCY1apCTBEHHOM
cratuctuku Poccniickoit denepannu B CTpyKType MilafieH4eckor cmeptHocTH BIIP 3anumarot BTopoe
mecto (Poccuiickuii craructuueckuit exeroguuk, 2021). B cpemnem uacrora BIIP cpenu
HOBOPOXICHHBIX AeTeil nocturaet 2-4%, ompeaenssi CyIIECTBEHHYIO YacTh T€HETHMUECKOro rpys3a B
nomyssinusix genoBeka (G. Corsello, M. Giuffre, 2012). MImenHo 3TuMH (dakTtamMu OOBSICHACTCS
aKTyaJbHOCTh W OONBIIOW TNPAKTUYECKUH WHTEPEC OpPraHOB 3APABOOXPAHECHUS K HAYYHBIM
HCCIEN0BaHUAM, ITOCBSALIEHHBIM U3Y4YEHUIO Pa3an4HbIX acnekToB BIIP.

Jlo HacTosAmEero BpEMEHH MBI HE MMEEM JIOCTOBEPHBIX 3HAHMM O NPUYHMHAX BO3HUKHOBEHUS
BPOXKJICHHBIX IIOPOKOB. B COBpEMEHHBIX YCIOBHAX pa3BUTUSA TI'E€HETUYECKHX TEXHOJIOIMI
(XpOMOCOMHBII MHUKpOMAaTpUYHBIA aHalu3, TEXHOJOTUH CEKBEHHPOBAHMS HK30Ma M TEHOMA)
MOSIBJISIFOTCS] HOBBIE JJaHHBIE KacaTEJIbHO MOJIEKYJISIPHO-TeHETHUECKUX OCHOB BIIP, BeIsABISAIOTCS penkue
HacnencTBeHHble popMbl BIIP. OqHuM 13 BaXKHBIX ¥ HOBBIX HAIIPABJIEHUH UCCIIEI0BAHUMN 3TOM Ipy bl
MOPOKOB SIBIIIETCSl M3y4eHUEe WX TeHeTmueckod smuaemuonorun (Committee on Genetics and the
Society for Maternal-Fetal Medicine, 2016; D. Wellesley et al., 2012).

C Hay4HOU TOYKH 3PECHHS U3YUEHUE T€HETUKO-IMUAEMHUOJIOTHUecKuX Xxapaktepuctuk BITP moxer
CIOCOOCTBOBATH BBISIBJICHHUIO 3THOJIOTMYECKUX (PAKTOPOB MOPOKOB Pa3BUTUS M MX MOIYJISILIMOHHBIX
xapakrepucTuk. C MpakTUYECKOW CTOPOHBI  HCCIEJOBAaHHE TIE€HETHUKO-3MUIEMHOIOTHUYECKUX
ocobenHocreit BIIP B pa3HBIX MOMYJSIHSX SBISETCS OCHOBOM JJIsi TMOBBIMECHHUS 3((EKTUBHOCTH
NpopMIAKTUIECKUX MEpONPHUITHH, HamlpaBIeHHBIX Ha CcHWkeHne dvacrtor BIIP. Pa3spabotka
NpopMIAKTHIECKHUX MEp W OleHKa WX 3(P(EKTUBHOCTH HEBO3MOXHBI Oe3 3HaHus vactor BIIP,
MOIYJIAMOHHBIX OCOOCHHOCTEN pactpeeNieHHs 1, TITaBHOE, JMHAMUKHI YaCTOT MIOPOKOB Pa3BUTHSL.

VYuuTtbIBas cKa3aHHOE, JUIsl pELICHHSI IEPEYMCIICHHBIX BbIIIE 33124 HE0OOX0IMMO 3HAaHUE HE TOJIBKO
00IIKX, HO ¥ PErHOHANBHBIX dMuaAeMuoiornaeckux ocodennocrerd BIIP. B Poccuiickoit ®@eneparuu ¢
1999 roma cymectByeT yHU(DUIIMPOBAHHAS KOMITBIOTCPHAS CHCTEMa PErHCTPAIli U MOHUTOPHHTA
BIIP, xoTopas mo3BoJseT ONpeaessaTh NOMyJSIHUOHHbIE YacTOThl BIIP kak B 1ienoMm, Tak U OTAEIBHO 110
HO30JIOTHSIM, PETHOHAM, KOHTPOJIMPOBATh U MporHo3upoBars nuHamuky yactot BITP (H.C. Jlemuxoga,
Bb.A. KoOpunckuii, 2011). CornacHo JaHHBIM MOHUTOPHHIA CYIIECTBYIOT TEPPUTOPUATIBHBIE OTIMYUS
B CTPYKType M dactoTe pa3nuunbix BIIP, 4To B ompeneneHHON cTeneHH MOXKET OBITh CBSI3aHO C MX
CJIO’)KHOM 3THOJIOTHEW, TEHETUYECKUMHU Pa3INuYMsIMU MOHUTOPUPYEMBIX nonyssinui. 11o 3Toi npuunne

OpraHu3alys U NPOBEICHUE LIEJICHAIIPABICHHBIX MEPONPHUATHI MO CHUKEHHIO YpoBHs BIIP nosmkHBI
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0a3upoBaThCsl Ha yIiyOJIEHHBIX T'€HETUKO-3MNUIEMHUOIOTHYECKIX UCCIEN0BAHUAX B KAKIOM pPErMoHe
CTPaHBI.

Takum  o0OpazoMm, HCCIEIOBAHHWE, IMOCBSIIEHHOE MpoOjseMe  U3y4eHHUS  IE€HETHKO-
AMUAEMUONIOTHYECKUX XapakTepuctuk BIIP MockoBckoit o06iactu, SBISE€TCA aKTyalbHBIM U
CBOEBPEMEHHBIM. Pe3ynbTaThl JaHHOTO HCCIIEOBaHMS TO3BOJAT PEIINTh KaK HaydyHblE 3ajaud,
KacaloIluecss TEeHEeTHYECKOM SMUIEMHOJIOTUN KOHKpeTHhIX ¢(opm BIIP, Tak u ynosierBoputh
MPAKTUYECKUI MHTEPEC B JAHHOM PETMOHE B BUJIE BO3MOKHBIX aJTOPUTMOB CHUKEHHS yacToT BIIP.

Crenenb pa3pa0OTAHHOCTH TeMbl Hcciel0BaHusl. B mupe B mocienHue ecsATHIECTUS
npo6nemsl BITP oTHOCSTCS K OZTHMM 13 HanboI1ee akTyalTbHBIX B Chepe OXpaHbl MATEPUHCTBA U JICTCTBA.
OO0 5TOM rOBOPUT OOJIBIIIOE YUCIIO MY OTUKAIIMMA, TTOCBSIIICHHBIX aHAJIU3Y MHAEMHOIOTUYECKUX TaHHBIX
Pa3IMYHBIX HO30JOTUYECKUX (POPM NMOPOKOB PA3BUTHS.

B Poccuiickoii ®denepanuu OAHO W3 IEPBBIX SMHMAEMHOJIOTMYECKMX HcciaenoBanui BIIP
npoeaeHo H.C. Jlemukosoit (H.C. JlemuxoBa, b.A. KoOpunckuii, 2011). PaGora 6pu1a mocsiieHa
MIPUHLMIIAM OpraHu3annu cucremsl MoHuTOpHUHra BIIP B Poccniickoit denepanuu u npeaBapuTeIbHbIM
pe3ysibTataM 1o yactoram BIIP.

BnocnenctBun  ObulM  MPOBENEHBI  OT/AEIBHBIE  HCCIENOBaHUS MO  PETMOHAIBHBIM
SNUAEMHUOJIOTHYECKUM  XapakTepucThukam MopokoB B  KpacHomapckom kpae, PecnyOnuke
Bamxoprocran, Cubupckom oxpyre (J.LU. MunaiiyeBa c¢ coast., 2007; C.ILI. Myp3abaeBa ¢ coasr.,
2005; E.E. IlankoBa c coast., 2009). B MockoBckoii 001acTy, OJJHOM W3 KpyHIHEHIINX CyOBEKTOB
Poccuiickoit denepanuu, yriryOJIeHHOT0 HayqyHOTO aHallU3a CUTyauuu 1o snuaemuoioruu BIIP we
MIPOBOMIIOCH.

B cBowo ouepenb, Ha CEroAHSIIHUN JI€Hb OIPAaHUYEHbl HAay4HbIE JaHHBIE O TE€HETHYECKU
oOycnoBineHHbIX (hopmax BITP. Ha naHHBIE MOMEHT M3BECTHBI AMHIEMUOIOTHYECKAE OCOOCHHOCTH U
OTpeJieJICHbl BO3PACT-3aBUCHUMBIC PUCKHU JUISI YacCTBIX XPOMOCOMHBIX aHoManui (XA), TakuxX Kak
cuaapomsl Jlayna, DaBapaca, Ilaray u aHeyrutonanii mo mosioBeIM XxpomocoMaM (A. Springett et al.,
2015; M. Loane et al., 2013). Ognaxo, npakTU4ECKH HET JaHHBIX O PACIPOCTPAHEHHOCTU U CTPYKTYpE
PEeIKHX XpOMOCOMHBIX TiepecTpoek B momysiusx (D. Wellesley et al., 2012).

B aT0Mi CBSI3M HEOOXOIUMOCTH YITyOJIEHHOTO HAYYHOTO aHalM3a CHTYallld M0 TeHETHYECKOU
snuaemuoniorn BITP B MockoBckoH 00J1acTH TOCITYKHJIa OOOCHOBAaHHMEM MPOBEICHUS JTaHHOTO
HAy4YHOT'O MCCIIE0BaHUS.

Heapr muccaenoBanusi: M3yuuTh SNUIEMHOJIOTHYECKHE XApPAKTEPUCTUKA U KIMHHUKO-
TCHETHYECKYIO CTPYKTYPY BPOXKICHHBIX MIOPOKOB pa3BUTHsI B MOCKOBCKOM 00aCcTH /7151 ONTHMHU3ALIUT
MpoMIAKTUIECKUX MPOTPaMM, HAIIPaBJICHHBIX Ha CHI)KEHHUE I'Py3a BPOXKICHHBIX TOPOKOB PAa3BUTHUS B

TMOIMYJIAIH.



3agauu uccieJ0BaHuA:

1. OmnpenenuTs NOMYJIALUOHHBIE YACTOTHI U CTPYKTYPY BPOKJIEHHBIX IOPOKOB PA3BUTHS B paMKax
pernoHasibHOM nporpammsl MoHuTOpuHra BITP MockoBckoii obmacTu.

2. IlpoBecTn aHanM3 JUHAMHUKU YaCTOT BPOXKJIECHHBIX MOPOKOB pa3BUTHS B MOCKOBCKOW oOnactu
3a nepuoA ¢ 2011 mo 2019 rozsi.

3. OueHUTh BKJIAA U U3YYUTh CHEKTP XPOMOCOMHBIX (POPM BPOKICHHBIX MOPOKOB PAa3BUTHS Ha

OCHOBE JJaHHbIX MOHHTOpHUHTa BIIP.

4. IlpoBecTH pETPOCNIEKTUBHBIH aHaIN3 (PEHOTUNUYECKUX IMPOSIBICHUNH MUKPOCTPYKTYPHBIX

XPOMOCOMHBIX HapyILIEHUH, BBIABISIEMBIX B [IPEHATAIILHOM IIEPUO/JIE.

5. OueHnTh BIMSHHE TPOPUIAKTUIECKUX MEPOIPHATHH HAa YACTOTY BPOXKIECHHBIX ITOPOKOB
pa3BUTHs, a TaKkXke pa3paboTaTh MPEIOKEHHS 10 TMOBBIIIEHUIO YPPEKTHBHOCTH MPOrPaMM

PO UITAKTUKH.

Hayuynas HoBHM3HA. B X0/1e IpoBeeHUS HAYYHOT'O UCCIIEI0BAHUS TIOJy4YEHBI HOBBIE JAHHBIE O
gacrore, cnektpe u amHamuke BIIP B MockoBckoii oOmactu. Hambomnee pacmpocTpaHeHHBIMHU
rpynnamu BIIP B pernone siBIsFOTCA MOPOKU CEPACHHO-COCYAUCTON CUCTEMbBI, MOYEIIOJIOBOM CHCTEMBI,
BEPXHUX U HUKHUX KOHEYHOCTEW U EHTPAIILHON HEPBHOM CHCTEMBI, & TAK)KE XPOMOCOMHBIE aHOMAJIUH.

[Tonmyuens! ouenku 0a3oBbix yactoT uist BIIP u ycranosneno, uto 6a3oBbie yactoTsl BIIP B
pETHOHE COIMOCTAaBUMBI C JaHHBIMH MEXIYHApOJHBIX HccienoBaHuid. Ilpu 3Tom ciemyer oOpaTtuth
BHHUMaHUeE Ha 0oJiee HU3KUI YPOBEHb YaCTOT OOJIBIIMHCTBA Py HOPOKOB Pa3BUTHS, YTO CKOPEE BCETO
CBSI3aHO C HEJIOCTATOYHO MOJHON PETHCTPALIMEN TOPOKOB.

Nzydena nuaamuka gactoT BIIP B MOCKOBCKOI 00acTH, 4TO MMEET 3HAYCHHE JIS OLCHKH
3¢ GEKTUBHOCTH MPODUITAKTUIECKUX MEPOIIPUATHI Ha PETHOHAIIEHOM YPOBHE.

Brnepssie B Poccniickoit @denepariun Ha OCHOBaHWU JaHHBIX MoHUTOpHHTra BIIP onncan criektp
PEOKHX XPOMOCOMHBIX AHOMAJINW, U3YUYEHbI UX KIIMHUYECKHE MPOSBICHUS B IPEHATAIbHOM IEPHOJE.

Teoperuyeckass W NpaKkTHYecKass 3HAYUMOCTh HcciaenoBanus. [lomydeHHble B Xxoze
HCCIIEIOBaHUSI HOBBIE JaHHble 00 n»nuaemuosiornn BIIP pacmmpsior cymecTByroniye HayyHbIe
MIPEACTABICHUS O PACIPOCTPAHEHHOCTH M CTPYKTYypE ITHUX AHOMAJIMI HA PETMOHAIBHOM ypOBHE. B
YaCTHOCTH, TIOJTyYEHHbIE CBE/IEHUS MOT'YT ObITh UCIIOJIb30BaHbl OPTaHU3aTOPAMH 31PaBOOXPAHEHUS IS
TUTAHUPOBAHUSI TPODUITAKTUIECKIX MEPOTIPUITHH, HalIPaBJICHHBIX Ha CHIbKeHue yactoT BIIP, a Taxke
JUISl COBEPILIEHCTBOBAHMS MEAUIIMHCKON ¥ COLIMAJIBHOM NTOJIEPKKN HACETICHUS.

Pa3paboranHble NpeIOKEHHUS] MO HW3MEHEHMIO IOJXO0JI0B T€HETHYECKOrOo TECTHPOBAHUS B
MPEeHATAIbHOM TIepUOoJe TNpH OOHapyXeHHWH OTAeIbHBIX (opm BIIP mpumeHHMBI B yCIOBHAX
MIPAKTUYECKOW JEATEIbHOCTH MEAUKO-TEHETHYECKUX KOHCynbTauui. lIpemnokeHHslld moaxon

IIO3BOJJIACT TIIOBBICUTH Bq)CI)CKTI/IBHOCTB MCOUKO-TCHCTUYCCKOIO  KOHCYJBTHPOBAHUA 3a CUCT
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ONpeleeHUsI TOYHOTO IPOTHO3a JUIS KU3HM M 3JI0POBbs IIOJA W YCTAHOBIICHHS PHUCKOB ITOBTOPA
XpOMOCOMHOT0 3a00JIEBaHUS B UCCIIEyEMON CEMBE.

Pa3paboranHbple peKOMEHJAllMM BHEAPEHbl B MPAKTUYECKYIO JESATEIBHOCTb MEIUKO-
reHernyeckoro otaeneHus ['bY3 MO «Mockosckuilt obnactHoii HUU akymepcTtBa M ruHeKosorun
nMmenu akagemuka B.M. KpacHonoabckoroy.

Metonosioruss 1 MeTOALI HMCCJIeA0BAHUA. METONOIOTHYECKOW U TEOPETUYECKONW OCHOBOU
JUCCEPTALMOHHOTO HCCIIEJOBAHMSI SIBISUIMCh HAy4yHble padOThl OTEYECTBEHHBIX M 3apyOe’KHBIX
uccreaoBaTeneil B 001acTi N3ydeHHs BpOXKICHHBIX TOPOKOB PA3BUTHS, X STHIEMHOIOTHU, STHOJIOTUH
n npoguiakTuku. B pabore HCIONB30BAaHBI  CIEAYIONIME METOJbl: KIMHUYECKUH aHalu3
3aperucTpUpOBaHHBIX ciiydaeB BIIP Ha ocHOBaHWMM (EHOTUITMYECKUX OMHCaHMiA, paboTta ¢
KOMIBIOTEPHBIMU 0a3aMu JaHHBIX (pa3paboTka M (QOpPMHUPOBAaHUE 3apPOCOB ISl TTONYYEHUS
HeoOXoauMOM 11 aHayn3a MHQOpPMalMM W3 KOMIbIOTEpHOM 0Oa3bl MoHuTopuHra BIIP), meromst
SMUAEMHUOJIIOTMYECKOTO aHAIN3a JaHHBIX, METOIbl MAaTEMAaTUKO-CTaTUCTUYECKOIO aHAIN3A JTaHHBIX.

IlonoxeHnusi, BLIHOCHUMBbIE HA 3ALLUTY:

1. TlomynaunonHsle yacToThl U cTpykrypa BIIP B MockoBckoit obmactu 3a 2011 — 2019 roast
HaXOJATCs B Mpefesiax CPeIHUX 3HAUEHUHW B CPaBHEHHM C AMHUAEMUOJIOIMYECKUMHU JTaHHBIMU
POCCUMCKHX NOMYJISALUNA U MEXKIYHAPOAHBIX UCCIIETOBAHUM.

2. Hawmbonee pacnpoctpaneHHbIME Tpynmamu BIIP B MoOCKOBCKOH 007acTe  SIBISIOTCS
BPOXJECHHbIE MOPOKH CEpAlA, MOYEIOJIOBOM CHCTEMBI, LEHTPAJIBHOM HEPBHOW CUCTEMBI U
KOHEYHOCTEH. Y CTAHOBJIEHO, YTO CYIIECTBEHHBINA BKJIAJ] B CTPYKTYPY [IOPOKOB B PETHOHE BHOCAT
XPOMOCOMHBIE AaHOMAJINH.

3. BrisiBieHo usmeHenue yactoT psga BIIP B auHamuke, 4to omnpenenseT HEOOXOIWMOCTb
PEryJIsIpHON OLEHKH ITOMYJIILIMOHHBIX YaCTOT IOPOKOB, BKJIFOYAsi XPOMOCOMHBIE aHOMAJINH, JUIS
ONITUMH3AIHNN TPOPHIAKTHICCKAX MEPONPUSATHI B PETHOHE.

4. OueHka TOMYJSIUOHHBIX YAaCTOT PEIKUX XPOMOCOMHBIX aHOMaiInii B MOCKOBCKOW 00yiactu
TpeOyeT YTOYHEHHUS C TEYEHHEM BPEMEHH, OJHAKO II0Ka3aHO, YTO Hauboyiee dYacTo
Berpeuatomumucs CNV sBisirotest cuaapoMbl Ju [xopmku, Anrensmana/llpanepa-Buimm,
Kolaybero kpuka u Bombda-Xupmxopra. s mpeHaTaqbHOW JUATHOCTHKH XPOMOCOMHBIX
AHOMAJIMM IPOBEIECHUE XPOMOCOMHOIO MMKPOMATPUYHOTO aHAJIW3a IMOKA3aHO HE TOJBKO IpHU
MHOXECTBEHHBIX, HO W HW30JMPOBAHHBIX IMOpPOKax pa3BuTHs y muiofa. [lokazaHo, 4yTo pHUCK
PEOKHX XPOMOCOMHBIX aHOMAJIMH HE MOBBIIIAETCS C BO3PACTOM MATEPH.

5. JuHamuka dYacTtoThl JAe(eKTOB HEpBHOW TpPyOKM yKa3piBaeT Ha A(PPEKTUBHOCTD
NpOoQUIAKTUIECKUX MEPONPUSITUIA BTOPUYHOIO YPOBHS B MOCKOBCKOI 00J1aCTH, HO IIPH 3TOM
OTMEYAeTCsl, YTO TOTEHIMAJ] TMEePBHYHONW NpOUIAKTHKH (OJAT-3aBUCUMBIX ITOPOKOB

peann3yeTcsi HeZIOCTaTOYHO.
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CremeHb /10CTOBEPHOCTH  TMOJIYYEeHHBIX pe3yJbTaroB. PaGota BbIONHEHAa Ha
penpe3eHTaTuBHOM BbIOOpKe U3 15486 3apeructpupoBanHbix ciiydaeB BIIP B peructpe MockoBckoii
obmactu ¢ 2011 mo 2019 roxel. Jlns IOCTHXKEHUS BBICOKOTO YpPOBHSI JIOCTOBEPHOCTH padoTa
MIPOBOAMJIACH C HCIIOJIb30BAHUEM COBPEMEHHBIX METOJOB CTATUCTHUYECKOM OIIEHKM MOJyUYEHHBIX
pe3ynbTatoB. TeopeTHYecKyl0 OCHOBY HCCJIEIOBAaHUS COCTaBWJIM MHOTOUYWCIIEHHBIE HCTOYHUKU
JUTEpaATyphl, B YHMCIO KOTOPBIX BOIUIM KaK OTEUYECTBEHHBbIE, TaK U 3apyOe)KHbIE MCCIEIOBAHUS.
[TocTaBiieHHble B pa0boTe LIETU MOJHOCTHIO BBIIIOJHEHBI, U UX PE3YJbTaThl MOJTHOCTHIO OTPa’KEHbI B
BBIBOJIAX.

Anpofanusi pe3yJbTaToB McciaenoBaHusi. OCHOBHbBIE PE3yJIbTaThl MCCIEJOBAHUS IO TEME
TIMCCEPTAIMOHHON paboThl  J0NoKeHbl M o0cyxkaeHsl Ha XII KoHdepeHIMu MOIOIBIX YYEHBIX C
MEXIyHApOIHBIM yuacTueM « TpaHCcisinmoHHas MEIUIIMHA: BO3MOXKHOE U peanbHoey, 12 anpens 2021
rona; IX cwe3ne Poccuiickoro oOmiecTBa MEAUITMHCKUX TeHETUKOB, 2 utonst 2021 rona; EBpomneiickoit
koH(pepeHun 1o reHetuke yenoeka (ESHG, European Society of Human Genetics), 28 aBrycra 2021
rona; XX PocculiickoM koHrpecce «/IHHOBallMOHHBIE TEXHOJIOTHUU B NEAUATPUH U JETCKOM XUPYPIrUN»
C MEXIyHapoaAHbIM yuactueMm, 21-23 oxtsa0ps 2021; IlepBoii exeronnoil koHpepeHInHn MOCKOBCKOTO
OobmectBa MeauumHCKUX ['@HETHKOB ¢ MEXIyHapoAHbIM ydactuem, 19 mas 2022; Kondepenuuun
MockoBckoro oOmecTBa MEAMIMHCKUX TE€HETUKOB «MEXIUCIUIUIMHAPHBIA — MOAXOA  MpHU
IUIAaHUPOBAHUM U BeJIeHUU OepeMeHHOCTH», 7 utois 2022 roxa.

JInuHblii BKJIAA aBTOpa B IpoBeeHHe UcciaegoBanus. OnpeeneHue HarpaBieHus padoThl,
LeIu M 3aJladd MCCIIEJJOBAHMSI, OLIEHKA pe3yJbTaTOB MCCIEAO0BAaHUS M pa3padOTKa MOAXOJOB K MX
UHTEpIIpETallM MPOBOAUIUCH ABTOPOM COBMECTHO C HAyYHBIM PYKOBOAMTEIEM [.M.H., JIOLEHTOM
HemukoBoit H.C. ABTOpOM caMOCTOSITENILHO IpOaHAJIM3UPOBAaHA OTEYECTBEHHAs M 3apyOekHas
JAUTEpaTypa MO TEME IUCCEpPTAlMd, MPOBENEH CTATUCTHYECKHH aHaIM3 JNaHHBIX, C(HOPMYITUPOBAHBI
pe3ynbTaThl U BBIBOJbI, MOJITOTOBJIEHBI MyOJMKALUKA MO JUCCEPTALMOHHON TeMe, a TakKe JINYHO
HalMcaHa PYKOMHUCh HACTOSIICH paboThl. ABTOPOM OCYUIECTBISIIIOCH BeneHue peructpa BIIP
MOCKOBCKOM 00JIACTH: pPErHCTpanusi H3BEIICHHH, (PEHOTUITUYECKUN aHaIN3 3aperHCTPHUPOBAHHBIX
cinyqaeB BIIP, komupoBka nauarHozoB mno MKDB-10, koppekiuss paHHee 3aperucTpUpOBaHHBIX
M3BEIICHUH B ciydae HenmpaBuiibHOU KoaupoBKu o MKB-10 1 HOBBIX KIIMHUYECKHUX JTaHHBIX. ABTOPOM
MIPOBE/ICH KIMHUKO-TEHETHYECKUH aHanmn3 penknx XA, oOHapyKeHHBIX B MPEHATATBHOM TEPHOE, C
Y4€TOM YJbTPa3BYKOBBIX OCOOEHHOCTEH IuloAa (COBMECTHO C K.M.H., 3aBEAyIOLIEH MEIUKO-
reHernyeckuM otaenenueM ['bY3 MO MOHUUNAT Anapeesoit E.H.) u 1anHbIX KOMOMHMPOBaAHHOTO
ckpuHUHTa | TpMecTpa 1o cucteme Astraia.

IIyonukanuu no Teme uccjegoBanusa. Marepuansl JUCCEPTAIMOHHON paOOThI IPEACTABIEHBI

B 6 meyaTHbIX paboTax, B TOM 4YUCIE B 4 CTaThAX, OMYOJIMKOBAHHBIX B JKypHajaX, pEKOMEHI0BaHHBIX
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BAK npu MunoOpHnayku Poccuu asist couckaresnei yueHoH CTeNeH! KaHau1aTa MEIUIUHCKUX HayK (U3
HuX 4 B KypHanax, nuaaekcupyemsix B PUHL]; 2 — B SCOPUS / Web of Science).

CTpykTypa u 00beM auccepranuu. Jucceprannonnas paborta u3ioxkeHa Ha 169 crpanunax
MAIlIMHOMUCHOTO TEKCTa, coiepkut 46 Ttabmun, 20 pucyHkoB, 3 mnpwioxeHus. Pabora umeer
CIIEAYIOUIYI0 CTPYKTYpY: OIJIaBJICHHE, BBEACHHE, 0030p JHUTEpaTypbl, MaTepHAIbl W METOMbI
UCCIIEIOBaHMs, pe3ylbTaThl COOCTBEHHBIX MCCIEAOBAaHUN U OOCYXKIEHHE, 3aKIIOUYEHUE, BBIBOJBI,
MIPaKTUYECKHE PEKOMEHJIAIMKU, CIIUCOK COKPAIEHUH U YCJIOBHBIX 0003HAUEHMH, CIHCOK Hay4YHBIX
TPYZOB IO TEME JAUCCEPTALIMHU, CIIUCOK LUTUPYEMOH JINTEpATyphl, IpuiioxkeHus. bubnauorpadpuueckuit

yKazareib BKItodaeT 202 HauMeHOBaHUS, U3 HUX 24 0Te4eCTBEHHbIX U 178 3apyOe’KHbIX UCTOYHHUKOB.

OCHOBHOE COJEPKAHUE PABOTHI

MATEPHUAJIBI U METO/bI UCCJIIEAJOBAHUA

PaGora BhImonmHeHa Ha 0a3e Memuko-reHetmueckoro oraenenus ['bY3 MO MOHUUAL. B
HacTos1Iel paboTe 00bEKTOM UCCIIET0BAHUS SIBIISIFOTCS IIJ10/1bl, JKUBOPOXKAEHHbIE U MEPTBOPOK/ICHHBIE
netu ¢ BeisiBIeHHbIMU BIIP B nepunatanbHOM mepuoge. MarepuanoM i MCCIEI0BAaHUS SBISIOTCS
JTaHHBIE dnuaeMuonoruaeckoro mouutopunra BIIP B MockoBckoit o6iactu (MO) 3a mepuon ¢ 2011 mo
2019 roppr.

Peructp BIIP B MO opranu3oBaH Ha NOMyJISIIUOHHON OCHOBE, YTO MOAPA3yMEBAET YUET BCEX
BBIBJICHHBIX citydaeB BIIP y nereit, ubu poauTeny NpoKUBAKOT B IIPEJEIax JAHHOTO PErMOHA, a TAKKe
cinydaeB BIIP y minonoB, aMMMHUHHPOBAHHBIX MOCJE MPEHATAIbHOIO BBISBIEHUS MOPOKAa Pa3BUTHS.
Takoil moaxoJ MpenocTaBisSeT BO3MOXKHOCTb MOJIYYEHHS HamOoJee MOJHBIX SMUAEMHOIOTHYECKHX
JaHHBIX B 00JIaCTH.

Bcero B 6ase perucrpa 3a aHaIu3MPYEMBIM Mepuo] 3aperucTpupoBaHo 612336 poxaeHwHid.
O6mee yucno ciayuyaeB BIIP coctaBmiio 15486, Bkitouasi KUBOPOXKIEHHBIX, MEPTBOPOXKICHHBIX U
Clly4au IpepbIBaHUsl OEpPEMEHHOCTH MOC€e peHaTanbHoro ooHapy:xenus BIIP y miona.

CornacHO peKOMEHAALUUAM MEXKIYHAPOJIHBIX CHUCTEM PETUCTPALMU U H3YYEHUS IOPOKOB
pa3BUTHA, A OLEHKHU MOMYJISIHUOHHBIX YAacCTOT U CPAaBHUTEIBHOTO aHAlIM3a JIAaHHBIX BBIJEISIETCA
rpynna cenekTuBHbIX nopokoB wiu BIIP obs3atensHoro yuera (BIIP OY), k koTOopeIM OTHOCATCS
MOPOKU C TOYHBIMHU AMATHOCTUYECKUMHU KPUTEPHUSIMHU U BBICOKUM YPOBHEM BBISIBJICHUS B NIEPBbIC THU
#u3Hu pedenka. B Poccuiickoit @enepanuu B cucteme MoHuTopuHra B rpynmny BIIP OV Bxoasar 20
rpyOBIX TTOpoKOB paszButusi: ansHiedamus (kog mo MKB 10 - Q00), ciuaHOoMo3roBast rpenka (Q05),
sanedanonene (QO01), ruapomedamus (QO03), mukpodramemus/anopramemus (Q11.1; QI11.2),
mukpotust/anotust (Q16.0; Q17.2), tpancnosunust KpymHbIX cocynoB (Q20.3), rumormiasus J€BOTO

cepana (Q23.4), pacmenuna weba (Q35, kpome Q35.7), pacmenuna ryosr/Heba (Q36-Q37), arpesus
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numeBozaa (Q39.0, Q39.1), arpe3ust anHopektasibHOTO OoTAENa (Q42.0-Q42.3), IBYCTOPOHHSS areHe3ust
nouek (Q60.1, Q60.4, Q60.6), runocnaaus (Q54, kpome Q54.4), snucnagus (Q64.0), sxcTpodust
MoueBoro my3bips (Q64.1), penykumonHble TOpoku kKoHewHocTed (Q71 — Q73), mmadparmanpHas
rpeika (Q79.0), omdanomnene (Q79.2), racrpommsuc (Q79.3), a Takxke curapom Jlayna (Q90).

[Tomumo cunapoma JlayHa B paboTe NPOBOAWTCS OSMHUIEMHOJIOTUYECCKHN aHAIU3 JPYTUX
XPOMOCOMHBIX aHOMasuil. XpomocoMHble niepectpoiiku coraacHo MKB-10 konupytrores kogamu Q90-
Q99. Yacteie XA umerot cnenyromue koabl: Q90 — Cunapom [Jlayna, Q91 — Cunapom Dasapiaca u
[MaTtay, Q96-Q98 — AHeymonauu MOJOBBIX XPOMOCOM. AHaTU3UpPyeMbIe B JaHHOW paboTe pelkue
XPOMOCOMHBIE AHOMAJIMH OTHOCSTCS K cieayromuM rpynnam: Q92 — JIpyrue TpucoMuu U 4aCTUYHBIE
TPUCOMUU ayTOCOM, HE KJIacCU(PUIIMPOBaHHbIE B APYrux pyopukax; Q93 — MoHocoMuu u yTpathl 4acTu
ayTocoM, He KiaccuuIupoBaHHbIE B Apyrux pyopukax; Q99 — Jlpyrue aHoMaauu XpoOMOCOM, HE
KJIacCU(PUITUPOBAHHBIC B IpYyTuX pyOpukax. B Hauame paboThl Bce 3aperucTpupoBaHHbIC ciiydan XA
ObLIM IPOBEPEHBI HA KOPPEKTHOCTH KOJUPOBKH, B CIIyyae HEOOXOAMMOCTH ITPOU3BE/IEHA €€ KOPPEKLIUS.

Hns peructpanuu cnydyaeB BIIP npoBoauica KIMHUYECKUN aHAINA3 MPUCHIIIAEMbIX U3BEILICHUI
C OIICHKOH (PEHOTHIIA C IEJIHI0 IIOCTAHOBKY IMarHo3a 1 KoaupoBaHus ciaydast BIIP.

Ouenka oOmel momynsiuoHHoM 4actoTel BIIP paccunrthiBamack Kak OTHOIICHHE YHCIA
KUBOPOXKJIEHHBIX, MEPTBOPOXKACHHBIX U IUIOJAOB C IOPOKOM Pa3BUTHS K OOIIEMY YHUCIY POXKACHUM.
[Tonyuennoe uucio ymHoxanock Ha 10000, Takum oOpazom, yactotsl BIIP Obuin onpenenenst Ha 10
000 poxnenmid. s ompeneneHuss BIMSAHUS TNPO(YUIAKTHUECKUX MEPONPHUATHH (TpeHaTaIbHBIN
CKpUHUHI U I[IpeHaTajbHas JUArHOCTHKAa) pacCUMUTHIBAIACh 4YacTOTa IOPOKAa TOJBKO CpeIu
HOBOPO’KJIEHHBIX 0€3 yueTa II0/I0B.

[t mocTpoeHus MPOrHOCTUYECKUX MOJIenel (TPEeHI0B) U3MEHEHUS YPOBHS YaCTOT BO BPEMEHU
HCIIOJIb30BaHbl METOJbl pErpecCMOHHOro aHamu3a. C 1enbl0 OLIEHKM HW3MEHEHUs ypOBHS
MOMYJISIIUOHHBIX YacTOT BO BPEMEHHM MCIONb30BAICA KOPPEISLUMOHHBIN aHAJIW3 C pPacyeToM
K03 puIMeHTa Koppesinuu ry, [Inpcona. TecHoTa cBsA3n K03(h(UIMEHTAa KOPPESIIUN OLCHUBANIACH
cornacHo mkane Yennoka. YpoBeHb CTaTUCTHUECKON 3HAUMMOCTH HYJIEBOW TMIIOTE3bl MPUHUMAJICS
paBubiM  0,05. CratucTudeckuil aHanu3 pe3yJbTaTOB MCCIEAOBAHUS TMPOM3BEIEH C IOMOIIBIO

ucnoib3oBanus nporpamm IBM SPSS Statistics 26 u Microsoft Excel.

PE3YJIBTATBI UCCJIEJOBAHUA U UX OBCYXXKJIEHUE

1. ITonynsiuMoHHbIE YACTOTHI BPOK/ACHHBIX NIOPOKOB pa3BuTUs B MocKkoBCcKoii 00J1acTH
B naHHOM HccnenoBaHUUM NMPOBENEHBI OLIEHKA U aHAU3 YacTOT OTIENbHBIX HO30JOTMYECKUX
¢opm BIIP B MockoBckoii obmactu 3a 9-JeTHWH TEpUoN, YTO MO3BOJMIO MOMYYUTH 0a30BbHIC

(H&KOHJ’ICHHBIG) OLCHKHU IMOMYJIAIMUOHHBIX YaCTOT.
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C 2011 mo 2019 ronel B pernonanbHoM peructpe BITP MockoBckoit 061acTH 3aperucTpupoBaHo
612336 poxaenuii, 4to coctaBuiio 79,3% ot od1ero yrcnaa poxaeHUN B pETHOHE (YUCIIO POXKJIEHUN B
00JIacTH COTJIaCHO OQHIMATBHBIM JaHHBIM coctaBwio 771681). KommdectBo cimyuae BIIP 3a
aHAJIM3UPYEMbIN neproj cocTaBuiio 15486, BKitodas )KUBOPOKIECHHBIX, MEPTBOPOXKICHHBIX U CITydyau
npepsiBaHus OepeMenHocTH nociie ooHapyxenust BIIP y mnona. Takum o0pa3om, cymmapHasi 4acTora
BIIP B oGsactu cocraBuia 252,9 (95% AW: 229,7-289,7) na 10 000 poskaeHui.

B npencraBieHHON KOropre IpeBalupyeT KOJIUYECTBO JKUBOpPOXIAEHHbIX ¢ BIIP, mx noins
cocrasisieT 72,1%, B TO BpeMs Kak J0JIM JJIMMUHUPOBAHHBIX IJI0/I0B U MEPTBOPOXKAEHHBIX COCTABIISIIOT
26,8% u 1,1% cOOTBETCTBEHHO.

B crpykrype mopokoB Hamboiiee pacrnpoCTpaHEHHBIMH TpynmamMu HexpoMocoMmHbiX BIIP B
MocCKOBCKOM 0071aCTH SBISIOTCSI BPOXKIEHHBIE TIOPOKU CEPACUHO-cOoCcyaucToi cuctemsl (59,00 Ha 10
000), mopoku mouernonoBoi cucteMsl (36,99 na 10 000), enTpanbHOii HepBHOM cucTemsbl (20,30 Ha 10
000) u BepxHUX U HIKHUX KOHeuHocTel (19,66 Ha 10 000) (pucyHoxk 1).

Kpome Toro, cymiectByer Oosnbliasi IeTeporeHHas Ipylia MHOKECTBEHHBIX BPOXKIACHHBIX
nopokoB pazsutust (MBIIP) (18,44 na 10 000). K MBIIP otHOCsTCS cilydan Hanu4usi I1ByX U Ooiee
MTOPOKOB PAa3HBIX CHUCTEM OPraHOB y OJHOTO pebenka. OdeBWmHO, 4TO B rpymme nereii ¢ MBIIP
CYIIECTBYET BEPOSTHOCTh HAIMYHSI XPOMOCOMHOTO, JIUOO T€HHOTO CHHAPOMA, KOTOPbIE MOTYT OBIThH
JMAarHOCTHPOBAHBI C TOMOMIBIO CIIEUAIILHOTO TEHETHYECKOTO o0cienoBaHus. B cBsi3u ¢ 3TUM
BO3MOXKHA HEKOpPPEKTHasl KOAMPOBKA TAaKUX CIIy4aeB B PETUCTPE M M3yUEHHUE ITOW IPYIIbI MOPOKOB

TpeOyeT caMOCTOSATENBHOIO UCCIIEJOBAHMUSI.

BposkaeHHble nopoku cepaua NGNS 59,00
XpomocomHble aHomanvv I 13,65
BMP movenonosoii cuctemol  [INNIEEGEGNGNNNNNNE 36,99
BMP ueHTpanbHol HepaHol cuctemb I 20,30
BMP sepxHux 1 HUkHMX koHeuHocTer NN 19,66
MHosectserHble BMP NN 13,44
PacwenvHa Heba n/van ry6or I 10,47
BIMP skenynouHo-kmweyHoro tpakta [ 7,09
KocTHo-mbiwweuHble gedextsr [ 6,37
Opyroe M 3,58
BMP rnasa, yxa, avuav wen [l 2,19
OcteoxoHapoaucnnasumn W 1,58
YTouHeHHble cuHagpombl B 1,32

BIMP opraHos gpixaina 0 1,09

0,00 10,00 20,00 30,00 40,00 50,00 60,00 70,00

Pucynox 1. Ctpykrypa u yacrota BIIP (ra 10 000 poxxnenuii) B MockoBckoii oomactu, 2011 —2019 rr.
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Ha BTopom mecte 1o wactore cpenu Bcex BIIP pacnionaraercs rpynna XpoOMOCOMHBIX aHOMAJIAN

(43,65 nwa 10 000), B KOTOpOI 3aperuCTPUPOBAHBI CIydyad TPUCOMHH XPOMOCOMBI 21, a Takke Bce

JpyTHe 4acThle U PEAKUE XPOMOCOMHBIE aHOMAJIUHU (PUCYHOK 2).

CuHgpom [ayHa

CuHapom SaBapaca

AHe\/I'II'IOl/Iﬂ,MM NOJI0BbIX XPOMOCOM

Penkue TPUCOMUN U AYyNNUKALUN ayTOCOM

CuHapom MaTay

MoHOCOMUM U AeNeunn ayTocom

Opyrue pegkne XA

| X
B 260
x>
B o1
B o

0 5

10 15

20

25

30

Pucynox 2. Ctpykrypa u yactora xpomocoMHbix aHomanuii (Ha 10 000 poxaeHuit) B MockoBcKoi

ob6mactu, 2011 — 2019 rr.

Kak ynomuHamoch paHee, B CHUCTEME MOHUTOPHHTA, (DYHKIIMOHUPYIOIIETO B PETHOHAX

Poccuiickoit deneparuu, s CPaBHUTEIBHOTO aHadW3a JAHHBIX BbIJEIeHA Tpynmna u3 20 mopokoB

obsizarenpHoro yuera (BIIP OVY). Onenku 0a30BBIX MOMYJSIIMOHHBIX YacTOT JISi ATUX TTOPOKOB

npecTaBieHbl B Tabauie 1.

Tabnuya 1

[Monynsimonnsie yactotel BITP o6s3atenbHoro yuera B MockoBckoi obmactu 3a 2011-2019 romer

(1a 10 000 poxneHmin)

BposxieHHBIN TOPOK pa3BUTHUS Oomiee F Yucno f [Tnoxe! %
YHUCIIO BIIP IJIOZ0B
BIIP cpenu H/p oT
(u/p-ur) (x/ptm/p) o01ero
qrcia
BITP
AmdHTIChaTHS 272 4,44 18 0,29 254 93,38
DHuedanonene 89 1,45 14 0,23 75 84,27
I'uaponedanst 246 4,02 156 2,55 90 36,59
CnuHHOMO3TOBas TphlXKa 372 6,08 167 2,73 205 55,11
Anodransm/MukpodTanem 3 0,05 3 0,05 0 0,00
AHOTHSI/MUKPOTHS 18 0,29 18 0,29 0 0,00
TpaHcno3uus KpyImHbIX COCY/10B 132 2,16 122 1,99 10 7,58
[M'mnomnnasus neBoro cepua 177 2,89 87 1,42 90 50,85
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Pacmiennna Heba 196 3,20 196 3,20 0 0
Pacmenuna ryos1/Heba 455 7,43 406 6,63 49 10,77
ATtpesus nuiieBoaa 119 1,94 117 1,91 2 1,68
ATpe3ust aHOPEKTAILHOTO OT/Iela 105 1,72 105 1,72 0 0,00
I'nnocnaaust 868 14,18 868 14,18 0 0,23
JIByCTOpOHHSIS areHe3usl oYeK 38 0,62 8 0,13 29 76,32
Onucnagus 9 0,15 9 0,15 0 0,00
DKCTpous MOYEBOTO My3bIPs 17 0,28 14 0,23 3 17,65
PenyxumonHble mopoku 171 2,79 109 1,78 62 36,26
KOHEYHOCTEH

HuadparmanbHas TpeiKa 115 1,88 84 1,37 31 26,96
Owmdarornene 116 1,89 53 0,86 63 54,31
lacTpommmsuc 107 1,75 56 0,92 51 47,66
Cunnpom Jlayna 1685 27,52 766 12,51 919 54,54

B nensx oneHKH M3MEHEHUs MOIMYJSIIMOHHBIX YacTOT BO BPEMEHH NPOBEIECH CPABHUTEIbHBIN
aHaJIU3 MTOJyYEHHBIX B HACTOSIILIEM MCCIIE0BAaHUN JIAHHBIX C IAaHHBIMH, YKa3aHHBIMU B HAYYHOU paboTe
2008 rona o snuaemuonoruu BITP OV B Mockosckoii obaactu ¢ 2000 o 2005 rox (JI.A. XKyuenko,
A.B. Jlerynosckas, H.C. JlemukoBa, 2008). [Ipu cpaBHEHIH 00HAPY>KEHBI CIICIYIOIINE CTATHCTHYSCKU
3HAYUMBIE pa3IUyMs B YPOBHSIX YacTOT: IMOBBIIIEHHWE YacTOT 3HLE(dasoLene, TUIomIa3uy JIEBbIX
OTJIEITIOB cep/Ia U cuHapoMa JlayHa, CHUKEHHE 4acToT aHO(TabMa/MUKpodTaibMa, pacuieTuHbI HeOa
u oMaorerne.

BeposiTHee Bcero, MOBBIIIEHUE YACTOT CBSI3aHO C YCOBEPILIEHCTBOBAHUEM MEpP PETUCTpalMU
BIIP, perucrpanuent ciyqaeB BIIP y 31MMHHMPOBAaHHBIX IIJIOJIOB, @ TAKKE YBEJIMYEHUEM KOJIMYECTBA
MPEHATAIBHO BBISIBJIICHHBIX BIIP.

Kpome TOro, B pamkax HacTOSIIETO HCCIIEIOBaHMS ObLI IPOBEJEH CPABHUTEIbHBIM aHAIU3
nanHbIx peructpa BITP Mockosckoit oomactu u Modell Global Database of Congenital Disorders
(MGDb) (S. Moorthie, H. Blencowe, M.W. Darlison, 2018). MGDb — Bcemupnas 06a3a JaHHBIX
BPOKJCHHBIX 3a00JIeBaHU, KOTOpas MPEJOCTaBIseT BO3MOXHOCTh pacuera MpeArnogaraeMbix
NOMyJISUOHHBIX yacToT BIIP aiis Tex TeppUTOpHiA, Iie OTCYTCTBYIOT MOHUTOPUHIOBBIE CHCTEMBI, JINOO
JUISL PETUCTPOB, HE O0JIaaloIIMX JTOCTATOYHOM 0a30il /Ui MOJy4YeHUs! CTaTUCTHUUYECKH JOCTOBEPHBIX
naHHBIX. B pabore anamm3upoBaimch TONbKO Te Tpymnmnbl BIIP mast koTophix mocyuTanbel 0a3oBBIE
gactoThl B 6a3e MGDDb (12 rpymm), Takke He YIUTHIBAIIUCHh T€HETHUECKU-IETEPMUHUPOBAHHBIE (POPMBI
BIIP. Kak BumHO u3 Tabiwibl 2 B MOCKOBCKOW 001acTH MOMYJISIIIMOHHAS 9acTOTa JJIsT OOJIBIIIMHCTBA
AHAIM3UPYEMBIX Tpynn HWXke, oaHako pacnpenenenue BIIP mo mone Bcrpewaemoctu coBnagaer. B
000MX perucrpax OOJBIIYI0O YaCTh COCTaBISIOT MOPOKU CEPAECYHO-COCYIUCTONM CUCTEMBI, MOPOKU

KOHEYHOCTEH, a TAK)KE MOYETIOJIOBOW U LIEHTPAJIbHON HEPBHOU CHCTEM.
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Tabnuya 2
[TomyIsSIMOHHBIC YaCTOTHI BPOXKICHHBIX TIOPOKOB PA3BUTHS IO TpynmnaM B MOCKOBCKOH 00J1acTH U 110

naraabeiM Modell Global Database of Congenital Disorders (MGDDb)

['pynma BpokIeHHBIX TIOPOKOB OO01mast moImyJISIIIMOHHAs 9aCcTOTa
pa3BUTHS (’KMBOPOXICHHBIC, MEPTBOPOKICHHBIC U
AIIMMUHUPOBaHHbIE 10161 ¢ BIIP)
(1a 1000 poxaeHuit)
MockoBcKkast 001aCThb, MGDb
2011 -2019
BIIP cepaedHo-COCYIUCTON CHCTEMBI 5,9 7,03
BIIP xoHeuHOCTEH 32 4,13
BIIP Mo4ueBBIACTINTEILHON CHCTEMBI 2,22 32
BIIP nonoBoii cucTeMbl 1,48 2,07
Hedextrl HepBHOU TpyOKu (JJHT) 1,2 0,95
Pacmenuna ryOs! u/unm HeOa 1,05 1,38
BITP HHC (3a uckmouenuem JJHT) 0,83 1,25
BIIP xeny104HO-KHMILIEYHOTO TPAKTa 0,71 1,63
JlepexTrl nepenHel OPIOLIHON CTEHKU 0,39 0,51
BIIP yxa, nuna u meu 0,17 0,37
BIIP nprxateabHOM CUCTEMEI 0,11 0,4
BIIP rna3 0,05 0,43
Oo6m1as yacrora BIIP 17,3 23,57

B To’e BpeMs nipu CpaBHUTENBHOM aHalu3e ¢ JaHHbIMU eBponeiickoro peructpa EUROCAT 3a
nepuong 2011 — 2019 romet (EUROCAT, prevalence charts and tables) ycranoBieHo, 4TO
MOMYJISILUOHHBIE YaCcTOThl B MOCKOBCKOM 00JaCTH HUXE JUIs cleayromux nopokoB OY: aHodTaibMm,
TPAHCIIO3ULIMS MarucTpajbHBIX COCYAOB, paclleiluHa Heba, aTpe3us MHILEBOAA, aTpe3us
AQHOPEKTAJIbHOIO OT/AENAa, TUIIOCHAAus, areHe3usl IOYeK, PEeAYKIMOHHBbIE IOPOKH KOHEYHOCTEH,
nradparmanbHas Tpebka, oMaorene, racCTpoIIn3uC.

Takum o6pa3om, pacnpenenenne BIIP mo cuctemam opranoB B MOCKOBCKOM 00sactu
COOTBETCTBYET JaHHBIM MEXIyHApOJHBIX HccienoBaHuil. OnHako cieayer oOpaTUTh BHHMaHHE Ha
Ooyiee HU3KHH YPOBEHb YAcTOT OOJBIIMHCTBA TPYMII TOPOKOB pa3BUTHs. J[aHHOE 00CTOATENHCTBO
TpeOyeT CIenUaTbHOTO HM3Y4YeHHS NPUYMH HaONIONaeMBIX pa3induidl. BwIABICHHBIE 0COOCHHOCTH
pactpenenenusi BIIP moryT ObITh 0OyCIIOBIEHBI KaKk OOBEKTHBHBIMH (paKkTOpamu (MOIMYJISIIHOHHO-
neMorpaduueckue 0COOCHHOCTH BBIOOPKH), TaK M CHENU(UKOH METONOB PErHCTPaldH, YPOBHEM
nuarHoctuky U yuera BIIP B cuctemax monuropunra BIIP n npyrumu npuanaamu.

2. AHaJIM3 IMHAMHMKH YaCTOT BPOKAEHHBIX NOPOKOB pa3BuTHA B MoCKOBCKOI 00/1acTH

OnHO U3 MPEeuMyIIECTB U YHUKAJIBbHBIX BO3MOXKHOCTeN peructpoB BIIP — 3To perynsipHocTs 1

JJIIUTCIIBHOCTD Ha6J'IIOZ[€HI/II71, 4TO JacT BO3MOXXHOCTb OLUCHHMBATL U aHAJIM3UPOBATH JUHAMUKY YaCTOT
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BIIP Bo BpeMenu. Takoi moaxo[ Mo3BOJIIET KOHTPOJUpoBaTh 4acToTel BIIP m npu BeIABICHHHM MX
3HAYUMBIX U3MEHEHUI MPOBOIUTH MOUCK BO3MOXKHBIX IPUYHH.

Hamu npoBenen ananu3 nunamuku dactoTr BIIP 3a ananmusupyemsiit nepuon ¢ 2011 mo 2019
rojipl. CyMMapHO 110 BCEM perucTpupyeMbIM MOpokaM arHaMuka yactotsl BIIP B MockoBckoii obnactu
npeacTaBieHa Ha pucyHke 3. HaOmromaercss MONOXKHUTENBHBIA TpeHA B 0OIeH YacToTe MOPOKOB,
3apeTUCTPUPOBaHHBIX B 0Oa3e wmoHuTopuHra BIIP. IloBbllieHne ypoBHS 4YacTOT CpeOu BCEX
3apeructpupoBaHHbiX Gopm BIIP xapakrepusyercs MoioxuTeNbHBIM Kod(duiumentom Ilupcona c
BBICOKOM TECHOTOH KOPPEISALMOHHOM CBsA3H (Ixy=0,814) M sBiseTcs CTATHCTUYECKU 3HAYMMBIM
(p=0,08). KosdhdpumenT nerepMuHamun R?, onpeelsronuii 1010 00 bsCHIEMON TeHICHINH, COCTABIIT
90,7%. IloBbllieHMe ypOBHS WHIYIHMPOBAHHBIX NPEPHIBAHUH OEPEeMEHHOCTH TaKXke OBLIO
CTATUCTUYECKH 3HAUYMMBIM M HMMEN BBICOKYIO TECHOTY KOPPEISALMOHHOHN CBs3U (ry,=0,870, p=0,02,
R’=91,6%). CTAaTHCTHYCCKH 3HAYAMOTO H3MCHEHHS YPOBHS HYacTOT CPEOH SKHBOPOXKICHHBIX

0GHApyKEHO He BBIIO (14,=0,598, p=0,89, R*=80%).

400,00
y =3,108x? - 19,491x + 258,71
350,00 RE=0,90714
00 e
250,00 'y =1,4117x2- 11,239 + 196,18
.................. R2 = 0,80034
200,00
150,00 y = 1,6874x - 8,556x + 61,361
’ R? = 0,91605

100,00

50,00

0,00

2011 2012 2013 2014 2015 2016 2017 2018 2019

e Bce Cly4aun KnBopoOXaAeHHbIe Mnoabl

Pucynox 3. lunamuka cymmapuoit yactotsl BIIP B MockoBckoit o6mactu ¢ 2011 o 2019 roast

B T0 xe BpeMs IS OTHENBHBIX (hOPM MOPOKOB PA3BUTHS HAOIIOJAIOTCS U3MEHEHHNE TMHAMHUKH
WX YacTOTHL. 3aMKCHPOBAHO 3HAYHMTENBHOE HapacTanue obmiel yactoTsl (F) s Takux MOPOKOB Kak
amanedamus (p=0,006), cnuaHOMO3rOBasi rpeika (p=0,000), nuadparmansHas rpeoka (p=0,042) u
cunapom Jlayna (p=0,009) (pucynok 4). 3HAUMMBIX pa3IUYUil BO BPEMEHHOM H3MEHEHHHU YPOBHS

gactot Apyrux BIIP OV obnapyxeHo He ObLIO.
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Pucynox 4. Jlunamuika 4acTOThl aHAHIIE(ATNH, CTMHHOMO3TOBOM T'PhDKH, JuadparManbHON TPHDKU H

cunapoma Jlayna B MockoBckoii obmactu ¢ 2011 o 2019 roser

Y4uuThIBas U3JI0KEHHOE, B XO/I€ MCCIIEIOBAHUS BBISIBICHO HapacTanue oomei yactotsl BIIP (F)
B MockoBckoit oomactu ¢ 2011 mo 2019 roas! u 0OTAETBHBIX (POPM ITOPOKOB, MPEHUMYIIECTBEHHO 3a CUET
YBEJIMUEHUS YacTOT CPeAM MMMHMHHUPOBAHHBIX IJIOJI0B. B TO ke BpeMsi AMHAMMKa YacTOThI OPOKOB
cpenu HOBOpOXICHHBIX (f) oTiiMyaeTcss CTaOMIBLHOCTHIO KaK B IEJIOM (PUCYHOK 3), Tak W IS
KOHKPETHBIX (POPM MOPOKOB (PUCYHOK 4).

3. JnuaeMuoI0THYeCKUii AaHAJIN3 XPOMOCOMHBIX (GOPM BPOK/IEHHBIX IOPOKOB Pa3BUTHS

B MOCKOBCKO# 00/1aCTH
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XpomocoMHbIe aHOMaINK (XA) IpeaCTaBIsSIOT COOON reTepOreHHyI0 IpyIy HAacAeACTBEHHbBIX
00Js1e3Hel, BOZHUKAIOLIUX B PE3YJIbTaTe U3MEHEHUIN KOJIMUYECTBA WIH CTPYKTYPBl XPOMOCOM, IIPH 3TOM
WX KJIMHAYECKass KapTHHA O4YEeHb BapuabenbHa, HO, Kak MpaBWJIO, XapaKTEPHbIMH JUIS HHX
MIPOSIBJIEHUSIMU SIBJISIOTCSL BPOXKACHHBIE IOPOKH Pa3BUTHS.

Bcero B 0aze peructpa BIIP Mockosckoii obnactu ¢ 2011 mo 2019 roas! 3aperucTpupoBaHO
2673 ciyqas XA, uro coctaBuio 43,65 cinydast Ha 10 000 posxeHuid.

B cTpykType XpOMOCOMHBIX aHOMaJIMWW wYalle BCero BcTpedaercsd cuHiapoMm JlayHa. B
MIPOLIEHTHOM COOTHOILIEHUU CTPYKTypa BceX XA BBIINIIUT CIEAYIOUMM 00pazoM: cuHapoM JlayHa —
63,2%, cunnpom DnBapaca — 13,8%, curnpom Ilatay — 5,1%, aHEymIIOUANMN MOJOBBIX XPOMOCOM —
6,7%, penxue XA — 11,2%.

O6mas yactora (F) tpucomuu xpomocomsr 21 (T21) cocraBmia 27,52 na 10 000 poxaenwit,
tpucomuu 18 (T18)— 6,01 na 10 000, Tpucomunu 13 (T13)—2,22 na 10 000, 4TO COOTBETCTBYET JaHHBIM
o0benuuenHoro peructpa espomneiickux crpan EUROCAT, corimacHo KOTOpomy 3a 3TOT K€ MEepUoj
BPEMEHH YaCTOTHI XPOMOCOMHBIX CHHIAPOMOB cocTaBuiu g T21 — 24,72 na 10 000, qyis T18 — 6,15 u
s T13 — 2,26 (EUROCAT, prevalence charts and tables).

[ToMHMO M3BECTHBIX XPOMOCOMHBIX CUHJIPOMOB, MbI HOIBITAIUCH MPOaHAIN3UPOBATh JJaHHBIE
MOHHTOPHHTA TI0 PEJKHM XPOMOCOMHBIM TepecTpoiikaM. B 0aze MOHUTOpHMHTA 3a aHATU3UPYEMBIH
MIEpPHOJ] BCETO 3aperucTpupoBaHo 299 ciydaeB u3 rpynmnsl peakux XA, ux oOuias yacToTa coCTaBHIIa
4,88 na 10 000 poxaenuii. ['pynma peakux XA mpeacTaBieHa TPUCOMUSIMHA U MOHOCOMHUSIMHU ayTOCOM,
32 MCKJIIOYEHHEM YacCThIX ayTOCOMHBIX TPUCOMHMM M aHEYIJIOMJIUN IO MOJOBBIM XPOMOCOMAM,
MOJIMIUIOUIUSAMH, JA€NeHUsIMH U AYIUIMKAUUsAMHU, HecOaJaHCUPOBAaHHBIMU TPAHCIOKALUSAMU U
MapKEepHBIMH XpOMOCOMaMH. B 3TOM rpynme NpeBalupyroT 3aperuCTpUpOBaHHbIE ciydan XA y
SJIMMUHUPOBAHHBIX IUIOMOB A0 22 HeAenb C TMOATBEPXAEHHBIM auarHosoM XA (68,23%).
CootserctBenHo, 30,77% XA mpexacraBineHo ciay4yasmu skuBopoxaeHuid u 1,00% cioyyasmu
MEPTBOPOKICHUN.

B MockoBckoii obnactu 70 BbIABIEHHBIX penkux XA cocraBiaser 11,2% ot Bcex
3apeructTpupoBaHHbIX XA. B uccnenyemoii rpynmne menuana Bo3pacta Mmarepeit cocrasmia 30 net (Q1-
Q3: 26-33; min-max: 18-46). Ilpu cpaBHeHHH pacripeiesieHus] MaTepel 1o Bo3pacty (1o 34 net u
crapie 34 ner) B rpymnre BITP HeXpoMOCOMHO# 3THOJNIOTHH U TPyNIE ¢ peAKUMU XA CTaTUCTUUECKH
3HAYMMBIX PasNdmii 00HApy)eHo He ObuT0 (f° = 2,39, p = 0,122). Takum 06pa3zoM, B OTIHUHE OT
W3BECTHBIX AaCCOLIMALMM YacThIX XPOMOCOMHBIX CHHJPOMOB C BO3pacTOM Marepu, peakue XA 1o
HalIMM JIaHHBIM HE CBA3aHbl ¢ Bo3pacToM MaTtepu. Kpome TOro, Ha CeroJHsIIHUNA 1€Hb U3BECTHO, YTO
PHUCK pOXJIeHUs peOCHKA C MUKPOXPOMOCOMHOU MEPECTPONKOMN Y )KEHIIMHBI 10 35 JIET BBIIIE, YEM PUCK

poxnaenus pedbenka ¢ cuaapomom Jlayna (M.1. Srebniak et al., 2018).
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B cTpykType penkux XpOMOCOMHBIX aHOMaJIMii Hanbojee pacrnpoCTpaHEHHBIM HapyIIeHHEM
saBiAroTCs Tpuruionauu (41,14%), Ha BTOpoM MecTe 4acTU4HbIE Jenenuu xpomocoM (24,41%), Ha
TpeTbeM MecTe HecOanaHncupoBaHHble TpaHcnokauuu (11,04%). C MeHpIIMMU, HO IPUMEPHO PABHBIMU
JOJISIMHU, B CTPYKType peakux XA BcTpedaroTcsl peakue tpucomuu (6,02%), nynnukanuu (4,68%) u
MapKepHbie XpoMocoMhl (3,68%). Takxke BeimeneHa rpynna apyrux penkux XA (9,03%), sta rpynna
Mpe/iCTaBjIeHa CIEAYIOIMMU aHOMAJIUAMU XPOMOCOMHOTO Habopa: JAOMOJHUTENbHBIN XPOMOCOMHBIN
MaTepua HEM3BECTHOTO MMPOUCXOKIACHMSI, COUeTaHHbIE XA, KOJIbLIEBBIE XPOMOCOMBI.

B peructpax Mockosckoii obnactu 1 EUROCAT cTpykTypa 3aperucTpupOBaHHBIX JI€IeLMM
BBITJISIIUT MOXO0XEH, a HanboJiee 4acTo BCTPEUYAIOLIUMCS AUAarHO30M sBigercs cunapom u Jxopmxu
(tabmmma 3) (D. Welllesley et al., 2012). C MeHbIIIMHE TOJISIME B 000UX pErUCTPaX MPEICTABICHBI TAKHUE
JMarHO3bI Kak cHHIPOMEI [Ipanepa-Bumin/Arrenpmana, «komraubero kpuka» u Bonbsga-XupmixopHa.

Jpyrue ciry4yau nenenui NpeacTaBieHbl, B OCHOBHOM, €IMHUYHBIMU CIIy4YasiMH.

Tabnuya 3
CrtpyKTypa U JOJU OTAENbHBIX Ipynn aeneuuid B peructpax Mockockoit oonactu u EUROCAT
MockoBckasi 00J1aCTh, EUROCAT,
2011 -2019 2000 - 2006
Cungpom Iu JHxopaxu 45,2% 30,8%
Cunnpowm Ilpanepa- 2,7% 5,0%
Bunnu/Axrensmana
CHHIPOM «KOIIIAYBEr0 KPUKa» 2,7% 4,8%
Cunnpom Bonbda-XupurxopHa 2,7% 4,2%
KomnblieBbie XpOMOCOMBI - 4,2%
Cunnpom Bumnbsimca - 3,5%
Cunnpom bekBurta-Bunemana - 1,2%
Henerus 18pl11.2 2, 7% HET JaHHBIX
Enunnunsie cnydan nenemuit 43,8% 46,2%

[Tonmy4yeHHbIe HaHHBIC 1O aHAIN3Y XA € HCMOJIb30BaHHEeM 0a3bl MoHUTOpUHTA BIIP siBstroTCs
MIpEABAPUTEIBHBIMH, HO IIOKA3bIBAXOT BO3MOKHOCTHU peructpa BIIP nmo uzydenuro snuaemuonorun XA.
To4HOCTP M Ka4ecTBO TaKWX JAHHBIX MOTYT OBITH TOBBIIICHBI TOJBKO NPU YCIOBHH TPOBEICHUS
PaCHIMPEHHOT0 T€HETUYECKOr0 TECTUPOBAHUA Y IUIOJI0OB U HOBOPOXKACHHBIX IIPU MOATBEPKACHHOM Y
HUX HOPMAaJIbHOM KapHOTHIIE, YTO JENacTCsi B HEKOTOPBIX CTpaHax Mupa. Kpome TOro, BaKHO
(buKcupoBaTh Cirydan oOHapyKeHHUSI XA HE TOJIBKO CPEH HOBOPOXKIECHHBIX, HO TAK)KE Ha MPOTSHKEHUT
BCEW JKU3HU, B 3aBUCUMOCTH OT BPEMEHM IOCTAHOBKHM JAMATrHO34a, Ul YBEPEHHOCTH B MOJHOTE y4yeTa
BCEX CIIyyaeB pelkux XA.

TakuM o00pa3oMm, DSNHMIEMHUOJIOTUYECKAss KapTUHA pPACIPOCTPAHEHHOCTH 4YacThiX XA
COOTBETCTBYET JAHHBIM MEXIYHApOJHOM JIUTEpaTypbl. BMecTe ¢ TeM, Ha CErOJHSAIIHUN I€Hb CJIIOXKHO

MIPOBOJIUTh CPABHUTEIBHBIC WCCIEIOBAHHUSA PACIPOCTPAHEHHOCTH pEAKHX XA ¢ 3apyOeKHBIMHU
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JAHHBIMU B CBSI3H C MaJIbIM UX KOJIMYECTBOM U OTCYTCTBUEM UETKUX MPABUJI KOJUPOBAHUS PEAKUX XA
B 0a3ax peructpoB BIIP. Kpome T0oT0, BaXXKHO YUHTHIBATh Pa3HYIO CTENCHB JOCTYITHOCTH T€HETUIECKUX
AQHAJIM30B Ha PA3JINYHBIX TEPPUTOPUSAX B MPEHATAIBHOM IEPUOJIE U CPEIH KUBOPOKICHHBIX.
4. AHaaM3 (PeHOTUNINYECKUX MPOSABJIEHHII MUKPOCTPYKTYPHBIX XPOMOCOMHBIX
HApYyLIEeHHH, BbISIBJIAEMbIX NIPEHATAJIbHO

B Poccuiickoit denepainuu pa3paboTaH MPOTOKOJ PAHHETO MPEHATAIBHOTO CKPUHHHTA C
pacyeToM pHICKa B OTHOIIEHWU TpUCOMHUU XpomocoMm 21, 18 u 13, cormacHo KOTOPOMY MPOXOIST
oOcrenoBaHue Bce OepeMeHHbIE. B mociecTBUM JKEHIIMHAM U3 FPYIIIbI BBICOKOTO PUCKA IIpeiaraercs
MIPOBEACHUE MOJITBEP K A0 IIpeHaTaIbHON JUarHOCTHKHU (Ononcust BOpPCUH
XOPHOHA/aMHUOLIEHTE3/KOPAOLEHTE3) C HCIIOJIB30BAaHHEM CTaHAAPTHOTO KapHOTHIIMPOBAHUS, JIMOO
FISH-guarnoctuxu (E.E. 3asieBa, E.E. bapanosa, JI.A. Xydenko u np., 2018; T. Ghi et al., 2016).

B MockoBckoil 06siacTé npu MOJATBEPKJIEHHOM HOpPMajbHOM Kapuotumne y miaona ¢ BIIP
BO3MOXXHO JIONOJIHUTEJILHOE IPOBENEHUE XPOMOCOMHOI'O MHKpoMaTpuuHoro asaiuza (XMA) npu
cornacuu OepeMeHHOH. [laHHOE OOCTOSITEIHCTBO TMO3BOJIMIIO HaM BIIEpPBBIE Ha TeppuTtopun Poccum
MIPOBECTH IMUAEMHUOJIOTUUECKUI aHAIN3 PEIKMX XPOMOCOMHBIX HapyIieHuii Ha 6aze peructpa BIIP.

B HacTosel paboTe NpoBeAEH PETPOCIIEKTUBHBIN aHAIN3 CEPUM KIMHUYECKHUX CIIy4aeB, IPU
KoTopbix Omaromaps XMA wu FISH-gmarHocTuke mnpeHaTanbHO OBLIM YCTaHOBIICHBI HATHO3BI
MUKPOJIETIEIIMOHHBIX WX MUKPOIYTUIMKAIIUOHHBIX CUHIPOMOB.

3a aHanmm3upyembld Tepuoa B 0a3e  peructpa  3apeructpupoBaHo 36 ciyvyaeB
CyOMUKpPOCKOIIMYECKUX XPOMOCOMHBIX TepecTpoek y Iui04oB. KoindecTBo 0OHApYyKEHHBIX
mukpogeneruit (N=27; 75%) npeBanupyeT HaJ KOJIUYECTBOM MUKpoaymukaiuii (N=9; 25%).

[lpu aHanmu3e pe3ynbTaTOB KOMOMHHPOBAHHOTO CKpWHMHTa | TpumecTpa B 3TOH TpyImme
oka3zaiock, uro meauana TBII cocrasuma 2,1 MM (min=1,5; max=7,2), TO €CTh JaHHBIA ITOKA3aTEIb HE
OTJIHMYAETCsS OT HOpMabHBIX BenmuunH. Kpome Toro, meamnansl B-XI' u PAPP-A Tarke He Toka3ainu
OTKJIOHEHH OT mpenomnpeneneHHbix HopMm, 0,68 MoM (min=0,235; max=2,521) u 0,83 MoM
(min=0,284; max=2,153), COOTBETCTBEHHO.

Cpemu BIIP y mmogoB ¢ cyOmmukpockonuueckumu CNV Hambojee 9acTo BCTPEYAIUCH
BPO’KJICHHBIE IOPOKU CEPAEUHO-COCYIUCTON CUCTEMBI, KOTOpbIe cocTaBuiin 51% ot Bcex cirydae BIIP.
OtMmeyanuch Takve MOPOKHU Ceplla, KaK aTpUOBEHTPUKYJISIPHBINA KaHall, CUHAPOM T'MIIOIUIa3UH JIEBBIX
otnenoB cepaua, rerpana Pamio, JIMIKII u npyrue, a Takxke NOPOKHA BBIHOCALIUX TPAKTOB, HAIIPUMED,
JNBOMHOE OTXOXACHHUE COCYJIOB OT IPABOro xeiygodka. Ha BTOpom MecTe mo 4acTtoTe BCTpEYaluCh
MOPOKHU LIEHTPAJIbHON HEPBHOW CHCTEMBI (BEHTPUKYJIOMETallvs, MaTOJIOTMHA MO3KE€UKa U MO30JUCTOIO
TeNa v Jp.) U KOHEYHOCTEN (CUHAAKTHINY, aHOMAJINS TI0JI0’KEHUS CTOM ), COCTABIISISI COOTBETCTBEHHO IO
12,2%. Jlanee 1o 9acToTe OTMEYAIOTCS TaKHe MMOPOKH Kak oMasiorese, pacuiesinia ryosr/Heda, mopoku

XKT u mouenonoBoii cucremsl. CiaenyeT OTMETUTh, 4To B 36,1% ciiydaeB y M1010B UMEJICS HE OMH,
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a MHOKECTBEHHBIE BpOXKJEHHbIE MOpoku paszsutud. Kpome Ttoro, B 13,9% ciywyaeB y miuonoB

MPUCYTCTBOBAIM TOJNBKO Mapkepsl XA, Takue kak yBenmumdenue TBII, meitnas numdanruoma,

MUKporHatus u npyrue. CTpykrypa u pacupenenenue rpynn BIIP npeacrasiensl Ha pucyHKe 5.

8,2%

= BIIC

= BITP [THC

BIIP xoneuHOCTEH

KocTHO-Mbite4HbIe 1eeKThI

= Pacrienuna ryobl v/nim Heba

= BITP J)KKT

= BITP MIIC

Pucynox 5. PacnpeneneHue BpOKIACHHBIX IOPOKOB pa3BUTHUA, BBIABIIEMBIX Y IUIOJOB C

cyomukpockonmaeckumu CNV B MockoBckoit oomactu, 2011 — 2019 r.r.

N3 36 ciayyaeB MHUKPOCTPYKTYPHBIX XPOMOCOMHBIX MEPECTPOEK B HAIllEM HCCIIEOBAaHUU
BBISIBIIGHO 3 M3BECTHBIX CHHAPOMA W3 TPYIIB MUKPOACIEIMOHHBIX CHHAPOMOB. CaMyro OOJBIIyIO
rpymy (12 cimyuaeB wim 33,3%) coctaBnsier penenus 22q11.2 wiam cungpom duJlxopmxku, B 1BYX
ciayyasix oOHapykeHa genenust Sp (CHHIPOM «KOIIAYbero KPUKay), €IIe B JIBYX CIIydasx ACJICIIHs
xpomocombl 15 (cuampom Anrensmana/llpanepa-Bumim). bombmas gacte BeiOopku (N=20; 55,5%)
Mpe/icTaBIeHa OTAEIbHBIMU CIy4YasiMU pa3IndHbIX BapuaHToB CNV.

It nerekumm genenuu 22q11.2 B mpeHaraapHOM miepuoae moMuMo XMA MoxkeT OBITh
ucnonp3oBana FISH-guarnoctuka. FISH-guarHocTika Ha sokyc 22ql11.2 mpoBoautes GecruiaTHO B
MI'O MOHUUAT nHapsizy co cTaHAAPTHBIM KapUOTUIUPOBAHUEM IPU HATUYUU KOHOTPYHKAJIbHBIX
MOpOKOB (00IMK apTepuanbHbIi CTBOJ, TeTpaaa damio U Ap.) UK NATOJIOTHM JYyTU aopThl (IpaBas
oyra aopTsl, NHepepblB Ayru aopThl) y mmiaoga. OJHAKO, COMIACHO MEKIYHApPOIHBIM JIaHHBIM,
HCIOJIb30BaHNE TapreTHOrO0 TECTUPOBAHUS TOJNbKO Ha cuHApoM Ju xopmxu npu Hanmuuu BIIC y
1012, TPUBOJIUT K MpoIrycKy npumepHo 2/3 CNV, mo3ToMy cembe IOKHO ObITh PEKOMEHIOBAHO
npoBeneHue nMeHHO XMA mpu Haymuuu ro6oro BIIC y mroma (A. Tramontana, B. Hartmann, E.
Hafner, 2019).

Crout oT™MeTuTh, 4TO NpUMeHeHne XMA B KIMHMYECKON NpaKTHKE Bpauel MpeHaTaJbHOU
JTUATHOCTHKU CTAaHOBHTCS BCe Oojiee BocTpeOoBaHHBIM. Ha mpumepe MockoBCkoi obmactu 3a
aHAJIM3UPYEMBIN IEPHOJ] MOKHO OTCIIEAUTD B3PHIBHOM POCT KOJIMYECTBA yCTAHOBIEHHBIX T€HETHUECKUX

TUarHo30B ¢ momonibio XMA (pucyHok 6). B Ommwkaiimem OymymieMm Takas TCHISHIUS Oyjer
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COXPAHSTHCS 3a CYET PACIIUPEHHs] CHEKTPAa METOAOB N€HETHYECKOIO TECTUPOBAHUS, YTO MO3BOJIUT
ornpeAenuTh 0a30Bbl€ YaCTOTHI U HO30J0THYecKyto cTpykTypy CNV B uccienyemoit nonynsuuu. Tem
HE MEHee Helb3s 3a0bIBaTh O TOM, YTO JaHHBIN TECT HA CETOIHALIHUM JEHb SIBISIETCS KOMMEPUECKUM U
HE OIJIAaYMBAETCA 32 CUET CPEACTB (peiepaIbHOro OI0JIKETA, B CBA3H C YEM JIAJIEKO HE BCE CEMbH MOTYT
MO3BOJIMTH ceOe ero mpoBeIeHue BO BpeMsi OepeMeHHOCTH Tipu Haimmauu rokasanuii (T.N. Sparks, A.B.
Caughey, 2018).

VYunurbiBas M3710KEHHOE, BO3MOXXKHBIMU NOKa3aHUSIMU K INpoBeneHnto XMA B MpeHaTaabHOM
MEpPUOJIE MOTYT CTaTh BPOXKICHHBIE MOPOKH CEPAECYHO-COCYIAUCTON CHCTEMBI, MOPOKU IEHTPaTbHON
HEPBHOW CUCTEMBI (BEHTPUKYJIOMET AN, NATOJIOTUS MO30JUCTOrO TeJla, HapYLIEHHs] CTPOCHHUS 3aiHEN
YepernHol SIMKH), U KOHEYHOCTEH (CHMHIAKTWUIMM, aHOMalMs MOJoXKeHus crom). B To ke Bpems
MIOJIyYE€HHbIE JaHHbIE YKa3bIBalOT HA TO, YTO KOMOMHUPOBAHHBIM CKPUHUHI | TpuMecTpa HE WUrpaer
3HAYUTEIILHOM POJIM B OMNpPEACIICHUH TOKa3aHuW s npoBedeHuss XMA. B cBs3u ¢ 3TUM, CTOUT
CTPEMUTHCS K PACIIMPEHUIO CIIEKTPA METOJ0B FT€HETHUECKOI0 TECTUPOBAHMSI IPU HATMYMH HEKOTOPBIX

¢dopm BIIP n/mnm mapkepoB XA y 1u10/1a ¥ MOATBEPKACHHOM y HETO HOPMaJIbHOM KapHOTHIIE.
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Pucynok 6. lunamuka urcia oOHapyKEHHbIX MUKPOAEIECHUN 1 MUKPOIYTIIMKAUK ¢ moMonibio XMA
B MockoBckoii obsactu 3a 2011 — 2019 rr.
5. AHau3 BIUSIHUSA NPOPUIAKTHYECKHUX MEPONIPUATHII HA YACTOTY BPOXK/ICHHBIX IOPOKOB
pPa3BUTHA

[Tpodunaktuka BIIP, HampaBieHHas Ha CHIDKEHUE MIIQJICHYECKON M JETCKOH CMEPTHOCTH H
3a00J71€Ba€MOCTH, TPEACTABISIET COOOM BaXHYIO 3aJady OOIIECTBEHHOTO 3/IPAaBOOXpPAHEHUS |
MIPaBUTEILCTBEHHBIX OPraHOB BO BCEX CTpaHax Mupa. JTo cBs3aHO ¢ TeM, yto BIIP Bo mHorom
ONpEACAI0T OCHOBHBIE SNUAEMHMOJIOIMYECKHE [I0Ka3aTelu 3J0pOBbs, TaKWe KaK YpOBHU
HEBbIHAIIMBAHUSA OEPEMEHHOCTH, MEPTBOPOXKACHUSA, MIIAJIEHYECKOW U JETCKOM CMEPTHOCTH U

3a001€BAEMOCTH.



21

Boiaenstor cienyromue ypoBHU MEp MEIULMHCKON MPOPUIAKTUKU MOPOKOB CPeau JeTell U
B3pOCIIBIX:

e [lepBuyHas mpopuIaKTHKA — ITO MEPHI PEKOHIETIITHOHHON PO HIAKTHKH, HAIIPAaBJICHHON Ha
CHID)KEHHE PUCKOB BO3ZHUKHOBEHUS MTOPOKOB y AeTel (Hanpumep, cOaJaHCUpOBaHHOE MMUTaHUE,
npueM (OJTMEBON KUCIOTHI 10 M BO BpeMsi O0€peMEHHOCTH, UCKITFOUEHHUE BIUSHUS TEPATOTEHOB,
MIPOCIIEKTUBHOE MEINKO-T€HETUYECKOE KOHCYJIbTUPOBAHNUE);

e Bropuunas mpoduiIakTHKa BKIIOYACT MPOPHIAKTUISCKAE MEPOIPHITHS C LENbI0 PAHHEro
BoisiBieHUss BIIP y mmoma ¢ mocnenyromuyM paHHUM  JIEYEHHUEM WM [IPEPbIBAHUEM
OepeMEHHOCTH B CIIy4ae HECOBMECTUMBIX C dKU3HBIO IOPOKOB PA3BUTHS;

e TpernuHas npo@uiaKTUKa COCTOUT U3 PAHHETO BBISBIICHUS, TUATHOCTUKU U JICUCHUS CIy4yacB
BIIP cpenn peteil Ui NpeNOTBPALLECHMS] WM CBEACHUS K MUHUMYMY PHCKOB yXYIUICHUS
COCTOSIHUSI, OCJIOKHEHHH, NHBAJIUIHOCTH.

Pa3paboTtka MeTonoB NpOQUIAKTUKA BPOXKICHHBIX aHOMaIUW TpeOyeT HaJeKHbIX
SMHUIEMHUOIOTHYECKUX JAHHBIX O PACIPOCTPAHEHHOCTH M THIIaX BPOXKICHHBIX Je(PEKTOB, HCTOYHUKOM
KOTOpBIX sBisitoTca peructpbl BIIP. ITomumo aroro, peructpst BIIP sBisAt0oTCS MHCTPYMEHTOM JUIS
OLIEHKN H(PQPEKTUBHOCTH MEPBUYHONW NPOPUIAKTUKA W BIUSHUS TPEHATAIHHOTO CKPUHUHTA U
MIpEeHaTaJIbHON JUarHOCTUKH (BTOpUYHON Mpodunaktuku) Ha yactory BIIP.

Hamu mpoBeneH aHamu3 JUHAMUKHA 4acTOT (OJAT-3aBUCHUMBIX TIOPOKOB PA3BUTHSA, a TAKKE
IpyObIX MOPOKOB PA3BUTHS C BHICOKUM YPOBHEM BbISIBJICHUS B IPEHATAIILHOM MEPUO/IE.

Kak Obu10 OTMEUEHO BBIIIE, s aHPHIEe(DaTMA M CIUHHOMO3TOBOM TPBDKU 3aPETHCTPHPOBAHO
MOBBIIIEHUE YpPOBHs 00mieit gactoTsl (F), HO TpW ATOM MOBBIIIEHUS YaCTOT ITHX MOPOKOB CPEId
KUBOPOKJIEHHBIX HE 3aUKCUPOBAHO (pUCYHOK 4). [lomyueHHbIe 1aHHbIE YKa3bIBAIOT HA TO, YTO HU3Kas
4acTOTa ATUX IpyObIX TOPOKOB PA3BUTHUS CPEIN HOBOPOXKIEHHBIX JOCTUTAETCS 32 CUET BBISIBICHUS MX
B IMpPEHATAJIbHOM IMEPHUOAE C MOCIEAYIOUIUM IpEphIBAHUEM, O YE€M TOBOPHUT YBEJIUYEHHE [0JIU
MIPEPBAaHHBIX OEpEeMEHHOCTEW 3a aHalu3upyeMmblil mnepuoj. Takas KapTHHAa O3HA4YaeT BBICOKYIO
3¢ (GEKTUBHOCTh TPEHATATBHOTO CKPHHHWHTA W JUATHOCTUKK (BTOpHYHAS NPOQHUIAKTHKA), OIHAKO
yKa3bIBa€T HA HEJIOCTATOYHYIO 3(p(PEKTUBHOCTD MEPBUYHON MPO(YUITAKTHKH (TIpHeM (OTHEBOM KUCIOTHI
3a 2-3 mecsna 10 0epeMEHHOCTH U B IIEPBbIE MECALbI OEPEMEHHOCTH).

[Tomumo nehexkTOB HEPBHOU TPYOKH, ITOJOKUTEIBHBIE TPEH Bl YaCTOT 3aPErUCTPUPOBAHBI JIIS
nuadparManbHOM IPHIXKU, CHHAPOMA TUITOIIIIA3UH JIEBBIX OTAENIOB cepala, oMpanornene (pucynku 4,7).
[Ipn aHanu3e [OaHHBIX TPEHAOB HE OTMEYEHO HapacTaHWs 4YacTOThl JTHX IOPOKOB Cpenu
HOBOPOKJCHHBIX JETEH, HO OTMEUAETCsl yBEJIMUYEHHUE JO0JIM MHAYLUPOBAaHHBIX abopToB. s pa3HbIX
MIOPOKOB J10JIs1 UHAYLIUPOBAHHBIX NTPEPhIBAaHUI MpecTaBieHa B Ta0uie 1.

[TprunHbl HAOMIOAAEMBIX MOJOXKHUTEIBHBIX TPEHJIOB YacCTOT MOPOKOB Pa3BUTHUSI MOTYT OBITh

Pa3sHbIMU U JIs1 OTBETOB HA 3TU BOIIPOCHI TpC6y€TCH HaﬂbHeﬁmee N3YUCHUC SITUACMHUOJIOTHU ITOPOKOB.
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Opnolt w3 npuuuH yBenudeHus: 4dactoTbl BIIP sBisieTcss COBEpPLICHCTBOBAHME U IIOBBIIIEHUE
pa3pemanmuX BO3MOXHOCTEH yiibTpa3BykoBoro oocnenoanus miofoB (C. Ferrier, F. Dhombres, B.
Khoshnood et al., 2019) Ha 3T0 KOCBEHHO yKa3bIBaeT U TOT ()aKT, YTO B OCHOBHOM ITOJIOKHTEIHLHBIC
TPEHIBI HAOIIOAIOTCS IS TOPOKOB, BBISBISIEMBIX € IIoMomIbio Y 3.

OTnenpHO BaKHO OTMETHTH 3HAYMMOE TIOBBIIIICHHE YPOBHS 4acTOT CHHApoMa JlayHa B 1IesIoM, a
TaKOKe Cpey MHAYIMPOBAHHBIX NMpepbIBaHUN OepeMeHHocTer (Iyx,=0,89; p=0,01) 1 >XxHBOPOKICHHBIX
(rxy=0,90; p=0,01) (pucynox 4). Koadpuuuent [Tupcona roBoput 0 BEICOKOIH TECHOTE KOPPEIIALHOHHON
CBSI3HU, a MOJTyYeHHbIE rPadUKi MOJTMHOMUHAIBHON (PYHKIIMM COOTBETCTBYIOT 3HAaUeHHUIO Oosee 85%,
YTO 03HAYAET BBICOKYIO JJOCTOBEPHOCTH MOTYYSHHBIX TIPOTHO30B.

[ToBpIIeHNE YPOBHS YaCTOT CPEeIM BCEX CIy4aeB CHHApoMa JlayHa M cpeau KHUBOPOKICHHBIX
O3HayaeT NCTUHHOE MMOBBIIICHNE YaCTOTHI JAHHOTO CHHIPOMA B TIOMYJISIIMH, CBSI3aHHOE C YBEIIMYCHUEM
KOJIM4YeCTBa OEpEMEHHOCTEH B CcTapiieil Bo3pacTHO rpymnme. Kpome Toro, Ha CeroaHsIITHUMN IeHb, TaXe
npu 0OHApYKEHUH JAHHOTO TUAarHo3a B MPEHATAILHOM NIEPHOJIE HE BCE CEMBbH MPUHUMAIOT PEIICHUE O
JOCPOYHOM TIpeKpanieHny 6epeMeHHocTr. CoxpaHeHne OEpEeMEHHOCTH MPH yCTaHOBICHHOM JIMAarHO3€
cuaapoma JlayHa y mioja apryMEHTHPYETCS CEMEHHBIMHU MapaMy OTCYTCTBHEM HEOIarompHusITHOTO
MpOTHO3a ISl KHU3HU Oymymiero pebenka. Takue TeHIEHIMH HAOIOJAIOTCS BO MHOTHX Pa3BHUTBIX
ctpanax mupa (M. Loane, J.K. Morris, M.C. Addor et al., 2013; X.H. Zhang, L.Q. Qiu, Y.H. Ye et al.,
2017).

CMHAPOM rMMNonaasnm eBbix OTAEN0B cepaua Omdanouene
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Pucynox 7. JluHamMHKa 4YacTOTHI CHHApPOMA THUIOIUIA3MM JIEBBIX OTAEIOB cepaua, omdanorene B

Mockosckoit oonact ¢ 2011 mo 2019 roasr
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Takum 00pa3zoM, MOJTyYEHHBIE JaHHBIE YKA3bIBAIOT HA TO, YTO B MOCKOBCKOI 00JacTH MephI
NMEPBUYHON TPOPMIAKTUKK il (OJIAT-3aBHCUMBIX TIOPOKOB HE  OOJIAar0T  JTOCTATOYHOM
s dexTuBHOCTRIO. [Ipyu 3TOM, BO3MOXHOCTH TpPEHATATBHON JMAarHOCTHKH PACIIUPSIOTCS 32 CUET
COBEPUICHCTBOBAHUSA YJIBTPAa3BYKOBOIO OOCIIEIOBAaHUS IJIOJOB U TOBBIIMICHHUS KOJIWYECTBA CIy4yacB
TEHETUYECKOTO TECTUPOBAHUS B IIPEHATAIIBHOM IIEPUOJIE.

3AKJIIOYEHUE

Ilenbto TPOBEJEHHOIO HAYYHOTO MCCIEAOBAHUSA OBLIO M3YYEHHE DSNUIEMHUOJOTHYECKUX
XapaKTEPUCTUK M AaHAJIU3 KIWHUKO-T€HETUYECKOM CTPYKTYpPhl BpPOXKACHHBIX IOPOKOB pa3BUTHUS B
MockoBckoii obacTu.

B wnccnenoBaHuMM NpoaHaNM3MPOBAHbBl  JAHHBIE SNUAEMUOJIOrH4eckoro perucrpa BIIP
MockoBckoit obmactu 3a 9-nernuit mepuon (2011 — 2019 rr.). MockoBckasi 0071acTh — OAMH W3
KpynHenmux peruoHoB Poccuiickoit denepanuu, B CBSI3U ¢ Y€M BO3MOXKHO TIPOBEICHUE YTITYOJICHHBIX
SMUJAEMUOJIIOTHYECKUX HCCIEAOBAHUM. Perucrp mnpencraBiseT axkTyalbHblE M KaYECTBEHHBIE
SMUAEMUOJIOTHYECKHUE JaHHble O pacnpocTtpaHeHHocTH BIIP B permone. CrpykTypa M yacToTa
m3onupoBaHHbeIX (opm BIIP comoctaBuMbl ¢ JaHHBIMH MHUPOBBIX HCCJIEAOBAHHUM, B CBA3U C YeM
BO3MOXXHO MX HCIIOJIb30BAHHE KakK pedepeHCHble 3HAU€HUs JUIsl APYTUX POCCUNCKUX TEPPUTOpUH, B
KOTOPBIX 3MHIEMUOJIOTUYECKUE JaHHbIE HE 00J1a/1al0T JOCTaTOUYHOM CHUJION.

W3ydyeHue snuIeMUOSIOTUN TeHETHYecKH oO0ycnoBieHHbIX (Gopm BIIP kpaiine BaxkHO 114
MOBBILLIEHUS KAYECTBA MEUKO-T€HETHUECKOI0 KOHCYJIbTUPOBAHUS U MOBbIIIEHNS () ()EKTUBHOCTH MEP
npodmiaktukd. Ha mpumepe maHHOTO pernoHa MoKa3aHo, 9To XA MPEACTaBISIOT COOOW 3HAYMMYIO
4acTh B CTpyKType Bcex BIIP.

JlaHHbIX 1O YacTOoTaM peAkux XA, BbIBISIEMbIX NEPHUHATAIbHO, HA CETOAHSIIHUN JIEHb elle
OYEHb MAJIO U, K COKAJIICHUIO, Y Pa3HbIX PErUCTPOB MMEIOTCSA pa3HbIE BO3MOYKHOCTH, OTPAHUYECHUS U
0COOEHHOCTH pabOThI, UTO MOKET BJIUATH Ha OLICHKH MOJIy4aeMbIX 4acTOT. B 3Tol cBs3u elie pa3 cTout
CKa3aTb, YTO JJOCTOBEPHBIE 0a30BbIE YACTOTHI PEIKUX XA B MUPE J0 CUX ITOP HEU3BECTHBI.

B MockoBckoi 0051aCTH CTOUT MPEANONIOKUTh 3aHUKEHHBIH YpPOBEHb 4acTOT peakux XA 3a
CYEeT HEeJ0y4YeTa M HEIOCTAaTOYHOM MAarHOCTHMKM 3THX HApyLIEHHWH B HCCleayeMoM peruose. Jlis
MTOBBIIIEHUS TOCTOBEPHOCTH AIUAEMHUOIIOTMYECKUX JAHHBIX 10 PEAKUM XPOMOCOMHBIM HAPYIICHUAM U
MoJIy4eHHUs: 00Jiee TOYHBIX MOMYJISIIMOHHBIX YaCTOT HAa PETMOHAJIbHOM YPOBHE HEOOXOIMMO YIy4IlIaTh
cUCcTeMy cOOpa JaHHBIX, a TAKKE COBEPIIEHCTBOBATh UX AUATHOCTHUKY.

IlokasaHo, 4YTO npeHaTaJbHAs JWAarHOCTHKAa OKa3bIBACT 3HAYMUTEIBHOE BIMSHUE HA
pactipoctpaneHHocTs BIIP cpenu HoBOposkeHHbIX. B MoCKoBCKOM 001acTH 32 UCCIIeNyEeMbIN TIEPHO/T
3aperucTpUPOBAHO 3HAYUTENILHOE MOBBIILIEHUE JOJM MHIYLIMPOBAHHBIX MPEPhIBAHUI OEpPEMEHHOCTEM,

YTO TOBOPUT O BBICOKOM YPOBHE BIUSIHUS Mep BTopuyHOU npodunaktuku BIIP B permone. Onnako,
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BaXHO OTMETHUTb, HU3KYIO 3(p(PEKTUBHOCTH Mep NEPBUIHON MPOPHUIAKTUKH, B YACTHOCTH, B OTHOIICHUT
(onaT-3aBUCUMBIX TIOPOKOB.
BbIBO/IbI

1. Ha ocHoBanmm mnurensHOTO mnepuona HabOmrogenuit (2011-2019) ompeneneHsl CTpyKTypa
MOITYJIIIUOHHBIE (0a30BBIE) YAaCTOTHI BPOKJICHHBIX IMOPOKOB Pa3BUTHs B MOCKOBCKOH 00IacTH.
Cymmapnas yactora BITP B8 MockoBckoii obmactu coctaBuna 252,9 (95% JAW: 229,7-289,7) na 10
000 poxnaenuit. B crpykrypy BIIP nHanOonbimmii ynenpHbINH BKJIaJ BHOCST MOPOKH CEPACUHO-
cocyauctoit cuctemsl (59,00 ma 10000), mouenonoBoi cuctemsl (36,99 na 10000), eHTpabHOM
HepBHOU cuctemsl (20,30 Ha 10000) 1 BepXHUX U HUKHUX KoHeuHOcTeH (19,66 Ha 10000).

2. M3ydyeHa OMHAMUKa BPOXICHHBIX TIOPOKOB DPA3BUTHS HA TEPPUTOPUU MOCKOBCKOW 00JacTu.
BBISIBIICHO CTATHCTUYECKH 3HAYMMOE YBEIUYCHHE CyMMapHOW 9acToThl aHdHIedamuu (p=0,000),
cnuHHOMO3roBoM rpeikH (p=0,006) u cunapoma [layna (p=0,009) 3a nepuon 2011 — 2019 rozs.
3HAUMMBIX pa3IMuuii BO BpEMEHHOM U3MEHEHUH ypoBHS yacToT Apyrux BIIP o0s3arensHOro yueta
o0OHapyKeHO He OBLIO.

3. BnepBble NpoBeneH aHANU3 3MUJIEMUOJOTUYECKUX JAHHBIX IO XPOMOCOMHBIM aHOMAJIUSAM B
MockoBckoii o0nactu. Yacrora 3apeructpupoBanHbix XA cpenu Bcex BIIP cocrasuia 43,65 Ha 10
000 poxaeHuil, B TOM YHCIIe YaCTOTa PEAKUX XPOMOCOMHBIX aHoMasui coctasmia 4,88 Ha 10 000.
B ctpyktype peaxux XA npeobnagator tpuruionanu (41,14%) u yactuyHble JelIelud XpOMOCOM
(24,41%). [1okazaHno, yTo peakue XA HE CBSI3aHBI C BO3PACTOM MATEPH.

4. Ha ocHOBaHMM pETPOCHEKTHBHOIO aHajau3a (PEHOTUIIMYECKOW KapTHUHBI MUKPOCTPYKTYPHBIX
XpPOMOCOMHBIX HapyLIEHUM MOKa3aHO, YTO OCHOBHBIMU IIOKa3aHUSAMM JJIsi TPOBEACHUS
MOJIEKYJISIPHO-LIUTOT€HETUYECKUX HCCIIEIOBAaHUI SIBISIFOTCSL TOPOKM pa3BUTHA IUIOJA Kak
MHO>KECTBEHHBIE, TaK U U30JIMPOBAHHBIE, [IPH MOATBEPKACHHOM Y HEIO HOPMAJIbHOM KapHOTHIIE.

5. Ha ocHoBanum aHamm3a guHaMukd 4acToThl BIIP moka3zaHo, 4TO OCHOBHOM BKJAJ B CHIDKCHHE
4acTOThl MOPOKOB Pa3BUTHS B MOCKOBCKOW 00JIaCTH BHOCAT MEpbl BTOPUYHOU MPO(PUIAKTUKU
(mpeHaTalbHBI CKPUHMHI UM TpEHaTalbHas JauarHoctuka). Ilpm sTOoM Mepel NepBUYHOMN
npoMIAKTUKHY 715 POITaT-3aBUCHMBIX TOPOKOB HE 001a1aI0T T0CTATOYHOH 3(h(hEeKTHBHOCTHIO.

IMPAKTUYECKHUE PEKOMEH/JIALIUN

1. Jlns oOBEKTHBHOW OIEHKH MOMYJISAIMOHHBIX YacToT BIIP HeoOxomuma permcrparus MOJHOTO
cnektpa BbisiBIsieMbix BIIP B mcciemyemoM peruone cpenu Bcex BO3pPacTOB (HOBOPOXKIEHHBIE,
netu 1o 1 roga, €Ty CTaplLIero Bo3pacra), a TaKKe B IPEeHATaJIbHOM MEpUO/IE.

2. Ilpm Hanmuuu® y TUI0AA BPOXKIEHHBIX MOPOKOB CEpIla, IEHTPATbHON HEPBHOW CHCTEMBI H/HITH
KOHEYHOCTEH M TOATBEPKIECHHOM y HEro HOpPMAaJbHOM KAapUOTWUIIE, PEKOMEH]I0OBAHO
ucnonb3oBanne XMA nns uckimoueHus: penkux XA. Takas crparerust mo3BoJIUT JTIOCTOBEPHO

YCTaHOBHTH MPOTHO3 JJISl JKU3HU M 3/I0pOBBS Oynymiero peOeHKa, a TakKe ONpPeIeNUTh PUCKH
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MOBTOpa 3a00JIeBaHUSI B CEMbE MPHU MOCICAYIOMUX OEPEMEHHOCTSIX (B Ciydyae IMOCIEAYIOIIETo
TE€HETUYECKOT0 TECTUPOBAHUS CYNPY>KECKOU Mapbl).
3. B ycloBUSX MOJUKIMHUK U KEHCKUX KOHCYJbTAIMi HE0OX0ANMO HH(POPMUPOBATH BCEX KEHITHH
PETPOIYKTUBHOTO BO3pAcTa O BXKHOCTH 3a0JIaTOBPEMEHHOTO MPHEMa JTOCTaTOYHOTO KOJIMUECTBA

(b onmeBoit KUCIOTHI T TPOGMIAKTUKY 1e(DEeKTOB HEPBHON TPYOKH y OyayIiero peOeHka.

CIIMCOK MYBJIMKAIIAM 11O TEME JUCCEPTAIIUA
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PE3IOME
KaHaAuaaTckoi quccepranuu 3asieBoii Enm3aBersl EBrenbeBubl «I'eHeTHKO-
MUAEMHOJIOTHYECKASI XAPAKTEPUCTUKH BPOKIEHHBIX IOPOKOB Pa3BUTHSA y J1eTell B

MocCKOBCKOI1 00J1aCTH

IIpoBeneHHOE Hay4yHOE HCCIENOBAaHME IOCBALIEHO M3YYECHHIO  JIHUAEMHOJIOTHYECKUX
XapaKTEPUCTHUK U aHAIM3Y KIIMHUKO-T€HETHUECKON CTPYKTYPhl BPOXKIEHHBIX MOPOKOB pa3BuTHs (BIIP)
B MockoBckoit o0mactu. B nccnenoBanue BkioueHo 15486 cimyqaes BIIP, 3apeructpupoBaHHBIX B 0a3e
mouutopunra BITP MockoBckoit obmactu ¢ 2011 mo 2019 roxapl. YcTaHOBIEHO, YTO CTPYKTypa U
yacToTa M30JaupoBaHHBIX Gopm BIIP B ncciaenyemMoM permoHe CONMOCTaBUMBI C JaHHBIMH MHUPOBBIX
WCCIICZIOBAaHH, B CBSI3U C YEM BO3MOXKHO MX HCIOJIB30BaHUE KaK pedepeHCHBIC 3HAYCHUS IS IPYTHX
POCCHUICKHX TEPPUTOPUI, B KOTOPBIX SMUAEMHOIOIMUECKHE TaHHbIE HE 001a1at0T JOCTaTOYHOU CHIIOM.
XPpOMOCOMHBIE MEPECTPOMKH BHOCAT CYIIECTBEHHBIN BKJIAJl B CTPYKTYPY IIOPOKOB B PETHOHE, B TOXKE
BpeMs OIIEHKAa MOMYJISIIMOHHBIX YacTOT PEIKUX XPOMOCOMHBIX aHOMaiauii B MoCKOBCKOM obnactu
TpeOyeT yTOYHEHHs C Te4eHHeM BpeMmeHu. llpm aHamm3e (EHOTUIHMYECKOW  KapTHHBI
MUKPOCTPYKTYPHBIX XPOMOCOMHBIX HAapyII€HUH y IUIOAOB NPEIJIOKEHbI OCHOBHBIE MOKa3aHMs AJIs
MIPOBEACHUS XPOMOCOMHOI'O MHUKPOMATPUYHOIO AHAJIN3A: MOPOKU CEPAECYHO-COCYAUCTOU CHUCTEMBI,
LIEHTPaJIbHOW HEPBHOM cUCTEMBI U KOHEUHOCTEH. [loka3aHo, YTO MOTEHIMAI IEPBUYHOMN IPOPUITAKTUKN
(oy1aT-3aBUCUMBIX TOPOKOB peanu3yercs B MOCKOBCKOH oOmacTu HemoctaTouyHo. Ha ocHoBe

ITOJIYUCHHBIX JaHHBIX pa3pa60TaHbl MPAKTUYCCKUC PCKOMCHOAIINN.

SUMMARY
of the dissertation «Epidemiological and genetic characteristics of congenital malformations

above children in the Moscow region»

The conducted scientific work is devoted to the study of epidemiological characteristics and
analysis of the clinical and genetic structure of congenital malformations (CM) in the Moscow region.
The study included 15,486 cases of CM registered in the CM monitoring database of the Moscow region
from 2011 to 2019. It was found that the structure and frequency of isolated forms of CM in the studied
region are comparable with the data of world studies, and therefore it is possible to use them as reference
values for other Russian territories where epidemiological data are not sufficiently strong. Chromosomal
rearrangements make a significant contribution to the structure of CM in the region, while the assessment
of population frequencies of rare chromosomal abnormalities in the Moscow region requires clarification
over time. Analysis of the phenotypic picture of microstructural chromosomal abnormalities in fetuses

suggested the main indications for chromosomal microarray analysis: congenital defects of the
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cardiovascular system, central nervous system and extremities. It has been shown that the potential for
primary prevention of folate-dependent defects is not sufficiently realized in the Moscow region. Based

on the data obtained, practical recommendations have been developed.



