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BBEJIEHHUE

AKTyaJ'leOCTI) TEMBbI HCCJICI0OBaAaHUA

B nocnegnue necstuneTtvss B OONBIIMHCTBE CTPaH MUpPAa BPOXKIEHHBIE MOPOKU
pazsutus (BIIP) nuaupyroT cpeau NpUYUH TaKUX BaXKHBIX IOKa3aTeledl COCTOSHUS
OOIIECTBEHHOIO 3/10POBBS, KaK YPOBHHU MEPTBOPOKIEHUS, MIIAJACHUYECKON M JETCKOM
CMEPTHOCTHU, JETCKON 3a00J€Ba€MOCTH M WMHBAIUAHOCTH. Ilo naHHBIM oduUHaTBEHON
rocynapcTseHHoM cratuctuku Poccuiickon denepauuu B CTPYKTYype MIIaJEHUYECKOU
cmeptHoctu BIIP 3anumaror BTOpoe Mecto [23]. B cpemnem wactora BIIP cpemam
HOBOPOXKJIECHHBIX JAeTell pocturaer 2-4%, omnpenenss CyLIECTBEHHYIO 4acTh
TFeHEeTUYECKOro TIpy3a B Monyjsauusx dyenoseka [67]. MmenHo »stumu (daktamu
OOBSCHAETCS  aKTyaJbHOCTb U  OOJBIIOW TNPAKTUYECKUH  HMHTEpEC  OpraHoB
3PAaBOOXPAHEHHS K HAYYHBIM HCCIICIOBAHUIM, MOCBSIIECHHBIM U3YYEHUIO PAa3JIMYHBIX
acriekToB BIIP.

Jlo Hacrosiero BpeMEHM Mbl HE HMEEM JOCTOBEPHBIX 3HAHMM O IPUYHUHAX
BO3HUKHOBEHHUSI BPOKJICHHBIX IIOPOKOB. B COBpPEMEHHBIX YCIOBHSX pPa3BUTHUS
TFeHETUYECKUX TEXHOJIOTHH (XPOMOCOMHBI MHUKpPOMATPUYHBINA aHaiu3, TEXHOJIOTUHU
CEKBEHUPOBAHMS HK30Ma W T€HOMA) TMOSBJISIOTCS HOBBIE JaHHBIE KacaTeJIbHO
MOJIEKYJISIpHO-TeHeTHYecKUX ocHOB BIIP, BeIsBISI0TCS pekue HacaeCTBEHHbIE (POPMBI
BIIP. OnHauM U3 BaXXHBIX U HOBBIX HANPAaBJICHUN UCCIEIOBAHUN 3TOM IPyNIIbl MOPOKOB
SIBJISIETCSI U3YUECHUE UX T€HETUYECKOM anuaemMuonoruu [56; 174]. Ha cerogHsAHni 1eHb
MBIl HE pacliojlaraéM JIaHHBIMHM II0 4YacTOTaM M PacIpOCTPAaHEHHOCTU—TEHETUYECKHU
JNETEPMUHUPOBAHHBIX IIOPOKOB pa3BuTusa. bonemmHcTBO BIIP mMerorT crnoxHyro
3TUOJIOTUYECKYIO CTPYKTYPY, BKIFOYAIOUIYI0 HE TOJBKO N€HETUYECKUE, HO U CPELOBbIE
(akTOphl, UTO MO3BOJIAET pacCMaTPUBATh UX KaK «MapKephD» COCTOSHUS OKPY Kalolen
cpenbl. DTO B CBOIO Ouepeab ONpenesieT HEOOXOIUMOCTh M3YUYEHUs PETHOHAIbHBIX
AMUAEMHUOJIOTMUECKUX XapaKTEPUCTUK U 0coOeHHOCTel pacnipoctpanenus BIIP.

C Hay4yHOM TOYKM 3pEHHMS M3YYEHUE TE€HETUKO-3IUJIEMHOJIOTMYECKUX
xapaktepucTuk BIIP MoeT crnocoOCTBOBATH BBISIBICHUIO 3THOJIOTMUECKUX (HDaKTOpPOB

ITOPOKOB PAa3BHUTHA U HUX MOMYJIAIHOHHBIX XapPaKTCPUCTHK. C HpaKTquCKOﬁ CTOPOHBI
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UCCJIEIOBAaHUE T€HETUKO-3MHuAeMHoJoruyeckux ocobdennocteit BIIP B pasnbix
NOMYJISIUUAX ABJISIETCSI OCHOBOM JIJIsl MOBBIIEHUS 3 (HEKTUBHOCTH MPOPUIAKTUUECKUX
MEpOIpUSATUNA,  HampaBleHHbIX Ha  cHWwkeHue yactor BIIP.  PaspaGorka
npoHUIaKTHYECKUX MEP U OLleHKA UX 3()(PEKTUBHOCTU HEBO3MOKHBI 0€3 3HAHUSI YaCTOT
BIIP, momyisiiuoOHHBIX OCOOEHHOCTEN pacrpejieieHusl W, TJIaBHOE, JMHAMUKHU YacTOT
IIOPOKOB Pa3BUTHSL.

YuuThiBas ckazaHHOE, AJI PELIECHUs MEPEYUCICHHBIX BbIIIE 3a]1a4 HEOOXOAUMO
3HaHHE HE TOJBKO OOUIUX, HO U PETHOHAIBHBIX SMUJIEMHUOIOIMYECKUX OCOOEHHOCTEMN
BIIP. B Poccuiickoit ®enepanmu ¢ 1999 roga cymiectByer yHUUIIMpOBaHHAS
KOMIIBIOTEpHAsI CHCTEMA perucTpauuud W MoHuTtopuHra BIIP, koropas mno3Bonser
ONpENENATh NOMYJIALMOHHBIE 4acTOoThl BIIP kak B 1enoM, Tak W OTAEIBHO IO
HO30JIOTHSIM, PETHOHAM, KOHTPOJUPOBATh U MPOrHO3UPOBATH NUHAMUKY 4dacTtoT BIIP
[13]. CornacHO NaHHBIM MOHHUTOPMHIA CYIIECTBYIOT TEPPUTOPUAIBHBIE OTJIMYHS B
CTPYKType U uactoTe paznuuHbix BIIP, uto B ompeneneHHON cTeneHU MOXKET ObITh
CBSI3aHO C HUX CJIO0KHOM 3THOJIOTHUEN, T€HETUYECKUMHU Pa3IMYUsIMU MOHHUTOPUPYEMBIX
nonyysiui. [lo 3TON mnpuuYMHE OpraHu3alnus W IPOBEICHHE LEJIEHAINPABICHHBIX
MEpOIpUsATUNA Mo cHKeHHto ypoBHS BIIP momxnbl 0a3upoBaTbesi Ha yriyOJIEHHBIX
TE€HETUKO-3IHIEMUOJIOTHYECKUX UCCIIEIOBAHUAX B KAXKIOM PETMOHE CTPAHBI.

Takum o0pa3om, HccieqoBaHUE, MOCBSIIEHHOE NMPOOJIeMe HM3yUeHUsI T€HETUKO-
sanuaeMuoNiornueckux — xapakrepuctuk BIIP  MockoBckoit  oOnactu, —sIBIsieTCS
AKTyaJIbHbIM U CBOEBPEMEHHBIM. PEe3yIbTaThl JAHHOTO UCCIIETOBAHMS NTO3BOJIAT PEIIUTH
KaK Hay4yHbIe 3a7a4M, KacaroUIUecsi TeHETUUECKOW SMUAEMUOIIOTMH KOHKPETHBIX (hopM
BIIP, Tak ¥ yZIOBJIETBOPUTh IPAKTUYECKUM HHTEPEC B JIaHHOM pPETUOHE B BUJE

BO3MOKHBIX aJITOPUTMOB CHUKEHUS yacTtoT BIIP.

Crenenb pa3padoTaHHOCTH NPOOJIEMBI

B mupe B mocnennue necsarunetus npodnembl BIIP oTtHOcATCcS kK oaHMM U3

HanOoJiee aKTyallbHBIX B cepe oxpaHbl MaTepuHCTBA U jaeTcTBa. OO0 3TOM TOBOPHUT
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0OJIbIIIOE YHCIIO MYOJIMKAIMM, MOCBSIIEHHBIX aHAIN3Y 3MUIAEMUOJIOTUYECKUX JTaHHBIX
Pa3IMYHBIX HO30JIOTHYECKUX (POPM MOPOKOB Pa3BUTHUSI.

B Poccuiickon @enepanuy 0QHO U3 IEPBLIX YMUAEMUOJIOTHYECKUX UCCIIEIOBAHNN
BIIP mnposeneno H.C J[emuxoBoit [13]. PaGora Obuta mnocBsiieHa MNpPUHIIUIIAM
opraHu3aiuu cucreMbl MoHuTOopuHra BIIP B Poccuiickoii ®enepanun u
IIpeABapUTEIbHBIM pe3yabTaraM 1o yacroram BIIP.

BrocnenctBun ObUTH MPOBECHBI OT/ACIBbHBIC HCCIEIOBAHUS MO PETHOHAIBLHBIM
FEHETUKO-3MHUAEMUOIOTMYECKUM XapaKTepUCTUKaM NOpOKOB B KpacHomapckoM kpae,
Pecnybnuke bamkoprocran, Cubupckom okpyre [6; 12; 21]. B MockoBckoi obnactu,
OJIHOM U3 KpymnHeumux cyobekToB Poccuiickoit Denepannu, yriry0JI€HHOIO Hay4HOIO
aHamM3a cuTyauuu 1o snugemuonoruu BIIP He npoBoauiocs.

B cBow ouepenb, B HacToOsIEe BpEeMsl OTPAHUYEHBl HAyYHBIE JaHHBIE O
reHeTuuecku oOycnoBieHHbIX ¢opmax BIIP. Ha ceromnsmHuii geHb H3BECTHBI
ANUAEMHUOJIOTMUYECKME OCOOCHHOCTH M ONpEeNEeTeHbl BO3pPACT-3aBUCHUMbBIE PUCKHU IS
Y4aCThIX XPOMOCOMHBIX aHoManuii (XA), Takux Kak cuHapomsl [layna, OnBapica, [Tatay
Y AaHEYTUIOMAUHI MO OJOBBIM XpoMocoMaM [57; 197]. OnHako, nNpakTUYECKH HET JAHHBIX
O PacnpOCTPAHEHHOCTH U CTPYKTYPE PEIKUX XPOMOCOMHBIX MEPECTPOEK B MOMYJIISALMAX
[174].

B 101 CcBsA3M HEOOXOAUMOCThH YriayOJE€HHOTO HAYYHOTO aHaliW3a CUTYalMH I10
reHeTuueckou anuaemuoaoruu BIIP B MockoBckoi 001acTi mociykuina 000CHOBaHUEM

IMPOBCACHUA JaHHOTO HAYYHOT'O UCCIICJOBAHUS.

Heas ucciaenoBanusa

N3y4nTh SNHUIEMHUOJIOTMYECKHE XAPAKTEPUCTHUKA M KIMHUKO-T€HETHYECKYIO
CTPYKTYPY BPOKJIEHHBIX MOPOKOB pa3BUTHs B MOCKOBCKOM 00J1acTH AJisi ONTUMHU3AIUU
npoHUIaKTUUECKUX MPOTrpaMM, HANpPABJICHHBIX HAa CHIKEHHE TIpy3a BPOKICHHBIX

ITOPOKOB PAa3BUTH:A B IIOITYJISALNH.
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3axauu uccjaeI0BaAHUA

1. OnpeaenuTs MNOMYISLUUOHHBIE YacTOTBl WU CTPYKTYPY BPOXKICHHBIX IIOPOKOB
pPa3sBUTUSA B paMKaX PETMOHAJIBHOU mIporpamMmbl MoHUTOpuHra BIIP MockoBckoi
obnactu.

2. IIpoBecTr aHaNM3 AMHAMUKHU YaCTOT BPOKICHHBIX IOPOKOB Pa3BUTUSA B MOCKOBCKOM
obnactu 3a nepuoa ¢ 2011 mo 2019 rozsr.

3. OueHuTh BKJIAA U U3YUUTh CHEKTP XPOMOCOMHBIX (DOPM BpPOXKACHHBIX MOPOKOB
Pa3BUTHUA HA OCHOBE JaHHBIX MOHUTOpUHra BIIP.

4. TlpoBectu PETPOCTIEKTUBHBIN aHaJIu3 (EeHOTUITHYECKUX MIPOSABIICHU N
MHUKPOCTPYKTYPHBIX XPOMOCOMHBIX HapyLICHUH, BBIABIIEMBIX B IIPEHATAIIBHOM
IIEpUOJIE.

5. OueHuTb BIUSHHUE NPOPUIAKTUYECKUX MEPONPUSITHI Ha YaCTOTY BPOXKIACHHBIX
MOPOKOB Pa3BUTHS, a Takxke pa3paboTaTh MNPEIOKEHUS IO TOBBILIECHUIO

3¢ (HeKTUBHOCTH IPOrpaMM NpoUIaKTUKH.

Hayuynast HoBU3HA

B Xome mnpoBeneHHs HAy4YHOIO MCCIENOBAHUs II0JYYEHBl HOBBIE JaHHBIE O
yactore, cnektpe u auHamuke BIIP B MockoBckoit o6nactu. Haubonee
pacripocTtpaHeHHbIMU rpynnamMu BIIP B pervone SBISIIOTCS TOPOKH CEpPACYHO-
COCYIUCTOM CHCTEMBI, MOYEIOJIOBOM CUCTEMBI, BEPXHUX W HWKHHMX KOHEUYHOCTEU WU
LEHTPAIbHON HEPBHOM CUCTEMBI, & TAKKE XPOMOCOMHBIE AHOMAJINH.

[Tonmyuyensl ouenku 6a3oBbiX yactoT ansi BIIP u ycranoBneno, yto 0Oa3oBbie
yactoTel BIIP B permoHe comoctaBuMbl C TaHHBIMU MEXKIYHAPOIHBIX HUCCIEIOBAHUM.
[Ipu 3TOM crienyeT 0OpaTuTh BHUMaHKE Ha 00Jiee HU3KUI YPOBEHb YacTOT OOJIBIIMHCTBA
IrPyHI IIOPOKOB pPa3BUTHUA, YTO CKOpPEE BCEro CBA3aHO C HEAOCTATOYHO IIOJHOMU
perucTpanuen nopoKoB.

N3yuena nunamuka yactot BIIP B MockoBcko# 061acTu, 4TO UMEET 3HaUCHHE /15

OLIeHKHU 3} (HEKTUBHOCTH MPOYUIAKTUUECKIX MEPONPUATHI Ha PETMOHATILHOM YPOBHE.
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Bnepssie B Pocculickonn denepanyu Ha OCHOBAaHUM JaHHBIX MOHUTOpUHIa BIIP
ONMCAaH CIEKTP pPEAKUX XPOMOCOMHBIX aHOMAaJIWW, HU3YYEeHbl UX KIMHUYECKUE

ITPOSABJICHUSA B IIPCHATAJIILHOM IIEPHUOC.

MCTOI[OJ'IOFI/IH 1 METOAbI UCCJICA0OBAHUA

MeTronoylorn4eckol M TEOPETHYECKOM  OCHOBOM  JAUCCEPTALMOHHOIO
UCCJIEIOBaHUS  SIBJSUIUCh  HAy4Hble pabOThl OTEUECTBEHHBIX U 3apyOeKHBIX
uccienoBareneil B 00JIaCTU  M3YYEHHS BpPOXKACHHBIX IMOPOKOB Pa3BUTHS, UX
ANUAEMHUOJIOTHH, STHOJOTUHM U MpoduiakTuku. B paboTe MCHOIb30BaHbl CIEIYIOLINE
METOJbl: KIMHUYECKHW aHalau3 3aperucrpupoBaHHbIX ciydaeB BIIP Ha ocHoBaHumn
(eHOTUNNYECKUX ONUCAaHUM, padoTa ¢ KOMIIBIOTEPHBIMU 0a3aMM JTaHHBIX (pa3paboTka u
(dopMHpOBaHUE 3aMPOCOB ISl MOJYyUYEHUS HEOOXOAUMOM JUIsl aHanu3a UHPOpMaluU U3
KOMITbIOTEpHOM 0a3bl MouuTOpuHra BIIP), MeToapl 3nuaeMuoIornyeckoro aHaausa

JaHHBIX, METOAbBI MAaTCMATUKO-CTATUCTHYCCKOI'O aHAa/JIN3a JaHHBIX.

Ionoxenus AUCCEPTALIMH, BLIHOCHUMbIC HA 3aIIMTY

1. TomynsuonHsle yacToThl U cTpykTypa BITP B MockoBckoit obmactu 3a 2011 —2019
roasl  HAXo4ATCA B IpeAenax CpeJHUX 3HAYCHUHM B CpPaBHEHUH C
SIUJAEMUOJIOTUYECKUMHA [aHHBIMUA POCCUMCKUX IONMYJIALIUMA U MEXAYHApPOIHBIX
UCCIIEJOBAHUM.

2. Haubonee pacnipoctpaneHHbiMu rpynmnamu BIIP B MockoBckoit 0651acTH SIBJISIFOTCS
BPOXKJICHHBIE IIOPOKM CepAlla, MOYENOJIOBOM CHUCTEMBl, LIEHTPAJIbHOW HEPBHOMU
CHUCTEMBI U KOHEYHOCTEH. Y CTAaHOBJIEHO, YTO CYILECTBEHHBIN BKJAJX B CTPYKTYpPY
IIOPOKOB B PErMOHE BHOCAT XPOMOCOMHBIE aHOMAJIUH.

3. BeisiBIeHO wu3MeHeHHe d4acTtoT psga BIIP B auHamMuke, 4YTO ONpenesseT
HEO0OXOJAMMOCTb PETYJISPHON OIEHKU MOMYJSLHUOHHBIX YacTOT MOPOKOB, BKIIIOYAS
XPOMOCOMHbBIE aHOMAJIUU, JJI1 ONTHUMHU3ALUU MPOPHIAKTUIECKUX MEPONPUITHI B

pEruoHe.
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4. OueHka MONMYJSIMUOHHBIX YaCTOT PEAKUX XPOMOCOMHBIX aHOMajaui B MOCKOBCKOM
obnactu TpeOyeT yTOUHEHHUs C TEYEHUEM BPEMEHH, OJIHAKO IIOKa3aHo, 4YTO Hanboiiee
gyacto  BcTpevatomumucss CNV - geusrorcs  cuHgpomsel  [Iu JKopmoxw,
Amnrensmana/llpagepa-Buinu, komausero kpuka u Bonbda-Xupmxopna. s
IIPEHATAJIbHONU JUAarHOCTUKU XPOMOCOMHBIX aHOMAJIMHI IPOBEACHUE XPOMOCOMHOTO
MHUKPOMATPUYHOIO aHajau3a II0KAa3aHO HE TOJBKO IIPU MHOXXECTBEHHBIX, HO U
M30JIMPOBAaHHBIX IIOpOKax pa3BuThs y Mioxa. [lokaszaHo, 4YTO pPHUCK pPEAKHUX
XPOMOCOMHBIX aHOMAJIMI HE IOBBIIAETCS C BO3PACTOM MATEPH.

5. lunamuka 4acToTbl J1e(eKTOB HEpPBHOM TpyOKHM yKa3biBaeT Ha 3(PQHEKTHUBHOCTD
NpOQUIAKTUIECKUX MEPONPUATUNA BTOPUYHOTO YpOBHS B MOCKOBCKOI 0071aCTH, HO
OpyU 3TOM OTMEYaeTcs, YTO TNOTEHLUHAJ] TMEepBUYHOM mNpoduIakTUKU (omnart-

3aBUCUMBIX ITOPOKOB PCAIN3YCTCA HEAOCTATOYHO.

CreneHb J0CTOBEPHOCTH Pe3yJIbTATOB

PaGora  BbIMONHEHA  Ha  penpe3eHTaTUBHOW  BeIOOpKEe U3 15486
3apeructpupoBanHbix ciiydaeB BIIP B peructpe Mockosckoi obnactu ¢ 2011 mo 2019
rofpl. JlJis HOCTHMKEHUS BBICOKOIO YPOBHSI JIOCTOBEPHOCTHM paboTa MPOBOAMIACH C
UCIIOJIb30BAHUEM COBPEMEHHBIX METOJOB CTAaTUCTHYECKOM OLEHKH MOJyYEHHBIX
pe3ynbTaToB. TEOpeTHYECKYyI0 OCHOBY HCCIEIOBAHMS COCTABHJIM MHOTOYHCIICHHbBIE
UCTOYHUKHM JIUTEPATypbl, B YHUCJIO KOTOPBHIX BOLUIM KaK OTEUECTBEHHbIEC, TaK M
3apyOexxHble uccienoBanus. [locraBieHHble B paboTe 1eJId MOJHOCTBIO BBITIOJHEHBI, U

HX PE3YJbTAaThl IIOJHOCTHIO OTPAKCHBI B BLIBOJAX.

Anpobanusi pe3yJibTaTOB

OcCHOBHBIE PE3yNbTAaThl MCCIEAOBAHUS MO TEME JIUCCEPTAIMOHHOW paboThI
nosoxxeHsl U o0cyxenbl Ha X1 KondepeHuun MooabpIX YYEHbIX ¢ MEXAYHAPOIHBIM
yuactueM «TpaHCIAIMOHHAs MEOUIIMHA: BO3MOXKHOE M peanbHOe», 12 ampens 2021

rona; IX ceesne Poccuiickoro o0mecTBa MEIUIIMHCKUX T'eHEeTUKOB, 2 muionst 2021 rona;
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EBponeiickoii konpepenunu no reneruke yenoseka (ESHG, European Society of Human
Genetics), 28 aprycra 2021 roma; XX Poccuiickom koHrpecce «VIHHOBallMOHHbBIE
TEXHOJIOTUU B MEAUATPUU U AETCKOW XUPYPrUW» C MEXKIyHAapOIHBIM yyactuem, 21-23
okTsa06pst  2021; IlepBoit exerogHoi koHdpepeHMu MockoBckoro Oo6miecTBa
MenuuuHckux ['eHeTUKOB ¢ MeXIyHapoaHbIM yuyacthem, 19 mas 2022; Kondepenuuu
MocKoBCKOTro 00111eCTBa METUIUHCKUX T€HETUKOB «MeX ANCIUIUIMHAPHBIN MOAXO0 IPU
MJIAaHUPOBAHUU U BEJCHUU OepeMeHHOoCTHY, 7 utons 2022 rona.
PaboTta ogo0peHa 3THUeCKMM KOMUTETOM M MPOIILIa HKCIIEPTHYIO0 KOMUCCHUIO,

PEKOMEHAOBAHA K 3alllUTC HA 3aCCIaHNH I[I/ICCCpTaL[I/IOHHOFO COBCTa

CooTBeTCcTBHE JHCCEPTANMH NACTOPTY HAYYHOH CHIENUATBLHOCTH

HNuccepranust cooTBeTcTBYyeT (¢dopmyne cnemuanbHoctd 1.5.7. — T'eHernka
(MmegumuHckue Hayku) — «[eneruka dyenoBeka. MeauIMHCKasE  T'e€HETHKA.
Hacnencreennsie 0osne3nu. MyTarmoHHas U3MEHYUBOCTD. [lonyisiinoHHast TeHETHUKA —
paboTa BKJIIOYAeT B ceOsi 0OCyXJeHHWE TeHETUKH YeJIOBEKa, MEAUIIMHCKON TeHETUKH,

HaCJICACTBCHHBIX 3a00JIEBaHH.

JIMYHBINA BKJIAJ aBTOPA B IPOBEeHHE UCCJIEI0OBAHNS

Onpenenenue HampaBieHUs paOOTHI, LEJIM W 3aJayd MCCIEOBaHUSA, OLICHKA
pe3ynbTaTOB UCCIEAOBaHUS U pa3padOTKa MOJX00B K UX HHTEPHPETALUH TPOBOIUIUCH
aBTOPOM COBMECTHO C Hay4YHbIM PYKOBOJMTENIEM J.M.H., foueHTom Jlemukosoi H.C.
ABTOPOM  CaMOCTOSITENIbHO MpOaHAJIM3UpOBaHA OTEYECTBEHHAs U  3apyOexHas
JuTeparypa II0 TEME JUCCEPTAllM, IPOBEACH CTAaTUCTUYECKUHM aHAIU3 JaHHBIX,
chopMyIupOBaHbl  pe3yJbTaThl M  BBIBOJABI, MOATOTOBJICHBI MyOJUKAIMU IO
JUCCEPTALIMOHHON TeMe, a TakKe JIMYHO HalMCaHa PYKONHUCh HACTOALIEH padoThl.
ABTOpPOM OCyIIEeCTBIISIOCH BefieHue peructpa BIIP MockoBckoi obnactu: perucrpanus
U3BEIICHUH, (EHOTUIMYECKUIN aHaNIU3 3aperucTpupoBaHHbiX ciydyaeB BIIP, konupoBka

nuario3oB 1o MKbB-10, koppekius U3BELIEHNI B ClTy4ae HEMPABUIBHOW KOAUPOBKH 11O
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MKDB-10 1 HOBBIX KJIMHAYECKUX JAHHBIX. ABTOPOM IPOBEIEH KINHUKO-T€HETHYECKUN
aHanu3 peakux XA, O0OHapyX eHHbIX B IpPEHATAIbHOM IE€pUOJAE, C YYETOM
yJIBTPA3BYKOBBIX OCOOECHHOCTEH MoJa (COBMECTHO C K.M.H., 3aBEIyIOLIEH MeEIUKO-
reHetnueckuM otaeneHueM ['bY3 MO MOHUUAID AuvnpeeBoit E.H.) u ganHbIX

KOMOMHUPOBaHHOTO CKkpuHUHTA | TpuMecTpa no cucreme Astraia.

Iyb6amkanuu mo TeMe UCCJIeI0BAHMS

Matepuaiibl 1uccepTaliuOHHONW pabOThl IPEACTABICHBI B 6 MeYaTHbIX paboTax, B
TOM 4Hclie B 4 CTaThsX, OMyOJUKOBAHHBIX B JKypHallax, pekomeHaoBaHHbIXx BAK npu
MunobpHayku Poccum st couckarenedl y4eHOW CTeNeHM KaHAWaTa MEIUIIMHCKUX

HayK (13 HUX 4 B KypHanax, uaaekcupyembix B PUHI; 2 —8 SCOPUS / Web of Science).

CtpykTypa u 00beM JUCCEPTALUA

Hucceprannonnas pabota uznokeHa Ha 169 cTpaHuIiax MalIMHOMKUCHOTO TEKCTA,
coaepxxutr 46 tabmui, 20 pUCYHKOB, 3 mpwiokeHus. PaboTa umeeT Cleayrouryro
CTPYKTypY: OTJIaBJICHHE, BBEJEHUE, 0030p JUTEepaTyphbl, MaTepuagbl U METOMIbI
UCCJIEIOBAHUS, PE3YJIbTaThl COOCTBEHHBIX HCCIIEOBAaHUN U O0OCYXJIEHUE, 3aKII0YEHHE,
BBIBOJIbI, MPAKTUYECKHUE PEKOMEHJALMU, CIOUCOK COKpalleHHW H  yCJIOBHBIX
0003HaYEHUH, CIMHUCOK HAYYHBIX TPYJAOB MO TeME IUCCEPTALUH, CIUCOK LUTHPYEeMOU
JauTepaTypbl, nOpwioxkeHus. bubnuorpaduueckmit  ykazarenbp  Bkiarouaer 202

HAaMMEHOBAHUS, U3 HUX 24 O0TE€YECTBEHHBIX U 178 3apyOeKHbIX HCTOUHUKOB.



I'TABA 1. OB30P JIUTEPATYPbI

1.1 CoBpeMeHHBIE MPEACTABJIEHUS 0 BPOKICHHBIX MOPOKAX Pa3BUTHUSA

Bpoxnennsie nopoku pazsutus (BIIP) mpeactaBnsioT coOoi MMUPOKUN CHEKTP
aHOMAaJIM{ CTPOEHUS U HapyIIeHUs] (PYHKIIUU OTAEIbHBIX OPraHOB U CUCTEM OpTraHU3Ma,
KOTOpBIE MPUCYTCTBYIOT MPHU POXKICHUM U BO3HUKAIOT B PE3YJIbTATE MATOJOTMYECKUX
IPOLIECCOB B MIPEHATAIIBHOM MEPHUO/IE.

B Hacrosmee Bpems BbIIEISOT yeThipe Thna BIIP B 3aBucuMocT oT MexaHu3zma
UX BOBHUKHOBEHUS: MaibhopMmanus, Aedhopmanus, nu3pynius, nuciiasus. BITP moryT
OBITh OTHECEHBI K OJTHOW M3 TUX KaTErOpUid B 3aBUCUMOCTH OT CTaJNH Pa3BUTHS TJI0]1a,
npolecca, BEI3BABIIEr0 U3MEHEHHE, UJIM KOHEYHOTO pe3yibTara [2].

Manbspopmanusi — CTOMKUN CTPYKTYpHBIA AedeKT opraHa, 4acTh OpraHa WU
OOJBIIOr0 yyacTKa Tejla, BO3HUKAIOUIUN IMOJ ACHCTBMEM BHYTPEHHUX (B TOM YHCIE
HACJIEJICTBEHHBIX) NPUYMH, MPU STOM pa3BUTHE OpraHa H3HAYaJIbHO IPOUCXOJIUT
HEIMPaBWJIbHO, B TOM YHUCJE CTpajaeT ero (hyHKIus (Hampumep, TOPOKH MPU HATUYUU
XPOMOCOMHBIX aHOMAJIUI).

Juzpynius — Mmopdosiorndeckuil 1eeKT opraHa, YacTd OpraHa Wid OOJbIIOro
y4acTKa Teja, KOTOPbIA BOZHUKAET B PE3YJIbTATE BHEIIHETO BO3ACHCTBUS HA U3HAYAIIBHO
HOPMAJILHO MPOIIECC PAa3BUTHS Oprana (HanpuMep, MIOpoKu B pe3yibTaTe GOpMUPOBAHUS
AMHUOTHUYECKUX TSKEH, JEHCTBUS TEPATOTCHHBIX (DAKTOPOB).

Hedopmarius — u3MeHeHne GopMbl, pa3Mepa WIH MOJ0KEHUS YaCcTU Tejla B CBI3U
C BHEUIHUM MEXaHMYECKUM BO3JCHCTBUEM Ha HOPMAJIbHO Pa3BUTHIC OpraHbl IJI0AA
(HampuMep, KOCOJIAMIOCTh B CBA3U C MAJIOBOJHEM).

Jucnnasus — HapyllleHHe OpraHu3alluy KJIETOK B TKaHSIX U ee Mop(dojaornyeckui
pe3ynbTaT (Ipouecc M ClencTBHE AucrucToreHe3a). Kak mnpaBuio, OpUBOAUT K
MOPAXEHHUI0 HECKOJIBKUX OPraHOB, B KOTOPBIX MPUCYTCTBYET MOPAKCHHAsA TKaHb
(HampuMep, SKToiepMajbHas JUCIUIa3us).

[To komuuecTBY 3aTpoHYThIX oOpraHoB BIIP paszgenstor Ha H30IUpOBaHHBIE

(mopaxeHune OJJHOTO OpraHa), CUCTEMHBIE (MOpaKEHUE HECKOIBKUX OPTaHOB B IIpeieiax
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OJIHOM CHCTEMBbI), U MHOXKECTBEHHbIE (IIOPOKHU pa3BUTUS JBYX M 0Oo0jee OpraHos,
OpUHAAJIEKAINX K PA3HBIM CUCTEMaM).

Jns muoxxkectBeHHBIX BIIP Takke BbLAENAIOT cieayromue (QOpMbl: CEKBEHIUS
(crmeacTBUE) — MHOXKECTBEHHbBIE MOPOKH OPTaHOB, SBIISIONIMECS PE3yJIbTaTOM OJHOIO
NEPBUYHOIO TIOPOKA; CUHAPOM — YCTOMYHMBOE COYETAHUE NOPOKOB, KOTOpPBIE
0oOyCJIOBJIEHbl €IMHOW MPUYMHOW; accolualus — COYETAaHHWE HECKOJIbKHX IOPOKOB
pa3BUTHS, BCTPEUAIOLIEECs Yallle, YeM MOXKHO ObLIO Obl OKHJATh, UCXOMASl U3 TEOPUU
BEPOSATHOCTH, HO HEU3BECTHOE KaK CHHJIPOM WJIU CIEACTBHUE.

[Tpnunnamu Bo3HUKHOBeHUs BIIP MoryT ObITh Kak BHyTpeHHHE (T€HETHUUYECKUE),
TaK U BHELIHUE (CpelloBbIe) (PaKTOPhI, a TAKXKe UX B3auMojieicTBre. Takum 00pa3om, 1o
stuosoruu BIIP BeIgestioT:

o T'enernuecku oOycnoBiaeHHbie BIIP (reHoMHBIE, XpPOMOCOMHBIEC, TEHHBIC
aHOMAaJIuN);
e BIIP, Bo3HUKIIME B pe3yjbTaTe BO3JCHCTBUA CPEAOBBIX (TEPATOTECHHBIX)

(bakTopoB (JIeKapCTBEHHBIE MTpenaparThl, BUPYChI, AIKOT0JIb, 3200JIEBAHUS MaTEpU

H p.);

e Mynbrudakropuanbusie BIIP (Bo3HUKawomue B pe3ynbTaTe B3auMOICHCTBUSA

T€HEeTUYECKUX U CPEAOBBIX (PaKTOPOB).

B nopamnsitomiem uucine cinydaeB (40-60%) npuunna BozHukHOBeHUsi BIIP octaercs
Hen3BeCcTHOM (Tabmuma 1).
Tabnuya 1

Ortuonoruveckue ¢paxkropsl BITP [108]

Otuonorus BITP Hons (%)
I'enetnueckue GpaxkTopsel 15-25
XpOMOCOMHBIE aHOMAJINH 10-15
I'ennsble HapyIeHHs 2-10
MynbTrdakToOpruaNTbHBIC TPUIHHEL 20-25
CpenoBbie pakTOphI 8-12
3aboJieBaHUS MaTEpH 6-8
[TnauentapHsie pakTOpbI 2-3
JlexkapcTBa/XUMHUYIECKUE areHTHI 0,5-1
HewussectHble npuynHbI 40-60
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I'enernyecku nerepmuHuposanusie BITP

Ucxons w3 »stuonormyeckod crpyktypbl BIIP, renernueckue ¢aktopsl
oOycnoBnuBatoT 15-25% Bcex BIIP. K renernueckum (aktopaM OTHOCSTCS T€HOMHBIE,
XpOMOCOMHBIE M TeHHble MyTauuu. Kak mpaBuio, U3MEHEHHS B TI'€HETUYECKUX
CTPYKTypax MpHUBOAIT K (OPMUPOBAHHIO MHOKECTBEHHBIX IOPOKOB pa3BUTHs. B
3aBUCUMOCTH OT MPUPOJABI 3THOJOTUYECKOTO (haKTOpa BBIIEISAIOT XPOMOCOMHBIE M
Te€HHbIE CUHPOMBI.

Xpomocomuste cunopomvr c¢ BIIP. B »>1y rpynmy BXoAiT OOJE3HH,
00yCJIOBJIEHHBIE TUO0 U3MEHEHHUEM YHCIIa XPOMOCOM, JTMO0 HAPYIIEHHUEM UX CTPYKTYPHI.
YucnoBble aHOMalud XpoMocoM (XA) NpoucCXoIaT yalle BCEro B pe3yJbTaTe
HEPACXOXKJICHHUSI XpOMOCOM B Meilo3ze mnpu ¢opmupoBanun ramer. K nHaunbonee
pacupoCTpaHEHHBIM UHCJIOBBIM AHOMAJHUSAM OTHOCATCS TPUCOMHUU XpPOMOCOMBI 21
(cunapom JlayHa), xpomocombl 18 (cuHapom DaBapica), xpomocombl 13 (cuHIpoM
[Taray), monocommusi xpomocombl X (cunapom Illepemeckoro-Tepuepa). Jlns
OOJBIIMHCTBA CUHAPOMOB, CBA3aHHBIX C HApyUIEHHEM YKCIIa ayTOCOM, XapaKTEpHBI

MHO>KECTBEHHBIE IOPOKH pa3BUTHUsA (Tabiuua 2).

Tabnuya 2
[IpuMepsl UMCTOBBIX XPOMOCOMHBIX aHOMAITUN
Ho3om0orus Hawub6osee yacro Bcrpeuarommuecs BITP
Cungpom Jlayna Iopokn  cepmua  (JAMXKII/aTprOBeHTPHUKYISPHBIA  KaHA),

CTEHO3/aTpe3usl ABCHAAIATUIICPCTHON KUIIIKH, ITUIIEBO/Ia, aHyca.

Cunnpom DaBapica IMopoxn cepmua (JAMXII/CTJIOC/Terpana ®amio u 1p.),
oMatonene, aTpe3usi MHUIICBO/Ia, MOPOKU MOYCK, MHKPOLE(AITHS,
pacmienuHa ryosr u/mimu Heba, mopoku [THC

Cunpgpowm Ilatay Muxkpouedanus, roJIoNpo33HIepas, MUKpPOQTaIbMUS,
pacumienuHa TYyObl W/WiaM HeOa, TMOCTaKCHAbHAS ITOJIHIAKTHIIHS,
nopoku cepana (JAMXII, rerpaga danno, JOC ot ITXK), nopoku

nouek, nopoku JKKT, mopoku nosioBeIX OpraHoB

[Ipumeuanue. IMXKII — nedext mexxenynoukoBoit neperopoaku; CI'JIOC — cunapom
runomiazum Jesbix otaenos cepaua; JJOC ot IDK — nBoiiHOE OTX0KAEHUE COCYIOB OT

ITpaBoro XeJIyao4kKa.
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CTpyKTypHBIE XpPOMOCOMHBIC aHOMAJUU BO3HHKAIOT B PE3yibTaTe Pa3pbiBOB B
XpOMOCOMaX C TIOCIEAYIOIIMM BOCCTAHOBJICHHEM B HEMPABUIBHOW KOMOWHAIUH.
CTpyKTypHBIE XPOMOCOMHBIC AHOMAJIWHW MOTYT OBITh YHACJICIOBAaHBI OT POJIUTEICH
(cOamaHcupoBaHHBIE WM HECOAJIAHCUPOBAHHBIE), MO0 BO3HHMKATh CHOHTaHHO. K
CTPYKTYPHBIM  XPOMOCOMHBIM  aHOMAJHSM OTHOCST TPAHCIOKAllUH, JIEJICIUH,
TYTUTAKAITIN, HHBEPCUH, H30XPOMOCOMEI U ipyrue. CTpyKTypHBIE aHOMAJIHH XPOMOCOM
IPUBOAAT K XPOMOCOMHOMY AHMCOAaHCy, YTO M SBISETCS NPUYMHOW HAPYIICHHSI

BHYTPUYTPOOHOTO pa3BUTHS U (POPMUPOBAHUS TOPOKOB pa3BUTHs y Tuioaa (Tabmuua 3).

Tabnuya 3
[IpuMepsbl CTPYKTYPHBIX XPOMOCOMHBIX aHOMAJIUMN
Ho3om0orus Hawubosee yacto BcTpeuarommuecs BIIP opranos
Cungpom Jlu JIxopmku [Mopoxn cepama (JAMXII/Terpaga damno/mpaBasi ayra
(memenms 22q11) aopThl), pacmienuHa TyOobl w/mmm Heba, mopokm JKKT,

MMOPOKH MOYETIOJIOBOM CUCTEMBI

Cunnpom Bonbda-Xupmxoprna | YUepenHo-nuieBble Au3MOphUH, MOPOKHA CEpIIa, MOPOKU

(menmenus 4p) HOHC  (aHomManuu  MO3OJUCTOTO  Tejia),  MOPOKHU
MOYEIOJIO0BON CUCTEMBI

CHHIpPOM KOIIIAYhEeTO KPUKa Muxkpornedainus, TOPOKK Cep.lla, PacIIeIMHA TyObl W/Win

(menmenus 5p) HeOa

[Tpumeuanue. JIMXKII — nedgext mexcxenygoukoBoit neperopoaku; KKT — xerxynodno-

kuieuHblid TpakT; [IHC — nenTpanbHas HepBHAs cUCTEMA.

I'ennvie cundpomst ¢ BIIP. bone3nu, KOTOpbIE BO3HUKAIOT B PE3yJIbTATE MYy TAIIUI
B TEHax, Ha3bIBAIOT MOHOTE€HHBIMU. Takue MyTalMud TaKKe MOryT OBIThb Kak
CHOpaauYecKUMH, TaK M HacileayembiMU. HacrnenoBaHne MOHOTEHHBIX OoJie3Hel
NOAYMHAETCA 3aKOHaM MeHnensd, MX MNOJApa3JeiIAloT Ha ayTOCOMHO-IJOMWHAHTHBIE
(MyTanus B OJHOM ajulejie T€Ha), ayTOCOMHO-PELIECCUBHBIE (MyTalusl B ABYX aJUIENsIX

reHa) U CIEIJICHHbIE C TTOJIOM (MyTanuu Ha X Wik Y XpoMocoMax). (Tabnuma 4).

Tabnuya 4
[IpuMepbl MOHOTEHHBIX 0OJIe3HEH
Ho3om0orus Hawubosee yacto BcTpeuarommuecs BIIP opranos
AXoHaporuiazust YKOpoueHHE KOHEYHOCTEM 32 CUET MPOKCHMAIbHBIX

OTIENOB, BapycHas aedopMamysi KOJICHHBIX CYCTaBOB,

MOSICHUYHBIN JIOP103, Makpouedanus.
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Cunppom Cmuta-Jlemnu-Onunia | Mukpouedanusi,  pacmennHa TyOsl  w/wim  HeOa,
cuapaktunans II-1I1 manenes cromn, TOIUAAKTUINS KHCTEH 1
CTOTI, KOCOJIANIOCTh, IIOPOKH TOJIOBBIX OPTaHOB

SKTOI[CpMaJ'II)HaSI JUCIIIIa3us FI/IHOTpI/IXOB, THIIOAOHTHUS, THIIOTUAPO3

TepaTorennnie cunapomsl ¢ BITP

CpenoBbie (GakTopbl (TEpaTOreHbl) SIBISIOTCS MPUYMHON BO3HUKHOBeHHS BIIP
npumepHo B 7-10% cayudaeB. TeparorenHbiit 3¢ dext ompeaensieTcss CleAyHOIUMU
YCIIOBUSIMHU:

e Bpewms Bo3aeiicTBus noBpexaaroniero Gpakropa (KpUTHUECKUE MEPUOAbl PA3BUTHS

BO BpeMsi OEpEMEHHOCTH);

e Jlo3a NOBPEKJAIOIIETO areHTa;
e ['eHorumn sMOpuoHa.

CymiecTByeT HECKOJbKO KPUTHYECKHMX IEpUOJOB B pa3BUTHUM >MOpuoHA. B
3aBUCUMOCTH OT BPEMEHU BO3JEHCTBUS MOBPEXKAAIOIIET0 (pakTOpa HA SIMOPHOH TAKECTh
BIIP moeT ObITh pa3HOM.

[lepeie 4 wHegenu pa3BuTHs SMOpUOHA CBSI3aHBl C  OOpa3oBaHUEM
BHE3apOBIIIEBBIX CTPYKTYp M, KaK NMPaBWIIO, B CIydyae BO3JAEHCTBUSA TEPATOr€HHOIO
(dakTopa B 3TOT NEpUO HE MPOUCXOJUT UMILTAHTALMS SMOPHUOHA B MATKY, YTO IPUBOJIUT
K CaMOIPOU3BOJIbBHOMY IIPEPHIBAHNIO OEPEMEHHOCTH.

3ayaTKM OpPraHoB W CHUCTEM YeJOoBeKa O0Opa3yloTcsi B MEpUOJ AKTUBHOIO
AMOpHOTEHE3a, KOTOPBIM mpoTekaeT ¢ 5 no 12 Henmemo O6epemeHHOCTH. B 3T0 Bpems
3apoAblll  00JIaJa€T  MOBBIIMIEHHOW  YyBCTBUTEIBHOCTBIO K  MOBPEKIAIOLIEMY
BO3JICHCTBUIO TepaTOreHHBIX (hakTopoB. Bo3meiicTBue TepaToreHa B JaHHOM CPOKE
OepeMEHHOCTU MPUBEAET K MOSIBICHHUIO CEPbE3HBIX CTPYKTYpHbIX (rpyonix) BIIP. K
MOSIBJICHUIO MaJIbIX aHOMAJIMI pa3BUTHUSI MOXKET IPUBECTH BO3/EHCTBUE TepaToreHa ¢ 9
Henenu OepeMeHHOCTH. TeM He MeHee HEKOTOpble OpraHbl (Hampumep, MO3T, 3yObl)
pa3BUBAIOTCS B TEUEHHE BCe OEPEMEHHOCTU M MTO3TOMY MOPOKH TaKMX OPraHOB MOTYT
BO3HUKHYTh Ha JI0OOM cpoke OepeMmenHocTtu. Haubonee 4dacTele cpenoBbie

(TepaToreHHble) (paKTOPHI EPEUHCICHBI B TAOIULE 5.
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Tabnuya 5

CpenoBebie (TepaToreHHbIe) (PAaKTOPBI U UX BIUSHUE HA pa3BUTHE 1014 [ 124]

Tepartorenusrii hakTop ‘ Haubonee yacto BcTpeuaromuecs mposiBICHUS

ﬂekapcmea U xumudecKkue eeujecmed

AJKorosp ®eTtanpHbIN anKoroybHbii cunapom: 3P, ymcTBeHHas
OTCTAJIOCTh, MUKpOLe(aIys, aHOMaJINU I71a3, AHOMAIUH

CyCTaBOB

AHJPOTEeHbI U BHICOKUE MackynnHuA3anus WI1010B KEHCKOIO M0JIa pa3HOW CTEIIEHH

J103bI IPOT€CTOrEHOB BBIPAYKEHHOCTHU: JBOMCTBEHHOCTh I'€HUTAJINN B BUJIE CPAILICHUS
MOJIOBBIX TYO U THNEpTpoduu KIUTOpa

AMMHONITEpUH 3PI1, ckenernsie anomanuu, nopoku [HHC

Kapb6amazenun [Topoku HEpPBHOI TPYOKH, YETIOCTHO-JIUIEBBIC T1e(DEKTHI,
YMCTBEHHAsI OTCTaJIOCTh

Kokaun 3PI1, mukpornedanus, MOPOKH MOYETIOIOBOH CUCTEMBI,
MOBEICHYECKUE TIPOOIEMBI

JaTUacTUIBR03CTPOI AHOManuu MaTKH, pO3Us LIEUKA MAaTKU

N3otpernonnx [Topoku 4emrOCTHO-IUIIEBON CUCTEMBI, TOPOKU HEPBHOU

TPYOKH, TOPOKH CEPICUHO-COCYTUCTON CUCTEMBI, pacIleinHa
HeOa, aruta3usi TuMyca

KapOonat nutust [Topoku cepana u cocyioB

MeroTtpekcar MmuoxectBeHHbie BIIP, yaiiie Bcero CKeneTHONM CUCTEMBI
(1110, Yeper, KOHEYHOCTH, TO3BOHOYHUK)

MpusonpocTon [Topoku KoHEUHOCTEH, EePEKTHI IN1a3HBIX U YEPEITHBIX HEPBOB,
ayTUCTUYECKUH CIIEKTP

DeHNUTONH ®deTtanpHbIN rUIaHTOMHOBBIN cunapoM: 3PII, Mukponedanus,
YMCTBEHHAsI OTCTaJI0CTh, TPEOHEBUIHBIN JTOOHBIH 1110B,
SIUKAaHT, ITO3 BEKa, IIMPOKas U BAABJICHHAs IEPEHOCHIIA,
TUNOIIIa3us (hasanr

Terpauykine I'unonnasus smanu 3y0oB

Tanumomux [Topoky KOHEYHOCTEH 10 TUITY MEPOMENINHU (4aCTUYHOTO
OTCYTCTBHSI) UJIM aMEJIUU (TIOJIHOTO OTCYTCTBHSI), TOPOKHU
7ML, CEpALa, OYEK U I1a3

Tpumerannon YMCTBEHHAs! OTCTANIOCTh, V-00pa3Hbie OPOBHEIC TyTH, HU3KO
pacToIoKEHHBIC YIIU, paclie/inHa Ty0a u/uim Heba

Banbnpoesas kucnora [Topoku 4emrOCTHO-IUIIEBON CUCTEMBI, TOPOKU HEPBHOU
TpyOKH, TUApOIedaHsl, TOPOKU CEP/IIia M CKeJieTa

Bapdapun I'umomnaszust HOca, MIMITOBATHIE SNU(HU3BI, THIIOTUTA3HS (hajaHT,
MOPOKU TJ1a3, YMCTBEHHAsl OTCTAJIOCTh

Xumuxamol

MetunptyTh ATpodust KOpPBI TOJIOBHOTO MO3Ta, CYyJJOPOTH, yMCTBEHHAS
OTCTaJIOCTh

[TonuxnopupoBaHHbIE 3PII, obecuiBeunBaHmEe KOKHU

T EHNITbI

Hugpexyuonnvie acenmul
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[uTomeranoBupyc Mukporuedanus, XOpuOpEeTHHHUT, CECHCOHEBPATbHAs
TYIroyXoCTb, OTCTaBaHUEC IICUXOMOTOPHOT'O U YMCTBCHHOT'O
Pa3sBUTHA, ICIATOCINICHOMCT AJINA, rnz[poue(baﬂnﬂ,
LepeOpalibHbII Mapanuy, IepUBEHTPUKYJIISIPHAS
KaJbIM(pHUKaLKs TOJIOBHOTO MO3Ta

Bupyc renarura B [IpexnaeBpeMeHHbIE pOABI, HU3KUHI BEC ITPU POKIACHUH,
(beTanpHast MAKPOCOMHUS

Bupyc npocroro repneca KosxHbI11 3y, HaTM4YMe BE3UKYJI Ha KOXKE, XOPUOPETUHHT,
renaroMeranus, TpOMOOIUTOIIEHUS, IETEXUH,
reMOJIMTHYECKas aHEMUS, THpoaH HIIepanus

[TapBoBupyc B19 @deTanbHas aHEMUS, HEUMYHHAas BOJSHKA IUIOAA

Bupyc xpacHyxu 3PI1, mopoku cep/ia u KpyInHbIX COCYI0B, MUKpoLeaus,
CEHCOHEBpaJIbHAs TyTOYX0CTb, KaTapakTa, MUKPOPTAIbMUS,
IJIAyKOMa, MIATMEHTHBIN PETUHUT, YMCTBEHHAsI OTCTAJIOCTh,
renaToCIUIEHOMETallusl, aHOMAJINK 3y00B

Toxoplasma gondii Muxkpouedanus, ruaponedans, yMCTBEHHAst OTCTaIOCTh,
MUKPOPTATEMUS, XOPHOPETHHHUT, TYTOYXOCTh

Treponema pallidum Ianpouedanus, BpokIeHHAs TITyX0Ta, YMCTBCHHAS
OTCTAJIOCTh, AHOMAJIH 3yOOB M KOCTEH

Bupyc BetpsiHON ocnibl KoxHble pyO11bl, HEBpOIOrHueckue AeQeKThl (Hanpumep,
nape3 KOHEUYHOCTH ), MUKpoIiedanus, Tuaporedanus,
CYIOpOTH, KaTapakTa, MUKPO(TOIBEMHUS, aTpOQHsI TJIa3HOTO
HepBa, HUCTarM, XOPMOPETHUHUT, IOPOKH CKEJIETa U
MOUYEII0JIOBOM CHCTEMBI, YMCTBEHHAsI OTCTAJIOCTh

Paouayus

Bricokne 10361 Mukpouedanus, aHoMaIuu CKeJIeTa, KaTapakTa, yMCTBEHHAs

MOHU3HPYIOLIEH pajraiiiu OTCTaJI0CTh

[Ipumeuanue. 3PII — 3anepxkka pocra mona; [IHC — neHTpanbHast HEpBHAsA CUCTEMA;

BIIP — BpoX1€HHBIN IIOPOK Pa3BUTH.

Takum 00pa3oM, BpOKJIE€HHBIE MOPOKU UMEIOT PA3TUYHYIO 3THUOJIOTHIO, IPU 3TOM,
Ha JaHHBIM MOMEHT B IOJABIIOIIEM YUCIE CIIy4aeB YCTAHOBUTH IIPUYMHY UX
BO3HUKHOBEHUS HE IPEAOCTABIISIETCS BO3MOXHBIM. Hanmnune MHOKECTBEHHBIX ITIOPOKOB
Pa3BUTUS y 4YEJIOBEKA YacTO CBUACTEIBCTBYET O HAJIMYUU Y HEr0 T'€HETUYECKOU
NepPEeCTPOMKH WIM BO3JEHCTBUM TeparoreHHoro (akropa. Ha pgaHHBIE MOMEHT
IIPOAOJDKAIOTCS HAy4yHble W KIMHUYECKUE HCCIENOBaHMUS C LEIbI0  IOMCKa

stuosiornueckux ¢paxkropos BIIP mis nianupoBanus npopuiaakTHYECKUX MEPOITPUATHH.
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1.2 CoBpemMeHHOE COCTOSTHME U3YUYCHUS IMHUIEMHOJI0TMH BPOKACHHBIX IOPOKOB

pa3BUTHUA

1.2.1 MexkayHapoanbie cucreMbl KOHTpoJst BITP

Onpenenenue dyactoThl u crnektpa BIIP cramo Bo3MmoxkHO Onaromaps
CYILIECTBOBAHMIO MOHUTOPHUHIOBbIX cucTeM. Peructpsl BIIP ocymecTtasior coop,
aHaJu3 U MHTEPIPETALMIO TaHHBIX O BbIABIsIEMbIX BIIP B momyssamuu.

OcHOBHBIE 33Ja41 MOHUTOPUHTOBBIX CUCTEM:

e CucremaTudeckuil cOOp U aHAIM3 JAHHBIX O BbIABIAEMbIX ciiydasx BIIP;

e (OIleHKa YacTOT U BBIABJICHUE OTKJIOHEHHMH OT OkugaeMbix yactot BIIP;

e JlelicTBUSA B OTBET HA BBISIBIICHHBIE OTKJIOHECHHS.

biarogapst  BBIIOMHEHWIO 3TUX 3aJad  PErUCTPbl  MO3BOJSIOT  ONPENEIATH
snuaemuosioruto BIIP, u3yyats UX 3THOJIOTHIO U C yUETOM ITUX JaHHBIX pa3padaThiBaTh
MepbI MPOPUITAKTUKH.

[IepBble 2NMUAEMHUOIOTHYECKUE PETUCTPHI M0 HA30pPYy 34 PACHPOCTPAHEHHOCTHIO
BIIP cpeny HOBOPOKIEHHBIX CTaIN BO3HUKATH B KOHIE 60-x Tog0B XX Beka. OTHUM U3
HauOoJiee CUIbHBIX CTUMYJIOB JJI CO3JaHUSl TAKUX PETHCTPOB CTajla TATUJOMHA0BAS
katactpoda. IUMeHHo Toraa 3apoauiach ues 0 CO31aHM MOHUTOPUHTOBBIX CUCTEM JISI
paHHEro BBISBIEHUS HOBBIX TepaTOreHHbIX (akrtopoB. K nHavamy 90-x romoB ObLIM
chopMynupoBaHbl 0a30Bble MNPUHLMIBI OPraHU3ALMK W (PYHKIIMOHHUPOBAHUS STUX
peructpos [88].

Cnengyer oTMETHTh, YTO mpodiieMa pacnpoctpaHeHHoctr BIIP B momymsumsx
IPEICTaBIIsIa MHTEPEC HE TOJBKO CPear MEAUIIMHCKOTO COOOIECTBa, HO U IPUBJIEKaIa
BHMMaHUE TOCYyJAapCTBEHHBIX aAesaTencid. B 1938 romy aMmepukaHCKUN TNPE3UIEHT
O®panxnuH Py3BenbT ocHOBaJl HEKOMMepUecKyto opranuzanuio March of Dimes (Mapin
JECATULEHTOBUKOB) I OOpbOBl € moauoMuenuToM. OIHAKO IMOCHe YCIEUIHOTO
BHEJIPEHHsI BaKLMHALWMK NPOTHB MOJHOMHENINTA JaHHAs OPraHu3alMs pacllupuia
00J1aCTh CBOMX MHTEPECOB, 0OPAaTUB BHUMAHUE Ha MOPOKHU Pa3BUTHUS, KOTOPHIE SIBISUIUCH
4acTOW MPUYMHON paHHEH JAETCKON CMEPTHOCTH, a TaK)Ke Ha UX MPOPUIAKTHKY.

B 2006 rony ¢oun March of Dimes Beimyctun rimob6ansHbii otTuer o BIIP, B

KOTOPOM OTPa’KE€HbI BOIIPOCHI ATHOJIOTHH, SMHUIEMUOIOTUHU U npodunaktuku BIIP [48].
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Jlanubie 11 oTyeTa ObUTH B3SThHI U3 CYIIECTBYIOIIMX Ha TOT MOMEHT 0a3 naHHbix BIIP

(EBpona, Amepuka, Adppuka u T.1.). ABTOpbl OTMEYAIOT, YTO BO3MOXKHO H30€XaTh 10

70% BIIP ¢ momoIip0 Mep npopHiIaKTHKN U IIPOBEIEHUS aIcKBAaTHOI'O JE€UYEHUS JETIM
9

KOTOPOC CYHMECCTBCHHO YJIYUYIIHUT KAYCCTBO UX KHU3HU.

B 2010 rony Bcemupnas opranuzauus 3zapaBooxpanenus (BO3) npunsana

PE30MI0LNI0, TTOCBAIIEHHYIO MpoOiemaM, cBsizanHbIM ¢ BIIP y nereit mo Bcemy mupy

[181]. YuuTheiBasg BBICOKHH YPOBEHb MEPTBOPOKICHUM M MIAJACHYECKOW CMEPTHOCTH

cpeau pereit ¢ BIIP, wienst BO3 onpenenuny npuopUTETHBIMY CIEAYIONIUE 3a/1a4UN:

l.

[ToBBICUTH OCBEAOMIIEHHOCTh BpadeOHOro COOOLIECTBA, TOCYAAPCTBEHHBIX
JOJKHOCTHBIX JIMII, a Takxke odiectBa o BaxkHoctu BIIP B cTpykrype nerckoit
CMEPTHOCTHU Y UHBAJIUIHOCTH;

Boeinensats pecypcbl, pa3pabarbiBaTh IJIaHBI M MEPONPHUATHS MO BHEAPEHUIO
s dexTuBHbIX Mep npodunaktuku BIIP;

Paciimputs oxBar 3@Q¢GeKTUBHBIMH NPOOUIAKTUUECKUMHU MEPONPUATUIMU
OEpeMEHHbIX KEHIIMH W >KEHIIWH, MJAHUPYIOIIHUX 3a0€peMEHETh: MPOBEACHHE
BaKI[MHAI[MU TPOTUB KPACHYXH, Ha3HaAueHHE 100aBOK ¢ (HOIMEBOM KHUCIOTOM,
IpOBeJIEHUE MPOoTrpaMm 1o O0prOe ¢ moTpedieHreM Tabaka U aaKoroJs;
Pa3BuBaTh ¥ yKpemsTh rocyapCTBEHHbIE MOHUTOPUHIOBbIE cucTeMbl BIIP s
noJlydeHus TO4YHOM uH@opMauuu o pacnpoctpaHeHHocTd BIIP, koropas
NO3BOJIUT MPUHUMATh OOOCHOBAHHBIE PELIECHUS MO MPO(PUIAKTUKE U KOHTPOIIIO
stux BIIP, a Takxe mO3BOJIUT OMpPENEIUTh 00beM HEOOXOAUMOW MEAUIIMHCKON
oMoy aumnam, uMmeromum BIIP;

CopeiicTBOBaTh MPOBEACHUIO HAYYHBIX HCCIEAOBAHMM B 00JIaCTH 3THUOJIOTHH,
JIUArHoCTUKH U npodunaktuku BIIP;

[IpuHsATH Bce HEOOXOIMMBIE MEPHI JIJIsl 00eCreYeHus 10CTyNa K UCIOIb30BaHUIO
NOJIHBIX MpaB M CBOOOJ JAETbMHU-UHBAIMAAMHM HapaBHE C JAPYTMMH JE€TbMH,
OT/aBaTh MPUOPUTET OJaromoiyduto W mojauepxke pedenka ¢ BIIP, a Takxke

OKa3bIBaTh COACHCTBHUE CEMBE TI0 YXOY 3a HUM.
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Ha naHHBII MOMEHT CYyHIECTBYIOT ABE KPYIIHBIE MEXIYHAPOIAHBIE OpraHU3alUU,
OCYULIECTBJISIONIME cOOP, aHAIM3 U MHTEPIPETALMIO JaHHBIX O 4acTOTe U cTpyKType BIIP
B OonbmmHCTBe cTpaH mMupa — EUROCAT (European network of population-based
registries for the epidemiological surveillance of congenital anomalies) u ICBDSR (The
International Clearinghouse for Birth Defects Surveillance and Research). 3a Bpems
CYIIECTBOBAHUSI ATUX OpraHU3alMii HAKOIUJIEH OOJBIION MAacCUB JaHHBIX, KOTOPBIN
IO3BOJIMJI  ONPENEIIUTh paclpocTpaHeHHOCTs BIIP B momynsiuusax, 3THOJOTUIO IS
OTIIETBHBIX (hOPM U pa3paboTaTh Mepbl NPOYUITAKTUKY.

EUROCAT - »3T0 ceTb NOMYJALMOHHBIX PETUCTPOB, KOTOpas MO3BOJISAET
IPENIOCTaBIATh aKTyaIbHYI0 HH(GOPMAIIUIO MO 3MHIEMHUOJIOTUU BPOKIEHHBIX aHOMAIUI
B EBporie, coneiicTBOBaTh paHHEMY BBISIBIEHUIO HOBBIX TEPATOr€HHBIX (PAKTOPOB, a
TaK)Xe OLEHUBATH 3(PPEKTUBHOCTh MEp MEPBUYHON M BTOPpUUYHON mpodunakTuku [75].
[To nocnennum nanueiM EUROCAT (otuer 2020 roma) u3 5,1 MUIUIMOHOB POJOB
€XEeroJIHo B cTpaHax EBpomnelickoro corosza poxnaercs npumepHo 127 teicsu (2,5%)
JIeTei ¢ BpoxkaAeHHbIMU aHoManusiMu [90]. B cocTaB naHHOUW opraHu3anuu BXOauT 39
PETrHOHANBHBIX PETUCTPOB U3 23 cTpaH EBponbl. DT perucTpbl 0XBaThIBAIOT IPUMEPHO
OJIHY TPETh BCEX poAoB B EBpore.

COop nannbIx 0 BbisiBIIeHHBIX BIIP ocyiiecTBiisieTcst peruoHaibHbIMU PETUCTPaMU
N0 YHU(DUIIMPOBAHHON PETHCTPALlMOHHON (opMe, 3aTeM MNepeaeTcs B LIEHTPAJIbHBIM
peructp  EUROCAT.  VuuTeiBalOTCS  NOPOKM  CpPEAU  KUBOPOKICHHBIX,
MEPTBOPOXKICHHBIX, HWHIYLHPOBAHHBIX abopTax, KpoMe€ TOro HE CYUIECTBYET
MaKCHUMAaJIbHOT'O Bo3pacTa peOeHKa AJid peructpauuu nopoka. KoHTposb momgydaeMbix
JAHHBIX OCYUIECTBISETCS T€HEeTUKaMu, Ojarojgaps yeMy uHpopMalus yHU(GUIHPOBaHA
Y BBICOKOKQ4YE€CTBEHHA.

Uudopmanuss o pacnpoctpaneHHocTd BIIP, mosiBIeHMM HOBBIX KJIacTepoB, a
TaK)K€ O BJIMSAHMM IMPEHATAJIbHOW JUArHocTUKU B EBpone exeronHo myOiauKyeTcs Ha
caiite EUROCAT B Bujie CBOJHBIX TaOJIUI] M OTYETOB [89].

C 2015 roma EUROCAT sBnsgercs wyacThio EBpomeiickoil miaTdopmMbl
peructpauuu peakux 3aboneBanuii (European Platform on Rare Diseases Registration,

EU RD Platform) [29]. I'naBnas uens EU RD Platform cocrout B cOope nndopmanmu o
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NalueHTax ¢ peIKUMU 3a00JIEBaHUSIMU U3 COTHH PETHCTPOB EBPOIIBI B OJJHOM MecTe ISl
OMEpPaTUBHOIO B3aUMOJEHCTBUS U aHAJIM3a MOJYYeHHBIX JaHHBIX. Takas 6a3a mo3BOJIUT
IPOBOJUTH AMUAEMHUOJIOTHUECKHE, KJIIMHUYECKHE, TPaHCJISILIUOHHbIE u
(apMaKkoIOrH4ecKue MCClIeOBaHUs HaAJekKallero KauecTa, yjaydilas HeoOXOIUMYIO
MEIUIMHCKYIO MOMOIIb JIJIS JIIoAeH ¢ peakuMu 3aboneBanusiMu. Kpome npenmyiiecTs B
OTHOUIEHUU MPOBEJAEHUSI HAYUYHBIX HCCJEIOBAHMM, NMEPEHOC LEHTPAIBLHOIO pPETUCTpa
EUROCAT B EU RD Platform no3Bonui ycuiauTh 6€30MacCHOCTb XPAHSIIUXCSA JaHHBIX.

Kak ynomuHanoch paHee, CyHIECTBYeT W  Jpyras MeXJIyHapoJHas
MOHHUTOpHUHTOBas cucreMa — International Clearinghouse for Birth Defects Surveillance
and Research (ICBDSR wmu Clearinghouse). ICBDSR sBnsieTcs HekomMmepdecKon
opranuzauueit, appunuposannas BO3. Jlannas opranuzanus cymectByer ¢ 1974 roaa.
E€ rmaBHbIMM 3a1auaMu sIBISIETCS pa3pabOTKa U Kypalus UCCaeA0BaTeIbCKUX TPOrpaMm
[0 MPEAYNPEKIACHUID BO3HUKHOBEHUs BIIP u CHMXkeHUIO BIMSHUSA NOCIEICTBUN
OPOKOB Ha Kau€CTBO KU3HU JIOJIEH.

Ha ceroansmnuii 1eHb B COCTaB OPraHU3alUU BXOJUT 36 cTpaH (Bce KOHTUHEHTHI,
kpome AQpuKH, OJHAKO HEKOTOPbIE PErHCTPhl C 3TOr0 KOHTHMHEHTa celdac Takke
npucoeaunsatcs k ICBDSR), B xoTopbix umeercss 42 MOHUTOPUHTOBBIX PETHUCTPA,

OXBAaTHIBAIOIINX OKOJIO 4 MIIH HOBOPOKIEHHBIX B roj 1o Bcemy mupy [201].

42 Surveillance Programs, 4 ml births per year
36 Countries

Western Europe
18 Programs
12 Countries  Ukraine Israel

Canada National
Alberta

\ Atlanta Iran

Utah

Texas

Mexico-RYVEMCE ~ o

Mexico-Nuevo Leon Colombia
A Saudi
Costa Rica Al
Chile Maule———
i Western Australia

ECLAMC Victoria~ New Zealand
10 Countries

Pucynok 1. CTpaHbl ¥ MOHUTOPUHTOBBIE POrpamMmel, Bxoadmue B coctaB [CBDSR
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B cocra ICBDSR BxomsT peructpel, (QYHKIMOHHPYIOIIME Kak Ha
NOMYJISIUUOHHOM, TaK U HAa OOJLHUYHOM OCHOBAX, YHU(PUIIMPOBAHHON (DOPMBI mepesauu
uHpopmauu o BeisiBIeHHOM ciaydae BIIP wer. CornacHo ycnoBusiIM JaHHOUN
OpraHu3alliM, JIOJDKHBI (UKCHUpOBAaThCs Bce ciydaun oOHapykeHHbix BIIP 'y
KUBOPOKIAEHHBIX, MEPTBOPOXKICHHBIX M CIydau TMpepblBaHUN OepeMEeHHOCTEH C
BbIsIBIIEHHBIM BIIP muoga. Tem He MeHee Ha JaHHBI MOMEHT CYIIECTBYET IEPEUYEHb U3
39 BUJIOB MOPOKOB, 0053aTENBHBIX JIJIs1 PETUCTPALUH.

B 2014 rony npu noanepxxkke BO3 u CDC (Centers for Disease Control and
Prevention) co3gan snuaemuoniornueckuii onnaiin peructp BIIP ang ctpan Asum —
South-East Asia Region’s Newborn and Birth Defects Database (SEAR-NBBD). Panee
B JaHHOM PErMOHEe HE IPOBOAUIIMCH dIIUAeMUoIorndeckue uccunenosanus BIIP. Peructp
BKrouaeT uHdopmanuo no BIIP u3 Gonee yem 150 GonpHuil (60JbHUYHAST OCHOBA
perucTpa) v mo3BojsieT cooupaTh AaHHbIe U3 7 asuarckux crpan (Munus, banrnagen,
Taunann, Henan, Mpsiuma, Manbnusel, byrtan). JlaHHble M3 3TOTO perucTpa He
noctynatoT B EUROCAT u ICBDSR [175].

Ha ocHoBanuu nansbIxX, npenocrasisieMbix peructpamu EUROCAT u ICBDSR, a
TaK)Ke C Y4ETOM OTJIEJbHBIX JINTEPATyPHBIX HCTOYHUKOB, OblIIa pa3paboTana BcemupHas
0a3za maHHBIX BpoxJeHHbIX 3aboneBanuit Modell (The Modell Global Database of
Congenital Disorders, MGDb) [87]. ABropst MGDb npennaraioT Mmoaxom s
UCIIOJIb30BaHUS JIAHHBIX JJIUTEIBHO PabOTAIOIIMX PETUCTPOB B KaU€CTBE pePEPEHCHBIX
3HAUYEHUH B CTpaHaxX, B KOTOPBIX HET coOCTBeHHbIX HaOmogeHuit no BIIP. llenbto
co3gaHusi Takod 0a3bl  JAHHBIX MOCIYKHUJA  HEOOXOAMMOCTh B  3HAHUU
AMUAEMHUOJIOTMUECKUX XapaKTEPUCTUK B KaXA0W CTpaHe MUpa JIJIsl OLEHKH 0OIIero rpysa
0oJe3He|, onpeeneHus] BIUSIHUS NPO(PUIAKTUYECKUX MEPONPUATHM U OpraHu3aluu
MEIULIMHCKON nomouu aetsam ¢ BITP.

OcoOennyto ponb 0aza MGDb ceirpana s ctpan Adpuku, B KOTOPBIX
OTCYTCTBYIOT JIOCTOBEpHbIE AaHHbIe 00 McTUHHOU yactoTe BIIP Ha 3TOl Tepputropum.
Malhrebe ¢ coaBTopamu mokaszan, uto Oonee 95% BpoxkaeHHBIX aHoManui B FOxxHOM
Adpuke He mnomnexar peructpauuu [123].  HccnemoBaTenu  peKOMEHIYIOT

UCIIOJIb30BAaHUE CMOJEIMPOBAaHHBIX ¢ momouiplo mnoaxoga MGDb  6a3oBbix
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IOIYJIALIMOHHBIX YacTOT U IPOrHO30B IO BBDKMBAEMOCTH B Cilly4yae OTCYTCTBHUS U
Hanuuusg JsiedyeHuss BIIP nns pa3paboTkum HE0OXOAMMOro YPOBHS MEIMLMHCKOM U
COLMAJIBHOM ITOMOILH IS IPOKUBAIOLIEr0 HA 3TON TEPPUTOPUU HACEIICHUS.

Takum 00pazoM, CTOUT OTMETHUTh, YTO MOHUTOPUHTOBBIE CUCTEMBI KOHTpOJIsi BITP
CYHIIECTBYIOT B OOJIBIIMHCTBE cTpaH wmupa. Kpome Ttoro, wumer pabora Han
(GOpMHUpPOBAaHMEM PpETUCTPOB B pPA3BUBAIOUIUMXCS CTpaHaX, B KOTOPBIX paHee
SIUJIEMHUOJOTUYECKAE HUCCIENOBAHNUS HE IPOBOJWIINCH. 3a HECKOJIBKO JAECATUIIETUN
CyLIECTBOBAaHUSA 3MUAEMHUOJIIOTHYECKUX peructpoB BIIP moka3aHo, 4TO OHU SBIIAIOTCS
€AMHCTBEHHBIM 3(P(EKTUBHBIM UHCTPYMEHTOM B U3yUYEHHUH SIUEMUOJIOTUH, STUOJIOTUU

u npodunakrrku BIIP.

1.2.2 dnupemuosiornyeckue xapakrepuctuxku BIIP: mupoBbie 1anubie
W3BecTHO, YTO B pa3BUTHIX CTpaHAX MHpPa OT 2 10 4% HOBOPOXKICHHBIX JETEH NMEIOT
Cepbe3HbIE BPOXKACHHBIE IMOPOKH pPAa3BUTHS, KOTOPbIE MOTYT OBITH BBISBICHBI TpU
POKJIEHUHU WU B TIEPBBIE MECSIIBI KU3HU (Tabsiuia 6).
Tabnuya 6

Yacrora BIIP B pa3HbIX nonyiIsuusax Mupa

Crpana Yacrora BIIP B Ucrounnk
norysiun (%)

Crpansbl 3anaaHoit

2.4 Dolk et al., 2010 [76]
EBpomnsl
Public Health Agency of Canada,
K
anana 3,9 2013 [115]
Centers for Disease Control and
CIIIA 3,0
’ Prevention, 2008 [47]
Poccuiickuii ctaTuCTUUYECKUNA
Poccus 33

exeroguuk, 2021 [23]

3HauuTeNnbHO BbIIIE yacToTa Tpyobix BIIP cpenu MepTBOpPOKIEHHBIX AETEH,
OIICHKH KOoTOopoi konebmoTrcs or 6 no 20% cnyuaeB [184]. CamMompou3BOJIbHbBIC
BBIKUJIBIIINA ¥ HEpa3BUBAIOIIUECs OEPEeMEHHOCTH B MEPBOM TpUMECTpE OepeMEHHOCTH
nout B 50% cinygaeB oOycioBiensl XA u BIIP y mmona [34]. Otu naHHbIe

noATBepkAatoT Oosbioe 3HaueHrne BIIP kak mpruurHbI MEPTBOPOXKACHUHN U IPEPHIBAHUIMI
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o6epemennoctu. CornacHo wuccieqoBanuto Murray JL, BpokIeHHblE aHOMaIHH
CYILIECTBEHHO CHIXKAIOT MPOJOJIKUTENBHOCTh KU3HU. [103TOMY Ba)kHO OTMETUTH, UTO
HECMOTPS Ha peAKocTh Tex uinu uHbix BIIP, B cpaBHeHUHU ¢ 3a001€BaHUAMU CEPACUHO-
COCYIUCTOM CUCTEMBI, TMA0ETOM, TPaBMaMU U T.JI., JaHHbIE aHOMAJIMH UTPAIOT OOJIBIIYIO
pOJIb B INTAHUPOBAHUYU MEP MEAUIIMHCKOM MTOMOIIH HacesneHuto. Kpome toro, BITP moryt
OBITH MPEAOTBPALIEHBI C TOMOILBbIO MEP NMPOPUIAKTUKH [74].

B 2010 romy Tennant PW c¢ coaBTopamu mnpoaHanmu3upoBain 20-JIETHYIO
BbIKHBaeMocCTh Aeteit ¢ BIIP [196]. B uccnenoBanue 610 BitoueHo 13758 ciyyaes
BIIP u3 snuaemuonornueckoro perucrpa CeepHoit AHrmum c¢ 1985 mo 2003 rr.
YuuTeBamuch cioy4al MEPTBOPOXKICHUM, KUBOPOXKIACHUN, a TakKe IpepbIBaHUs
OepeMEeHHOCTH Tocie ycTaHoBieHus nuarno3a BIIP y minona. B ganHoii BeiOOpke ObLIO
oOHapyxeHo 124 cmyuas (0,9%) mo3guux BeIKMabIICH, 2249 (16,3%) npepbIBaHMiA
OepemMeHHOCTeN mocie yctaHoBieHusi nauarnoza BIIP y mona, 421 cnyuait (3,1%)
MepTBopoxaeHuit u 10964 (79,7%) sxuBopoxaeHuii. 3a mepuoa HabJIIOAEHUS BO3POCIIO
KOJIMYECTBO MpepbiBaHul 6epemeHHocTel, oT 12,4% B 1985 roay 1o 18,3% B 2003 roxy.
BrokuBaemocts cpeau 10850 (99%) ciyuaeB KUBOPOXKACHUN YIaloCh MPOCIEIUTH B
teyeHue 20-neTHero nepuoza. 20-j1eTHasi BBKUBAEMOCTb CPEIN )KUBOPOKICHHBIX J€TEH
¢ BIIP cuibHO pasznuyanack B 3aBUCMMOCTH OT rpynmnbel BIIP. Jlnanazon 20-netHeit
BBDKMBAEMOCTH COCTaBWI OT 66,2% 11 OpPOKOB HEpPBHOM cucTtembl 10 97,6% s
muneBbix paciienud. Otmedensl BIIP ¢ 100% netanbHOCTBIO, Cpeir HUX aHAHIIeaTus
U JIByCTOPOHHSISI arene3usi nouyek. C BBICOKOM JIETaIbHOCTHIO B TE€YEHUE TIEPBOTO roaa
’KU3HU CBSI3aHbI TOJO0NPO33HIEdanus, 00U apTepuanbHbIi CTBOJI, TUIIOILIA3HS JIEBBIX
OTJIEJIOB cepla, CMHApOMbI DaBapaca u [latay. Beicokue o1eHKH BBIXKUBAEMOCTH ObLIH
3aperucTpUpOBaHbl y  JeTell ¢  arpe3ueidl  XoaH, OJKCTpopued  MOYEBOTO
Ny3bIps/aNUCIaAUeH, MONUIAKTHWINEH, CUHIAKTUIWEH, HEKOTOPHIMH MOPOKAMHU
KOHEUHOCTEH, CHHJIPOMOM JIOMKOU X-XpOMOCOMBI, cuHapoMamu Mapdana, Ilonanna,
Paccena-CunbBepa u Ctukiepa: ux BebkuBaeMocTh coctaBuiia 100% 3a 10 net. Kpome
TOro, Obiu oTMedeHsl BIIP, 1t KOTOpbIX ypOBEHb BBDKMBAEMOCTH HE OTJIMYAJICS OT
obmieit momymsiuuu. K HUM OTHOCATCS Takue MOPOKM Kak pacuienuHa Heba (99,3%),

PEAYKIMOHHBIA TMOPOK BepxHell koHeuHocTH (99,1%), cunnpom IllepemeBckoro-
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Tepuepa (98,6%), nedext wmexxkenymaoukoBoil mneperopoaku (98,3%), cunapoM
Knsitndensrepa (98%) u anopekranbhas atpesus (96,6%).

ITonydeHHBbIE B X0/I€ TOTO KPYITHOTO MCCIEN0BAHNS TaHHBIE TTO3BOJIAIOT AATh IS
ceMel T0JITOCPOYHBIN MPOTHO3 O )KU3HU U 370poBhe pedeHka ¢ BIIP, a Takxke paccuutarsb
o0beM HEeoOXOJAMMOW MEIUIMHCKOW M COLUMAJbHOM TMOMOIIM [UIsi Bpaded U
OpPraHU3aTOPOB 3APaBOOXPAHECHMUS.

BaxHO OTMETHUTB, UTO CYILIECTBYIOT BpEMEHHbIE U reorpauyeckue 0COOEHHOCTH
pactpenenenus yactot BIIP, uTto nenaer 3HaHHE PETMOHAIBHBIX 3MHUAEMUOJIOTHYECKUX
xapaktepuctuk BIIP HeoOXoIMMbIM ycllOBUEM [Isl TUIAHMPOBAHUSA JEHUCTBUM 10O
CHIWKEHHUIO YpPOBHSI BpPOXACHHBIX aHOMalIUd B mnonyidauud. Bo MHorux pabdorax
IoKazaHo, 4ro Hekoropele BIIP Bcrpeuarorcss Bce wame, B TO BpeMsa Kak
pacnpocTpaHEHHOCTb APYTUX CHIKaeTcs. [Ipu 3TOM Takue 3akOHOMEPHOCTH MOT'YT ObITh
COBEPILEHHO Pa3HBIMM ISl OTAENbHBIX reorpaduueckux teppuropuil. Hampumep, B
CHIA 3a nepuog ¢ 1999 no 2007 roasl OTMEYEHBI MOJIOKHUTEIBHBIE TPEHABI ISl TAKUX
MIOPOKOB KakK KoapKTamusa aopTel U cuHapom [layna [169], B To Bpems kak B EBporie 3a
aHAJIOTUYHBINA IEPHOJ] ObUIM OTMEUEHBI MOJO0KUTEIbHBIE TPEHIbI 10 TAKUM ITOPOKaM Kak
TUTIOCTIAUs, CUHIpPOM ODpaBapica W auciiasus noudek [137]. B obeux TeppuTopusix
JUHAMUKa HapacTaHUs YacTOT HAaOII0Jal0Ch ISl racTpolIn3uca U oMpaonene.

Pa3znuuus yacrot BIIP Ha pa3HbIX TEppUTOPHUSX MOTYT OBITh CBS3aHBI C YPOBHEM
Pa3BUTHS 00ILIECTBEHHOIO 3IpaBOOXPAHEHUS. B pa3BUTHIX CTpaHax y)Ke BHEPEHBI TAKUE
metonbl npoduiiaktuku BIIP kak iomupoBanue coiu, oOoraiieHne Myku (HoiaueBoit
KHUCIIOTOM, BaKIIMHALIKA, aJIeKBaTHOE MUTaHUe Oyaymux Marepeit. Kpome Toro, mumpoxo
Pa3BUTO NPOCIEKTUBHOE MEAUKO-TEHETUYECKOE KOHCYIbTUPOBAHUE MTPU IIJIAHUPOBAHUU
o6epemeHHOCTU. CTpaHbl )K€ CO CPEAHUM U HU3KUM YPOBHEM PA3BUTHUS TOJIbKO HAUUHAIOT
BHEIPATH 3TU Mephl ipodunaktrku BITP. Kpome Toro, pactipocTpaHeHHOCTh HEKOTOPBIX
BIIP moxer pa3nuyarbCs B 3aBUCUMOCTH OT pachl MU ITHUYECKOW IIPUHAMIEKHOCTU
[188].

B 2010 rony BeimyiieHa o030pHas ctaThsi 0 pacnpoctpanenHoctu BITP B EBporne
no nanaeiM EUROCAT [76]. B 3T0i1 cTaTthe coOpanbl gaHHbIe peructpon ¢ 2003 mo 2007

rojl. 3a aToT nepuoA obmas yacrora BIIP coctasuna 23,9 na 1000 poxaenuit. U3 Bcex
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neteit ¢ BITP okono 80% ObLiu AKUBOPOKIAEHHBIE, U3 KOTOPBIX 2,5% yMepiu B IEPBYIO
HEeAeN0 *Xu3HHU; 2% COCTaBWIM MEPTBOPOXKACHUS W 3amepiine OepemeHHocTH ¢ 20
HeJenu rectanuu, a 18% — ciydan npepbiBaHUN O€peMEHHOCTEN Tociie MpeHaTaIbHOIo
BeisiBsieHUs BIIP y moaa. B aTom ucciienoBanuu Hanbosee pacnpoCcTpaHeHHOU TPyIon
HexpoMocoMHBIX BIIP crtanu BpoxkaeHHblE MOpPOKM cepaua ¢ vactorod 6,5 Ha 1000
pOXKJIeHUH, 3aTeM TOpoku koHeuHocTel (3,8 Ha 1000), moOpoKr MOYEOTOBON CUCTEMBI
(3,1 na 1000) u nenTpanbHOI HepBHOU cucTeMsl (2,3 Ha 1000). YacToTa XpOMOCOMHBIX
anomanuii (XA) cocrasuia 3,6 Ha 1000 poxxaeHuUid.

Kpowme toro, 6b11a mocunuTaHna nepuHaraibHas cMepTHOCTh cpeau aeteit ¢ BIIP. B
pacueT ObUTM BKJIIOUEHBI ciydau 3amepriux oepemenHocteir ¢ BIIP nocie 20 nenenu
BMECTE C KOJIMYECTBOM JIETCKUX CMEPTEN B EPBYIO Heaento )ku3Hu oT BIIP. B 2004 rony
naHHbIM ToKkazarenb coctaBwi 0,93 Ha 1000 poxnenuit. Hambonpmmii BkIag B
NepUHATAILHYI0 CMEPTHOCTh BHECIM BpOXKACHHBIE MOPOKH cepaua (26%), nanee
XpPOMOCOMHBIE aHoManuu (25%) u mopoku HepBHOU cuctembl (21%). Haubonbmmii
ypOBEHbB MepUHATATBLHON cMepTHOCTH ObLT 0TMeueH B Upnanauu (2,4 va 1000) u Manbte
(2,6 Ha 1000). DTO CBsA3AHO € TEM, UTO B 00E€UX ITUX CTPAHAX MPEPHIBAHUS OEPEMEHHOCTH
C YCTaHOBJIEHHBIM AuarHo3oM BIIP He3akOHHBI.

B mnocnegnem otuere EUROCAT 2020 roma cobpana wundopmarus o0
snuaemuonorun BIIP 3a 10-netHuit nepuox, ¢ 2008 nmo 2017 rr [90]. B ananu3 6wuiu
BkiroueHbl 81 BIIP, a Ttakke 3 tuma tpucomuidi. B oruere npencraBieHbl JaHHBIE 110
yactoram BIIP, a Takxe JaHHBIEe O TpeHIax M KiacTepax, oOHapyx eHHbIX B EBpome.
[TonoxuTenbHble TPEHIBI HAOIIOJAIOTCS ISl TAKMX MOPOKOB KaK KOAPKTALMs aoOpPThl,
TUIOIUIA3Ks MPaBbIX OTHEJNOB Cepla, situs inversus, MyJIbTUKUCTO3HAs AMCILIA3US
MOYEK, BPOXKACHHBIA THAPOHE(DPO3 M KOCOJANOCTh. TpeHAbl K CHHKEHHUIO YacTOT
OTMEUEHBI IS CIIETYIOUIMX MOPOKOB Pa3BUTHI HEXPOMOCOMHOM 3THOJIOTMH: OTKPBITHIH
apTepuaIbHBIN MPOTOK, CTEHO3 KJaraHa JISTOYHOM apTepuu, Tuaporedanus, SKCTpodus
MOYEBOIO My3bIPs U JIp.

B otuere, B TOM uucie, npeAcTaBieHbl JaHHbIE aHAIU3a KJIACTEPOB (JOKAIbHBIX
U3MEHEHHI 4acTOT OTAENbHBIX MOPOKOB pa3BUTUA). [I[puunHa BbISBIEHHBIX U3MEHEHUI

OblJIa yCTAaHOBJIEHA TOJBKO JUIs Tskenor Mukpouedanuu B @paniysckoir Becr-Uuaum,
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KOTOpasi BO3HUKAET B Pe3yJIbTAaTe 3apak€HUS BUPYCOM 3MKa. J[pyrue Kiactepsl yaiie
BCEro OBUIM CBSI3aHbl C M3MEHEHUEM METOJIOJIOTMH BEJEHHUS MOHHUTOPUHIA WIH
npoOiieMamMu ¢ Ka4eCTBOM BBOJA U KOJIUPOBKU JAHHBIX.

3HAaYUTENbHBIN BKJIAA B U3ydeHUM snujaemuonoruu BIIP BHocUT B TOM uucie
HEKOMMepYecKkass BoJIOHTepckas opranusamnus National Birth Defects Prevention
Network (NBDPN), koTtopas akkyMyJaupyeT W aHaiu3upyeT wuHpopmanuw o 47
Hozonorusax BIIP u3 39 snupnemuonornyeckux peructpoB CIIIA, opraHn30BaHHBIX Ha
nonyJsiiiuoHHo#M ocHoBe [140; 169]. B 2019 rony manHasi opraHusaius ormyoJIruKoBasia
oT4eT 0 nonyianuoHHbx yactorax BIIP B CHIA ¢ 2010 o 2014 rox [127], a Takxke
peACTaBUIIa aHAIN3 u3MeHeHusl yactoT BIIP BO BpemMeHH B CpaBHEHUU C IEPUOJAMU C
1999 o 2001 roawt [126] u ¢ 2004 o 2006 roas! [198].

Cornacio nanHeiM  NBDPN  HaunOonee d4acTbIMH TMOpPOKamMu  SIBIISIOTCS
koconanocts (16,87 na 10000), cunapom [layna (15,74 na 10000), pacuienrHa ryos
u/unu Heba (10,00 nva 10000) u arpesus/cTteno3 aerounou aprepuu (9,51 nwa 10000).
OTMeueHO HapacTaHME MOMYJSIUOHHBIX 4acTOoT BO BTOpoM (2004-2006) u TpeTheM
nepuoaax (2010-2014) mis Takux COCTOSIHUM Kak TacTpolu3uc U cuHapoM JlayHa. B
TpETheM Iniepuoae oTrmedeHo Hapactanue dactor mia JAMXII, rterpaner ®amno,
oMmanouesne ¥ TPUCOMHUH 18 XpOMOCOMBI M CHUKEHHE YaCTOThI PACIIeIUHbI TyObl U/WIH
Heba. [Tpu 3ToM nmokaszaHo, 4To 001Iast MOMYJIALUOHHAS YaCTOTa U 4YacTOTa OOJIbIIMHCTBA
oTAeNbHBIX (hopM 3apeructpupoBaHHbix BIIP ocTaeTcst cTabuiabHON B TeUeHUE BpEMEHU
[127].

B OonbmmHCTBE CcTpaH MHpa HauOolsiee pacmpocTpaHeHHoil rpynmnoi BIIP
aBisitoTCs BpoxkaEHHBIe TTopoku cepaua (BIIC) [43]. CornacHo mpoBeACHHOMY MeTa-
aHanu3y yactora BIIC Bo BceM Mupe cTaTUCTHYECKH 3HaYMMO BbIpocia ¢ 1970, mpu atom
aBTOPbl OTMEYAIOT, YTO 3TO OOBACHSETCS Jydlled AMArHOCTUKOM, MO3BOJISIONICH
BbIABIATH Jierkue ¢opmbl BITIC (AMIKII, IMIIII, oTKpBITHIN apTepHallbHBIA MPOTOK)
[100]. Hons Takux nerkux Gopm cocraBuia okoio 60% cpenu Bcex mopokoB cepana. B
TO K€ BpEeMsl 4acToTa TsDKENbIX (opM OKas3anach CTaOUIBHONM B TE€UEHUE BpPEMEHU
HAOJII0ICHMS], @ CPEU TPYIIIBI IOPOKOB CEp/lla, BOZHUKAIOUIUX BCIAEACTBUE OOCTPYKIIMU

BBIXOAHOI'O TpaKTa JICBOI'O KCIIyJ04YKa (HaHpI/IMep, CUHAPOM THUIIOIIIA3UN JICBBIX
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OTJIEJIOB CEPJILla), YaCTOTa CHU3WIIACH CPEAH KMBOPOKICHHBIX OJlaroapsi paciiupeHuto
BO3MOYXHOCTEH IIPEHATAIIbLHON TUArHOCTUKH.

[To nanapiMm EUROCAT nonynsunonnas yactora BIIC Ha repputopuun EBpomnsl ¢
2008 mo 2015 roner cocraBuna 57,1 wa 10000 poxaenuit [166]. B uccnenmoBanuu
1mokasano, 4ro oOmas uyactora BIIC ocraercsa cTaOMJIbHOM B TEUYECHHE HJAHHOIO
IPOMEKYTKa BPEMEHHU.

OcoObIii HHTEpEC NMPEACTABISAET U3yUeHHE dMUIeMUoIoruu Tsokenbix gopm BIIC.
K Takum ¢dopmam OTHOCATCS: KOapKTauusi aopThl, OOUIMI apTepHalbHBIA CTBOJI,
TPAHCHO3UIUSI MAarUCTPAIbHBIX apTepuid, JBOMHOE OTXOXKJEHHE COCYIOB OT IMPaBOTo
KEITyJouKa, aHoManusi OOWTelHa, CHHAPOM THIMOIJIA3UM JIEBBIX OTIEJIOB Cepla,
HepepbIB AYTH a0PThI, aTPE3Us KJIallaHa JIErOYHON apTepuu, €IMHCTBEHHBIN KEITyJ0UEK,
teTpana Pamio, TOTANbHBIA AHOMANbHBIA APEHAXX W aTpe3usl TPUKYCIHIAIBLHOTO
kiarma"a. C 2018 roga Bo Bcex mrarax CIIA, a Takke B HEKOTOPBIX CTpaHax EBpomsbl,
Jlatunckont Amepuke, Kutae u npyrux, BHeApeHa o0s3aTesbHast MyJIbCOKCUMETPUS TS
paHHeW auarHocTuky 3Tor rpynnsl BIIC ¢ nenpro CHUKEHHS MITaIEHYECKOM U IETCKOM
cmeptHocTu [199]. YacTora 3TO# Tpynmel mopokoB konebdnercs oT 16,5 ma 10000
poxaenuit (EUROCAT) no 20,1 na 10000 poxaenuiit (NBDPN) [166; 167].

3HAUUTENbHBIN BKJIaJ B MIIAJIEHYECKYIO U JETCKYIH0 CMEPTHOCTb, a TaKXe B
ypOBEHb MHBAJIUAN3ALMU BHOCIT BpoxkaeHHbIe nopoku LIHC. MccnenoBarenu oTMedaroT
HapacTaHWe 4YacTOT 3TOH TpyHImbl MOPOKOB, HO B MEPBYIO OYEPENb CBS3BIBAIOT 3TO C
NOBBIIIEHUEM KadyecTBa MPEHATAJIbHBIX U MOCTHATAJIbHBIX METOAOB JIUAarHOCTHKU [79].
HccnenoBanne BpeMEHHBIX TPEH0B BAKHO TAKXKE JIJIs1 OTCIIEKUBAHUS MOSBICHUS HOBBIX
TEpPaTOreHOB, KaK 3TO ObUIO MOKAa3aHO Ha MpUMEpe TSKENIOW MHUKpouedaniuu y nere,
BBI3BAaHHOU MOsIBIIEHUEM BHUpyca 3uka B 2015 rogy [202].

[IpucranbHblli HHTEPEC B U3y4YeHUU dnuaemuonorun nopokos [IHC HanpasiieH Ha
nedextel HepBHOU TpyOku (JIHT) B cBsa3u ¢ orkpeiTeM B 1991 romy mNpoTEKTHUBHOTO
addekra PorreBoil KUCTOTHI, CBSI3aHHOTO CO CHIKEeHHEeM pucka paszputus JHT [173].
[Ipeanonaranoce, 4To NpUMEHEHHE OEPEMEHHBIMU JKEHIMHAMHU MpenapaToB (HoaueBoi
KHUCIIOTHI 3a 2-3 Mecsla 10 IUIaHUpyeMoil OepeMeHHOCTH, a Takxe B | Tpumectpe

OepeMEHHOCTHU JOJKHO MPUBECTU K CHIKEeHMIO yacToThl JJHT.
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B 2015 roay Obut mpoBeieH CUCTEMAaTUYECKUN aHAIU3 JAHHBIX JIUTEPaTyphbl MO
yactore U auHamuke 4dactotel JHT, oxBaTteiBaromumii 75 ctpan mupa [72]. AHanu3
nokasai, yto yactora JJHT B Mupe, HecMOTpsl Ha HaNM4YKE NEPBUYHON MPOPUIAKTUKH,
octaetcs Bbicokoi. [lomynsimonnas yacrota JIHT B pasHbIix cTpaHax KoieOyeTcs B
HIMPOKHUX TIpeJieNiax, U YPOBEHb €€ 3aBUCUT KaK OT KauyecTBa MPOBEICHUS NMEPBUYHOMN
npopUIAKTUKA B PpErdoHe, TaK M OT OpPraHu3allUd MOHUTOPUHTOBBIX CHUCTEM,
OCYILECTBIISIIOIINX PETUCTPALUIO CIIy4YaeB MOPOKA.

K OHT oTHOCsTCA, KaKk W3BECTHO, aHAHIEdanus, SHIedaIonene U CIUHHO-
Mo3roBbie TpbikH [135]. OOmas yacTora 3TUX TPEX TUIIOB MOPOKOB MO BCEMY MHPY
corjlacHoO MeTa-aHanu3y Blencowe c coaBropamu coctasisier 18,6 (15,3 —23,0) va 10000
poxnenuit [85]. M3 Bcex cmywaeB 50% mnpencrasnensl ciayyasmu JHT y mionos,
AIMMUHHUPOBAHHBIX MOCIIEC IPEHATATBLHOTO BhIsIBIICHUS MTOopoka. C HanboJbIel 4acTOTON

JHT Bctpeuarotcst B FOxHol A3uu u Adpuxe (Tadbnuia 7).

Tabnuya 7

[Tonynauuonnas yactota JJHT B pa3Hbix pernonax mupa [85]

Pernon Yacrora IHT Ha 95% A1
10000 poxaenuit

IOxHas Azus 31,96 23,81-40,12
Bocrounas Azus 19,44 15,46-23,41
Cesepnast Appuka u 3anagHas A3us 17,45 13,56-21,34
Cyb6caxapckas Adpuka 15,27 10,19-20,34
ABcTpanasus 12,1 10,45-13,94
Bocrounas EBpona u llentpanshas Asust 9,92 7,60-12,24
EBpora 8,63 6,80-10,47
Jlatunckass Amepuka u KapuOsr 7,78 6,58-8,97
IOro-Bocrounas Azust 6,76 5,77-7,75

Cpenn nopokoB IIHC, nHe otHocsamuxcs k JIHT, npeBanupyroT aHOManuu
MO30JMCTOTO  TeNa, PEAYKUHOHHBIE TIOPOKM TOJIOBHOTO  MO3ra, a TakKke
rosionpo3sHuedanus (tadbmuma 8) [79]. BOABIIMHCTBO ATUX CIIy4yaeB BBISBISIOTCS B
IpeHaTaIbHOM MEPHO/JIe, OJTHAKO MMOKAa3aTEIN MOTYT CHJIBHO KOJe0aThCsl B 3aBUCUMOCTH
or pernona wuccinenoanus. HMccnenoBatenu EUROCAT oTMeuaroT 3HAaYUTENIBHOE

HapaCTaHHUEC C TCUCHHUEM BPEMCHU 4aCTOT aHOMAaJIMH MO30JIMCTOrO TeJia U PEAYKIHUOHHBIX
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IIOPOKOB T'OJIOBHOTO MO3Ta, KOTOPOE CBS3aHO, 0 UX MHEHUIO, C TIOBBIIIICHUEM KadyeCcTBa
IpPEHATAILHON JHArHOCTHKH.
Tabnuya 8

ITonmynsumonHbIe YacTOTHI BpoxkAeHHbIX nopokoB [IHC B EBpone ¢ 2005 o 2014 r.r.

[79]

Hozonorus nopoxos [ITHC Yactora na 10000 95% A1
POXKIAECHUI

AHoMaiust MO30JIMCTOTO Tea 3,25 2,72-3,82
ApundHIadIH 0,04 0,01-0,07
lNononpozanuedanms 1,55 1,37-1,77
Jpyrue pe1yKInOHHbIE 2,92 2,51-3,35
nedopMaIui roJIOBHOTO MO3Ta
Cenro-onrudeckas TUCIIIA3US 0,19 0,11-0,26
Meranosuuedanus 0,08 0,05-0,11
Bposxnennsie nepedpanbHble KUCThI 0,69 0,49-0,93
Jlpyrue yTOYHEHHbIE BPOXK/ICHHBIE 0,75 0,53-1,01
AHOMAJIMM MO3Ta
Bpoxaennas anomanusi Mmo3ra 0,39 0,29-0,52
HEYTOYHCHHAS
OOmas yacrota 9,78 8,5-11,16

[Ipn oOHapyXeHUH aHOMAJIMI MO30JHMCTOrO0 Teia TpeOyeTcss TUlaTeNbHOe
o0OcneoBaHNe BCEX OPraHOB M CUCTEM, B CBSA3M C BBICOKMM PHCKOM acCOLHMALUU C
NOPOKaMH APYTHMX OpPraHoB. B HM30JMpOBaHHBIX CilydasX, Kak MpaBUjio, peOECHOK He
UMEET HUKaKUX MPOSBJICHUHN, OJJHAKO, HAJTMYKME COYETAHHBIX TOPOKOB 3a4aCTyIO TOBOPHUT
0 TUIOXOM TporHo3e st 310poBbs [53]. B uccnenosanuu C. Stoll ¢ coaBTopamu moms
COUYETaHHBIX TOPOKOB CPEIU BCEX 3aPETUCTPUPOBAHHBIX CITYyYaEB areHE3UU MO30JIUCTOTO
Tena coctaBuina 73,7% [185], mpu 3TtoMm okono 30% U3 HUX OTHOCWIMCH C KaTErOpuu
«Yy3HaBa€MbIX» CUHAPOMOB, HAIIPUMEP, XPOMOCOMHbIE CUHAPOMBI (Tpucomuu 21, 18, 13
U Jp.), MOHOT€HHBIE CUHAPOMBI (cuHIpombl Alikapnu, ®punca, Mekkens-I'pybepa,
Moara-Bunscona, Pyounmreitna-TelOu u ap.) u curapom enau-Y okepa.

Cpean mopoKoB MOYENOJIOBOM CUCTEMbI 3HAYUTENbHAS JT0JISI CIy4aeB MPUXOIUTCS
Ha runocnaauio. Hanbonee macimTaOHbIM UCCIEI0BAHUEM 11O SMUIEMUOJIOTUU JaHHOTO

IMOpOKa SABJIACTCSA aHaJIN3 27 SIUACMHOJIOITHIYCCKUX PEruCTPOB, BXOJANIMX B COCTAaB
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ICBDSR, 3a 31 rox nabmoaenuit — ¢ 1980 mo 2010 roaer [110]. OGmias yactoTa no Bcemy

mupy coctaBuia 20,9 na 10000 poxnenuit (95% AU 19,2-22,6). 3a Becb BpeMeHHOU
IPOMEKYTOK OMPENIEAETCS MOJT0KUTEIbHBIN TPEH T YaCTOT JAHHOIO TIOPOKA, IIPU ITOM
3a nepuoj ¢ 2000 mo 2010 HapacTaHue 4aCTOT CTATUCTUUECKH 3HAUUMO.

[Topoku moueBslienutenbHol cucteMbl (MBC) mpeacTaBisioT co0oil MUpoKuid
CHEKTp aHOMaJUH MOYEK, MOYETOYHMKA, MOUYEBOTO IY3bIPS U YPETPHI, KOTOPHIE Yallle
BCETO OMNPENEIISIIOTCS CPer JIULl MyKCKoro mnona [45; 134]. Bpoxaenusie nopoku MBC
4acTo SBJSIOTCS NPUYMHOM XPOHUYECKOW MOYEHYHOW HEIOCTATOYHOCTH B JIETCKOM U
B3pociioM Bo3pacte. Cpeau nmopokoB MBC BpoxkaeHHBIN ruapoHedpo3 UMEET camylo
BBICOKY1O yactoty [37; 58; 170].

3HayuTEIbHOE BHUMAHWE Ha JaHHBIM MOMEHT OTBOJUTCS MCCIICIOBAHUSIM,
OXBaTBHIBAIOIINM OOJIBIIIME BBHIOOPKU JIAHHBIX [0 KOHKPETHBIM THIAM IOPOKOB.
[IpumepamMu  Takux  MCCIENOBAaHWM  3a  IIOCIENHEE  JECATUIETHE, I[IOMUMO
BBIIICTIEPEUUCIICHHBIX, SIBISIIOTCA OMUCAHUS AUAEMHUOIOTUN JUISl CIEAYIOMINX MOPOKOB:
pacuienuHa ryosl u/win Heba [114], omdanouene [27], nnadparmansHas rpoika [159],
aTpesus nuieBoja [ 168], arpe3uu Tonkoro kummeynuka [84], MBIIP [83], a Takxke Takux
3aboneBaHui Kak cuHApoMbl bakButa-Bumemana [39], Xonr-Opama [106], Mekkens-
I'pyGepa [122]. Tonbko 6marogapst peructpam BIIP nmosiBriiack BO3MOXKHOCTh U3YUYEHUS
SMUJIEMHUOJIOTUYECKUX XapaKTepUCTUK oueHb penakux BIIP, Takux kak IuKIiIonus,
amenus, akapaus, SKCTpodusi MOUEBOTO My3bIPs, SKCTPODHS KI0AKH, HEPA3AECIUBILIASICS
nBOMHS, GokoMenus u cupeHomenus [31; 35; 44; 46; 54; 63; 69; 139; 180]. Takue
rJ100aJIbHbIE UCCIIEIOBAHUS ITPEIOCTABIISIOT JaHHBIE BHICOKOTO KAYeCTBA M 3HAYUTEIBHO
NOBBIILIAIOT HAallle MOHMMAaHWEe B O0JIACTH 3THUOJOTHMU STUX MOPOKOB. 3HAYMMOCTD
peructpauuu Bcex (OpM MOPOKOB JJIs ONPENETICHUsI UX 3TUOJIOTHU TaKXKe OTMEuYaeT
Accommanuss  AkymepoB u ['mnekonoroB SAnonun (The Japan Association of
Obstetricians and Gynecologists, JAOG) [161].

YyuThiBas BBIIIECKA3aHHOE, OYEBHMJIHO, YTO HU3YYEHHE SIUIEMHUOJIOIMYECKUX
xapaktepuctuk BIIP mpexacraBisier co0oil akTyanbHylO 3aJady OOIIECTBEHHOIO
3IpaBOOXPAHEHUs B CBSA3U C UX CYIIECTBEHHBIM BKJIAJOM B YPOBHU MEPTBOPOXKICHHUM,

MJIaJIEHYECKON U JETCKOM CMEPTHOCTH, AETCKON 3a001€Ba€MOCTU ¥ MHBAIUAHOCTH. [1pn
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3TOM, CTPYKTYpa, paclpeaciaeHUue 4acTOT U BpeMeHHbIe TpeHabl BIIP yHukaneHbl 11
pa3HBIX TeppuTOpHil. B 3TOM CBsI3M, HEOOXOAUMBI PETUOHAIIBHBIE AITUIEMHOJIOTTYECKHE
UCCIIEIOBAHUS [IJIsl TUTAHUPOBAHUS Mep NPOPUIAKTHUKA Ha KaXKIOW OTIENbHOU
tepputopun. K Hanbonee pacnpoctpaneHHbM rpymmnam BIIP Bo Bcem Mupe oTHOCSTCS
nopoku cepana, [{HC u mouenonoBoi cucteMmsl. Kpome TOro, 3HaunTENbHBIA BKIIAJ B

ctpykrypy BIIP BHOCAT XpOMOCOMHBIE aHOMAJIUU.

1.2.3 dnupemuosiorusi BIIP, 00yc/i0BJIeHHBIX XPOMOCOMHBIMH HAPYIIEHUSIMH

B snunemuoniornueckux perucrpax BIIP pernctpupyrorcs kak n30JIMpOBaHHBIE,
TaK 1 MHOKECTBEHHbIE MOPOKH pa3Butuid. Kak ynomunanocs panee, MBIIP moryT ObITh
IpeCTaBIIeHbl pa3HbIMU (POPMAMU: CUHIPOMAMH, CIEACTBUAMHU WK accouuanusmu. B
TeX curyauusax, koraa MBIIP nuarHocTupyroTcsi Kak HM3BECTHAas HO30J0TMYECKas
eUHUIIA, CIydail BHOCUTCS B 0a3y JaHHBIX MoJ cooTBeTcTBytomuM koaom MKB 10
nepecMortpa. bnarogapsa 3toMy, cucreMbl MOHUTOpUHra BIIP 1mo3BOISIOT MpOBOAUTH
AMUAEMHUOJIOTMUECKUI aHAIN3 HE TOJIBKO M30JUPOBAHHBIX (DOPM MOPOKOB pa3BUTHUS, HO
Y MHOXECTBEHHBIX, B YaCTHOCTH CUHAPOMaIbHBIX popM. [loaHOTa TaHHBIX O CUHAPOMAX
OyIeT 3aBHCETb OT YpPOBHS W TOJIHOTHI OOCIIE€IOBaHUS BBISABIAEMBbIX ciiydaeB. Ha
CETOJIHSIIHUYN JIeHb NMpakTudecku Bce ciydan MBIIP y HOBOpOXeHHBIX 00CIeayIOTCS
[IUTOT€HETUYECKU U BBISBIIEHHBIE XPOMOCOMHbBIE HAPYIIEHHUSI BHOCATCS B 0a3y JTaHHbIX.
Takum o6pazom, peructpsl BIIP Moryt sBIATbCS HMCTOYHHMKAMHU JaHHBIX IO
SMUIEMHOJIOTUN XPOMOCOMHBIX AHOMAJIHUH.

XA mpeAcTaBisOT cOOOW TeTepOreHHyl0 TpyMIy HaclIeACTBEHHBIX OoJie3HEl,
BO3HHUKAIOIIMX B PE3YIbTAaTE€ U3MEHEHUN KOJIMYECTBA WIM CTPYKTYPbl XPOMOCOM, IIpH
ATOM MX KJIMHHUYECKas KapTHHA OYeHb BapuadenbHa, HO, KaK MPaBUIIO, XapaKTEPHBIMU
JUISL HUX TIPOSIBJIEHUSMU SIBIIIFOTCS BPOXKIEHHBIE TOPOKU pa3BuTus [ 138; 154].

HaubGonee pacrnpocTpaHeHHBIMU TpynnamMu XA SBISIOTCS TPUCOMUU  TIO
xpomocomam 21, 18 wu 13, a Ttakxke cungpomsl Illepemesckoro-Tepuepa wu
Knsitnpensrepa. Cornacuo nanaeiM EUROCAT ux yactora B EBpornie coctaBmusier 4,82
Ha 1000 poxamenuit (2011 — 2019 rr.) [89]. Peructpanusi BBISBICHHBIX CIIy4acB

TPUCOMMH XPOMOCOMBI 21 cpeau KUBOPOKACHHBIX U IJIOJIOB SIBISIETCS 00s13aTEIbHON B
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OonpmMHCTBE cucteM MoHuTOopuHra BIIP B mupe. B cBsi3u ¢ dem, K Hacrosiemy
BPEMEHHM XOpOLIO M3BECTHA NOMYJISIMOHHASA 4YacTOTa CUHApoma [layHa, KpoMme TOro
ONpENEIIEHbl BO3paCT-3aBUCHUMbIEC pUCKH [197].

B wuccnegoBanuun H. Dolk BbIsIBIEH pOCT YacTOThI YacThIX XPOMOCOMHBIX
anoMaiii: B 1987 rony ux vacrora cocrasisiia 2,3 Ha 1000 poxnenuid, B 2007 roxy —
3,4 na 1000 [76]. laHHBI! TpEeHJ CBSA3aH C YBEJIMYEHHEM CPEIHETO BO3pPACTa POKECHUIL
[103].

[ToCKOJIBKY XpOMOCOMHBIE AHOMAJIMHU JUAarHOCTUPYIOTCS YK€ B IPEHATaJIbHOM
nepuoje, JUisl OnpeeieHus] MOMyJISIHOHHBIX YacTOT HEOOXOJUMO YUUTHIBATH CIIydau
npeHatanbHO BbIABIEHHBIX XA. [lo maHHbIM MexayHapoaHoro ®onga MeauimHb
[Inona (The Fetal Medicine Foundation, FMF) wu3BecTHO, 4TO B CTPYKType BCEX
IpeHaTaabHO BBIABIEHHBIX XA 10 50% mnpexncraBneHo cuHapomom Jlayna, 17% —
cuHapoMoM JDnBapaca, 8% — cunapomom llaray, 10% — cungpomom IllepemeBckoro-
Tepuepa, 15% npuxogutcs Ha peaxue XA [19]. I'pynna penkux XA mnpexacrtaBiieHa
TPUCOMUAMH M MOHOCOMHUSIMH ayTOCOM, 33 HCKJIIOYEHHEM YaCThIX ayTOCOMHBIX
TPUCOMUI U aHEYIUIOMAUH MO MOJOBBIM XpPOMOCOMaM, MOJUIUIOUINASIMU, ACIECHUIMA U
OYIUTKAIUSAMU,  HecOaJaHCHUPOBAHHBIMU  TPAaHCIOKAMSAMH U MapKEepHbIMU
XPOMOCOMAMH.

3a mocleIHEEe JECATWIETHE CYIIECTBEHHO PACIIMPWIACH BO3MOXKHOCTHU
JIUArHOCTUKM XA, Onarojapsi MOSIBIEHUIO MOJIEKYJSIPHOTO KapUOTUIIUPOBAHUS HWIIU
XPOMOCOMHOTO MHUKpoMaTpuyHoro anaimuza (XMA), M03BOJSIOIIETO0 BBISBISAThH
MHUKPOXPOMOCOMHBIE TIepecTpoiiku (copy number variations — CNV), KoTopbie HE BUIHBI
IpU CTAHAAPTHOM KAPHUOTHUIIMPOBAHUHU. B 3aBUCUMOCTM OT IUIOTHOCTH MapKepoOB,
PacCIIOI0KEHHBIX HA MUKpOMATpuLe, BO3MOXkHa quarHoctuka CNV pazmepom ot 1 ThIC.
nap HYKJIEOTHJIOB, YTO CYIIECTBEHHO MPEBBIIIAET Pa3pelIAONIYI0 CIHOCOOHOCTD
CTaHJAPTHOTO KapUOTUIIUPOBAHUSA. XMA SBIS€TCS IMarHOCTUYECKUM METOJIOM, TO ECTh
HE TpeOyeT NpPOBENEHUS MJOMOIHUTENbHBIX TMOATBEPKIAIOIINX €ro pe3yiabTaToB
MeTon0B. TakuM o0Opa3zoM, cTajla BOZMOXHOW JUArHOCTHKA HE TOJIBKO TAKMX YaCThIX

XpPOMOCOMHBIX 3abojeBaHui Kak cuHiapoMbl [layna, Oneapaca u Ilatay, HO u
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MUKPOJICTICIIUOHHBIX, MHUKPOIYIUTMIIMOHHBIX CHUHAPOMOB, a Takxe OoJie3Hel
umnpuHTuHra [32; 51; 200].

BaxHOCTh M aKTyaJlbHOCTh HCINOJIb30BaHUA XMA [ JUarHOCTUKM XA Ha
CETrOJIHALIHUMN JIEHb HE BBI3BIBAET COMHEHUMU. B HacTosliee BpeMsi pEKOMEHAYETCS €ro
IPUMEHEHHE B KadyeCTBE TeCTa MEPBOM JMHUU y neterl ¢ HeauddepeHInpoBaHHON
YMCTBEHHOM OTCTaJIOCThIO, ayTU3MOM M MHOXXE€CTBEHHBIMU MMOPOKaMU pa3BUTHS [64].

Juarnoctuka XA B NpeHATAIbHOM NEPUOAE BO3MOXKHA C MOMOIIBIO MTPOBEACHUS
WHBA3UBHON MaHUMNYJSIUU (OHMOIICHUS BOPCUH XOPHOHA/aMHHMOLIEHTE3/KOPJIOILIEHTE3) C
MOCJICAYIOIIUM T€HETUYECKUM 00CIIeIOBaHUEM TIJI0AHOTO MaTepuaia [116; 117].

Jns TeHeTM4ecKOW JHMarHOCTUKM B TPEHATAJIbHOM I[I€PHUOJIE 4Yallle BCEro
UCIIOJIb3YETCSl CTAHJAPTHOE KApUOTUIIUPOBAHUE, KOTOPOE TO3BOJISIET OINPEIEIIUTh
KPYIHBIE XPOMOCOMHBIE IEPECTPOMKHU, TPUMEPHO OT 7 MJIH. IIap HyKJI€OoTUA0B. OIHAKO,
CYHIECTBYIOT KIIMHUYECKHUE CIIy4au, KOT/1a TPU HOPMaJIbHOM KapUOTHIIE IJI0JA OCTAIOTCS
MOJO3PEHUsI B OTHOIIEHWM TE€HETHYECKOTro 3abojieBaHus. B TakoM ciydae s
ONPEAETIECHNS JUAarHo3a U TOYHOTO MPOTrHO3a JISl JKU3HU U 3[I0POBbS 104 CYLIECTBYET
HEOOXOJUMOCTh B  TPOBEACHUU JIOMOJTHUTEIBHBIX, 0OJiee TOYHBIX METOJIOB
o0OcneaoBaHusl.

CornacHO TMPOBEAEHHBIM MEXAYHAPOJHBIM HCCIEIOBAaHUSM, B CPaBHEHHUH CO
CTaHJAPTHBIM KapuoTUNUpoBaHHEM XMA MO3BOJISIET TOMOJHUTENBHO BBISBIATH 7-10%
XA [189]. AmepuxaHckas koyuierus akyuepo-ruiekonoros (The American College of
Medical Genetics and Genomics, ACMGQG) pekoMenayeT nposeaenre XMA B kauecTBe
TecTa MepBOM JIMHUM NMpHU Hanuuuu omgHoro u 6onee BIIP y mnona. Takas crparerus
MO3BOJISIET JIOMIOJHUTEIBHO ONPEAETUTh 0K0JIo 6% XA [56].

BaxxHo ormeTuTh, YTO mnpu Haauuuu u3onmpoBaHHeXx BIIC mona
JTUarHOCTUYeCKas 3HauuMocTh XMA MoxeT cocTaBiath oT 7% (B cnyuae JIMXKII) no
30% (B ciiyyae maToJIOTUU BBIXOAHOTO TpakTa) [36; 38; 50]. [Ipu yBenuueHUU TOIITUHBI
BOPOTHUKOBOT'O TMPOCTpaHCTBa Oosiee 3,5 MM 10 pe3yibTaraMm yJIbTPa3BYKOBOTO
CKpUHHMHTA TIEPBOTO TPUMECTpPa B PETJIaMEHTHUPOBAHHBIE CPOKU (JIOMOITHUTEIHLHO 5%

Haxo0K) [98].
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Ha ceronusiiauii 1eHb MOMYJISIITUOHHBIE YaCTOTHI U CTPYKTYpa peakux XA B MUpE
JIOCTOBEPHO HE ompeesieHbl. Takux padoT NpakTUYECKH HET U 3TO CBS3aHO C TEM, UTO B
OOJBIIMHCTBE PETUCTPOB YUYUTHIBAIOTCS TOJBKO YacTble (OPMBI XPOMOCOMHBIX
HapyumeHud. OLeHUTh pacpOCTPAHEHHOCTh peAKUX XA TMONBITAIUCH B ABYX padoTax:
Baena N. c coast. (2003) u Wellesley D. c coast. (2012) [149; 174].

B nccnenoanuun Baena N. ¢ coaBropamu no ganHeM 19 peructpos EUROCAT
4acTOTa BCEX XPOMOCOMHBIX aHOMaluii coctaBmwia 2,62 Ha 1000 poxxaeHuid, a yactora
penkux XA 0,17 va 1000 poxnenuii. Peqxkue XA ObUIM MpeNCTAaBICHBI ACICIUSIMU
(camas yactas XA B 3TOH rpynne), IyIIuKausIMu, TPUCOMUSIME XxpomocoMm 8, 9, 10, 14,
15 u 16 u HecOanaHcupoBaHHBIMH TepecTpoiikamu [7]. OgHako B 3TOi paboTe
OMpeneNsuiach 4acTtoTa peakuxX XA, BBIBICHHBIX TOJBKO TpHU MpPEHATaIbHOM
UCCJIEIOBAHUH.

B uccnenosanuu Wellesley D. ¢ coaBropamu mpoaHanu3HpOBaHbl JaHHbIE 16
peructpoB u3 11 eBponeiickux crpal, Bxoasumux B EUROCAT, 3a nepuoa ¢ 2000 no
2006 ronsl [174]. B nanHoii paboTe yuyuThIBAIMCh BCe ciiydan XA, BKIIOYas pejakue,
Cpenu KUBOPOKACHHBIX, MEPTBOPOKIEHHBIX U MPEPBAHHBIX OEPEMEHHOCTEN B CPOKE 10
20 menenb ¢ XA y miona. Beero 3a ananmusupyemsiit nepuon B 6aze EUROCAT Obuto
3apeructpupoBano 10323 cnyuas XA, urto cocraBwio 4,38 Ha 1000 poxaeHui.
CtpykTypa 3aperucTpupoBaHHbIX XA ObUla MpeAcTaBieHa CIEAYIOIIHMM 00pa3oM:
cunapom Jlayna — 53%, cunnpom Dasapaca — 13%, cunnpom Ilaray — 5%, aneymionanmn
no 1moJioBbIM XxpomocomaM — 13%, penkue XA — 17%. OOmiast yactora peakux XA
coctabwia 0,74 wa 1000 poxnenuit (1737 cuyuaeB). Cpeau Hux 899 Obutn
AKUBOPOXKICHHBIE, U3 KOTOphIX 40 ymepnu Ha 1 roxy xu3Hu, 778 OblIM XKUBHI B 1 TOJ, B
81 ciydae JaHHBIX O )KU3HU HET. TakuMm o0pa3oM, ObLI0 TOCYUTaHO, uTo 3,3—-3,7 ciiyuaes
Ha 10000 poxaeHW HYXJAIOTCA B JUIMTEIBHOW CHELHATU3UPOBAHHON MOMOIIU, YTO
BAXXHO MpU IUIAHUPOBAHMM OOBEMOB MEIMUIIMHCKON TMOMOIIM HACENEHUIO0. ABTOpBI
OTMEYaIOT, YTO Y HUX IOJYYEHBI CaMble BBICOKHE MMOKA3aTeNIN 4acTOT XA, B TOM YHUCIIE
u penkux. OnHako B 3TOM paboTe ompenensiach 4acToTa pelkuX XA, BBISBICHHBIX

TOJIBKO IIPU IIPCHATAJIBHOM HMCCIICAOBAHNH.
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J.C. Donnelly ¢ coaBTopamu npoenu ananu3 1082 110108 ¢ TOpoKaMu pa3BUTHS,
BBISIBJIEHHBIMHU TIPEHATAIbHO, CPEIu KOTOPBIX y 752 Obul ompeneneH HOPMaJlbHbIN
kapuotun [38]. IIpu npoBenennr XMA y 3yIIOUIHBIX TUJI00B ObUIT BBIsIBIIEH 61 cityyaii
(8,1%) BapuaHTOB 4YHCIAa KOMHM, TPAKTyEeMbIX KaK MATOTE€HHbIE WJIU C HESICHOU
KJIMHUYECKON 3HaUMMOCThI0. Yare Bcero «HemoOpokadectBeHHbIe» CNV oTMeuanuch
npu o0HapyXeHUH y 1uio/1a mopokoB cepaua (15,6%, p<0,001), nopokos numa (15,2%,
p<0,001), u BHyTpUTPYIHBIX TOPOKOB (AMadparManbHas Ipbhka, TUIOMIIA3US TPYIHON
KJIeTKH, KopoTkue pebpa u ap.) (15,0%, p<0,004), npu ydeTe BceX CIy4aes,
U30JIMPOBAHHBIX UJIM MHOKECTBEHHBIX. [Ipy aHanu3e TOJbKO M30JIMPOBAHHBIX CIy4aeB
HauOoJIbIIIEe KOJTMYECTBO HAX0I0K ObLIO MPHU MOpokax cepaua u novek (15,0%, p<0,036
u 10,6%, p<0,012, coorBeTcTBeHHO). [lannble, moaydenHsie B padote J.C. Donnelly, o
TUIIAM MIEPECTPOEK MPECTaBICHBI B Ta0IHIE 9.

Tabnuya 9
Cnydan cyOMUKPOCKOITMYECKUX MEPECTPOEK Y IMJI0JI0B C TOPOKAMH Pa3BUTHS,

BbISIBJICHHBIMU Tipu Y 31 [38]

Copy number Heneuus Jynnukarus Bcero [Tpomnent, %
variation

22q11.21 10 1 11 18
17q12 5 1 6 9,8
16p13.11 2 6 9,8
1g21.1 - 3 3 4,9
10g21.1 2 - 2 3,3
15q13.3 - 2 2 3,3
Hpyrue cnyqan | 17 14 31 50,8
O6miee yncio 38 23 61 100
ClTydaeB

B 2015 rogy Obutn ipenctasiiensl JanHble o 1033 miogam ¢ yapTpa3ByKOBBIMU
HaxoJIKaMHM, Il KOTOphIX Obul mpoBeaeH XMA [154]. B nannoit pabore, y4uThiBas
pexoMenganuu ACMG, XMA Obut TecTOM NEPBOM JIMHUU B Cydyae HaJIM4YMS y IUI0JA
MapkepoB XA, HECTPYKTYpPHBIX HapylIeHWil (Hampumep, 3aJepikKa pocTa IUIoJa),
OPOKOB Pa3BUTHS U YBEMUYEHUS IeHHOM cknaaku 0oiee 3,5 mm. Cpenu Hux 76 ciydaes

(7,4%) ObuIH pECTaBIECHBI XPOMOCOMHBIMH MEPECTPONKAMHU, KOTOPHIE HE OTHOCATCS K
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gacTbiM XA u Tpuronausm. I[lpu stom u3 Hux 19 Haxomok ObUTM MHUKPOCKOTHYECKU
JIETeKTUpYyeMble U 57 CyOMUKPOCKOTTMYECKUMHU.

HecMoTpst Ha HOpMasbHBIE pe3yJbTaThl KapuoTunupoBanus u XMA, ocraercs
JOCTAaTOYHO OOJIBILIOE YHCIIO IUIOJOB € IMOPOKAMH pa3BUTHUA 0e€3 YCTaHOBIEHHOTO
T€HEeTUYECKOro JuarHos3a. B cBs3u ¢ 3TUM BO3MOXKHO JOMOJHUTEIBHOE UCIOJIb30BAHUE
TEXHOJIOTUI CEKBEHUPOBAHUSI HOBOT'O MOKOJIEHUS, TAKUX KaK CEKBEHHPOBAaHUE T€HOMA U
sk30Ma [93]. J[aHHBIE TECTHI NMO3BOJIAIOT ONPEAECIUTh HAIWYME OJHOHYKIECOTHUIHBIX
3aMeH, TO €CTh YCTAHOBUTH TUArHO3 MOHOT€HHOTO 3a00JIEBAHMS.

YuuThiBas BBICOKYI0 CTOMMOCTh CEKBEHHMPOBAHHUS TI€HOMAa U  CJIOXKHYIO
uHTepnperanuto gaHHbx, pekomenganuu ACOG (The American College of Obsetricians
and Gynecologists) mpeasaratoT COCPe0TOYUTLCS HA MCIOJIb30BAHUH B ITPEHATATLHOM
NEpUOJIE TOJBKO CEKBEHUPOBAHMS HK30Ma [56]. ABTOpBl OTMEUAIOT OrPAaHUYECHHOE
KOJIMYECTBO CIy4aeB, OMUCAHHBIX B JIMTEPATypE MO KCIOIb30BAHUIO JAHHOTO METOJA.
Tem He MeHee UCXOAs U3 ATUX JAAHHBIX MPEIOIAraeTcs BbISBICHUE AOTOTHUTEIbHBIX
20-30% reHeTHYEeCKUX JHArHO30B CpPEIM JETed C MHOMXECTBEHHBIMU IOPOKaMU
pa3BUTHS, 00YCIOBIEHHBIX MOHOT€HHBIMU 3a00JIEBAHUSIMHU.

Hcnonb3oBaHue CEKBEHUPOBAHUS 3K30Ma B NPEHATAIIBHOM IEPUOJAE CHIIHHO
OTpaHUYEHO CPOKaMHU IMOJIyYEHHUsS pe3yJibTaTa TECTUPOBAHUS, KOTOPBIA B CpeIHEM
cocraBisier Oonee 6 Henenb. YUYUTHIBas JaHHYIO HIPOJOJDKUTEIBHOCTh BO3MOXKHO
YIYILEHUS CPOKOB, KOT/1a OepeMeHHas MOKET MPUHUMATh PEIICeHUE O COXPAaHEHUU UITU
npepbiBaHun O6epeMeHHocTH. Kpome TOro, 0oJbplIOE KOJIMYECTBO BapUAHTOB C
HEU3BECTHOW KJIMHUYECKON 3HAUMMOCTBIO0, OOHAPY>KUBAEMBIX MPU 3TOM TECTUPOBAHUH,
4acTO OCTaBJISIET 0OJIbLIE BOMPOCOB, YeM OTBETOB. B 310 cBsizu, ACOG pekoMeH1yeT
UCIIOJIb30BaTh CEKBEHUPOBAHME H3K30Ma B IPEHATAIbHOM IEPHOJE TOJBKO B
UCCJIeI0BATENbCKUX LIEJISX U TOJIBKO MOCIIE TIIATeNbHON KOHCYIbTAllMN Bpaya-reHeTrKa,
KOTOPBII CMOKET 0OBICHUTH BCE MPEUMYIIECTBA U HEAOCTATKH METO/IA.

W3 BbIIECKAa3aHHOTO ClEAyeT, YTO MOMUCK 3Tuosiorudeckux ¢daxktopoB BIIP
npojoJiKaeTcs 10 cux nop. Ha naHHbIi MOMEHT, U3BECTHBI MOMYJIAIIMOHHBIE YaCTOTHI
gacThiXx XA (Tpucomuu 21, 18 u 13 xpomocom, cunapomsl lllepemerckoro-Tepuepa u

Kngitnenrepa), oaHako TMOMYJSIHMOHHBIE XapaKTEPUCTUKH IPYTHX XPOMOCOMHBIX
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aHoManui enie He onpenesieHsl. C MoMeHTa nosiBaeHnss XMA B KIIMHUYECKOW MTPAKTUKE
CYIIECTBEHHO PACIIMPUIINCh BO3MOXXHOCTH JUAarHocTuku XA. B cBsiI3u c 3TuM,
HEO0OX0IUMbI YriayOJeHHbIE Hay4YHbIE MCCIEJIOBAHMS B OOJACTH PacHpOCTPAHEHHOCTH

penkux XA.

1.3 Metoansl npo@UIAKTHKHA U UX BJIMSHUE HA YACTOTY BPOK/JACHHBIX IOPOKOB
PA3BUTHA B NONMYJISALUA
[Ipodunaktuxka BIIP mpexacraBisier coOoi BaxHyl0 3aady OOIIECTBEHHOIO
3paBOOXPAHEHHS U OPTaHOB MPABUTENIHCTBA BO BCEX cTpaHax mupa [91].
Boigenstor cieayromye ypoBHH Mep MEIULMHCKOW MPOPUIAKTUKH MOPOKOB CpeIu
nereut u B3pocisix [70]:

e [lepBuuHas npoduiakTHKa — 3TO MEPbl MPEKOHIENIIMOHHONW NPO(UIAKTHKH,
HaIlpaBJICHHOW HAa CHM)KEHUE PHUCKOB BO3HMKHOBEHHMS IIOPOKOB Yy JIETEU
(HampuMep, cOanaHCUPOBAHHOE MUTaHUE, MpueM (OJHUEBOW KUCIOTHI IO U BO
BpeMsi OEpEeMEHHOCTH, HWCKIIOUYEHHE BIUSHUS TEPATOr€HOB, MPOCIEKTHUBHOE
MEIUKO-TE€HETUYECKOE KOHCYIbTUPOBAHUE);

e Bropuunas npodunakTika BKIOYaeT NpopUIaKTUYECKUE MEPOIPUITHS C LEJbIO
panHero BbisiBieHMs BIIP y mionma ¢ mocinenyromuyM paHHUM JIEUEHHEM WU
npepbiBaHuEeM OEpEMEHHOCTH B Cllydae HECOBMECTHUMBIX C JKM3HBIO IMOPOKOB
pa3BuUTHS;

e TperuuHass NPOPUIAKTUKA COCTOUT M3 PAHHETO BBISBICHUS, AUATHOCTUKH U
neyenus ciiyyaes BIIP cpenu nereil 1uisd npegoTBpallleHUs WIM CBEICHUS K

MHHUMYMY PUCKOB YXYAIICHUA COCTOSHHA, OCHOX(HCHHﬁ, HWHBAJIMAHOCTH.

OueBuHO, 4YTO NPODUIAKTHKA BPOXKICHHBIX AaHOMAIUW TpeOyeT HaJexKHBIX
AMUAEMHUOJIOTMUECKUX JAHHBIX O PACIIPOCTPAHEHHOCTH U THIaX BPOKJIECHHBIX 1€(PEKTOB,
VUCTOYHUKOM KOTOPBIX SBISAOTCA peructpsl BIIP [77]. C npyroii CTOpOHBI, CUCTEMBI
MoHuTOopuHra BIIP sSBAstOTCS MHCTPYMEHTOM AJi OLIEHKU 3(P(HEKTUBHOCTH MEPBUYHOM
npO(HUIAKTUKNA M BIMSHUS MPEHATATBHOTO CKPUHMHIA M MPEHATaIbHOM JUArHOCTUKH

(BTOpMYHOM npoduinakTuku) Ha yactoty BIIP.
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Kak ynmoMuHanoch Bblll€, CyIIECTBYIOT pa3Hble NPUYMHBI BO3HUKHOBeHUs BIIP.
Hayuynbple [gaHHBIE TOKa3bIBalOT, YTO CYIIECTBYET BO3MOXHOCTb CHM)KEHUS
pactpoctpanenHocty BIIP B nmomynsiiusax 6garoaapsi (puMEeHEHUIO METO0B MEPBUYHOM
npo(HUIAKTUKY 32 CYET BO3JEHCTBUS Ha ATHONIorHYeckue ¢pakropsl BIIP.

JBa eBponeiickux npoekta, EUROCAT u EUROPLAN (European Project for Rare
Diseases National Plans Development) B 2013 roay npenoctaBuiii peKOMEHIAIUU 110
nepsuuyHoi npodunakruke BIIP B EBpomne [91]. [lokyMeHT oOXBaThIBaeT IEpPEUYEHb
($u3MUECKNX, XUMHUYECKHX, OHMOJOTrMYECKUX U COLUAIBHBIX (PAaKTOPOB, Ha KOTOpPHIE
NOTEHLIUAIBHO MOYXHO BO3/IEMCTBOBAT.

B pexomenmanusax npensiokeHa CTpaTerusl NPeKOHUENIUOHHON MPO(UIaKTHKH,
KOTOpas MO3BOJIUT YIYUIIMTh COCTOSIHUE 3/I0POBbSl MaT€pPU U PEOCHKA, a TAKXKE UCXOJIbI
6epemenHoctu. CoriacHO 3TOW CTpaTeruu, HeOOXOAMMO MPOBOJAUTH ONPOC KAXKIOM
KEHIIUHBI PENPOAYKTUBHOTO BO3pACTa OTHOCUTENBHO IMJIAHUPOBAHUS OEPEMEHHOCTH B
Onvkaiuil ros. B ciiydae moyioKuTeNbHOro OTBETa, HEOOXO0AMMO TPOUH(DOPMUPOBATH,
YTO HEKOTOphle 3a00JieBaHMsSI MaTepu M NPHEM I[PernaparoB MOTYT HETaTUBHO
BO3JICHCTBOBATh HAa  TEYEHHME OEpPEeMEHHOCTM U  MPOBECTH  HEOOXOIUMOE
KOHCYJIbTUPOBAaHUE U 00CTIEIOBAHUE.

B Xome NpEeKOHLENUMOHHBIX  KOHCYJNbTAallMd  BpadyaM  PEKOMEHJIOBAHO
UH(OPMHUPOBATH BCEX MKEHIIMH O HEOOXOAMMOCTH mpuema A00aBOK ¢ (oiaueBoit
KUCIIOTOW M BUTAaMUHOM /[, KOHTpOJe (PYyHKIMU MIMTOBUIHOM Kelle3bl, KOHTPOJE Beca,
BaKIMHAIMU OT renatuta B u kpacHyxu. [lomuMo 3T0T0, BaskKHO COOMpaTh HHPOPMALIUIO
O COIYTCTBYIOUIUX XPOHMUYECKUX 3a00JI€BaHUSX, OCOOEHHO O TAKUX KaK CaXapHbIH
nuabeT M SIuierncus, a Takke NpUHUMaeMbIX npemnapaTtax. Kpome Toro, Heo0XoIuMo
UH(OPMHUPOBATH CEMEWHBIE Mapbl O HEOOXOAUMOCTH H30€raHus >KEHIIMHOW MIpHuema
AJIKOT0JI1 U CHUP)KEHUU aKTUBHOTO Y TACCUBHOTO KYPEHUS.

[IoMHUMO BBIIENEPEYUCIEHHOTO Ba)XXHO KOHTPOJIMPOBAaTh M PETYJIUPOBATH
IPUMEHEHUE XMMUYECKUX BELIECTB U MOJUIIOTAHTOB, IPU3HAHHBIX TeparoreHamu. Jlis
ATOr0 HEOOXOAMMO 00€CTIEUNTh HAIMUKE B CTPAHAX COOTBETCTBYIOUIUX CUCTEM HA/30pa,
a TaKK€ MUHUMU3UPOBATH BO3/ICMCTBUE TaKUX BEUIECTB HA OEPEMEHHBIX Ha UX paboyem

MCECTC.
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Takxum o6pazom, EUROCAT u EUROPLAN pexkoMeHayIoT CleAyomme 1eMcTBUs
U1l oOecriedeHus: Mep MepBUYHON MPODUIAKTUKU:

e [IpoBeaeHune NpeKOHIENIIMOHHBIX KOHCYJIbTAllUNA BpayaMu JJi CEMEMHBIX MHap ¢
paszie’eHueM UX Ha IPYIIbl HU3KOr0 U BBICOKOTO pUCcKa BO3HUKHOBeHUs BIIP;

e Opranuszauus MEpONPUATUHI M0 CAHUTAPHOMY NMPOCBEUICHUIO, OPUEHTHPOBAHHBIX
Ha NOTEHIMAJIbHBIX OYAYIIUX POAUTENEH;

e PeryngaropHsie IeHCTBUA CO CTOPOHBI NPABUTENHCTBA B OTHOIICHUM TaKUX
(GaKkTOpoB Kak JieKapcTBa, XHMMHUYECKHE BEIIECTBA, WH(EKIMOHHbBIE AareHTHI,
MPOYKThI MUTAHUS, AJIKOT0JIb, TA0AK U HAPKOTHUKU;

e OcymiecTBiI€HE MOHUTOPUHTOBBIX M UCCIEI0BATENBCKUX IPOEKTOB JJI TOUCKA U
OOHOBJIEHUSI HAYYHBIX 3HAHUH O Mepax MePBUYHON TPOPHUIAKTUKU.

B 1991 rony 6bl1 goka3zaH NpOTEKTUBHBIN 3((PeKT 3a0JaroBpeMEeHHOro nprueMa
(dosreBol KUCIOTHI B OTHOLIEHUU JepexToB HepBHOU TpyOku (AHT) y moga [173]. C
TOTO MOMEHTa PEKOMEHI0BaHO HH(POPMHUPOBATH KEHIIMH PENPOyKTUBHOIO BO3PACTa O
HeoOxoauMocTu exeaHeBHoro npuema 400 Mkr (oaueBol kuciaoTsl 3a 1-3 Mecaua 1o
HACTYIUIEHUs OEPEMEHHOCTHU U B IEPBOM TPUMECTPE OEPEMEHHOCTH B TaOJIETUPOBAHHOM
Buze [25; 145]. B 1998 rony B HEKOTOPBIX CTpaHax MHUpA Ha FOCYIapCTBEHHOM YPOBHE
OBLTO BHEIPEHO 00s3aTeIbHOE O0oTrameHue MyKd (OIueBON KUCIOTON, TaK KaK YUCIIO
KEHIIMH PENnpoJyKTUBHOIO BO3pPAcTa, KOTOpbIE NPUHUMANIU (OJHMEBYIO KHUCIOTY B
JIOCTATOYHOM 00BeMe, ocTaBasioch HU3kuM [107].

Opnnako, HECMOTPS Ha MpeANpUHATEIE Mephl, ¢ 1991 roma He ynanock J0OUTHCS
3HauuMoro cHmwxkeHus konudectBa JHT cpemm xuBopoxnennsix nerein [101]. B
uccinenoBanun Kanchlera ¢ coaBropamu 2019 roma, mocTpoeHa NpPOrHOCTUYECKAS
MOJIeNIb KOJIMYECTBA MPEJOTBPAILIEHHBIX (HOIAT-3aBUCUMBIX TOPOKOB B 3aBUCUMOCTH OT
ypOBHs oboramieHus ¢ojiaTaMy MIIEHUYHOW W/UU KyKypy3Hoil Myku [26]. TlokazaHo,
YTO B CTpaHaxX C 00s3aTeNIbHBIM OOOTalleHrueM Myku (posmeBoil kuciotoir (56 cTtpaH
MUpa) JOCTUTHYTHI BBICOKME YPOBHH KOJMYECTBA MPEIOTBPAILICHHBIX (DOJIAT-3aBUCUMBIX
nopokoB. Takass TrocylapCTBEHHas TMOJUTHUKAa OTACNIbHBIX CTpaH I[03BOJUIA

npeaoTBpaTuTh 0KoJo 23% cinyuaeB JIHT no Bcemy mupy B 2019 rony. OnHako, aBTOpbI



43
CTaTbM AKIOCHTUPYIOT CBOC€ BHHMAHHWC Ha OTCYTCTBHC 0053aTeJILHOTO O6OF3H_I€HI/I$I

IPOYKTOB MUTAHUS (POJIMEBOM KUCIOTOM B OOJIBIIMHCTBE CTPAaH MUpa (PUCYHOK 2).
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Pucynox 2. Hammume npopuiakTUKU (OJIaT-3aBUCUMBIX IMTOPOKOB C TIOMOIIBIO 005S3aTENLHOTO
oboramieHus] MPOJYKTOB MHUTaHUS (DoreBol KHCIOTON B cTpaHax mmpa B 2019 romy. OtcyrcTBhe
npomIakTUKX (KEITHIH IIBET) — CTPAHbI MHPA, B KOTOPBIX MOTpebsiercss MeHee 20 MKT/IeHb (POTHeBOI
KHCJIOTHI U3 000TaIIEHHON MyKH; CPETHUHN YPOBEHb MPO(UITAKTHKH (O€KEBBIH IIBET) — CTPaHbI MUPA, B
KoTOpbIX morpedmsercs B cpeaHem 100 wmrx/mens (20-150 mrk/nenp) ¢onmeBOil KHCIOTHI M3
o0orameHHOH MYKH; BBICOKHH YPOBEHb MPOQWIAKTUKA (3€JICHBIA [[BET) — CTPAHBI MHpPA, B KOTOPBIX
norpedsisiercss B cpemHeM 200 mrk/menp (2150 mrk/menp) wim Oosiee (OTMEBOM KHUCIOTHI U3

oborarieHHOH MyKH [26].

Amnanoruunsie pe3ynbraThl nonydeHsl B EBpome [172]. CoriacHo AaHHBIM
UCcleioBaTeNell OTCYTCTBHE 00s3aTeNbHOr0 OOOralmeHus TPOAYKTOB IHUTAHMS
¢onueBoii kucnoroil B EBpome npuBOAMT K BO3HUKHOBeHHIO mnpumepHo 1000
6epemennocreii ¢ JIHT mnoxaa B rog.

Bropuunas npoduiakTuka MpeAcTaBisieT cOO0W KOMIUIEKC MEPOINPUSATUN IO
panHeMy BbisiBlieHHIO BIIP Bo Bpemsi OepeMEHHOCTH C LENbI0 MPUHATUS Mep,
HaIpaBJICHHBIX HA CHU)KEHHE YpoBHs 3a0oneBaeMocTH. Ha ceroansmnuii 1eHb K Mepam
BTOPUYHOM MPO(UIAKTUKH OTHOCAT METOJIbI MpeHatanbHoi quarHoctuku (Y3U, MPT,
TreHETUYECKOEe TECTHMPOBAHUE IJI0JIa C MOMOIIbI0 MHBA3UBHOM IMArHOCTUKH), PaHHUE

JeueOHble BMEUIATENbCTBA BO BPEMsI OEPEMEHHOCTH WIH cpa3y IOCIE POJIOB, a TAKXKE
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MEJINKO-TEHETUYECKOE KOHCYJIBbTUPOBAHUE CYNPYKECKOU Maphl U UX POIACTBEHHUKOB, B
cilyyae He0OXOJIMMOCTH, C ONpe/ieSIeHneM pUCcKa MoBTopa. Ecinu nocie yctaHOBIEHHOTO
nuartosa BIIP mioxa npoucxoauT HHAYHHPOBAHHOE MpEephIBaHUE OEPEMEHHOCTH, JTHO0
CIIy4aeTcs CaMOIPOM3BOJBHBIM BBIKUJBINI, HEPA3BUBAIOIIASICT OEpPEeMEHHOCTbh WM
MEpPTBOPOKJICHUE, PEKOMEHJIOBAHO  MPOBOJAWUTH  AYTONCHK  JUIi  YTOYHEHUS
IIPEHATAJIBHOIO IUAarHO3a.

Bo3moxHOCTH TIpeHaTabHOW IuarHocTuku BIIP ¢ xaxxapiM rogomM craHoBSTCS
BCE IIMpE. YIbTPa3BYKOBas JUArHOCTUKA MOPOKOB Pa3BUTHS B IPEHATAIBHOM MEPHOJIE
3HAUUTEIBLHO BIIMAET HA OUEHKY MOMYJSUMOHHBIX YacTOT MOPOKoB. Tak, Omaromaps
IpeHaTaIbHOM IMArHOCTUKE CTAJIM Yallle BBISBIATHCS JIerkue (OpMbl TOPOKOB, KOTOpHIE
UMEIOT ciabble KIMHUYECKHE TMPOSBIEHUS B IOCTHATAJIbHOM IE€pUOJE, HaIlpUMED,
W30JIMPOBAaHHbIE AHOMAIMHU Mo3oJuctoro tena [68]. C apyroil CTOpPOHBI, BBISIBJIEHHE
NOPOKOB C HEOJIATOMPUATHBIM MPOTHO30M IS 310POBbs peOeHKAa, B HEKOTOPBIX CIIyYasx
OPUBOJUT K MPEPHIBAHUIO OEPEMEHHOCTH, YTO TAKXKE BIUSET HAa YacTOThbl Cpeau
HOBOPOXXJIEHHBIX aeTel. [Ipu 3TOM, pa3Hble UCCIeI0BaHUS OTMEYAIOT HEOOXOIUMOCTD
NOBBIILIEHUS Ka4yecTBa YJbTPAa3BYKOBOM JIUArHOCTUKHM M MOCTOSHHOIO OOy4YeHHs
CIIECIIMATIMCTOB IS YJIY4IIEHUs MOKa3aTelns MpeHaTadibHOU BhisiBIgsemMoctu BIIP [148;
193].

Ba)xHO OTMETHTB, YTO 3a NOCJIENHEE AECCATUIIETUE YCOBEPLIEHCTBOBAIUCH WU
PaCHIMPUIIUCh BO3MOKHOCTH CKPUHMHIA U JIMarHOCTHKU T€HETUYECKUX 3a00JIeBaHUMN
1o4a B npeHataibHoM nepuoe [143; 144]. Kpome Toro, 1Mario3 B OTHOIIEHUH YaCThIX
XPOMOCOMHBIX 3a00J1€BaHU HAa JAHHBIA MOMEHT YCTAHABJIMBAETCS B 3HAUYUTEIBHO OoJiee
panHue cpoku 0epemenHoctu [109].

C 2003 roma pa3paboTaH M MMO3[HEE BHEAPEH B HEKOTOPBIX CTpaHaX MHpa
KOMOMHUPOBAHHBIA CKPUHUHT | TpuMecTpa, KOTOPbI MO3BOJISIET ONPEESITh PUCKU B
OTHOIIIEHUHM YacCThIX XPOMOCOMHBIX 3a0osieBaHuil y mioga [112]. JlaHHBIA CKPUHUHT
BKJIIOYAET B ce0s yIbTpa3ByKOBOW oOciefoBaHHe (OMpelesieHUue pa3Mepa TOJIIHUHbI
BOPOTHHUKOBOT'O MPOCTPAHCTBA M HAJIMUYMS HOCOBOM KOCTH) M aHaIN3 OMOXMMHUYECKUX
nokazarened kpoBu OepemeHHON >keHIIUHBI (b-XI'U u PAPP-A). UyBcTBUTETHLHOCTD

JAHHOTO CKPUHHMHIA COCTaBJISICT MO pa3HbIM AaHHbIM OKoJo 90% [73]. Kpome ToroO,
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CYILIECTBYET BO3MOXKHOCTh MPOBEJEHUS HEMHBA3MBHOTO IMPEHTATAJIBHOIO CKPUHUHTA,
o0nagaroniero 4yBCTBUTENBbHOCTBIO Oonee 99% nHa cunapom J[layna [128]. Ilo
pe3ynbTaTaM 3THX CKPUHMHIOBBIX OOCIENOBAaHUN OTOMpaercs rpymmna OepeMEeHHBIX,
KOTOPBIM TIpeAJiaraeTcsi IMPOBEJACHHE JMATHOCTUYECKOTO TECTUPOBAHUS — OHOICHS
BOPCHH XOPHOHAa WJIM aMHHMOLEHTE3 C JAJIbHEHWIIMM T€HETUYECKUM OO0CIeI0BaHUEM
wioga. Takod MoaxoJ MO3BOJUI MH(DOPMUPOBATH KEHIIMH O CYIIECTBYIOIIEM Yy HUX
ioja 3a00JieBaHUM B paHHHUE CPOKM OepeMeHHOCTH. Ha OCHOBaHMM 3THX J1aHHBIX B
HEKOTOPBIX CTpaHax OepeMeHHas MOXKET TMPUHATH pEIIeHHe O TMpephIBaHUU
OEpEeMEHHOCTH; TEM CaMbIM CHMKAIOTCS 4aCTOThI XA cpeau HOBOPOXKIEHHBIX [104].
Taxkum obGpazom, pazpabotrka Mep npodunaktuku BIIP Bo3mMokHA TOJBKO TIpHU
Hanuuyuu peructpoB BIIP. C o1HOM CTOPOHBI, pErUCTPBI MO3BOJIAOT U3y4aTh 3THOJIOTHIO
OPOKOB, YTO, COOTBETCTBEHHO, B JaJbHEHIIEM MO3BOJMUT MPEIOTBPATUTH POXKIACHHUE
O0osbHOrO pebdeHka, ¢ Jpyrod — VYBEIOMUTh CHCTEMBI 3JPaBOOXPAHECHHUS O
CYLIECTBYIOIIMX Yactotax U cTpykrype BIIP B pernone mis npanbHenmero
dbopmupoBaHus HEOOXOAUMOTro oOO0bEeMa JAHMATHOCTHUYECKONW U JieueOHOW IMOMOIIU

HaCCJICHHUIO.



I'IABA 2. MATEPHUAJIBI U METO/1bI UCCJIEJOBAHUA

2.1 ATMUHHMCTPATHBHO-TEPPUTOPHAJIbHAS XapaKTepucTUKA MOCKOBCKOI 00/1aCTH

MockoBckas obmnactb (MO) — oauH u3 KpynHelmux cyObekToB Poccuiickoi
Oenepaunu, BXxomdammu B coctaB llenTpanbHoro depepanbHoro okpyra. llmomans
JIAHHOM TeppUTOpPUH cocTaBisieT 44,3 ThiC. KM”, YHCICHHOCTD TTOCTOSHHOTO HACETCHNUS —
6osee 7,5 mitH. yenoBek (0T 6870,6 Thic. yenoBek B 2011 roxy g0 7599,6 ThIic. 4ellOBEK B
2019 rony) [24]. PoxxmaemMocCTh 3a TOJ B CPEIHEM COCTaBIISIET OKOJIO 85 ThIC. JeTei

(Tabmuma 10).

Tabauya 10
KonunuectBo poauBmmxcs B MockoBckoit oomactu ¢ 2011 mo 2019 rr.
l'on KomnyecTBo poauBmmxcs
2011 76487
2012 83426
2013 85386
2014 90041
2015 94688
2016 96808
2017 88883
2018 82231
2019 73731

B 2012 rony gacts Tepputopuit MO nepenuia B coctaB ropojia Mockssl (Tpourik,
MockoBckuii u [llepouHka), TeM caMbIM yMEHBIIUB 0011y10 momaas MO Ha 14,4 TeIC.
M’, UHCIIEHHOCTh HACENEHHs COKpaTHiach Ha 230 Teic. yenoBek. C 2014 mo 2019 6bua
npousBepeHa pedopma TEpPUTOPUH, B XOJ€ KOTOPOM MYHMIIUIAIbHBIE pPalOHBI
npeoOpa3oBbIBAIUCH B ropojickue okpyra. B 2019 roay B cocra MO Bxoauio 52 ropojia
00J1aCTHOTO MOJYUHEHUS ¢/0€3 aIMUHUCTPATUBHON TEPPUTOPUH, 3 MOCENTKA TOPOJICKOTO
TUNIA C aJIMUHUCTpAaTUBHOM Ttepputopueir (Jlotommuo, CepeOpsubiii [Ipynsl,
[IlaxoBckast) M S5 3aKpBITBIX AAMUHUCTPATUBHO-TEPPUTOPUAIBHBIX O0Opa30BAHMI

(Bnacuxa, Bocxon, 3Be3aubIi ropoiok, KpacHozHameHck, MoioiexkHbIi) (pUCYHOK 3).
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Fopoaa 06n1acTHOro NOAYMHEHUA
C aagm. TeppuTopMeit  6e3 aaM. TeppuTOpPUM

1 Banawwuxa 1 BpOoHHUUbI
4 2 BugHoe (! ) 2] i
< 32 Tanpom S
“ 4 3 Bonokonamck 3 fonronpyaHbli
g 4 BocKpeceHck 4 ly6Ha
\ 5 AmutpoB 5 XKykoBcKui
1 6 Oomopenoso 6 Koponés
{ / Cel zrsuea 7 EropbeBck 7 KotenbHuku
e § nﬂcu 8 3apaiick 8 Jlo6HA
{ 1 Knune %\ 5 AMUTpOB P 9 Uctpa 9 JlbiTKapuHO
1 llotowmHo ‘ 3 o S 2 10 Kawwupa 10 MpoTeuHO
/ \ M 11 Knuu 11 Mywwuro
(SN 12 Konomua 12 PeyToB
M 13 KpacHoropck 13 Xumkun
14 NlocuHo-MNeTpoBCcKui 14 AnekTporopck
T\a Bonokonamck 15 flyxoBuubl
3 Waxosckaa J > 16 Jlio6epupi
7 17 Moxaiick
ad ; S 18 MbiTim
s by (>’\,r \J‘ b 19 Hapo-®omMUHCK
TV~ 27Pysa  { 1 p Yrec f )] 22 /\ 20 Horukxck (Boropoackuii)
Y E 21 OpvHUOBO ’ plose- R h} 05%‘;?' / 21 OpuHUOBO Mrt o6nacTHoro
W /// 4 p “::gg( "15 <""’ - b 22 OpexoBo-3yeBo NoAYNHEHNA
\ £ - [eHUHCKIR) o ‘/7/ = 23 MNasnosckuii Mocan C aam. TeppuTopuei
17 Moxaiick /:’“‘ ]\/\W\‘J “j\kﬁﬁa{PaMezb?cKoeIJgs < ‘e 1 36 Warypa 24 Noponbck 1 JloTownHo
AT °¢§"6“¢ <A W B °o4_ | ] 25 MywkuHo 2 Cepe6paHbie Mpyab!
/7 19 Hapo-®omuHck ch “'1 °4'° N - Va ’o%e ]V/ 7 EropbeBck )ﬁ 26 PameHckoe 3 WaxosckanA
i s 2 ) ”’ZQ q‘?qof,/ y D) Yord [ 27 Pysa
3 44 %01 J o /\4(7 S 28 Ceprues lMocap 3ATO
\Bi/ L \\ \ 29 Cepnyxos 1 Bnacuxa
354exo ( (7 § Ra 30 ConHe4Horopck 2 Bocxoa
) 31 CrynuHo Y LG / ~ // 31 CtynuHo 3 3B&30HbIV ropoaocK
V7 \\//_\} T Jf B % 32 Tanpom 4 KpacHO3HameHCK
O C L;/ T | = 33 ®pAsMHO 5 Monop&xHblit
pny \Q N - 15 Nyxosuup! 34 YepHoronoska
4 s o o 35 Yexos
N 10 r A 36 LWarypa
K L < "
S 8 3apaiick | 37 WénkoBo
38 AnekTpocTanb
A
2
epe6pAHble
MpyAb

Pucynok 3. AamunuctpatuBHas kapta MockoBcko# obnactu [ 18]

C 2014 roma B oOnactu OBUIO OpPraHU30BaHO CTPOUTEIHCTBO HOBBIX
nepuHataibHbiX 1eHTpoB. K 2019 rogy na tepputopun MO ¢yHKUMOHUpOBAIO 7
rOCYJJapCTBEHHBIX MEAUIMHCKUX YUYPEKIECHUW TPEThEr0 YPOBHS, OKAa3bIBAIOIINX
NOMOIIlb MO0 MPOoWII0 «akymepcTBo W ruHekonorus»: ['BY3 MO «MockoBckuit
00JaCTHOM HAyYHO-HCCIE0BATENIbCKUI NHCTUTYT aKyliepcTBa u ruaekosorun» (I'bY3
MO MOHUHUAT), I'bY3 MO «BunHoBckuil nepuHaTtanbHbiii 1meHTp», ['bY3 MO
«Konomenckuit mnepunaraneHbiii 1neHtp», ['BY3 MO «MockoBckoit 00gacTHOM
nepuHataibHbli  1eHTp», [bY3 MO «MockoBckoil 007acTHOW UEHTP OXpaHbI
MatepuHcTBa U erctBay, ' bY3 MO «Hapo-®oMuHcknii nepuHaTaibHbli HeHTp», [BY3
MO «l1lenkoBckuil nepuHaTagbHbI HEHTp». Takum obpazom, MO crana cyObEeKTOM
Poccuiickoii @enepannu ¢ HAUOOJIBIIUM KOJTUYECTBOM JIaHHBIX YUPEKICHUH.

MapuipyTtuzanus 6epeMEeHHbIX B MEIULIMHCKUE OPraHU3aluU TOCYAapCTBEHHON
cucTteMsbl  31paBooxpaHeHns MO  ocymecTBISIETCS  COTJIaCHO — PacmnopskeHuro
MunucrepctBa 3apaBooxpaneHus MO ot 24.02.2021 Ne 29-p [17]. bepemennsie ¢

BEISIBJICHHBIMM BIIP Yy mioJda, € aKymCpCKHMHU OCJIOXKHCHUAMH, C OTATOICHHBIM
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aKylIepCKUM aHAMHE30M, a TaKKe C JKCTPareHUTAIbHBIMU 3a00JIEBAHUSIMU JTOJIKHBI
ObITb IPOKOHCYJBTUPOBAHBI NPO(PHUIBHBIMUA  CHEUUATUCTAMH B  MEAMIIMHCKUX
yupexaeHusXx MO TpeTbero ypoBHs.

B ycnoBusix I'bY3 MO MOHUHAI' opraHun3oBaHO MEAUKO-TEHETUYECKOE
ornenenue (MI'O), B 00s3aHHOCTH KOTOPOTO BXOJAT MpOBeAeHUE 3kcnepTHoro Y3U,
MEJIMKO-TEHETUYECKOE KOHCYJIbTUPOBAHUE, IPOBEICHUE HWHBA3WBHOM IPEHATAIBHOU
IUArHOCTHKHM B CIIy4ae BBICOKOI'O pHUCKa XPOMOCOMHOIO 3a0oieBaHMs y IUIOAA W/WIH
Hannuue y Hero BIIP, a rtaxke opraHusanus IpeHATaJIbHOIO KOHCWIMYyMa C

OIMpCACIICHHUEM IIPOrHO3a JJIsd JKU3HU U 300POBbA IJI0/1A.

2.2 MartepuaJibl 4 00beM HCCJIEIOBAHMS

PabGora BbllloniHEHa Ha 0a3e MeaAuKo-reHernyeckoro otnaeneHus 'bY3 MO
MOHUUATI'. B Hacrosieir pabote OOBEKTOM UCCIEIOBAHUS SBISIOTCS TUIOJBI,
KUBOPOKJICHHBIE 1 MEPTBOPOKJICHHBIE IETU C BbIsIBICHHBIMU BIIP B nmepuHaTansHOM
nepuoae. MarepuanoMm JUId MCCIENOBaHUS ABISIOTCS JAHHBIE AIUAEMHOJIOTHYECKOTO
monutopunra BITP 8 MO 3a nepuoa ¢ 2011 mo 2019 rozasr.

Benenue peructpa BIIP B Poccuiickoit ®enepanuu 0bu1o HayaTo B 1998 rony. B
1999 rony MOHUTOPHHT BpOXKIAEHHBIX OPOKOB NpOBOAMIICA B 25 pernoHax Poccuiickoi
QOenepanuuu, 3aTeM MPUCOCIMHWIMCH BCE OCTaBIIMECS CYOBEKThl. Perucrpsl
OpPraHW30BaHbl HA NOMYJIAIIMOHHON OCHOBE, YTO MOJAPAa3yMEBAET YUYET BCEX BBISBICHHBIX
cinyyaeB BIIP y nereid, ybM pOAUTENN IPOKUBAIOT B MPENEIAX OTAECIBHOTO PETUOHA, a
Takke ciaydaeB BIIP y mionoB, 3IMMHUHUPOBAHHBIX MOCIIE MPEHATAIBHOTO BBISBICHUS
nopoka pa3BuTUA. Takoil MOAX0J MPeNOCTaBIsIET BO3MOXKHOCTh IMOTy4YeHUs: Hanboee
MOJIHBIX AMUJEMUOJIOTMYECKUX TaHHBIX B 00JIAaCTH.

Cucrema MOHUTOPHMHIAa OpPraHW30BaHa MO NPUHLUILYY «30HTHKa». MOHHMTOPHHT
IpeicTaBigeT CcoOOM TPEXypOBHEBYIO CHCTEMY, B KOTOPOM II€PBbI YpOBEHb
IpEeCTaBlIeH POAJIOMaMU, JETCKUMHU JIEYeOHO-MPOPUIAKTUUECKUMH YUPEKICHUIMH U
IPO3EKTypaMH, BTOPOH ypOBEHb MPEJCTABISAIOT PETHOHANIbHBIE PErHCTpPhl Ha 0Oa3ax
Meauko-renernyeckux koncynbTanuii (MI'K) u uenrpos (MI'LL), u Tpetuit ypoBeHb —

o0ILIEPOCCUICKUI MOHUTOPUHTOBBIM peructp (pucyHok 4). Takas cucrema cbOopa
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JAaHHBIX IIO3BOJIACT CO6I/IpaTB JAaHHBIC O BBIABIICHHBIX BIIP 13 MHO>XXECTBEHHBIX

HCTOYHHUKOB, KOTOPBIC ITIOCTOSAHHO IMOMOJHAIOTCA U KOHKPETU3UPYIOTCA.

Herckue
Ponnoma HOMUKIHHUKY 1 [Ipo3ektypsl
CTallMOHaPbI

l

PernonanbpHble perucTpsl
(na 6aze MI'K u MI'Ll)

l

OO01epoccuiickuil perucTp
(enepanbHEI TICHTP)

Pucynox 4. Cuctemsl opranuzanuu peructpa BITP B Poccuiickuit denepanuu (mpuHIKAM

«30HTHKa») [13]

Ha xaxnaplii cnydaii BeisiBneHHoro BIIP 3amonnHsiercs yHuUQUIUpoBaHHOE
U3BEILIEHHE O BBIABICHHOM MOPOKe pa3Butus (npuioxenue 1). Mudopmanus o kaxxaom
cinyuae BIIP BxirowaeT qaHHbBIE O TOJIOBOM MPUHAMJICKHOCTH peOCHKa/TIoAa, Macce
Tesa P POKIECHUU, COCTOSIHUY MTPHU POKIECHUU ((KUBOPOKIEHHBIN, MEPTBOPOKICHHBIH,
IUI0J1), BO3pAcTe MaTepyu Ha MOMEHT POJOB, OPAJIKOBOM HOMEpe poJoB. B n3BenieHnmn
uMmeeTcs: onucanue ¢peHoTuna pedeHka, HA OCHOBAHUU KOTOPOIO MO KaKJIOMY CIydaro
IPOBOJUTCS KIIMHUYECKUM aHan3 JaHHbIX. OKOHYATENbHbIN JUAarHO3 YCTaHABIMNBAETCS
BpPauOM-T€HETUKOM, BC€ MOPOKU KOJUPYIOTCS C HCIOJIB30BAHMEM MEXIyHAPOIHOM
kiaccudukanuu 6osesnei 10 nepecmoTpa.

s ouenku yactot BIIP B 6a3y monutopunra BIIP Takxke nmocTynaroT cBeaeHus
00 00111eM yuCciie HOBOPOKEHHBIX B PErMOHE 10 0TUeTHOM popme «CBenenus 000 Bcex

ponuBIIUXCs» (MpuioxeHue 2). Takxke, Kak u A oTaenabHbIX ciiydaeB BIIP, sta rpynna
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pazjziesieHa 1o oy, Macce Teaa HOBOPOXKIEHHBIX, BO3PACTy MAaTEpH MPHU POKIECHUU U
MOPSIIKOBOMY HOMEPY POIOB.

3agayamMu EHTPATLHOTO PETUCTPA SIBISETCS CPABHUTEIbHBIA MEXPETUOHATBHBIN
aHaJu3 TMOMYJSLIMOHHBIX YacToT W nuHamuku BIIP, aHanu3 npuuyuH HaOII0/1aeMBbIX
U3MEHEHUM 4acTOT, OlleHKa 3((HEKTUBHOCTH Mep MPOPUIAKTUKH, a TAKXKe MPOBEJCHUE
HAaY4YHBIX UCCIIEOBAHUN.

CornacHO peKOMEHJAlUSIM MEXIyHApPOIHBIX CUCTEM PETrUCTpallUd U U3y4YCHUS
MOPOKOB Pa3BUTHS, JJIsi OIEHKHU MOIMYJSIMOHHBIX YacTOT U CPAaBHUTEIIBHOTO aHaJM3a
JAHHBIX BBIJENSETCA TpyNna CeleKTUBHBIX MopokoB uiu BIIP oGs3arensHOro yuera
(BITP OY), k KOTOPBIM OTHOCSITCS MIOPOKH C TOYHBIMHU AUATHOCTUYECKUMHU KPUTEPUIMHU
U BBICOKMM YPOBHEM BBISBIICHUS B TIepBble JHU XU3HM peOeHka. B Poccuiickoi
®enepanuuu B cuctemMe MoHuTopuHra B rpymnmny BIIP OV BxoasTt 20 rpyObix mopokoB
pazButus: andHedanus (kox mo MKB 10 - QO00), cnunnomosroBast rpeika (QO05),
sunedanomnene (QO01), ruapouedanus (Q03), mukpodranemusi/anopranemus (Q11.1;
Q11.2), muxpotusi/anotust (Q16.0; Q17.2), Tpancnosuiusi KpynmHeix cocynoB (Q20.3),
runoruiasus jieBoro cepaua (Q23.4), pacuienuna Heba (Q35, kpome Q35.7), paciienuHa
ryosi/Heba (Q36-Q37), atpesus numieBoga (Q39.0, Q39.1), atpesust aHOPEKTaILHOTO
oranena (Q42.0-Q42.3), nByctopoHHssi areHe3ust mnodek (Q60.1, Q60.4, Q60.6),
runocniagus (Q54, kpome Q54.4), snucnaaus (Q64.0), sxcTpodus MOYEBOTO IMy3bIPS
(Q64.1), penykimonnsie mopoku koneunocteut (Q71 — Q73), auadparmanbHasi Tpbixka
(Q79.0), ompanouene (Q79.2), racrpommsuc (Q79.3), a Takxe cunapom layna (Q90).
OnHako, B CUCTEMbI MOHUTOPUHTA MOTYT BHOCUTCS U JIpyTHUe rpyOble MOPOKU Pa3BUTHS,
XPOMOCOMHBIE M HEKOTOphle TeHHble 3abojeBaHus. Kpome TOro, cymiecTByer
BO3MOKHOCTh OTMEYaTh HAJTMYNE MHOKECTBEHHBIX ITOPOKOB.

[Tomumo cunapoma JlayHa B paboTe MpOBOIUTCS AMUAEMUOIOTHUECCKUN aHATU3
IPYTUX XPOMOCOMHBIX aHOMAJIMA. XPOMOCOMHBIE mnepecTporiku corinacHo MKB-10
koaupyroTea kogamu Q90-Q99. Yacteie XA umerot cnenyromue koabl: Q90 — Cunapom
Hayna, Q91 — Cungpom Opasapaca u Ilaray, Q96-Q98 — AHeymionanu MOJOBBIX
XpOMOCOM. AHAJIM3UpyeMble B JaHHOW paboTe peaKue XPOMOCOMHBIE aHOMaJuU

OTHOCSATCA K cienytomum rpynnam: Q92 — Jlpyrue TpuCOMUM M YaCTHYHBIE TPUCOMUU
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ayTOCOM, He KJaccu(PpUIMpoBaHHbIE B Apyrux pyopukax; Q93 — MoHOCOMUU U yTpaThl
4acTH ayTOCOM, He KiIaccu(uUUpoBaHHbIE B Ipyrux pyopukax; Q99 — JIpyrue anomanuu
XpOMOCOM, HE KiIacCU(pUUUpOBaHHbIE B JApPYyTrux pyOpukax. B Hauame pabGoTsl Bce
3aperucTpUpOBaHHbIE Ciyyau XA ObUIM MPOBEPEHbI HA KOPPEKTHOCTh KOAUPOBKH, B
cilyyae He0OXOJIMMOCTH IIPOU3BEEHA €€ KOPPEKIIHSL.

Perynsapnsiii Morutopunr BITP 8 MO nposoaures ¢ 2000 rona. Peructp BITP MO
¢ 2001 o 2010 roas! ABIISAIICA EQUHCTBEHHBIM IIpeicTaBuTeneM Pocculickoit @enepanun
B cucteme ICBDSR, Tak kak Obuti co0Jt0/IeHbl BCce TpeOOBaHUs JAaHHOW OpraHU3aINU
[0 PETrUCTpaIy, KOJUPOBAHUIO U Tepenaye nomxyyaeMbix nanubix. C 2011 roga B 6aze
cTanu (PUKCUPOBATBHCS Cllydau MpepbIBaHUS OEPEMEHHOCTH IOCJIE YCTaHOBJIECHHOTO
nuartosa BIIP y 1uioma, 4To 3HAYUTENBHO IIOBBICUIIO CHIIY SIUAECMUOIOIHYECKOTO
aHaJu3a B PETHOHE.

Ceenenust o kaxnaom ciyyae BIIP mepenatorcss B Bule yHU(PUUHUPOBAHHBIX
U3BEIICHUNH U3 MEIUIMHCKUX YUpeKIeHUM MOCKOBCKOM 00JacTd, T/I€ BBISBISIOTCS
cinydau BIIP, B Menuko-renernueckoe oraenenue ['bY3 MO MOHUUNAT'.

B 06aze peructpa MO dukcupyrorcs Bce cinydau BbiBieHHbIX BIIP cBepx
o0s3aTeNnbHOrO nepevHs. Takas cTpaTerus Mo3BOJISIET PACCUUTATh 0A30BbI€ YaCTOTHI JJIS
Bcex rpynn BIIP kak mo oTaenbHOCTH, Tak U B LIEJIOM, a TaKXe CIUIAHHUPOBATh 00beM
HEOOXOIUMON MEAUIIMHCKON M COLMAIbHOM MOMOIIM HEMOCPEICTBEHHO IJI1 AaHHOTO
peruoHa.

Bcero B 06asze perucrpa 3a aHAIM3UPYEMBI MEPHOJ 3aperucTpupoBano 612336
poxaenuit. O6mee uncio ciydaeB BIIP cocraBuio 15486, Bkiiro4asi >kMBOPOKIECHHBIX,
MEPTBOPOXKJICHHBIX M CJydyau TMpepbIBaHUs OEpPEeMEHHOCTH TMOCIE MpeHaTaIbHOIO

oOHapy:xenus BIIP y mona.

2.3 MeToabl ucCae10BAHUSA
Jlna peructpauuun ciydaeB BIIP mpoBoauics KIMHUYECKUN AHAIU3 NPUCHUIIAEMBIX
U3BEIIECHUM C OIEHKOM (peHOTHMA C 11eJThI0 TOCTAHOBKH JIMarH03a U KOJAUPOBAHUS CIIydas

BIIP.
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Ouenka oOuieit nonyaaunoHHoN yactoTsl BIIP paccunThiBasiack Kak OTHOLIEHUE
YHCIIa )KUBOPOXKIEHHBIX, MEPTBOPOKIEHHBIX U TUIOJOB C MTOPOKOM Pa3BUTHUS K 00ILIEMY
YUCIIy POXKIACHUN:

n(KP + MP + )
N

YactoTa BIIP (F) =

rae  JKP — )KHUBOpPOKIECHHBIE,

MP — MepTBOpPOXKICHHBIE,

I1 — snumunupoBanHsble 1oasl ¢ BIIP,

n —uaucio aereu ¢ BIIP,

N — o0111ee 4yuciao poxacHUH.

[Tonyuennoe uncio ymHoxanoch Ha 10000, Takum o6pazom, yactotrsl BITP Ob1n
onpeneneHsl Ha 10000 poxaeHui.

Jns onpeneneHuss BAUMAHUS TPO(PHIAKTHUYECKUX MEPONPUATUN (IIpeHATaIbHBIN
CKPUHUHT W TpeHaTallbHas JAMArHOCTUKA) PACCUMTHIBAJIACH YACTOTAa TOPOKA TOJIBKO
Cpelld HOBOPOXACHHBIX 0€3 yueTa II0J0B:

n(KP + MP)

q BIIP (f) =
acrota BIIP (f) = Fees T vp)

rae  JKP — KuBOpOKIECHHBIE,

MP — MepTBOpPOXKICHHBIE.

ba3oBbie 4acTOTHI paCCUMTHIBAIIUCH 3a S-NETHUHM nepuo HaOmoaeHui. [1pu aTom
3HaueHus: noBepurenbHoro uHtepBana (U, CI, confidence interval) mpencrapmstor
co0oll MHTEpBajJ 3HAYEHUW, B Ipeaenax KOTOPOro ¢ BEPOATHOCThIO 95% nHaxomuTcs
0’)KMJIAEMO€E 3HAUYCHHE paccMaTPUBAaEMOro apamerpa.

Jns mocTpoeHuss MPOrHOCTUYECKHX MoJeneil (TpeHI0B) HM3MEHEHHUs YpOBHS
4acTOT BO BPEMEHH MCIOJIb30BaHbI METO/IbI PETPECCHOHHOIO AHAJIN3A.

YpaBHeHUE TapHOU JIMHEMHOU pPErpecCum:

y=a;x+a

rae y — yposess yactot BIIP,

X — HOPAJIKOBBIA HOMED r0/1a HaOII0EHUH,

a;— Ko3(PUIUEHT perpeccuu,

ap— const, MOCTOSHHAAA.
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YpaBHEHUE NTOJTMHOMUHAIBHOW PErPeCcCUM:

y =a;x% +a.x + a,

rae y — yposessb yactot BIIP,

X — IOPAJIKOBBIA HOMED r0/1a HaOII0EHUH,

a;— K03 PUIIUEHT perpeccuu,

ap— const, MOCTOSHHAAA.

Pemienrie 00 HMCHOJIB30BaHUM THUTA MPUMEHSEMOW (PYHKIMH TPU TPOBEIACHUU
PErpecCHOHHOr0 aHaju3a OCHOBHIBAJIOCH HA 3HAUEHUHM KOA(DPUIMEeHTa JeTepMUHAIIUU
R’. Mcromnp30Banoch ypaBHEHHE ¢ KOO(QGUIMEHTOM AeTePMUHALHE HANO0Iee GITH3KOM
K 3HaUCHUIO 1.

C uenpl0 OUEHKH HM3MEHEHHUS YPOBHS MOMYISIUOHHBIX YacTOT BO BPEMEHU
UCIIOJIB30BAJICS KOPPESALMOHHBIN aHAIU3 C PACYETOM KOX(P(PHUIHUEHTA KOPPEIALMHU Iyy
[Tupcona. TecHoTa cBsi3u KO3 PUIIIEHTa KOPPENSIIMU OLEHUBAIACH COTJACHO LIKale

Yennoka (Tabmmma 11).

Tabnuya 11
HIxana Yennoka amas OHEHKH TECHOTHI KOA(P(MHUIMEHTa KOPPEISLNH Ty,
3HaueHne K03 HUIHUEHTa KOPPEIISAIHH, Tyy XapaKkTepHucTUKa TECHOTHI KOPPEIISIIMOHHON
CBSI3U
<0,1 CBs13b OTCYTCTBYET
0,1-0,3 Cmabast cBsI3b
0,3-0,5 YMepenHas
0,5-0,7 3amerHas
0,7-0.9 Bricokas
0,9-0,99 BecnbMma BrIcOKast

ypOBCHB CTaTUCTUYECKON 3HAYUMOCTHU HYHCBOfI TAIIOTE3bI IPUHUMAJICSA PaBHBIM
0,05.
CraTucTuueckuii aHaim3 PE3YJIbTATOB HCCICAOBAHUA IMPOU3BCIACH C IMOMOIIBIO

ucnoisibzoBanus nporpamm IBM SPSS Statistics 26 u Microsoft Excel.



I'JIABA 3. PE3VJBTATBI COBCTBEHHBIX UCCJIEJJOBAHUI U
OBCYKJIEHUE

3.1 IlonyIAMOHHBIE YaCTOTHI BPOKICHHBIX IOPOKOB pa3BUTH B MOCKOBCKOM
o0Js1acTH

Kak n3BecTHO, OCHOBHBIMU UCTOYHUKAMU AUAEMHUOJIOTHUECKUX JaHHBIX 110 BITP
aBsitoTcst peructpsl BIIP, ¢ moMoIibio KOTOPBIX MOXKHO ONPEAEIUTh MOMYJISIIIMOHHbIE
yacToTbl BIIP, n3yunTh 0COOEHHOCTH UX pACTIPOCTPAHEHUS U TUHAMUYECKHE U3MEHEHUS
BO BpeMeHHU. B TaHHOM uccie0BaHuM MPOBEIEHBI OLIEHKA U aHAIN3 YaCTOT OTAEJIbHBIX
Ho3osiornueckux (opm BIIP 3a 9-metHuil mepuoa, 4YTO MO3BOJUIO MOJYYUTh TaK
Ha3bIBaeMble 0a30BbI€ WJIM HAKOIUJICHHBIE OLIEHKH MOMYJALMOHHBIX YacTOT, KOTOpHIE
NPEICTaBIAIOT CO0O0W MpHUCyLIUMe I KaKIOr0 KOHKPETHOTO PEruoHa YacTOThI,
BKJIIOYAIOIIME KaK OCOOEHHOCTHM MOHUTOPUPYEMOM monyiasauud (B TOM 4YHCIHE,
TreHEeTUYECKUE XaPAKTEPUCTUKH ), TAK U BIUSAHUS CPEJOBBIX (haKTOPOB.

C 2011 mo 2019 rogsl B permonanbHoM peructpe BIIP MockoBckoit obmactu
3apeructpupoBano 612336 poxaenuid, 4yto coctaBuio 79,3% oT oOmiero uwucia
POXJICHUN B PErHMOHE (YHUCIIO POKACHUN B 00JIaCTH COTJIACHO O(DUIIMATBLHBIM JIaHHBIM
cocraBmino 771681 [24]). KonuuectBo ciywyaeB BIIP 3a ananmusupyemsblii mepuoj
coctaBwio 15486, BKiroyas IKUBOPOXKICHHBIX, MEPTBOPOXKICHHBIX U Cly4yau
npepbiBaHus OepeMeHHocTu Tmocie oOHapyxkenus BIIP y mnoma. Takum oGpazom,
cymMmapnas yactota BITP B o6iactu coctaBuna 252,9 (95% JAW: 229,7-289,7) na 10 000
POXKJICHUN.

B npexncraBiieHHON KOropTe IpeBaIupPyeT KOJIUYECTBO KUBOPOXKIAEHHBIX ¢ BIIP,
ux nona cocrasisier 72,1%, B TO BpeMs Kak J0JU JJIMMUHUPOBAHHBIX IJIOAOB M
MEpPTBOPOKIEHHBIX COCTABIISIIOT 26,8% 1 1,1%, COOTBETCTBEHHO.

B  crpyktype 1nopokoB ~ Haumbojiee  PACHpPOCTPAHEHHBIMH  TPYyIIAMHU
HexpomocoMHbIX BIIP B MockoBckoll 00macTv SIBISIOTCS BPOXKIEHHBIE IMOPOKH
cepaeuHo-cocyauctoir cucremnl (59,00 ma 10 000), mMOpoKH MOYENOJIOBONW CHUCTEMBI
(36,99 na 10 000), uentpanbpHoii HepBHOU cucTembl (20,30 Ha 10 000) U BepXHUX U

HIKHUX KoHeuHoctel (19,66 na 10 000) (pucynok 5) [5].
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Kpome Toro, cymecrtByer Oosbllias TreTeporeHHas TIpylna MHOKECTBEHHBIX
BpOkeHHBIX TTopokoB pa3sutus (MBIIP) (18,44 na 10 000) [16]. K MBIIP oTtHOCsITCS
Cllyyau HaJu4Ms JBYX M 0oJiee MOPOKOB Pa3HbIX CHUCTEM OPraHOB y OJHOTO peOeHKa.
OueBunHo, yto B rpynne aereil ¢ MBIIP cymecTByeT BEpOSTHOCTh HaIW4us
XPOMOCOMHOT0, JTM0O0 T€HHOT'O0 CHUHAPOMA, KOTOpPblE MOTYT OBITh AUArHOCTUPOBAHBI C
NOMOIIBIO CHEIUATbHOTO T€HETUYECKOro oOcienoBanus. B cBs3u ¢ 3TUM BO3MOXXHA
HEKOPPEKTHasi KOAMPOBKA TAKUX CIY4YaeB B PETUCTPE U U3yUEHUE ITOU IPYIIIbI IOPOKOB

TpeOyeT caMOCTOATENbHOTO UCCIIEI0BAHMUS.

BpoaeHHble nopokun cepaua  IIEEGEGG—— 59,00
XpomocomHbie aHomanvy GG 43,65
BMP mouenonosoitcuctems NN 36,99
BMP ueHTpanbHoi HepsHoit cuctembl I 20,30
BMNP BepxHux 1 HukHMX koHeuHocTter I 19,66
MHoxectseHHbie BMP I 18,44
PacuenvHa Heba n/van ry6or I 10,47
BMP »enymouHo-kuweyHoroTpaxkta [ 7,09
KocTHo-mblweuHble aedexts: [ 6,37
Opyroe WM 3,58
BMP rna3sa, yxa, ivuam wen [l 2,19
OcteoxoHapogucnnasun W 1,58
YTouHeHHble cuHapombl B 1,32

BIMP opraHos abixaHna 0 1,09

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

Pucynox 5. Ctpykrypa u yactota BIIP (Ha 10 000 poxaenuii) B MockoBcko# 061acTy,

2011 -2019 rr.

Ha Bropom wMecte mno wacrore cpeau Bcex BIIP pacnonaraercsa rpynna
XpPOMOCOMHBIX aHoManuit (43,65 Ha 10 000), B KOTOpOW 3aperucTpUPOBAHBI CIydau
TPUCOMHUU XPOMOCOMBI 21, a Takke BCE Jpyrue 4YacTble M PEAKUE XPOMOCOMHBIC
anomanuu (pucyHok 6). bomee monmpoOHass uHpoOpMalus O YaCTOTe U CTPYKType

XPOMOCOMHBIX aHOMaJIui B 00J1aCTH IIpecTaBieHa B pazjeine 3.3.
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cunapon ay+a [ 275
CuHapom daBapaca _ 6,01
AHeynaoMAnm NoSI0OBbIX XPOMOCOM - 2,92
Peakue Tpucommnmn n gynamkaummn aytocom - 2,60
CuHgpom MaTtay - 2,22
MoHocoMUM 1 geneumnm ayTocom . 1,18

Lpyrue peakue XA . 1,14

0 5 10 15 20 25 30

Pucynok 6. Ctpyktypa u yactota xpomocoMHbix aHomanuii (Ha 10 000 poxnaeHuit) B

MocxkoBckoi obmactu, 2011 — 2019 rr.

Kak ynoMmuHamocr paHee, B CHCTEME MOHUTOPHUHIA, (DYHKIIMOHUPYIOUIETO B
peruoHax Poccuiickon ®enepanuu, i CPaBHUTEIBHOTO aHAIU3A JAaHHBIX BBIACIICHA
rpynna u3 20 nopokoB obOsizarensHoro yuera (BIIP OVY), a takxke cunnpom [layHa.
OueHkM MNOMyJISUUMOHHBIX YacTOT JJIS 3TUX MOPOKOB 3a KaXIbIM TOJ HAOIIOACHUS
IPE/ICTaBIICHbI HUXKE.

Q00 Ansnueghanus u nodoodoHBIE NOPOKU Pa3BUmMUS

AndHuedanus — nopok pazsutus HHC, nis koToporo xapakTepHO OTCYTCTBUE
O0JBIINX MOJIYIIAPUNA TOJIOBHOTO MO3Tra U cBoJa yepena. OTHOCUTCS K Tpymnine 1e(eKToB
HepBHOU TpyOku (IHT). B ciyyae ecnu 10n0JHUTENBHO 3aTPOHYT MTO3BOHOYHBIN CTOJO,
MOKET OBbIThb YCTAHOBJIEH AMArHo3 KpaHHOpaxucxusza W/Win UHUAHIehanuu. JaHHbie
nopoku pa3Butus uMeroT 100% netanbHocTh. Cpenu Beex nopokos LIHC ansnuedanus
SBJISIETCA HauboJiee pacrpocTpaHeHHOU gopmoii, Hapsay co spina bifida. @akropamu
pucka AaBIsitoTCs AeUUUT (POIMEBOIM KUCTOTHI B OpraHU3Me MaTEpH, a TAK)KE CaxapHbIN
nuabeT, MpueM BaJbIIPOECBOW KUCIOTHI C II€JIbIO JICUEHHS SMUJICNICUHU, OKUPEHUE U
runeprepmus [135]. Otu dakropsl pucka npumenumsl aiig Becex JAHT: ansnuedanuu,
spina bifida u sHuEdanonene.

Bcero 3a ananuzupyemsiii neproj1 B MOCKOBCKOW 0071aCTH 3aperuCTPUPOBAHO 272

ciyyas aH3HUepanuu, U3 HUX 254 mnpencTaBieHbl IMMHUHUPOBAHHBIMU IUIOAAMU
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(93,38%) u mo 9 cnydaeB U3 uMCIa KUBO- U MEpPTBOPOXKIAEHHBIX (mo 3,31%
COOTBETCTBEHHO). ba3zoBas yactora ansHuedanuu cocrasuia 4,44 na 10 000 poxaenuit
(95% IU: 3,38-6,05). Pacnipenenenue mo UCXoay OEPEMEHHOCTH M YacCTOTHI IAHHOTO
MOpoKa 1o rojaM mpeacTaBieHbl B Ta0auie 12.
Tabnuya 12
[TonynsimmonHbIe YacToThl aH3HIehanuu B MockoBckoit o6actu Ha 10 000 poxaeHuii

c 2011 mo 2019 rr.

2011 | 2012 | 2013 | 2014 | 2015 | 2016 | 2017 | 2018 | 2019 | Bcero:
JKuBopoxieHHbBIE 0 1 2 1 2 1 1 1 0 9
MepTBOPOKICHHBIE 1 0 1 1 2 2 1 1 0 9
[Tnoae! 27 18 20 29 29 33 33 35 30 254
Bcero nereii ¢ BIIP 28 19 23 31 33 36 35 37 30 272
Yacrora 4,18 | 2,55 | 3,08 | 3,75 | 4,06 | 4,45 | 6,14 | 7,99 | 6,25 4,44

N3 mpencrtaBieHHOW TaOMUIBI BUJIHO, YTO YacTOThl aHdHIEdaTUUd B PETUOHE
KOJICOTIOTCS B MIMPOKUX Mpenenax, oT 2,55 mo 7,99 cnyuaeB Ha 10 000 poxaeHuii ¢
TEHJICHIIMEHN K MOBBIIIEHUIO YacTOT (CMOTpH IJ1aBy 3.2).

CornacHo mpoBeaeHHOMY B 2022 roay MeTa-aHaJIM3y YacToTa aHdHIEedaniuu B
mupe coctasisier 5,1 Ha 10 000 poxnenunit (95% AU 4,7-5,5) [102]. IIpu sTom, camas
BBICOKAs YaCTOTA pEerucTpupyercs B ABcTpanuu (tabnuia 13). B snunemMuonoruaeckoMm
uccienoanun JlemukoBoit H.C. ¢ coaBTopamm 0a3oBas yacToTa aHdsHUedanuu B
cyobekrax Poccuiickoit @enepanuu cocraBuna 4,63 (95% AU: 4,40-4,88) [14]. Takum
oOpazom, 0Oa3zoBasi yactoTa aH’HIedamuu B MOCKOBCKON 00JIacTH coryiacyercsi ¢

JAHHBIMA MUPOBOM JINTEPATypPbl U UMEET CPEAHUIN YPOBEHB Ha TeppuTopun Poccun.

Tabnuya 13
[Tonynaunonueie yactoThl ansHUedanuu Ha 10 000 poxaeHnit Ha pa3HbIX KOHTUHEHTAaX
mupa [102]
Honyasimmonnas yacrora (95% JAHN)
O0mmas yacrora 5,1 (4,7-5,5)
ABcCTpanus 8,6 (7,7-9,5)
Asus 6,5 (5,5-7,7)
Adpuka 6,5 (1-9,9)
EBpomna 4,8 (4,2-5,5)
AMepuka 43 (3,8-4,8)
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Q01 Suyegpanouene

OHuedaonene (4epenHO-MO3roBas rpblka) — caMblid pEJIKUI MOPOK U3 TPYMIIbI
JHT, npu KOTOpPOM 4acThb MO3TOBOT0O BEIECTBA OKA3bIBAETCS BHE YEPENHOM KOPOOKHU
BcaeAcTBUE JedekTa KocTed uepemna, (QopMupys TIpbDKeBoe BbllsiuuBanue. llo
nokanmuzanuu B cucreMe MKDB BbgensioT 3aTbuiouHoe, J00HOE, HOCOJ00HOE
sHuE(anoIene, a Takxke sHIedanoene APyrux Jokanuzanuil. Jlanuelil mopok Tpedyer
CJIOKHOM HEUPOXUPYPTUUECKON KOPPEKIIMH, TPOTHO3 JJIsl 310POBbsl pEOCHKA 3aBUCHUT OT
pa3Mepa U COIEPKUMOT0 IPEIKEBOro Memika [33].

B ©0aze peructpa BIIP Mockosckoit obmactu ¢ 2011 mo 2019 roxawi
3aperucTpupoBano 89 ciaydaeB sHiedanonene, u3 Hux 14 xxuBopoxaeHusie (15,73%) u
75 — mnoxwt (84,27%). bazoBast uactoTa 3a BeCh niepuoa HabmoaeHus: coctaBuia 1,45 Ha
10 000 poxnaennit (95% JAW: 0,99-2,07) (tabnuma 14). B cpaBHeHun ¢ 060011IEeHHBIMU
nanabiMu Poccuiickoit @enepanun (wactora 1,34; 95% AU 1,21-1,47) u EUROCAT
(uactrora 1,04; 95% IAU: 0,96—1,12) monyueHHble 4acTOThl B MOCKOBCKOU 001acTu
HaxOoJsTCs B MpeJenax CpeIHuX 3HaueHuu [ 14; 89].

Tabnuya 14
[TonynsuroHHbIe YacTOTHI SHIEDano1ene B MockoBckoit oomactu Ha 10 000

poxaenunii ¢ 2011 o 2019 rr.

2011 | 2012 | 2013 | 2014 | 2015 | 2016 | 2017 | 2018 | 2019 | Bcero:
JKuBOpOKICHHBIE 1 3 2 3 0 1 1 2 1 14
IInoxe! 5 7 12 12 9 4 5 10 11 75
Bcero gereii ¢ BIIP 6 10 14 15 9 5 6 12 12 89
Yacrora 090 1,34 | 1,88 1,81 | 1,11 | 0,62 | 1,05| 2,59 | 2,50 1,45

Q05 Spina bifida (cnunnomoszosasn zpwirca)

CnunnomosroBas rpeika (CMI') — BpoxkIeHHBIN MOPOK pa3BUTHUS MO3BOHOYHOTO
CTOJI0a, IPU KOTOPOM HE MPOUCXOJUT MOJHOTO CMBIKAHUS 3aJHUX AYT MO3BOHKOB, YTO
OPUBOJUT K BBIIYMBAHUIO CTPYKTYp CIUHHOTO Mo3ra. [lo ypoBHIO mNOpakeHHs
BBIICIAIOT spina bifida B meitHOM, TpyAHOM, TOSICHUYHOM, JINOO CaKpaJbHOM OT/AEJax.
YacTbIM COMYTCTBYIOLIUM JHAarHO30M SIBJISIETCS ruapouedanus, KoTopas BO3HUKAET B
pe3yibTaTe CMEIIeHHUs B OOJIBIIOE 3aThUIOYHOE OTBEPCTHE CTPYKTYp MO3KEUKa

(cunnpom Apnonbna-Kuapu tun II) u, xak creacTBue, HapyleHUs LIUPKYJSLANA
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CIIMHHOMO3TOBOM KUAKOCTU. [IporHo3 mjisi 310poBbsi peOEHKA 3aBUCUT OT YPOBHA U
pa3Mepa MOPaKEHHUS, CONYTCTBYIOIIMX JUArHO30B, a TaKXe CpOKa MPOBEACHUS
XUPYPruyeckoro BMemarenserna [177].
B Mockosckoit o6mactu ¢ 2011 mo 2019 ronwr 3apeructpupoanHo 372
ciyudas spina bifida Bcex nokanuzanmii, u3 Hux 1wionoB 205 caydaeB (55,11%),
KUBOpOxkAeHHBIX — 160 (43,01%), mepTBOopokaeHHbIX — 4 (1,88%). Ilomynsumonnas
gactoTa coctaBmwia 6,08 Ha 10 000 poxaenuit (95% AU: 4,84-7,66) ¢ TeHaeHUeH K
NOBBIIIEHUIO YacTOT BO BpeMeHu (Ttabnuna 15). [To nanaeim EUROCAT wactora CMIT
coctasisier 4,7 Ha 10 000 (95% [U: 4,54-4,87) ¢ OTCyTCTBUEM AMHAMUKHU 32 TIEPHUO]T
HaOmoaeHus [89].
Tabnuya 15
[TonynaunoHHbBIE YacTOTHl CIMHHOMO3TOBOM rpblk B MockoBckoit o6iactu Ha 10 000

poxaenunii ¢ 2011 o 2019 rr.

2011 [ 2012 | 2013 | 2014 | 2015 | 2016 | 2017 | 2018 | 2019 | Bcero:
JKuBopoxieHHbBIE 14 13 15 27 32 22 10 15 12 160
MepTBOpOKIEHHbBIE 1 1 1 1 0 1 0 0 2 7
[Tnoxsr 13 21 15 16 36 25 29 27 23 205
Bcero nereii ¢ BITP 28 35 31 44 68 48 39 42 37 372
Yacrora 4,18 | 4,70 | 4,15 | 5,32 | 836 | 5,94 | 6,85 | 9,07 | 7,71 6,08

Ha ceromgHsmaui JeHb H3BECTHO, YTO B CTPaHAX ¢ 00s3aTEIIBHBIM 00OTalEHUEM
IIPOIYKTOB MHUTAHUS (POJIMEBONM KHCIOTOW YacTOTa CIIUHHOMO3TOBBIX TPBDK U JIPYTHUX
JHT nuxe. Tak, cornacuo meta-ananu3zy 2016 roga Atta C.A. ¢ coaBTopaMu MOKa3aHo,
4yT0 yacToTa spina bifida B cTpanax ¢ o0g3aTenbHbIM 000OTallIEeHUEM NPOAYKTOB MUTAHUS
dbonueBoit kucnoTou cocrasisieT 3,52 (95% AU 3,21-3,85) na 10 000 poxaeHuit npoTUB
gacToTel 5,22 (95% HAU: 4,62-5,90) na 10 000 poxaeHuii B cTpaHax, IJe TaKou
npodunakTuku Het (Tadauna 16) [101].

Tabauya 16

[TonmynsiumoHHas 4acTOTa CHMHHOMO3TOBOW TPBIKU HA Pa3HBIX KOHTUHEHTAX MUPA,
1985-2010 rr. [101]
‘ Yacrora Ha 100 000 poxaennii (95% JAN)

Pezuonwt ¢ nanuuuem ooazamenvrozo 0602amenu}l npodykmog numaHus d)oﬂueeoﬁ Kucaomoiu
x/p 33,86 (31,05-36,92)
*/pw/p 30,37 (27,42-33,63)




K/p+m/pHTo b 35,22 (32,18-38,56)
Pecuonvl c omcymcmeuem 06a3amenpHozo 0002auieHus NPOOYKmMoe NUMaHus (onuesoi
Kucaomou

x/p 48,35 (41,07-56,93)

K/p+m/p 47,74 (43,66-52,20)

K/p+m/pHuToapt 52,29 (46,28-59,08)
Agppuka

x/p 78,18 (30,66-202,55)

K/p+m/p 54,32 (36,71-80,39)

K/p+m/pHToapI HET JIaHHBIX
Asus

x/p 81,37 (35,05-188,90)

K/p+m/p 87,99 (66,83—115,86)

K/p+m/pHuToapt 243,14 (48,34-1223,04)
Ascmpanus

x/p 37,69 (10,51-135,21)

K/p+m/p 51,48 (42,98-61,66)

K/p+m/pHToapI 61,66 (51,44-73,91)
Eepona

x/p 59,76 (39,19-91,12)

K/p+m/p 59,54 (32,98-107,49)

K/p+m/pHuToapt 52,73 (45,43-61,21)
Cesepnas Amepuxa

x/p 36,87 (34,36-39,55)

K/p+m/p 36,08 (33,50-38,87)

K/p+m/pHuToapt 38,70 (34,41-43,53)
FOxcnaa Amepuxa

x/p HET JIaHHBIX

K/p+m/p 81,33 (59,56-111,06)

K/p+m/pHToapI HET JIaHHBIX

Poccust He OTHOCUTCS K CTpaHaM, TJI€ MPOBOJUTCA OOOTallleHHE MPOTYyKTOB
nutanus QosueBoil kuciorou. IlomynsimoHHas 4acToTa CIIMHHOMO3TOBOM T'PBDKU B
Poccun cocrasnser 6,18 (95% HAU: 5,91-6,46) [14]. Kak BugHO, MOTyUYEeHHBIE YaCTOTHI
spina bifida B MockoBckoil 00iacTu XapakTepHbl i1 CTpPaH C OTCYTCTBUEM
00s13aTeIbHOT0 00OoTAalleHUsI TPOAYKTOB MUTaHUs PosineBoil kucinoTou, MccnenoBanus
MOKa3bIBAIOT, YTO JKEHIIMHBI PEPOYKTUBHOTO BO3pacTa HE MPUHUMAIOT I0CTATOYHOTO
KoJm4yecTBa GOTMEBON KUCIOTHI C TUIIEH U B KAUeCTBE BUTAMUHHBIX 100aBOK [171; 172].
B o101 cBs13M, yUUTBIBAs TSKEIBIN XapaKTep KIMHUYECKUX IPOSBICHUN JaHHOTO IIOPOKa

Y BBICOKMI YPOBEHb )KUBOPOKIAECHUI, BpauaM U OpraHU3aToOpam 34paBOOXPAHEHHS CTOUT
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0co00e BHUMaHUE YACNATh pa3padOTKe U BHEAPEHUIO Mep NMEPBUYHON NPOYUIAKTHKY B
pPErMOHE U CTPaHE HAa TOCYJapCTBEHHOM YPOBHE.

Q03 I'uopouechanusn

I'unpouedanus — nopok pazsutus LIHC, ayiga koToporo xapakTrepHO HAKOIJIEHHUE
nu30bITOYHON HepedpocnuHanbHoM kuakoctu (LICXK) B jxemynoukax roioBHOro Mosra,
BO3HUKAIOIIETO B pe3yJIbTaTe HApPYIICHUS TPOAYKIMU u/unu abcopoumu [[CK.

B MockoBckoii o0nacTu 3aperucTpupoBaHO 246 ciaydaeB  BPOXKICHHOMU
ruaponedaini, U3 KOTopeiX 152 ciydass mopoka HaOII0AanoCh Yy >KHUBOPOKICHHBIX
(61,79%), 90 — y mmonoB (36,58%) u 4 — y mepTBOpOKaAeHHBIX feteit (1,63%). HacroTa
nannoro BIIP cocrasuna 4,02 (95% JAU: 2,77-5,36) na 10 000 poxxnenuii (tabnaumua 17).

Tabnuya 17
[TonynaunoHHbBIE YacTOTHI BPOKACHHOHU Tuaporedanuu B MockoBckoi o0nactu Ha 10

000 poxnennii ¢ 2011 o 2019 rr.

2011 | 2012 | 2013 | 2014 | 2015 | 2016 | 2017 | 2018 | 2019 | Bcero:
JKuBopoxieHHbBIE 6 15 9 31 22 25 23 14 7 152
MepTBOpOKIEHHbBIE 0 0 0 1 2 0 1 0 0 4
[Tnoxsr 2 5 10 17 9 13 12 10 12 90
Bceero nereii ¢ BITP 8 20 19 49 33 38 36 24 19 246
Yacrora 0,23 | 2,68 | 2,55| 592| 4,06| 470| 6,32 | 5,18 | 3,96 4,02

B pa6ote Garne E. npoBeieH 3M1AeMUOIOTUYECKUM aHATIU3 PACTIPOCTPAHEHHOCTH
BPOXKJEHHOHN ruapouedalnd U UCX0J0B OEPEMEHHOCTH C 3TUM 3a00JEBaHUEM CpEAH
yeThIpex nomyassuuoHHbIX peructpoB EUROCAT [59]. AnanuzupoBanack nHGopmanus,
uMeromasica B peructpax ¢ 1996 mo 2003 rTonbpl, BKIOYas >KUBOPOXKICHHBIX,
MEPTBOPOXKICHHBIX W TUIoAoB. W3 aHanmuza ObLIM MCKIIOYEHBI THApOLEe(aTHH,
accoruupoBannbie ¢ JIHT. Yactora BpoxieHHOM ruaponedanuu cocrapmia 4,65 ciyyas
Ha 10 000 poxnenuit (95% JU: 3,77-5,74), uz Hux 47% ObLIM NpeaCTaABICHBI
KUBOPOXKACHHBIMU, 2% MepTBOpOXKIAeHHBIMU U 47% ciywyaeB mioaamu. B xone
UCCIIEOBAHUS ONPENEIICHO, YTO JAHHBIM AUArHO3 MMEET BBICOKYIO JIOJI0 COYETAHHBIX
ITIOPOKOB, KPOME TOT'0 BBICOKA YAaCTOTA PAHHEU MJIAJICHYECKOU CMEPTHOCTH. [10 maHHBIM

EUROCAT o006061enHas oneHka 4acToThl rupoledainu no scem peructpam 3a 2011 —
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2009 rogwr coctaBumia 4,4 ciuyuyaeB (95% JAU: 4,24-4,55) na 10 000 6e3 xkakou-1160
JTWHAMUKHU BO BpeMeHHU [89].

bonee Bbicokue yacToThl gaHHOro BIIP ObuIM MoJydeHBl B HCCeAOBaHUU 25
peructpoB ICBDSR 3a nepuoa ¢ 2000 no 2014 rox. Cpeau naHHBIX perucTpoB O0a3oBast
4acToTa BPOXKJIEHHOU ruaporedanuu coctabmwia 6,82 va 10 000 poxnenuii (95% JAU:
6,70—6,93). UccaenoBarenu 0OTMEUaloT, 4TO BPOXKACHHAs ruapouedanus B psijie ci1yyaen
BXOJIUT B CHEKTP MPOSIBICHUI HEKOTOPBIX ayTOCOMHO-PELECCUBHBIX CHHAPOMOB.
[Ipeanonaraercsi, 4YTO MOCKOJBbKY B HCCIEJOBAaHUE BKJIIOUEHBI CTPaHbl C BBICOKUM
YPOBHEM KPOBHOPOJACTBEHHBIX OpakoB, IMOJIYYEHHbIE YacTOThl OKAa3aJMCh BBIIIEC B
CpaBHEHUU C eBporeiickuMu gaHHbiMH. B Kurtae m Adpuke yacToThl BpOXKIEHHON
ruapouedainu okazanucs emie Boiie (8,3 u 26,7 Ha 10 000 poxxaeHuii, COOTBETCTBEHHO)
[60; 163].

Takum oOpa3oM, COIVIACHO JIUTEPATYpHBIM JI@HHBIM, YacTOTa BPOXKJIEHHON
rujponedanuu Kojaednercss B IIUPOKUX Mpelesax B pa3HbIX PErucTpax M OTIAEIbHBIX
ctpanax. [lomydyenHnble yacToThl B MOCKOBCKON OOJacCTH CPaBHUMBI C €BPONEHCKUMHU
JAHHBIMH.

Q11.0, Q11.2 Anogpmanem/muxpogpmanom

AHO(MTanTEM U MUKPOPTAIbM — TSKENbIE BPOXKICHHBIE NMOPOKU Pa3BUTHS, IS
KOTOPBIX ~XapaKTEpHO OTCYTCTBUE, JIMOO Malblii pa3Mep TJa3HOro s010Ka
COOTBETCTBEHHO. J[aHHBIE TOPOKU UMEIOT HU3KYIO MOMYJISIIIUOHHYIO YaCTOTY 1O BCEMY
MUDY.

B MockoBckoi 00jacTy 3a HCCIEAyeMblid TEPUOJ 3apEeruCTPUPOBAHO BCETO 3
cilyyasi JaHHOTO MOpoKa. Bce OHM mpencTaBlieHbl KUBOPOXKIACHUSMU, CPEAM IUIOIOB
JNAHHBIN THAarHo3 He peructpuposaics. [lomynsunonnas yacrora cocrasuia 0,05 na 10
000 poxnaennit (95% AU: 0,00-0,11) (Tabnuma 18).

Tabauya 18

[TonynaunoHHbIe YacTOThl aHOpTaIbMa/MUKpodTanbMa B MockoBckoit obnactu Ha 10
000 poxaennii ¢ 2011 o 2019 rr.

2011 | 2012 | 2013 | 2014 | 2015 | 2016 | 2017 | 2018 | 2019 | Bcero:

KuBopoxeHHbIE 0 0 0 2 1 0 0 0 0 3

Bcero nereii ¢ BIIP 0 0 0 2 1 0 0 0 0 3

Yacrota 0 0 0| 0,24| 0,12 0 0 0 0 0,05
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B 2018 rony mpoBeneH aHanu3 3aperuCTPUPOBAHHBIX CIIy4yaeB aHOPTAIbMHUHU U
mukpodTanemun ¢ 1999 nmo 2009 roxel B momyisiiuoHHOM peructpe Texaca [78].
CornacHo MpOBEICHHOMY HCCIIEIOBaHHIO OoJiee TONIOBUHEI (55,7%) mMaliueHToOB UMeNu
COIMYTCTBYIOIIUNA XPOMOCOMHBIN, JIUOO TeHHBIM cuHApoM. [lomynsuunoHHas vacTtoTa C
y4eToM CHUHJpoMalibHbIX (opm coctaBmia 3,0 ciyyas Ha 10 000 poxaenuit. Yacrora
HECUHAPOMAJIbHBIX N301MpoBaHHbIX (hopM Ha 10 000 poxaenuit coctaBuna 0,23 ciyyas,
JUTsI HECUHAPOMAIbHBIX (DOPM B COCTaBE € APYTrUMHU MOpOKaMH pa3Butus — 1,33 ciyyas.
Yucio cmydyaeB MUKpO(TaTbMUM TPEBBIILIATIO0 YUCIIO aHO(TanbMun. DakTopaMu pucKa B
UCCJIeIOBAaHUM OBLIN ONpe/IeieHbl HAJTMYKME aHTEHATaIbHOM rMOeNH 110/1a B aHaAMHE3€ U
caxapHbIil 11adeT MaTepH.

bonee Hu3kue oneHKu OBLIN MOTYYEHBI B TOM ke roay uccnegonatensimu NBDPN.
Cormacho wux gawieiMm B CIHA ¢ 2011 mo 2015 rom wyacrora
aHoTanbmMuuu/MukpoTdansmuu coctasuna 1,5 (95% AU: 1,4-1,5) cayuas ma 10 000
POXKJICHUH, TOMOJHUTEIBHBIM (PAaKTOPOM PUCKA OTpeJiesieH Bo3pacT Marepu ctapiie 40
net [141]. Cornacno ouenke EUROCAT uactora anodTanbmun/Mukpodraasmuu ¢ 2011
o 2019 rox coctaBiset 0,62 (95% JAM: 0,56-0,68) [89].

[Tony4yeHHsle yacTOThl B MOCKOBCKOM 00JIAaCTH CYHIECTBEHHO HIXKE OLIEHOK
3apyOeKHBIX HCCIeAoBaHUI. B ompeneneHHON cTeneHW pas3iuyvs B 4YaCTOTE 3TUX
MOPOKOB CBSI3aHbI ¢ CYOBEKTUBHOM OLEHKOM MUKpodTambMuu. Tem He MeHee MOPOKH
ATOM TpPYMNIbl OTHOCATCA K PEIKUM I[OPOKaM pa3BUTUS W UCCIENOBAHUE UX
ANUAEMHUOJIOTHH MPEJCTABISAET COO0M TPYAHOCTD ISl HEOOIBIIMX PETUCTPOB.

016.0, Q17.2 Anomusa/mukpomus

AHOTHUSL — BPOXKJIEHHBII MOPOK Pa3BUTHUS HAPYKHOTO yXa, XapaKTepU3yIOLUncs
€ro MOJHBIM OTCYTCTBHUEM, a TAKXKE OTCYTCTBHUEM CIyXOBOI'O MPOX0Ja, YTO MPUBOJIUT K
TYroyXxocTH. JIJisi MUKpOTUHU XapaKTepHa TMIOIUIa3usl YUITHOM PaKOBUHBI B COUETAHUH C
ee aedopmanuent ¢ wim 0e3 aTpe3ruu CIyXOBOro mpoxoa.

3a uccnenyemsblil mepruos B MOCKOBCKOM 00J1aCTH 3aperucTpupoBano 18 ciydaen
AHOTHH/MUKPOTHH TOJIBKO CPEIH KUBOPOKIECHHBIX, TUIOABl U MEPTBOPOKIEHHBIE C 3TUM
OPOKOM B 0a3e peructpa oTcyTcTBYIOT (Tabiuna 19). [lonyndauronHas yactora nopoka

coctaBuia 0,29 (95% JAU: 0,11-0,45) cinygaeB Ha 10 000 poxxaeHuid.
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Tabauya 19
[TonynsMOHHBIE YaCTOTHI AaHOTUU/MUKPOTUU B MockoBckoi obsactu Ha 10 000

poxaenunii ¢ 2011 o 2019 rr.

2011 | 2012 | 2013 | 2014 | 2015 | 2016 | 2017 | 2018 | 2019 | Bcero:
XKuBopoxeHHbIE 2 0 3 3 4 4 0 2 0 18
Bcero nereii ¢ BIIP 2 0 3 3 4 4 0 2 0 18
Yacrora 0,30 0| 040| 036| 0,49 | 0,55 0| 0,43 0 0,29

B 2011 rony npoBeneH KOMOMHMPOBAHHBIN aHAIU3 MOMYJISALMOHHBIX PETrUCTPOB
EUROCAT, ICBDSR u NBDPN, koTOpbIii 1103BOJINJ OLIEHUTh MUPOBBIE JAAHHBIE IO
pacrpoCTpaHEHHOCTH aHOTUU/MUKpoTHH [121]. B paHHOM wHcCcienoBaHUU OBLIO
3apeructpupoBano 8917 ciyuyaeB anotun/Mukpotun Ha 43 279 396 poxnenuit. Takum
o0pazom, MomyJIsAIMOHHAs YacTOTa MOopoka B Mupe coctaBuia 2,06 (95% JU: 2,02-2,10)
Ha 10 000 poxxnenuii, Mmeauana paBHa 1,43 ¢ uHTepKBapTHIBLHEIM pazmaxom oT 0,79 o
2,21 (min — 0, max — 7,19). TepputopusiMmu ¢ 00JbIIEH pacnpOCTPAaHEHHOCThIO MOPOKA
cramu llentpanbHas u FOxnas Amepuka, Azus, CeBepHas EBpoma, Oojiee HU3KHE
4acTOTHI NpeIcTaBIeHbl B 3anaaHoi, IOxuoi n Bocrounoit EBponax.

Takum oOpa3zoM, MO JAHHBIM PETUCTPOB PA3HBIX CTPAH YACTOTA AaHOTUU/MUKPOTUHU
KoJ1e0JIeTcsl B IUPOKUX Mpenenax. B kakoil-To cTeneHu pa3iaudusi MOTYT ObITh CBSI3aHBI
C pa3JIMYHON TPAKTOBKOW MUKPOTUH. B 3TOM CBSA3M B HEKOTOPBIX PETUCTPax OTACIBHO
ONpENeNAeTCS 4YacToTa AaHOTUU. JIaHHBIA TMOPOK SBISIETCA PEOKUM, KaK U
aHOTHsI/MUKpO(TaIbM. B CBSI3U € 3TUM, C 1I€JIbIO OLIEHKU JOCTOBEPHBIX 0a30BbIX YaCTOT
B MockoBckoi o0nacT HeoOXoaum OoJsiee UIMTENbHBIA IMepuoja HaOMIOACHUS |
HAKOIUICHHUE TAHHBIX.

020.3 Juckopoanmmnoe HCEYO00UKOBO-apmepuaivbHoe coeouneHue
(mpancno3uyusa MazucmpaibHblX cOCy008)

Tpancnozunus maructpaibHbIx cocy0B (TMC) — BpOKI€HHBIN ITMAHOTUYECKUI
MOPOK CepAla, MPEACTaBISIONMNA cO00M pa3zollieHne OOJBIIOr0 M Majoro KpPyros
KpOBOOOpAILIEHHs] 332 CYET CMEIICHUS MarucCTpalibHbIX apTepHil: aopTa BBIXOJIUT W3
IIPaBOro XKEIyA04YKa, JEro4Hasl apTepus — U3 JeBoro. IIpu TakoM CTpOEHUHU CepAEUHO-

cocynuctoil cucreMbl (CCC) okcureHupoBaHHasi KpOBb HE MOCTYIAET K BHYTPEHHHUM
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opraHaMm 4ejloBeKa, Tak Kak HUPKYJIUPYET B MAJIIOM KPyTy KpOBOOOpAILIEHHUs, @ BEHO3HAS
KPOBb IIUPKYJIUPYET B OOJIBIIOM KPYTY, BBI3bIBas TUIOKCUIO U IIUAHO3. YK€ B MEPBBHIil
4yac IMOCJi€ POXIEHUS y HOBOPOXKACHHOIO C 3THUM IOPOKOM HACTyMaeT TsKenas
TUIIOKCEMUS U METa00IMYECKUH alli103, IPU OTCYTCTBUHM JI€UEHHSI IOPOK HE COBMECTUM
¢ ku3Hpt0. B Hekoropbix ciuyvasx (30-40%) mnopok coueraerca ¢ JedexTom
MexokenyaoukoBoi neperoponku (JAMIKII) unu apyrumu nopokamu CCC, xoTopbie
NO3BOJISIIOT apTEpPUAIIbHOW M BEHO3HOM KpPOBU CMEIIMBATHCS, B TaKOM Cllydae
KJIMHUYECKas KapTHUHA HE CTOJIb BhIpaxkeHa [52]. Ha ceronnsmnuii 1eHb pa3paboTaHbl
3¢ PeKTUBHBIE CITOCOOBI XUPYPTrUUECKON KOPPEKIIMU JAHHOTO MOPOKa Cep/alia.

Hons TMC B cTpyktype nopokoB CCC cocrtapnsieT okojio 5% [157]. B oOmeit
CTPYKType 3a00JIeBA€MOCTH KOJUYECTBO BBISBICHHBIX CIy4aeB B MPEHATAIbHOM
NEePHOJIEe Ha CETOIHSAIIHUI I€Hb COIVIACHO JINTEPATYpPHbIM JaHHBIM cocTaBiseT 10 50%
[153]. OtmeueHo, uto ¢ Hayana X XI Beka JaHHBIN OKa3aTeb CYIECTBEHHO MOBBICUIICS
3a CYET TMOBBIIIEHUS KAayecTBa YJIbTPa3BYKOBOW JMArHOCTUKH, YTO MO3BOJIUIO
pa3paboTaTh ajJrOpUTM CBOEBPEMEHHOM MEAUIIMHCKON ToMOIMu OepeMEeHHOU W
KUBOPOXKICHHOMY, a TAKXKe MPUBEJIO K CHUXKEHHUIO YPOBHS cMepTHOCTH [150].

B MockoBckoit obsactu 3apeructpupoBano 132 cnyuas TMC, cpenu koTopsix 122
(92,43%) caydas BbIABI€HO Yy kuBOpoxiaeHHeix u 10 (7,57%) — y mI070B,
MepTBopoxkaeHHBIX ¢ TMC Het. ba3oBas momyssiiimoHHas yactoTa coctaBuia 2,16 (95%
JAN: 1,54-2,64) (Tabauia 20).

Tabauya 20
[TonynsMOHHBIE YaCTOTHI TPAHCIIO3UIIMU MAaruCTPaIbHbBIX COCYI0B B MOCKOBCKOM

obnactu Ha 10 000 poxxaenuii ¢ 2011 mo 2019 rr.

2011 | 2012 | 2013 | 2014 | 2015 | 2016 | 2017 | 2018 | 2019 | Bcero:
JKuBOpOKICHHBIE 11 18 18 16 16 21 15 5 2 122
IInonmr 2 0 0 0 0 2 3 0 3 10
Bcero nereit ¢ BITP 13 18 18 16 16 23 18 5 5 132
YacrtoTta 1,94 | 2,42 241 | 193 1,97 | 2,84 | 3,16 | 1,08 | 1,04 2,16

Pacuetnas nonymsuuonnas yacrora TMC B CIIIA o ganasim NBDPN ¢ 2014 no
2018 roast coctaBuia 2,3 (95% HAU: 2,2-2,4) cnyqas va 10 000 poxxnenuii [167]. [Ipu

stoM, B wucciaegoBanuu Mai C.T. ¢ coaBTOopamMu, B KOTOPOM aHaJIM3HPOBAIUCH
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nonyJysiuonHele  yactotel BIIP nHa teppuropum CHIA c¢ 2010 mo 2014 ron,
nonyJsiituonHas yactora TMC Obuta Beime u coctabisuia 3,03 (95% JIU: 2,87-3,18)
[127]. ITo nanasim EUROCAT nonynsinuonnast yactota TMC B Eponie ¢ 2011 mo 2019
roasl coctaBisgeT 3,40 (95% JAU: 3,26-3,55), uto Beiiie oieHok NBDPN [89].

Kak Buaum, nonyuyeHHelie 6a3oBbie 4actoThl TMC B MockoBckoit obiactu
HAXOJATCA B MpeJieyax MEXIyHapOoIHbIX oleHOK. OaHako, IpHu aHaliu3e oOpaliaer Ha
ce0s1 BHUMaHUE MaJloe KOJIMYECTBO MPEHATATbHO BBISIBISIEMBIX Ciiy4aeB. sl OLleHKU
BeIsiBIsieMocTd TMC B mpeHatanbHOM Iepuosie B MOCKOBCKOM 00JacTH HEOOXOAMMO
IPOBEICHUE JOMOJHUTENBHOTO HCCIEAOBAaHUS C 1EJbI0 BBISCHEHHS JIOCTOBEPHBIX
OPUYKUH HaOII0JaEMOTO SIBJICHUS.

023.4 Cunopom zunonnazuu j1e8vlx 0moei08 cepoua

CunapoM rumnorazuu jeBbix oraenoB cepana (CIJIOC) — BpoxaeHHBINH MOPOK
cepana (BIIC), xapaktepu3yromuiicss HeIOpa3BUTUEM JIEBOTO KeEIyJouyka cepiala B
COUETaHUU C aTPE3UeH U/UIIM CTEHO30M a0PTAIBbHOTO U MUTPAIBHOTO KJIAMIAaHOB, a TAKKE,
B HEKOTOPBIX ciydasax, ¢ JJMIKII. IIpu naHHOM MOpOKE pa3BUTHSI CUCTEMHBIA KPOBOTOK
B MpEHATaJbHOM TNIEPHOJE OCYILECTBIACTCS TMPaBbIM SKEIyJAOYKOM Orjaromaps
pETpOrpaslHOMy TOKY KpOBH B aopTe uepe3 apTepuaibHblii mnpoTok. OJHaKo,
apTepuajbHBIM MPOTOK 3aKpbIBaeTCs Ha 1-2 cyTkH Xu3HHU. B 3TO# CBA3M, HEOOXOIUMO
XUPYPrUYecKoe BMEIIATEeNbCTBO, KOTOPOE HaIpaBieHO, B IEPBYIO ouepeab, Ha
COXpaHEHUE TOKa KpPOBU B apTepuajbHOM MpoToke. [Ipu OoTCyTCTBUM XHpPYpruyecKkoin
KOPPEKIUU €T B OOJIBIIMHCTBE CcllydyaeB norudaiot Ha 1 Henene »xuznu [105].

B MockoBcko#t o6nactu ycranoBieHo 177 ciaydaeB CIJIOC 3a ucciemyeMbliit
nepuoJ, TakuM o0pa3omM, 6a3zoBasi yacToTa B peruone cocrasuia 2,89 ciyyas Ha 10 000
poxaenuit (95% HAU: 2,11-3,83) (tabmuma 21). KonmuuectBo ciiyyaeB mopoka cpeau
IJI0JI0B HE3HAUYMUTEIHHO OOJIbIlIe KOTUYeCcTBa kxuBOpoxaeHuit (50,85% nportus 46,89%,
COOTBETCTBEHHO). [lons MepTBOpOkaAeHUN cocTaBmwia 2,26%. MuHUMaIbHas 4acToTa
coctaBuia 0,94 na 10 000 poxnennii B 2013 rony, makcumansHas — 4,32 B 2018 rony. B
muHamuke ¢ 2013 mo 2018 rox Habmogaercsa poct yactotel CI'JIOC. Onnako B 2019
rojly 4acToTra HWXe OXunaemMod. Bo3MOXHO uMeeTcss HemoydeT MOpoKa Cpeau

HOBOPOXICHHBIX I[CTefl.
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Tabnuya 21

HOHy.HSII_II/IOHHBIG YacTOThlI CHHAPOMA I'MITIOIIIa3UH JICBBIX OTACIIOB CEPLa B

MockoBckoii obsnactu Ha 10 000 poxaenuit ¢ 2011 mo 2019 rr.

2011 | 2012 | 2013 | 2014 | 2015 | 2016 | 2017 | 2018 | 2019 | Bceero:
JKuBopoxieHHbIE 13 5 2 15 17 16 12 1 2 &3
MepTBOPOKICHHBIE 0 0 1 1 0 1 0 0 1 4
[Inoaer 9 8 4 5 9 15 11 19 10 90
Bcero nereii ¢ BIIP 22 13 7 21 26 32 23 20 13 177
Yacrora 329 | 1,74 0,94 | 2,54 | 3,20 | 3,96 | 4,04 | 432 | 2,71 2,89

CornacHo meta-ananuszy 2019 roma 6a3oBast wactora CI'JIOC Bo Bcem mmpe
coctasiuser 1,78 (95% HAU: 1,62—1,95) va 10 000 poxxneHuii, 1075 B CTPYKType Bcex
BIIC paBna 2,56% [100]. Ognako, B uccleqoBaHHE HE ObUIM BKJIIOUEHBI Cilydyau
npepbiBaHus OepeMEHHOCTH. B 3aKkiItoYeHuu OTMEYEHO, YTO CpeAu >KHUBOPOKICHHBIX
4acTOoTa MOPOKOB CEpJld, KOTOPbIE ACCOUMUPOBAHBI € OOCTPYKIMEH BBIHOCSAIIUX
TPAKTOB JIEBOTO JKEJIYJ0UKa, K KOTOPEIM B ToM unciie oTHocuTea CI'JIOC, cymiecTBeHHO
cHusuiack ¢ 1995 nmo 2017 rox 3a cuer npeHaTaaIbHOW JUATHOCTUKH U MOCIIEIYIOUIETO
npepbIBaHUs OEPEMEHHOCTH.

Cornacno onienke NBDPN, nonysnsaiuonnas yacrora CI'JIOC B CIIA ¢ 2014 no
2018 rox cocraBuna 2,7 caydas (95% JAU: 2,6-2,8) na 10 000 poxaeHuit. Y mioaoB u
neteil myxckoro nona CIJIOC peructpupoBaics 3HAUUTENBHO Yalle, MO BO3PACTY
MaTepu pasznuuuii oOHapyxkeHo He Obu10. Ilo manHeiM EUROCAT wactoTta mopoka
coctaBnser 2,45 (95% HAWU: 2,33-2,56), COOTHOIIEHUE >KUBOPOXKICHHBIX U TUIOJIOB
npumepHo paBHoe [89]. B Poccun no nanubiM 00bequHeHHO# 6a3bl MoHuTOpUHTa BITP
¢ 2010 mo 2014 rox gactora CI'JIOC cocrauna 1,07 (95% JAW: 0,96—1,19) na 10 000
POKJIEHUH, A0Sl UHAYLIMPOBAHHBIX MpepbIBaHUM OepemeHHocTH coctaBuia 41,7% [11].

Takum o6pa3zom, nonydeHHsie 6azoBbie yacToTel CI'JIOC B MockoBckoit o0nacTu
COBIAAAIOT C pe3yJibTaTaMH 3apyOeKHBIX HCCIIEIOBAHUM, COOTBETCTBEHHO, MOXKHO
IPEANOI0KUTh, YTO BbIBIsIEMOCTh u3yuyaemoro BIIC B mpeHatanibHOM nepuojie u cpeau
AKUBOPOXKICHHBIX HAXOUTCS HA JOJKHOM YPOBHE.

035 Pacwenuna neoa u Q37 Pacwenuna 2youl c/oe3 neoa
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Pacmenunsl ryObr u Heba (PI'H) — BpoxzaeHHble nedeKThl 4eat0CTHO-JIULEBON
00J1aCTH C pa3HOM CTENEHbIO BHIPAKEHHOCTH KIMHUYECKUX MposiBiieHud. Pacmennna
ryObl M pacuienrHa Heba MMEIOT Pa3INyYHble NAaTOT€HETUYECKHE MEXaHU3MBbI, B 3TOH
CBS3M MMONYJIALIMOHHBIE YACTOTHI JIJIS1 HUX PACCUUTBIBAIOTCS pa3iesibHO. BmecTe nuieBbie
pacIIeNIMHbI SBIAIOTCS OJHOW M3 HambOojee pacnpoctpaHeHHbIX rpynn BIIP mo Bcemy
MUDY.
Bcero B 6a3ze nanubix MOCKOBCKOI 00J1acTH 32 aHAJIM3UPYEMBbIE T'O/Ibl BBISIBICHO
196 cnydaeB pacuienunbsl HeOa u 455 ciydyaeB paciienuHbl TyObl ¢/0e3 Heba, 6a30BbIe
gacToThl paBHbI 3,20 (95% AU: 2,65-3,68) u 7,43 (95% AU: 6,58—8,49), COOTBETCTBEHHO
(tabmunbr 22, 23). [Ilpaktuyecku Bce ciaydanm pacmenun Heba (98,98%)
3apEruCTPUPOBAHBI Y )KMBOPOKICHHBIX, HE ObLJIO BBISIBIEHO HM OJHOTO Clyyas Cpeau
UHAYLHMPOBAHHBIX a0OpPTOB M MEPTBOPOXKIAEHHBIX. I[lpu pacmenune TyObl 10
KUBOPOXKIEeHUN cocraBwia 88,35%, sSIuMMUHHpPOBaHHBIX IWIOA0B — 10,77%,
MepTBOpoxkaeHHUN — 0,88%.
Tabnuya 22
[TonynsuroHHBIE YAaCTOTHI pacieauHbl Heba B MockoBckoit o6mactu Ha 10 000

poxaenunii ¢ 2011 o 2019 rr.

2011 | 2012 | 2013 | 2014 | 2015 | 2016 | 2017 | 2018 | 2019 | Bcero:

JKUBOPOKICHHBIE 27 26 19 21 30 27 21 11 12 194

MepTBOpOKICHHbIE 0 0 0 0 2 0 0 0 0 2

Bcero nereii ¢ BITP 27 26 19 21 32 27 21 11 12 196

Hacrora 403 ] 349 255| 2,54| 393] 334 3,69] 2,38] 2,50 3,20
Tabnuya 23

[TonynsiMOHHBIE YaCTOTHI pacilieanuHbl ryosl ¢/6e3 Heba B MockoBckoi obsactu Ha 10

000 poxnennii ¢ 2011 o 2019 rr.

2011 | 2012 | 2013 | 2014 | 2015 | 2016 | 2017 | 2018 | 2019 | Bcero:

JKUBOPOKICHHBIE 43 40 47 52 61 47 44 28 40 402
MepTBOpOKICHHbIE 0 0 0 1 2 0 1 0 0 4
[Tnoap! 8 4 1 3 6 10 9 4 4 49

Bcero nereit ¢ BITP 51 44 48 56 69 57 54 32 44 455
Yacrora 762 591 | 6,43 | 6,77 | 848 | 705| 9,48 | 691 | 9,16 7,43
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B 2003 romy Obuta yupexjaeHa MeXAyHaApojHas MepuHaTajdbHas 0a3a JaHHBIX
muneBbix paciienuH (the International Perinatal Database of Typical Orofacial Clefts,
I[PDTOC), nienpto KOTOPOH SBISIETCS U3YUYEHUE U aHAIIU3 YUAEMUOJIOTUYECKUX TaHHBIX
[0 PAacCIpOCTPAHEHHOCTU JIMUEBBIX pACIUENINH, 3apErMCTPUPOBAHHBIX B TaKUX
MOoHUTOpUHTOBBIX perucrpax kak EUROCAT, NBDPN u ISBDSR [114]. B 2011 rony
IPDTOC mnpoBena KpymHOE MEXIyHAapOJHOE HCCIEIOBAHUE, OXBaThIBawoliee 54
perucTpa no BCeEMy MHPY, B OTHOLIEHUHU PACIIPOCTPAHEHHOCTH PaCUIENIMHbBI T'yObl ¢/0e3
Heba. Obmias yacrora coctaBuia 9,92 (95% [AU: 9,70-10,14) na 10 000 poxaenuii co
3HAUUTEIBHBIMU KOJIEOAHUSAMHM YacTOT MO TeppUTOpHaibHOMY mnpuHuuiy. Camble
HU3KHUE 4acTOThl Obutn onpeaenensl s KOxuon Adpuku, Utanuu u CILA, B To Bpems
KaK caMmble BBICOKHE ObUIH MOJIyYEHBI B TAKUX CTpaHax kak ['epmanus, SAnonus u lanus.
Ha Tteppuropun BocTounoii EBpornbl nomyiasiiuoHHbIE YacTOThl KojeobatoTes ot 7,18
(95% JAU: 5,93-8,61) no 10,11 (95% JAU: 8,92—-11,42) na 10 000 poxxnenuii. B crpanax
CO CPEIHUM M HU3KHUM YPOBHEM JI0XOJa MOMYJIALMOHHBIE YAaCTOTHI JUIEBBIX PACILEIUH
Bhimie. [1o onenke Kadir A. ¢ coaBTopamu B 3Tux cTpanax 1 pedenok u3 730 poxaaercs
C JIUIEBBIMH paCIIeIMHAMU, MTOMYJISIIIMOHHAs yacToTa coctasiseT 13,8 (95% AU: 12,0—
15,6) va 10 000 poxxnenwuii [187].

B Gonee mo3nHeM UCCIENOBAHMM PACHPOCTPAHEHHOCTH JIMILIEBBIX PACHICIMH B
okpyre anuu ¢ 1980 mo 2014 roapr yacToTa pacieinH HeOa OblIa ornpeseseHa paBHON
6,9 Ha 10 000 poxxnenuit, pacuienus ryost ¢/6e3 Heda 14,8 va 10 000 poxnenuii [136].
AHanornyHo naHHbIM MOCKOBCKOW 00s1acTh HE ObLIO 3aUKCUPOBAHO MPEHATATIBLHOTO
BBISIBJIEHUSI paclIeNIMHbl HeOa. 3a uccieayeMble Mepuoibl He ObLUIO 3apErucTpUpPOBAHO
3HAYMMBIX KoJieOaHMil dacToT wu3ydaembeix BIIP. ABTOpbl mNOAYEpKUBAIOT, YTO
BBISIBJIEHHbIE MMM YaCTOTHI JIMLEBBIX PACLIEINH BBILIE, YEM COOOIIANOCh BO MHOTHUX
JIPYTUX CTpaHax.

B 2023 romy onyOAMKOBaHO OJHO W3 TMOCJHEAHMX MYJbTULEHTPOBBIX
UCCJIEIOBAHUN 3MUAEMHOJIOTUN PACIIEINHbl TYObl ¢ WM 0Oe3 paciienuHbl Heba, B
KOTOPOM IMpOaHAJIM3UPOBAaHBl JaHHbIE 22 mporpamMm cTpadH EBpombl 1 AMeEpHKH,
Bxomsamux B ICBDSR [28]. CormacHo mpoBeaeHHOMY HccienoBaHuto dactora PI'H

CYHIECTBEHHO BapbUpOBAJIa B pa3HbIXx mnporpammax: ot 1,26 mo 10,37 wa 10 000
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pokneHuit 3a nepuon HabmoaeHus ¢ 1974 no 2014 roxsl. CymMMapHas yactoTa, paBHas
6,4 Ha 10 000 poxaeHUN, HEMHOTO HI)XE, YEM MOKHO OBLJIO OBl OKHMJIATh Ha OCHOBE
MUPOBOU UTEpaTyphl (Tabiuia 24). ABTOpPBI MOTUYEPKUBAIOT, UTO PA3JIMYHUS B 4aCTOTAX
MOTYT OBITh CBSI3aHBI C PA3IMUMSIMU B METOJIaX HAOJIOJEHUS, OPTaHU3allMi PETUCTPOB
(Ha OOJNBPHUYHOM W  TOMYJISIMOHHOM OCHOBE). Takke Ba)XXHO Y4YHUTHIBATh
reorpaUUecKyro TEPPUTOPUIO, OXBAYEHHYIO PETHCTPOM, YTO MOXET OBITh OYEHb
MOJIE3HO TPU TMOMBITKE OMPEACICHUS BO3MOXKHBIX MPUYUH HAOII0/1aeMOM, K MPUMEDY,

BBICOKOW 4aCTOTHI MIOPOKA.

Tabnuya 24

Yacrora PI'H no nanueim nporpamMm ICBDSR (pankupoBaHo 10 yOBIBaHHIO YaCTOTHI)
Crtpana Tun IMepuon Yacrora | Hoas Joast Joast

NPOrpamMMbI Ha0/I01eHu it PI'H na K/p M/p C]1|

10 000 (%) (%) (%)

Mekcuka BonbHnuHbIN 1978-2013 10,37 90,43 9,57 0
'epmanus [Monynsimonnsiit | 1980-2014 10,09 83,43 6,97 9.6
IOxnas Amepuka | bonbHUYHBIN 1995-2014 9,78 90,64 9,36 0
Upan BonbpHnuHbIi 2004-2012 9,77 99,36 0,64 0
ApreHTuHa BonbpHnuHbIN 2009-2014 9,61 97,15 2,85 H/n
Hunepnannbt [Monynsimonnsiit | 1981-2014 8,82 93,95 2,62 3,43
CIITA-FOTta [Monynsimonnsiit | 1995-2012 8,67 90,66 3,37 5,97
IBenus [Monynsimmonnsiit | 1974-2014 7,42 95,47 0,93 3,6
Bemukobpurtanusa | [onmynsuuonnstit | 1998-2014 7,36 80,19 0,95 18,38
CIIA-Apxkanzac | [lomynsimmonnsiii | 1993-2012 6.9 94,86 3,62 0,95
CrnoBakus [Monynsimonnsiit | 2001-2013 6,35 97,39 0,87 1,09
CIIA-ATtnanra [Monynsimonnsid | 1994-2008 6,21 85,59 5,02 8,52
Ykpanna [Monynsimonnsiit | 2000-2013 5,81 81,28 2,13 14,47
MaibTa [Monynsimonnsit | 1995-2013 5,25 80,95 19,05 0
Opanmus [Monynsimmonnsiit | 1981-2014 4,98 70,64 5,28 24,08
Wranus- [Monynsimuonnsiit | 2003-2012 4,88 80 3,08 16,92
Jlombapnus
Ucnanus BonpHuuHbIH 1995-2013 4,15 65,16 1,29 33,55
Komxymb6us BonbHUUHBIM 20112014 4,03 100 0 0
Uranus-Tockana | [Momynsuuonnsiii | 1992-2014 3,53 81,78 2,22 16
Yexus [Monynsimonnsiit | 1980-2014 3,08 88,1 0,48 11,41
Ucmanus BonpanunbIii 1986-2013 2,69 96,87 3,13 H/n
W3pannb BonbHUUHBIM 2000-2014 2,69 100 0 0
Mexkcurka Honynsuuonnsiii | 2011-2014 1,26 100 0 0
O0mas yacrora 6.4
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CpaBHEHHE OLIEHOK YacTOT JIMLEBBIX paciieauH B MOCKOBCKO 00JaCTH € TaHHBIM
JIPYrUX HUCCIENOBAaHUN YyKa3blBaeT Ha TO, YTO MOJYUYEHHbIE B HAIIEM HCCIEJOBaHUU
JNaHHBIE conocTaBUMBI co cpeanel yactoro PI'H pernctpos ICBDSR.

Takum oOpa3zom, MONYJISALUOHHBIE YaCTOTHI JTUIEBBIX PACIIEINH UMEIOT 3HAUNMBbIE
paznuyMs 1O BCEMY MHUpPY. YUMTHIBAs, YTO JaHHbIE TOPOKU JIETKO MOTYT OBITh
JUArHOCTUPOBAHBI Cpa3zy IOCJE POXKJIEHHUS, BpAI JU 3TO CBSI3aHO C mpodiemMamu
JMArHOCTUKH U UX CBOEBPEMEHHOM peructpaiuu. B 3Toil cBs3u, BEPOATHO, CYLIIECTBYIOT
OOBEKTHBHBIE MNPUYUHBI MEXPETHOHAIBHBIX PA3IMYUMN  MONYJALMOHHBIX YacToT,
KOTOPBIE MOTYT ObITh 00YCJIOBIIEHBI PETMOHAIBHBIMU SKOJIOTUYECKUMH BO3JIEHCTBUSIMU
WIM  TEeHETHMYECKUMH  OCOOeHHOCTsAMU  monyisiuu.  CregoBaTenbHO,  M3—3a
MEXMOMYJISIIUOHHBIX BapHallMii 4acTOT JIMUEBBIX PACIIENWH >KeIaTelIbHO MOJydaTh
COOCTBEHHbIE PETrMOHAJIbHBIE OI[EHKHU YaCTOT, YTO MUMEET MPAKTUYECKOE 3HAYEHUe IS
IUTAHUPOBAHUS MPOPUIAKTUYECKUX MEPOTIPUATUNA HA MOMYJISLIUOHHOM YPOBHE.

039.0, 039.1 Ampe3ua nuwiesooa c/ve3 ceunia

ATpe3usi TUIIEBOJAa — BPOXIACHHBIM TOPOK pa3BUTUS BEPXHEro OT/eNa
xenynouno-kumeyHoro tpakra (XKKT), koropslit xapakTepusyercs HapyLIEHHUEM €ro
HENpPEepbIBHOCTH. B OONbIIMHCTBE CHydyaeB aTpe3usl MHILEBOJA COYETAETCS C
TpaxeonuiueBogHbiM cBuileM [131]. CrnenctBuem HaHHOTO TIOPOKA  SIBISETCS
HENPOXOJUMOCTh MHUILIEBAPUTEIBHOTO TPAaKTa, B CBSI3U C 4YeM Tpedyercs CpodHas
XUpypruyeckas: Koppekuus mnocie poxaeHus. Ilpu uzonupoBaHHON ¢GopMe JaHHOTO
NOPOKa BBDKMBAEMOCTh IOCJIE XUPYPrUUYECKON KOPPEKIMH Ha CErOAHSIIHUI JEeHb
coctasisiet 6osiee 90% [130; 164].

3a uccaeayeMblii nepuoa B MockoBCKOM 001acTH 3apeructpupoBano 119 cinyyaen
aTpe3uu NnuieBoaa ¢/6e3 cruila, 6azoBas yactora coctaBmwia 1,94 (95% JAU: 1,36-2,46)
Ha 10 000 poxnenuit (tabmuma 25). [ons xKuBOpokaeHHBIX cocTaBuia 98,32%,
MepTBOpOXaAeHU — 1,68%, 3MTMMUHUPOBAHHBIE IJI0JIbI 3aPETUCTPUPOBAHbI HE ObLIU. B
Te4eHre HaOJI0IaeMOro NMepuo/ia 3HAaYMMbIX U3MEHEHUN YacTOThI MOPOKA B IMHAMUKE

HE HAOJIIO1AJIOCh.



72
Tabnuya 25
[TonynauMoOHHBIE YacTOTHI aTPE3UHU MHUILEBOA ¢/0e3 cBulIa B MOCKOBCKON 00J1aCTH Ha

10 000 poxknenuii ¢ 2011 o 2019 rr.

2011 | 2012 | 2013 | 2014 | 2015 | 2016 | 2017 | 2018 | 2019 | Bcero:
JKuBopox1eHHbIE 17 8 19 15 23 14 4 9 8 117
MepTBOpOKICHHBIC 0 0 1 0 0 0 0 0 1 2
Bcero nereii ¢ BITP 17 8 20 15 23 14 4 9 9 119
YacroTa 2,54 1,07 2,68 | 1,81 | 2,83 | 1,73| 0,70 | 1,94 | 1,87 1,94

Hanbonee monHasi kapThHA PAcHPOCTPAHEHHOCTH aTPE3UM MUIIEBOAA B MHpPE
omucaHa B JIByX uccienoBanusx 2012 roga, kotopeie 0bun nmpoBeneHsl Pedersen R.N. ¢
coaBTropamu u Nassar N. ¢ coaBropamu [131; 168]. CormnacHo onenke Pedersen R.N. ¢
coaBTOpaMHu 4yacToTa aTpes3uu nuieBona B Epome (1987-2006 r.r.) cocrasiset 2,43
(95% JU: 2,30-2,57) ma 10 000 poxnenui, npu stoM 88,7% u3 HUX ObLIH
xuBopoxaeHHbIMU [131]. ITo ganubsim peructpa ICBDSR (1998-2007) yacTora aTtpe3uun
numieBoja coctasmia 2,37 (95% JU: 2,28-2,45) na 10 000 poxaenuii, u3z aux 93,8%
OBUIN KUBOPOXKACHHBIMU. B HcclieoBaHUAX TTOKa3aHo, 4TO AuHaMukKa ganHoro BITP Bo
BpeMeHHM cTa0uibHa. [IpUCYTCTBYIOT pasziuuusi 4YacTOT MO TEPPUTOPUATLHOMY
MPUHIIUITY, KOTOPBIE BEPOSITHO CBSI3aHBI C STHUYECKUMH OCOOEHHOCTSMU.

B Poccuiickoit deaeparuun 00001mEHHAs OIIEHKA PACIPOCTPAHEHHOCTH aTpe3uu
numieBojga cocrapiaser 1,96 (95% JW: 1,87—2,06) nwa 10 000 poxaeHui,
MCCIIEIOBATENSIMU MPOBOJAMWIICS aHAJIU3 3aPETUCTPUPOBAHHBIX CIYYa€B B PETMOHAJIBHBIX
peructpax ¢ 2000 nmo 2013 rox, yactora B TeUEHHE BPEMEHU Takke Oblla CTAaOMIIbHON
[20].

Taxkum 00pa3om, MOyuyeHHbIE OIEHKH 0a30BBIX 4acTOT B MOCKOBCKOW 001acTu
COIOCTABUMBI C OLIEHKAMHU MEXIYHAPOJHBIX UCCIEAOBAHUN M COBHALAIOT CO CpEeIHEMN
BEJIMYMHOM Ha Teppuropuu Poccuu.

042.0-42.3 Anopekmanvhasa ampezus u cmeno3s c/o0e3 ceunia

AHopekTanbHble TOpoku (APII) — cnekTp BpOXAEHHBIX MOPOKOB Pa3BUTHUS
HwkHero oraena JKKT  pasHoll  cTemeHM  BBIPAXEHHOCTH,  BKIIOYAIOIINI
Hernep)OpUpPOBaHHBIN 3aHUN MPOXOJ WIM OTCYTCTBHE WJIM CYXKEHHE KaHalla MEXIy

OpsIMOM KUIIKOW U 3aJHUM IMPOXOJOM CO CBHILOM B COCEIHHUE OpPraHbl UK 0e3 Hero.
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[Topok, kak mOpaBWIO, AMATHOCTUPYETCA Cpa3y IMOCIE POXKACHUS TMPU BU3YaJTbHOM
OCMOTpPE HOBOPOKJEHHOTO U TpeOyeT Xupyprudeckoi koppekuuu. [Ipu nzonupoBanHoit
dbopme mocie Xupypruueckoil KOppeKIuu BbKMBaeMocTh gocturaeT moutu 100%, B To
BpeMsl Kak IpHU HAJIUMYMM APYTHX MOPOKOB PA3BUTHUS MPOTHO3 IJIS KU3HU U 310POBbS
ONpPENEIAETCS COMYTCTBYIOIUMH HapyleHusmu [ 162].

B MockoBckoii 001acTH 32 aHaTU3UpYyeMble rofbl 3apeructpuponano 105 ciayyaes
uzyyaemoro BIIP, u3z nux 104 cimydast BbISBIEHBI Y )KUBOPOXKIEHHBIX nerei (99,05%) u
1 cnyuait — y meptBopoxaénnoro (0,95%) (trabnumna 26). basoBas momyJisiiiuoHHas
gactoTa coctaBuna 1,71 (95% JAU: 1,52-1,94) na 10 000 poxxaeHuit ¢ OTCYyTCTBUEM
BPEMEHHOU TMHAMUKH.

Tabnuya 26
[TonynauMoOHHBIE YacTOTHI aTPE3UHU MHUILEBOA ¢/0e3 cBulla B MOCKOBCKON 00J1aCTH Ha

10 000 poxknenuii ¢ 2011 o 2019 rr.

2011 | 2012 | 2013 | 2014 | 2015 | 2016 | 2017 | 2018 | 2019 | Bcero:
JKuBOpoOKIeHHBIE 12 10 13 14 14 14 8 8 11 104
MepTBOpOKIEHHbBIE 0 0 0 1 0 0 0 0 0 1
Bcero aereii ¢ BITP 12 10 13 15 14 14 8 8 11 105
Yacrora 1,79 | 1,34 | 1,74 1,81 | 1,72 1,73 | 1,40 | 1,73 | 2,29 1,71

Cornacno nanabiM ICBDSR 6a3zoBas wactora APII B mupe (1974-2014 r.r.)
coctasiser 3,26 Ha 10 000 poxxnenuit (95% JAU: 3,19-3,22), npu 5T0M B OOJIBIIIMHCTBE
CTpaH OTCYTCTBYIOT 3apETrHCTPUPOBAHHbBIC CJIydyad IMpephiBaHUS OEPEMEHHOCTH C
nanHbiM 1iopokoMm [158]. Yacrora APII ¢ 2011 mo 2019 r.r. cornacHO IaHHBIM
EUROCAT cocrasinsiet 3,09 (95% JAU: 2,96-3,22). B To ke Bpems, B peruonax Poccuu
0a30BbBIC YaCTOTHI UMEIOT OoJiee HU3kue 3HaueHus, Tak ¢ 2000 mo 2012 rox gactora APII
coctaBuia 1,66 (95% AU: 1,57-1,75) na 10 000 poxxnenuii ¢ kosiebanuem 4actoT oT 0,80
(95% OU: 0,54-1,18) B Huwxeropoackoit odnactu mo 2,89 (95% JAU: 2,03—4,11) B PCO-
Ananus [7].

Taxkum o6pazom, yactota APII B Poccun u MockoBckoil o6iacTu HUXe, 4eM B
pEeACTaBICHHBIX MEXIyHapOJIHbIX HcciaeaoBaHuaX. CIIOXKHO TOBOPUTH O MPUUYMHAX
HaOMr01aeMoro siBJieHuss. MOXXHO TPEANONIOKUTh CIASAYIONME BO3MOXKHBIC MPUUYUHBIL:

HCTUHHBIC Pa3Indus HONMYJIAIWMOHHBIX YaCTOT 100 I[e(beKTBI perucrpan IMOpPOKOB:
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HEIOJHbIA ydeT n3yyaemoro BIIP, a taxke mo3gHsss QUarHoCTHUKAa € OTCYTCTBHEM
IIPEOCTABIICHUs U3BELICHUN O BbIABICHHOM BIIP y HOBOpoOXAeHHOro B mporpammy
MoHutopunra BIIP.

054 I'unocnaousn

['mnocnaguss — MOPOK Pa3BUTHUS MYKCKHUX MOYENOJIOBBIX OPTaHOB, CBSI3aHHBIX C
WU3MEHEHHUEM JIOKAJIN3ALUNA U CMELIEHUEM HAPYKHOTO OTBEPCTUSA MOYEUCITY CKATEIBHOTO
KaHaJIa [0 BEHTPaJIbHOW TOBEPXHOCTH MOJIOBOTO WieHA. [ UIocnaanio noapas3aesisitoT Ha
roJIOBYATYI0, CTBOJIOBYIO, MOILIOHOYHYIO U MMPOMEXHOCTHYIO (DOPMBI, B 3aBUCUMOCTH OT
MeCTa BbIX0Jla MOYEHCITYCKATENbHOTO KaHana. Kak npaBuino, 1MarHo3 ycTaHaBIMBAETCS
B TIEpUOJ HOBOPOXJIEHHOCTH, 3aTeM TpeOyeTcss Xupypruueckas KOpPpeKUHus C
JUIMTENBHBIM BOCCTAHOBUTEJIBHBIM IEPUOAOM. PacnpocTpaHEHHOCTh THIIOCIAIHU
BappUpYyETCAd B IIMPOKUX INPEAENax IO JAaHHBIM pa3HbIX PETHMCTPOB, KPOME TOTO,
OTMEYAETCS HapacTaHWe NOMyJIIMOHHBIX yacToT [81; 110; 190].

B 6a3e peructpa MockoBckoit obnactu ¢ 2011 mo 2019 roa 3apeructpupoBaHo
868 cimy4yaeB TMIIOCIIA/INM, U3 HUX TOJBKO 2 Clydass MEpTBOPOXKAeHU. ba3zoBas yactora
coctaBuia 14,18 ciyuaes (95% JAW: 12,17-15,9) na 10 000 poxxaenuii (tabiauna 27) 6e3
YBEJIMYEHHs] 4acTOThl 3a mnepuona HaOmogeHus. Cpeau HexpomocoMmHbix BIIP OV
MoCKOBCKOM 00J1aCTH TUIOCTIA/IUS UMEET CaMyIO BHICOKYIO MONYJISAIIMOHHYIO YacTOTY.

Tabnuya 27

[TonynsunoHHBIE YacTOTHI rUnocnaanu B MockoBckoit o6mactu Ha 10 000 poxxaenuii ¢

2011 mo 2019 rr.

2011 [ 2012 ] 2013 | 2014 | 2015 | 2016 | 2017 | 2018 | 2019 | Bcero:
KuBopoxIeHHbIE 115 99 95 130 125 117 50 62 73 866
MepTBOpOKIEHHbIE 0 0 0 2 0 0 0 0 0 2
Bcero nereii ¢ BITP 115 99 95| 132 125 117 50 62 73 868
Hacrora 17,17 [13,29 | 12,73 | 15,95 | 15,37 | 14,47 | 8,78 | 13,39 | 15,20 | 14,18

B uccnenoBanun Springer A. ¢ coaBTOpamMu MPOBEAECH aHAIM3 JIUTEPATYpPHBIX
JNAHHBIX IO PaCIPOCTPAHEHHOCTH runocnaguu no scemy mupy ¢ 1910 mo 2013 rogsr.
Bonpiias yacTe BKIIIOUEHHBIX B aHalU3 ucciaeaoBanuil Obuin u3 CeBepHON AMEpUKU U
EBponbl, mist Apyrux TeppUTOpUN OTMEYEeH ACPUUUT SMUIEMHUOIIOTMUECKUX JAHHBIX

[183]. ABTOpBI OTMEYAIOT IIMPOKUN THANA30H MOMYJISIUOHHBIX YaCTOT, KaK 110 Pa3HbIM
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reorpau4ecKuM TEPPUTOPHUSIM, TaK U BHYTPH OJTHOTO MOMYJISLIMOHHOTO peructpa. Taxk,
Hanpumep, npu 0a30Boi yactore runocnaauu B EBpomne paBuoit 19,9 ciayuaes na 10 000
pOXKIEeHUM, OoTAenbHO YacTtoTa B JJanuum cocraBuna 464 Ha 10 000 poxnenuit. Camas
HU3Kasi 4acTOTa B MUpe omnpeaesieHa s A3zun (min-max: 0,6—6,9), camas BeicOKast — 1Jist
Cesepnoit AMepuku (34,2 va 10 000 poxxaenuit; min-max: 6—129,8) u Espomnsl (19,9 Ha
10 000 poxxnennii, min-max: 1-464) (tabnuua 28). [I[ppunHamu Takoro pazdopoca ypoBHs
NOMYJISIMOHHBIX YaCTOT MOPOKA aBTOPHI CUUTAIOT ClEAyIoUUe (PaKTOpbl: KPUTEPHUH
pEerucTpalvd TUMOCHaJAUK (HEKOTOPBhIE PErUCTpbl HE BKIIOYAIOT JErkue (HOpMbl,
KOTOpbIE COCTaBIAIOT 10 50% ciayyaeB TruUnocnaanu), OpraHU3alMOHHBIE (POPMBI
perucTpoB (OCHOBAaHHbBIE Ha MOMYJSIIUOHHOW WM OOJIBHUYHOM OCHOBE), M3ydaemas
rpynma 0oJIbHbIX (>KMBOPOKIC€HHbIE, MEPTBOPOKAEHHBIE U/WIIH TUIObI) U ipyTue. Takum
o0pa3oM, aBTOpbl OTMEYAIOT, YTO HA OCHOBAaHWU CYIIECTBYIOIIMX HCCIEAOBAHUIM
ONpeaeNnuTh 0a30BYI0 YaCTOTY B MUpE HE MPEICTABISAETCS BO3MOXKXHBIM, HEOOXOIUMBI
pa3paboTKa €JUHOr0 NPHUHIMNA JUArHOCTUKM M PErucTpaluy JaHHOTO MOpOKa B

perucTpax 1mno BCEMY MUPY U JalbHEUIIEE HAKOIIJICHUE TaHHBIX.

Tabauya 28
[TonmynssumonHbIe yacToThl runocnaguu B mupe Ha 10 000 poxnennii [183]
Teppuropus Yacrora Min-max
Aszus - 0,6-69
IOxnas Amepuka 5,2 2,9-110
Adpuka 5,9 1,9-110
ABcCTpanus - 17,1-34,8
EBpomna 19,9 1-464
Ceepnas Amepuka 34,2 6-129,8

ITo ouenke EUROCAT wuactora runocnaauu B EBporie ¢ 2011 mo 2019 roxas
coctaBisier 18,41 (95% HAU: 18,09-18,73) na 10 000 poxaeHui, 4To BBHIIIE JTaHHBIX
MockoBckoii obmactu. OmHakKo, BaXHO OTMETHUTh, YTO B MOCKOBCKOH 00jacTH Ha
JTAHHBIA MOMEHT PETUCTPUPYIOTCS BCe (DOPMBI TUIIOCTIANH, B TO BpeMsl KaK HEKOTOPbIE
peructpel EUROCAT He peructpupytoT riiaHaysisipHyio (OpMy B CBSI3H C €€ BBICOKOU

pacupoCTpaHCHHOCTBIO U JICTKUM TCUCHHECM. Takum O6p&30M, MOMYJIAIIMOHHBIC YaCTOThI
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TUTIOCTIAJIMY BEPOSITHO 3HAYMMO HIDKE 4YacToT B EBpome, Ui U3ydeHUsS NPUUUH
TpeOyeTcsl JOMOTHUTEIBHOE AMUAEMUOIOTMYECKOE NCCIIE0BAHME.

064.0 nucnaousn u Q64.1 Ixcmpogua mouesozo nyzvips

Onucnaguss — MOPOK Pa3BUTHUSI MOYEIOJOBBIX OpPraHOB, KOTOPBIA CBsI3aH C
U3MEHEHUEM JOKaNU3aluu u pacuierjieHueM Hapy>XHOTO OTBEPCTUS
MOYEHCITYCKATEJIbHOT0 KaHaja Mo J0PCalIbHON MOBEPXHOCTH. B oTiMunu OT runocnaanu
AMUCTIAANS OTHOCUTCS K PEIKUM mopokaMm. Cpen MaJlbuuKOB BCTPEYAETCS 3HAUUTEIIHBHO
yaie, 4YeM Cpeu JIEeBOYEK. DNMHUCHaaus MOXKET ObITh M30JIMPOBAHHOM, BMECTE C TEM,
4acTO JUArHOCTUPYETCS B COUETAHUHM C SKCTpodueld MOoueBOro my3bIps (KOMIUIEKC
AKCTPO(PUU MOUYEBOTO MY3BIPS-IMUCTIATNH).

B peructpe Mockosckoit obnactu ¢ 2011 mo 2019 rox 3apeructpupoBaHo Bcero 9
Cly4yaeB JMHUCHAJANM, BCE W3 HUX CpPEIu >KUBOPOXKACHHbIX (Tabmuma 29). Yacrora
coctaBuia 0,15 (95% JAU: 0,04-0,26) va 10 000 poxaeHuid, 0THAKO, YUYUTHIBAsI MaJioe
KOJIMYECTBO CIy4yaeB TpeOyeTcs JanbHellee HAKOMIEHUE JaHHBIX.

Tabauya 29
[TonynsaunoHHBIE YacTOTHI Anucnaguu B MockoBckoi obnactu Ha 10 000 poxaenuii ¢

2011 mo 2019 rr.

2011 2012 2013 2014 2015 2019 Bcero:
JKuBOpoOKIeHHBIE 2 1 1 1 2 2 9
Bcero gereii ¢ BITP 2 1 1 1 2 2 9
Yacrora 0,30 0,13 0,13 0,12 0,25 0,42 0,15
OkcTpodus MOYEBOro My3bIps — JedeKT nepenHeid OpIOUIHOM CTeHKU C

BBINISTYMBAHUEM MOYEBOTO My3bIpsl HAPYKY. Takke Kak U SMUCIAIus, Yalle BCTpedaeTcs
cpenu MallbuuKoB. M30omupoBanHbie (hOPMBI 3TOTO NMOpOKa OoJiee XapakTEepPHbI, YEM MPU
SNUCHAJUHU, OJHAKO, JOMOJHUTEIbHO COYETAHHBIM IMOPOKOM MOXET OBITh IKCTPOPUs
ksoaku 1 OEIS kommuiekce [129]. CymecTByeT BO3MOXHOCTb TPEHATAIBHOIO BBISIBICHUS
AKCTPO(PUHU MOUYEBOTO MY3bIPs, B TO BpeMs KaK dIHUCIAIUS Yallle TUarHOCTUPYETCS CpeIn
AKUBOPOKICHHBIX.

3a 9 ner nabmoaeHuil B MOCKOBCKON 00nacTH 3aperucTpupoBaHo 17 ciydaeB

3KCTpopuu MoueBoro my3wips, U3 HuUx 14 ciaydaeB (82,35%) mnpeacraBieHO
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KUBOpOXAeHHBIMU U 3 (17,65%) — snuMmuHUpoBaHHBIMU IUIogaMu (Tabmuna 30).

[TonynsimuonHnast yacrora cocrasmia 0,28 (95% JAU: 0,08-0,45) na 10 000 poxaeHuUi.
Tabauya 30

[TonmymAMOHHBIE YaCcTOTHI SKCTPOGUN MOYECBOTO MY3BIpsi B MOCKOBCKO# o0actu Ha 10

000 poxnennii ¢ 2011 o 2019 rr.

2011 2012 2014 2015 2016 2017 2018 | Bcero:
JKuBOpOKICHHBIE 0 1 6 2 2 1 2 14
IInonmr 1 0 0 0 2 0 0 3
Bcero gereii ¢ BIIP 1 1 6 2 4 1 2 17
Yacrora 0,15 0,13 0,72 0,25 0,49 0,18 0,43 0,28

YuuThiBas peAKOCTh W YACTOE COYETAHHE IMUCHAJAMH U SKCTPO(UU MOUYEBOIO
y3bIps, B MEXAYHAPOJHOM JUTEpaType OJMNUIAEMHUOJIOTHS ITHUX JABYX IOPOKOB B
HEKOTOPBIX CIIy4asX ONUChIBAeTCs COBMECTHO. Tak, B uccienoBanuu Jayachandran D.
NOKa3aHo, 4YTo 3a 24 roaa HaOmogeHuil Ha Tepputropun CeBepHOM AHIIHH
3aperucTpupoBano 37 ciydaeB 3KCTpOGUU MOUYEBOTO MY3bIpsi ¢/0€3 AMUCMAIAUH, YTO
coctaBwiio 0,45 cimywaeB Ha 10 000 poxnennii [176]. CormacHo peructpy EUROCAT,
4acToTa SKCTpoduu MoueBoro myswips c¢/0e3 snucnamuu B Epome ¢ 2011 mo 2019
cocraBuia 0,58 (95% AU: 0,52—-0,64) [89]. [IpoBeneHo KpyrHOE HUCCIEIOBAHUE Ha
ocHoBe peructpa ICBDSR, mnocBsimieHHOE SMHUIEMUONOTHU 3KCTPOPUU MOUYEBOIO
ny3bipsi oTaenbHO [44]. YacTtora skcTpoduu moueBoro my3wips coctaBmia 0,20 (95%
JA: 0,19-0,22) wa 10 000 poxaeHuil, 4YTO COTJaCyeTcsl C JaHHBIMH JIPYTUX
VICCIIEIOBAHUM.

Takum 006pazoM, IKCTpOPHS MOUEBOTO My3bIPS U STUCTAIUS SBISIOTCS MOPOKAMHU
C HM3KOW NOMYJSUMOHHOM YacTOTOM B OONBIIMHCTBE CTpaH Mupa. PaccumTaHHble
4acTOoTbl B MOCKOBCKOH 00JacTH COrjacyroTCsi C JaHHBIMH MEXKAYHApOJHON
JUTEPATYPbI, OJTHAKO TPEOYIOT YTOUHEHHUSI B CBSI3H C MAJILIM KOJIMYECTBOM CITY4aeB.

060.1 /leyxcmoponnasn azenezusa nouek u Q60.6 cunopom Ilommep

AreHe3us OYEK — IByXCTOPOHHEE OTCYTCTBHUE MOYEK B CBA3U C HAPYIICHUEM HX
3aKJagKku B AMOpuoHaNbHOM miepuone. Jlo 16-18 Hegenn 6epeMEeHHOCTH KOJIUYECTBO
OKOJIOIUIOJJHOM JKUJIKOCTH HAXOJUTCSA B Mpeiesax HOPMaJbHbIX 3Ha4eHHU Oxaromaps

BBIpa6OTKC €c HH&HGHTOﬁ, 3aT€EM HHICKC AaMHHUOTHUYECKOU KHUIKOCTH HaA4YHWHACT
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CHIDKAThCA W3-3a OTCYTCTBUS TOYEYHOW TKaHW, UYTO TMPUBOAUT K OJIUTO- WIH
aHTuapaMHUOHY.  OTCyTCTBHE€  aMHHUOTHYECKOH  JKHIKOCTH  COINPOBOXIAETCS
KOMIIpeCcCHel Mm1o/1a, YTO MPUBOIUT K THUIOIIA3UH JIETKUX, HICKPUBIICHUIO KOHEYHOCTEMH,
CMOPIIICHHON KOX€ M XapaKTepHBIM 4epTaM Julla — Juio Potter (rumeprenopusm c
AMUKAHTOM, TUNTOCKUH MTUPOKUN HOC, MUKPOTHATHSI, HU3KOPACTIONoKeHHBIE yiH). [Topok
HECOBMECTHUM C JKU3HBIO.
3a 9-nernuii nmepuoa B MOCKOBCKOI o0iacTu 3aperucTpupoBaHo 38 ciyyaeB
JBYXCTOPOHHEHW areHe3nu mouek u cuaapoma [lorrep, n3 Hux 29 ciydaeB npeacTaBIeHO
SIUMUHUPOBAHHBIMU TuIofaMu (76,32%), 7 cimydaeB xuBopoxaeHuit (18,42%) u 2 —
MepTBopoxaeHui (5,26%) (tabnuna 31). bazoBas uvactora coctaBuia 0,62 ciydyaes
(95% U: 0,43-0,79) na 10 000 poxaeHuUi.
Tabnuya 31
[TomysIIMOHHBIE YaCTOTHI IBYXCTOPOHHEH areHe3uu mo4ek B MOCKOBCKOW 00acTu Ha

10 000 poxknenuii ¢ 2011 o 2019 rr.

2011 | 2012 | 2013 | 2014 | 2015 | 2016 | 2017 | 2018 | 2019 | Bcero:
KuBopoxeHHbIE 0 0 1 2 1 0 2 0 0 6
MepTBOpOKIEHHbBIE 0 0 2 0 0 0 0 0 0 2
[Tnons! 3 5 2 5 2 5 2 1 4 29
Bcero nereii ¢ BIIP 3 5 5 8 3 5 4 1 4 38
Yacrora 045 0,67| 0,67| 097 037| 0,62| 0,70 0,22 | 0,83 0,62

3a mocnegHee AecATUIETHE HE OMyOJIMKOBAHO HAyYHBIX PAabOT, MOCBSIIEHHBIX
AIUJEMHOJIOTUM JABYXCTOPOHHEW areHe3uu noyek u cuapoma Ilorrep. Tem He meHee
onupasick Ha otueTel EUROCAT M0XHO cKa3aTh, YTO MOJYyYEHHBIE MOIYJISLHOHHbBIE
4acTOThl B MOCKOBCKOM 001aCcTH HUKE B cpaBHeHUU ¢ peructpamu EBpornbl. C 2011 mo
2019 rox B EBporie yacToTa 1ByXCTOPOHHEH areHe3uu noyek cocraBuina 1,19 (95% AU:
1,11-1,27) [89], To ecTh B nBa pa3a Bhiiie, 4eM B MockoBckoi oOnactu. Kak u nms
JIPYTUX MOPOKOB MPUYMHOM PACXOXKACHHUS pPe3yJbTaTOB MOTYT ObITh KaK HCTUHHbBIE
OTJINYHS MOMYISUUOHHBIX YaCTOT, TaK U APYrUe NPUYHUHBI, CBSI3aHHBIE C HEAOCTATOYHON

JUArHOCTUKOMU, TMO0 0COOEHHOCTSIMU cOOpa TaHHbIX.

Q71-Q73 /leghexmul, ykopauuearouiue 6epxXHior) u HUMNCHIOW KOHEUHOCHU
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Penyxkunonusie nopoku koneunocteit (PIIK) — oOmupnas rpynmna BIIP onopHo-
JIBUTATEJILHOTO afmapaTa, XapaKTepHU3yroUlascs OTCYTCTBHUEM, JHMOO TUIOIUIa3uei
pa3IUYHBIX YacTel BEPXHUX U/WIIM HUKHUX KOHEeUHocTel. BeienstoT nse rpynnst PITK:
nonepeyHble W npogosibHbie. g momnepeunsix PIIK xapaktepHo nubo moiHOe
OTCYTCTBHUE TEPMHUHAILHON YaCTH KOHEYHOCTH Ha Pa3HbIX YPOBHSX, JIMOO OTCYTCTBHE
MIPOMEKYTOUYHON YaCTH KOHEYHOCTH ((hOKOMENHS) C HATUIMEM KUCTH/CTOIBI U MAJIBIIEB.
[IponosibHBIE PIIK OApa3AEIIsOT Ha [IPEAKCUIIbHBIE (oTcyTcTBHE
naydeBoit/6omnbiiedepiioBoit koctu w/mwnu I, II maneuer), moctakcuanbHble (OTCYTCTBUE
JoKTeBoM/ManobeprioBoii koctu u/wiu 1V, V nansies) u akcuanbabie (otcytcTBue 11, 111
y/vnm [V nanplieB Ha KUCTSAX U CTOIAX).

B 06aze peructpa MockoBckoil 00iacTd 32 HCCIEAYEeMbId  MEpHOJ
3apeructpupoBan 171 cayuait PIIK, u3 Hux >kxuBopoxaeHubix 109 (63,74%) ciyuaes,
AIUMUHHUPOBAHHBIX TJOAOB — 62 (36,26%) (Tabnuua 32). bazoBas momyJsiiiuoHHas
gactoTa PIIK coctaBuna 2,79 (95% JAU: 2,19-3,44) na 10 000 poxxneHui.

Tabnuya 32
[TomynsIMOHHBIE YaCTOTHI PEAYKIHOHHBIX TOPOKOB KOHEYHOCTH B MOCKOBCKOM

obnactu Ha 10 000 poxkaenuii ¢ 2011 mo 2019 rr.

2011 | 2012 | 2013 | 2014 | 2015 | 2016 | 2017 | 2018 | 2019 | Bcero:
KuBopoxeHHbIE 7 12 11 15 18 13 15 11 7 109
[Tnoaer 4 5 7 14 9 7 5 8 3 62
Bceero nereii ¢ BITP 11 17 18 29 27 20 20 19 10 171
YacTora 1,64 | 2,28 | 241 | 3,50| 332| 247| 3,51 | 4,10| 2,08 2,79

Cornacno nanaeiM EUROCAT nonynsunonnas yactora PIIK B EBpone ¢ 2011 o
2019 roxa coctasmsier 4,15 (95% JAU: 4,00—4,30) va 10 000 poxxnenwuii [89]. 3a mocnenuee
JECSATUIIETHE TTPOBEICHO 1BA CAMOCTOSTENbHBIX AMUAEMUOIOTMYECKUX UCCIIEI0BAHUS B
obnactu uzyuenus PIIK na teppuropuu EBponsl — B HopBeruun u Hunepnannax [42;
82]. B Hopserun nonyssinmonHas yacrora PIIK coctaBuia 4,4 va 10 000 poxxnenuit 3a
nepuoa ¢ 1970 mo 2016 roael, B To BpeMs kak B Hunepnangax — 6,9 na 10 000 poxaeHui.
Ha teppurtopun Ans6eptsl, Kanana, ¢ 1980 no 2012 rox 6a3oBas yacToTa ¢ y4€TOM BCEX
CIIy4aeB CpeJiv >KUBOPOXKICHU, MEPTBOPOXKICHUI U PEPBhIBAaHUI O€peMEHHOCTH UMea

CpelHee 3HAUEHHUE B CPABHEHHMM C €BPOINECKUMH JaHHBIMU — 5,6 HA 10 000 poxaeHuit
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[61]. B TO xe Bpems, B SIMOHMM NPOBENEHO MCCIEA0BaHNE HAa OOJIBHUYHONW OCHOBE, B
paboTe UCTOIB30BATUCH MEIUIIMHCKUE JAaHHBIE HAOJIOAAI0IINXCS TAllUEHTOB B Pa3HbIX
MEIULIHUHCKUX yupexaeHusax ctpansl B 2014 u 2015 rogax, nmpu 3TOM INpeHaTalbHbIE
JIMArHo3bl He yuuThIBanuch. [lomynsiuonnas yactora coctaBuna 4,15 (95% JAU: 3,37—
4,93) na 10 000 poxaenuii [62].

B Poccun nonynsiuonnusie yactoThl PIIK HaxomsTcss B mpenenax CpelIHHUX
3HaueHuid mo mupy. CornacHo padore Hemukosoir H.C. 2017 roma momynsiuoHHas
gactota PIIK ¢ 2010 mo 2014 rox cocraBuna 4,88 (95% JAU: 4,63-5,14) ma 10 000
poxaenuil, mpu 3ToM 30% ciiyyaeB IpUXOAsATCS HA STUMUHUPOBAHHBIX 10108 [11].

Taxkum oOpazom, nmomynsiuonHbie yacToThl PIIK B mMupe u B Poccuu B 1ienom
3HAUUTEIBHO BbIIE 3HaUYeHUUW MockoBckoi ob6sactu. CIoXXHO CyIUTh O MPUYMHAX
JAHHOTO SIBJIEHUS. BONBIIMHCTBO 3apyOeKHBIX padOT OTMEUAIOT CI0KHOCTH B BEPHOM
kogupoBanuu ciyyaeB PIIK, kpome TOoro wuccimenoBarenu OTMEYAIOT H3JIUIIHIOKO
perucTpanrio Maiblx (GOpM JAaHHBIX MMOPOKOB, YTO MPUBOJUT K 3aBBIIMICHUIO YacTOT.
OnHako, HENb3s UCKIIOYUTh HEAOYYET M HENOCTATOYHOE BhIsABIECHHE ciaydaeB PIIK B
MocCKOBCKOM 00J1aCTH, a TaKKE€ UCTUHHBIE IPUUNHBI.

079.0 Bposcoennan ouagppazmanvnan zpwvlyca

HuadparmanbHas Tpbika — Je(PEKT MBIIIEYHON WIM CYXOXHWJIBHOM YacTu
nuadparMbl, COMPOBOXKIAIOIIMICS BBIXOJOM OpPraHOB OPIOLIHON MOJOCTH B IPYIHYIO
NoJIOCTh. B pe3ynbTare KOMIOpECCHM JIETKUX TPH POXKICHUM Yy peOeHKa BO3HUKAET
TUIIOKCEMUSI U PECTIMPATOPHBIA AUCTPECC-CUHIAPOM. [IpOorHo3 s )KU3HU U 310POBBSA
pebenka ompexaenserca pasmMepoM jaedexra auadparMbl M, COOTBETCTBEHHO,
KOJIMYECTBOM BBIIIEAIIMX OPraHOB B TPYIAHYIO IOJOCTb, & TAaKXE YCIEIIHOCTHIO
Onepauy 1 OTCPOYECHHBIMH OCJIOKHEHUSAMU. JIETAIBHOCTD B CPEAHEM COCTABJISET OKOJIO
40%, meTH Jalie BCero MmorudarT co 2-1o mo 6-i auu xu3Hu [159].

B peructpe MockoBckoit oOnactu ObUIO 3apeructpupoBaHo 115 ciydaes
nuadparMaibHON Tpebkd, U3 HUX 82 (71,30%) cinydas y KUBOPOXKACHHBIX nereid, 31
ciydaii  (26,96%) — y SauMUHMpOBaHHBIX TwIomoB u 2 (1,74%) cnydas vy
MepTBOpOXAeHHbIX (Tabmuua 33). bazosas yactora cocrtaBuina 1,88 (95% AU: 1,28—

2,56) ma 10 000 poxxneHui.
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Tabnuya 33
[TonynsaunoHHBIE 4acTOTHI JuadparMalbHON IpbKU B MOCKOBCKOM 00JaCTH Ha

10 000 poxknenuii ¢ 2011 o 2019 rr.

2011 | 2012 | 2013 | 2014 | 2015 | 2016 | 2017 | 2018 | 2019 | Bcero:
JKuBopoxieHHbIE 3 7 15 11 11 16 11 3 5 82
MepTBOpOKIEHHbBIE 0 0 1 0 1 0 0 0 0 2
[Tnonsr 3 1 0 0 3 5 6 3 10 31
Bcero nereii ¢ BITP 6 8 16 11 15 21 17 6 15 115
Yacrora 090 1,07| 2,14| 133 | 1,84 | 2,60| 298| 1,30 | 3,12 1,88

B MupoBoil nurepaType MHOTO pabOT MOCBSIIEHO 3MUAEMHOIOTUNA U ATHOJIOTUN

muapparmanbHoi Tpebku. B 2020 romy mpoBeneH MeTa-aHaIU3 paclpoCTPaHEHHOCTH

nanHoro BIIP B mupe Ha ocHOBaHMM oOIyOJMKOBaHHBIX JaHHBIX [160]. Yacrora

nuadparManbHON IPHKUA B MUPE, COTJIACHO MPOBEICHHOM paboTe, coctaniser 2,3 Ha 10

000 poxnaenuit (pucyHok 7). [lomyueHHas olleHKa XOPOIIO COTJACyeTCs C JaHHBIMU

EUROCAT u ICBDSR [80; 159]. B Poccuu 6a3oBas wactora ¢ 2011 mo 2018 rox

coctaBuna 2,79 na 10 000 poxaeHuil, 4YTO TaKXKe COIJIACyercsi C JaHHBIMU

MEKIYHAPOIHOU JINTEPATYPHI.

Prevalence x 10000 births
B
W 2529
B 224
1.5-1.9
<15

Pucynok 7. llonmynasiumoHHbIe 4aCTOTHI AMadparManbHO Ipeiku B Mupe [160]

AHaIN3 JUTEPAaTypHBIX JAaHHBIX [OKa3all,

qTO MONMYyJIAOHUOHHBIC YaCTOThI

nuadparMalibHOM TPBDKA UMEIOT OJIM3KKE 3HayeHus Mo BceMy MHUpy. CTaTUCTHYECKU
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3HAUYUMBIX OTKJIOHEHUH YPOBHS MOMYJSLMOHHBIX 4acTOT B MOCKOBCKOW 00jacTu B
CPaBHEHHUH C JINTEPATYPHBIMU TaHHBIMH HET.

079.2 Om¢panouene

Omanornene (mynoBUHHAs Ipblka) — Ae(PeKT nepeaHeil OpIoIHON CTEHKH, MpU
KOTOPOM 4Yepe3 paclIMpeHHOE MyNOYHOE KOJbIO METIN KUILIEYHUKA, I€YEHb U JApyrue
OopraHbl OPIOIIHOW MOJIOCTH 3BEHTPUPYIOTCA B MOJIOCTh MyNOYHOro kKaHaTuka. Cpeau
BCEX ciydaeB omdaroliese YpoBeHb JIeTalbHOCTU JocTuraeT okoyio 30%, ogHako, npu
O0onpIoM oObeMe nedeKTa U MpH HAIUMYUMU COIYTCTBYIOIIUN MOPOKOB Pa3BUTHUS 3TOT
noKa3aresb yBeauuuBaercs [27].

B peructpe Mockosckoit obnactu ¢ 2011 no 2019 rox 3apeructpupoBano 116
ciyyaeB oMaiionene, Ipu 3TOM KOJIMYECTBO IJIOAOB MPEBATUPYET HAJl KOJIUYECTBOM
KUBOPOXKACHHBIX, 63 (54,31%) u 52 (44,83%) ciyuas, coorBeTcTBeHHO (Tabiuna 34). B
ToM uucie, 3apeructpupoBan 1 (0,86%) caydait wmepTBOpoXKIeHus. bazoBas
nonyJIsIITuOHHas yactoTa coctaBuia 1,89 (95% JAU: 1,5-2,36) na 10 000 poxaeHui.

Tabauya 34
[TonynsaunoHHble yacToThl oMdanorene B MockoBckoit oomactu Ha 10 000 poxxaeHuit ¢

2011 mo 2019 rr.

2011 | 2012 | 2013 | 2014 | 2015 | 2016 | 2017 | 2018 | 2019 | Bcero:
KuBopoxeHHbIE 6 3 5 13 7 8 5 3 2 52
MepTBOpOKICHHbBIE 0 0 0 0 1 0 0 0 0 1
[Inoxer 9 3 5 6 6 9 10 7 8 63
Bcero nereii ¢ BITP 15 6 10 19 14 17 15 10 10 116
Yacrora 2241 081 1,34| 230| 1,72 2,10 2,63 | 2,16 | 2,08 1,89

Juarnoctuka omdarnolene BO3MOXKHA Cpa3y MOCIE POXKIEHUS, B CBA3U C UEM
OTCYTCTBYIOT CJI0KHOCTHU € KoaupoBaHnueM naHHoro BIIP B perucrpax u usydeHuu ero
snuaemMuosioruu. Bmecre ¢ Tem, yactora omdanoriene B Hay4HbIX padoTax BapbUpyeTCs
B 3HAYUTEIbHBIX mpenenax (tabmuma 35). BaxHo orMmeruTh, 4to oMdanomene
NPAKTUYECKU B TPETH CIy4aeB COUYETAETCS C HAIMYUEM XPOMOCOMHOIO, JMOO T€HHOIrO
cuHIpoMoB [41]. KpoMe TOro, BO3MOXHO HAJIMYKAE COMYTCTBYIOIINX aHOMAIUN IPYyTHX
opraHoB u cuctem npumepHo B 80% ciyuaeB [40]. B a1oii cBs3M, KONeOaHUS YaCTOT

MOTYT 3HAUUTCIBbHO BapbUPOBATHCA B 3aBUCMMOCTH OT BKJIIOYCHHLIX B aHAJIN3 q)OpM
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BIIP. Tem He MeHee 110 pe3yJIbTaTy aHaIN3a JUTEePAaTYPHBIX JAHHBIX MOKHO CKa3aTh, 4TO

NONyJISIITUOHHAs YacToTa oMmdanorene konebnercs B cpeaHem ot 1 go 3,8 ma 10 000

poxxaeHut (tabnuia 35).

Tabnuya 35

[TonynsuroHHBIE 4acTOTHI OM(asoliesie Ha Pa3HbIX TEPPUTOPHIX B MUPE

Tepputopust, ropl HaOIIOIEHUS

[TonmynsiuonHas yactora Ha
10 000 poxxnenuit (95% AN)

Fogelstrom A., 2021 [133]

IIsemus, 1997 — 2016

1,0 (HeT naHHBIX)

Louis St., 2017 [169]

CIOA, 1990 — 2017

1,0 (0,97-1,08)

Bugge M., 2017 [30]

I'pennannus, 1989 — 2015

1,5 (HeT naHHBIX)

Gong T.T., 2016 [92]

Kwuraii, JIsonun, 2006 — 2015

1,59 (HeT naHHBIX)

Raitio A., 2021 [132]

Ounnsuaus, 1993 — 2014

1,96 (HeT naHHBIX)

Stallings E.B., 2019 [142]

CIIIA, 2012 -2016

2,1(2,0-2,2)

EUROCAT [89]

EBporma, 2011-2019

2,30 (2,19-2,42)

Bidondo M.P., 2015 [186]

AprenTtuna, 2009 — 2013

2,37 (2,03-2,76)

Singh K., 2017 [179]

bap6anoc, 1993 — 2012

2,53 (1,56-3,81)

Nembhard W.N., 2020 [27]

Vuactauku ICBDSR, 2000 — 2012

2,6 (2,5-2,7)

Springett A., 2014 [41]

Awnrnus u Yanusc, 2005 — 2011

3,8 (3,6-4,0)

B pa6ote JlemukoBoit H.C. ¢ coaBropamu 2021 roma 6a3oBasi momyJisITUOHHAs
gactoTa oMasornene B Poccuu ¢ 2011 mo 2018 roast coctaBuia 2,95 (95% HAU: 2,77-
3,13) [9]. Konebanus gactor coctaBuiu ot 1,02 B TamOoBckoit obnactu a0 6,26 B
Kypckoit obnactu. Takum oOpa3zom, mojydyeHHble 0a30Bbl€ YACTOTHI OoMdanolene B
MOCKOBCKOW 00JIacTH HaxOIATCS B TMpejeinax CPEIHUX 3HAauYeHWH B CpPaBHEHUU C
JAHHBIMHM MEXKTyHAPOTHOM JIUTEPATYPhl U UCCIEAOBAHUEM POCCUNUCKHUX TTOMYJISIIAHA.

079.3 'ecmpowu3suc

[actpommsuc — nedexT nepeaHeil OprONTHOW CTEHKH, B pe3yjbTaTe KOTOPOTO
IPOUCXOMUT BBIXOJI KHINIEYHWKA W JIPYTUX OPraHOB OpPIOIIHOH TIOJIOCTH depes
UMeroImuics e eKT, pacTo0KeHHBIN JIaTepaTbHO OT MECTa IPUKPETUICHHS ITyTTOBUHBI.
B otnuuuu ot omdanonene ractpommsuc vaimie (10 80%) BcTpedaeTcss M30JIUPOBAHHO
0e3 JApyrux TMOPOKOB pa3BUTUSI OpPraHOB W reHetndeckux cuHapoMoB [40]. ITopox
pa3BUTHS TPEOYET XUPYPTrUUECKON KOPPEKIIMH, TIPOTHO3 JIJIS )KU3HU U 3/I0POBbsI pEOCHKA
nocJjie MPOBEACHHON omepanuu OjaronpusTHeIM [65]. Jloka3zaHHBIM (HaKTOPOM pHCKa

ABJISIETCS] MOJIOJION BO3pAcT MaTepH, B 0cOOeHHOCTH 10 20 JeT.
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Peructp Mockosckoit o6sactu ¢ 2011 o 2019 rop Bxirouaet B cedst 107 cinyyaes
ractpomusuca. M3 aux 55 (51,40%) cnydaeB xuBopoxaeHuid, 51 (47,66%) ciyuaii
snumuHanuu 1wioga u 1 (0,94%) — meprBopoxkaeHue (tadnuna 36). [lonynsiuonHas
yactoTa coctaBuia 1,75 (95% JAU: 1,22-2,36) na 10 000 poxxaeHuii.
Tabauya 36
[TonynsioHHbBIE YaCTOTHI racTpoiu3ruca B MockoBckoit obsmactu Ha 10 000 poxeHuit

c 2011 mo 2019 rr.

2011 | 2012 | 2013 | 2014 | 2015 | 2016 | 2017 | 2018 | 2019 | Bcero:
KuBopoxeHHbIE 2 5 8 5 10 7 10 2 6 55
MepTBOpOKIEHHbBIE 0 1 0 0 0 0 0 0 0 1
[Inoae! 6 5 1 5 9 6 10 6 3 51
Bcero nereii ¢ BIIP 8 11 9 10 19 13 20 8 9 107
Yacrora L19| 1,48 1,21 | 1,21 | 234 1,61 | 3,51| 1,73 | 1,87 1,75

B MexayHapoaHBIX HCCIETOBAHUSIX SUASCMHUOJIOTHH TaCTPOIIN3HUCca TaKKe, Kak U
mis MmHorux Apyrux BIIP, oTmeuatorcs koneGaHUS TMOMYJSIIMOHHBIX YacTOT B
3aBUCUMOCTH OT peruoHa (tabmuna 37). B cpenHeM mnomynsiiiMOHHAsE YacToTa
ractpomusuca cocrasisier oT 2 10 4 ciayyaeB Ha 10 000 poxnenuit. Camasi BbICOKas
yacToTa onucana B ['pennannuu (10,7 ciyuyaeB Ha 10 000 poxxaeHuii), oqHAKO MPUYKHA
oOHapyXKEHHOTO SIBIICHUS HE YCTaHOBIIeHa. B Hay4HBIX paboTax Takke 0TMEUYAeTCs, YTO
HECMOTpSI Ha OJIarONpUSATHBIE TMPOTHO3BI IS 3A0POBbsl peOCHKA IMOCIE MPOBEICHHON
XUPYPrUYecKOd Omepanuu, A0S DIUMUHUPOBAHHBIX IUIOJOB C TacTPOIIM3UCOM

SIBJISIETCSI BBICOKOM M cocTaBiisieT ot 20 10 50% [96; 125].

Tabnuya 37
[TonmynsIuMOHHBIE YaCTOTHI FACTPOLIN3UCA HA PA3HBIX TEPPUTOPUIX B MUPE
[TonynanonHas yacrora
Teppuropusi, roabl HAOIIOACHUS Ha 10 000 poxaeHuit
(95% ON)

Caldeman C., 2021 [125] IIsemnus, 1997 — 2016 1,52 (HeT maHHBIX)
Calderon M.G., 2019 [111] | bpasunus, Can-Ilayiy, 2005 — 2016 2,15 (2,04-2,26)
Singh K., 2017 [179] Bap6anoc, 1993 — 2012 2,22 (1,37-3,47)
LiN., 2016 [71] Kwuraii, JIsonun, 2006 — 2015 2,30 (HeT TaHHBIX)
Bourque D.K., 2021 [97] Kanana, Onrapuo, 2012 — 2018 2,31 (HeT JaHHBIX)
EUROCAT [89] EBpoma, 2011 — 2019 2,50 (2,38-2,62)
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Raitio A., 2021 [96] Ounnsuaus, 1993 — 2014 2,57 (HeT TaHHBIX)
[Sf‘égn]as'Toms v, 2018 Mexkcrka, 2000 — 2014 4,01 (HeT anHpix)
Stallings E.B., 2019 [142] CIIA, 2012 - 2016 4,3 (4,14,4)

Bugge M., 2017 [30] I'pennangus, 1989 — 2015 10,7 (HeT maHHBIX)

B Poccun 3a 2011 — 2019 roasr 6a30Basi MOMyJIsIIIMOHHAS 4acTOTa TacTPOIIU3UCa
cocraBuina 2,54 (95% JHAU: 2,42-2,66) na 10 000 poxnaenuii [1]. Takum oGpazom,
NOMYJISIMOHHBIE YacTOThl MOCKOBCKOH 00JacTH CpaBHUMBI C JAHHBIMU paHee
OIMyOJIMKOBAaHHBIX HAy4YHBIX padoT.

090 Cunopom ayna

Cungpom Jlayna — HauOosiee 4acToO BCTpEYaE€MbIi XPOMOCOMHBIN CHUHAPOM,
BBI3BAHHBIA HAJIMYKUEM JHUIIHEH XpoMocombl 21. J[aBHO U3BECTHO, YTO PUCK POXKIACHUS
pebenka ¢ Tpucomueit 21 noBsilaeTcs ¢ Bo3pacToM Marepu. Ha ceromHsimHuii 1eHb B
Pa3BUTHIX CTpaHaX OTMEUYAETCS MOBBIIIEHUE MATEPUHCKOTO BO3PACTa, CIEJACTBUEM YETO
BO3MOXHO M3MEHEHHUE 4acToT cuHapoMa JlayHa. BMmecre ¢ TeM, yaydmiaroTcs CUCTEMBI
IPEeHATAIbHOT'O CKPUHUHTA U JUATHOCTUKH, TIO3BOJISIS BBISIBIIATH TUIOJIOB € Tpucomuei 21
Ha Oojiee paHHUX CPOKax, YTO TaKKe BHOCHT CBOM BKJIaJ B U3MEHEHHE YHUCIa CIy4aeB
JAHHOTO XPOMOCOMHOTO CUHAPOMA CPElIn KUBOPOKACHHBIX. B 3TOM CBA3M, MpoBeeHNE
ANUAEMHUOJIOTMUECKUX HCCIEIOBAaHUNA pacTpOCTpaHEHHOCTH cuHJpoMma JlayHa Ha
Pa3HBIX TEPPUTOPUIX KpallHE BaXKHO IS IITAaHUPOBAHUS 00beMa METUIIMHCKON TTOMOLITU
HACEJICHUIO.

B Mockogckoii obnactu ¢ 2011 mo 2019 ron 3apeructpupoBano 1658 ciydaen
tpucomun 21, uz Hux 919 (54,54%) cnyuyaeB mpencTaBlI€HO >JIMMHUHUPOBAHHBIMU
mwionamu, 758 (44,99%) cnydaeB xkuBopoxaeHHbiMU u 8 (0,47%) ciydaeB —
MEpPTBOPOXKAEHHBIMU (Tabiuia 38). bazoBas momynsiimoHHas 4acToTa coctaBuia 27,52
(95% IOU: 20,97-37,59) na 10 000 poxxaeHuit. OTMETHUM, YTO 32 BpeMsi HAOIIOEHUS JTs
TpucoMHH 21 MpociexkuBaeTcss poCcT MOMYISUMUOHHOM yacToThl. Hambonee Bbicokue
4acTOThI OTMEUAIOTCS B MOCIEAHUE TPU ToJ1a HAOJIIOI€HHUM, YTO CBSI3aHO C YBEJIMUEHUEM

A0JIN 3JIMMHUHUPOBAHHLIX ITJIOA0B C TpHCOMI/Ieﬁ 21.
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Tabauya 38
[TonynsunoHHbIe YacTOThl cuHapoMa [layna B MockoBckoit obnactu Ha 10 000

poxaenunii ¢ 2011 o 2019 rr.

2011 | 2012 | 2013 |2014 |2015 [2016 |2017 |2018 |2019 [Bcero:

KuBopoxeHHbIE 74 64 73 85 91 109 91 86 85 758
MepTBOpOKIEHHbBIE 0 0 0 3 1 1 0 1 2 8
ITnoms 68 84 65 99 103 113 144 120 123 | 919

Homs sn.mmonos (%) | 479 | 56,8 | 47,1 | 52,9 | 52,8 | 50,7 | 61,3 | 58,0 | 58,6 | 54,5

Bceero nereii ¢ CIA 142 148 138 187 195 | 223 235 | 207 | 210 | 1685

Yacrora 21,21 | 19,87 (18,49 | 22,59 | 23,98 |27,58 41,25 (44,71 (43,73 | 27,52

BonbmMHCTBO MEXKTyHAPOIHBIX UCCIEIOBAHUM AITUIEMUOTIOTUH cCUHIpoMa [layHa
OTMEYAIOT TMOBBIMICHUE TMOMYJISIITUOHHBIX YacTOT TpUCOMHUM 21, YTO CBSI3BIBAIOT C
MOBBIIIIEHUEM Cpelu OEPEMEHHBIX JTOJIH JKEHIIMH CTapIIero Bo3pacta. BaKHO OTMETHUTS,
YTO TOMYJSAIMOHHBIE YaCTOTHI CPEIU KUBOPOXKACHHBIX, KaK MPaBUIO, OCTAIOTCS
CTaOMJIBHBIMU Ha TE€X TEPPUTOPUSIX, TJ€ BO3MOXKHO IpEephIBaHUE OEPEMEHHOCTH IO
MEIUIMHCKUM ToKazaHusM [86; 197]. B EBpone uucne npepsiBaHuii 6epeMEHHOCTH B
cBs3u ¢ cunpomoM Jlayna y mioga ¢ 2011 mo 2015 roast konednercs ot 0% na ManbTe
1o 83% B Ucnanuu. B EBporne 6azoBast nmomyisiquoHHas 4actota TpucomMuu 21 cpenu
*KUBOpoxkaeHHbIX coctaBuia 10,1 wa 10 000 poxxaeHuil, B TO BpeMsi Kak IpU y4eTe
3JIMMHUHUPOBAHHBIX IJIOJIOB YacToTa OKkazanach paBHoi 21,7 na 10 000 poxxnenutii [104].
ITo nanueiM EUROCAT wacrtota tpucomuu 21 3a nepuoa 2011-2019 roast coctapisier
24,74 (95% OU: 24,37-25,12), c konebanuem yactot ot 14,32 (95% JAU: 12,51-16,32)
B [lopryramuu no 40,95 (95% JAU: 34,98-47,65) B npoBunuuu HaBappa, Ucnanus [89].
[Toxoxue pe3ysbTaThl MOJYYEHbI B UCCIICIOBAHUSX POCCUNUCKUX MOMYJISIIUM, KOJIeOaHUSs
gacToT 3a nepuoj ¢ 2011 mo 2017 roxsl coctaBui ot 6,97 (95% JAU: 5,65-8,6) na 10 000
poxieHui B XaHThI-MaHCUICKOM aBTOHOMHOM okpyre 10 22,92 (95% [AW: 19,32-27,2)
Ha 10 000 poxaenuit B CMoseHckoit o6nactu [3].

[Tonyuennsie 6a30BbIe 4aCTOTHI cCUHIpoMa JlayHa B MOCKOBCKOM 001aCTH UMEIOT
MOBBIIIIEHHBIE 3HAYEHHUS B CPaBHEHUU C 00OOIIEHHBIMU €BPONIEHCKUMU U POCCUNUCKUMU
JAHHBIMU, B OCHOBHOM 3a CU€T BO3POCIIETO KOJIMYECTBA 3aPETUCTPUPOBAHHBIX CIIy4acB

ANMUMUHUPOBAHHBIX TUIOAOB ¢ 2017 mo 2019 roael. HeobGxomumo npanbpHelee
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JUHAMHUYECKOe HAOJI0JCHUE 3a KOJMUYECTBOM IMPEHATABHBIX CllydaeB Tpucomuu 21 B
MocCKOBCKOWM 00JacTW [IJIi  BBISICHEHUSI JOCTOBEPHBIX MPUYUH TOJOKUTEIBHBIX

BPEMEHHBIX TPEHIOB B PETHOHE.
B ta6nune 39 npeacrapieHsl HonyasiimoHHbIe 4acTOThI Becex BITP OV ¢ pacuerom
JOJIU SJIUMHUHUPOBAHHBIX IIOAOB IJis KaXaoro mopoka. M3 tabmuibl BUIHO, 4YTO
npeHaTajgbHasl JUArHOCTUKA TIOPOKOB Pa3BUTUA C TMOCIEAYIOUIUM TMpepbhIBaHUEM
OEpeMEHHOCTH OKa3bIBA€T CYIIECTBEHHOE BIIMSHUE HAa YacTOTy IMOPOKOB Cpeau
KUBOPOXKJICHHBIX MPU TAKUX IMOPOKaX Pa3BUTUA Kak aHdHIedanus, sHuedanomene,
CIIMHHOMO3TOBas TphiKa, CHHIPOM THUIIOIUIA3UM JIEBBIX OT/CJIOB CEP/Lla, JBYCTOPOHHSIS
areHesus nodyek, oMmdasnoiesne U cuHapom JlayHa. 3a cueT MpeHaTalIbHOTO BBISBJICHUS
MOPOKOB YaCTOTa CPEJIU )KUBOPOKICHHBIX YMEHBIIIAETCS I aHdHIIeanuu B 15 pas, nis
sHuedanomnene B 6 pas, a qis runponedanuu, CMI', CI'JIOC, arene3un nouek, PIIK
omdarnouene, racTpommnsuca u cuaapoma Jlayna — B 2 paza. Bce nepeuncienHbie mOpoKu
OTHOCSITCSI K TPyOBIM MMOPOKaM Pa3BUTHS, UMEIOIIUM BBICOKUE YPOBHHM JIETAIbHOCTH UJIU

MPUBOJISIIMM K UHBAJIUIU3AIIAH.
Tabauya 39

[Honynaunonueie yactoTel BIIP 06s3aTensHOr0 yuera B MockoBCKoi 00J1acTH 3a
2011-2019 roasl (Ha 10 000 poskieHuUi)

BposxieHHBIN TOPOK pa3BUTHUS Oomiee F Yucno f [Tnoae! %
YUCIIO BIIP IUIOA0B
BIIP cpenu H/p oT
(1/p-tiun) (x/ptm/p) o01ero
qyucia
BIIP
AmdHTIChaTHS 272 4,44 18 0,29 254 93,38
DHuedanonene 89 1,45 14 0,23 75 84,27
Tanpouedanus 246 4,02 156 2,55 90 36,59
CnuHHOMO3TOBas rphlKa 372 6,08 167 2,73 205 55,11
Anodransm/MukpodTansm 3 0,05 3 0,05 0 0,00
AHOTHSI/MUKPOTHS 18 0,29 18 0,29 0 0,00
TpaHcno3uius KpyIHBIX COCY/10B 132 2,16 122 1,99 10 7,58
[M'unomnnasus neBoro cepua 177 2,89 87 1,42 90 50,85
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
ATpe3usi aHOPEKTAJILHOTO OT/Iela 105 1,72 105 1,72 0 0,00
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I'nnocnaaust 868 14,18 868 14,18 0 0,23
JIByCTOpOHHSI areHe3usl TToYeK 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
Penykuronnbsie 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 2008 rogy B MockoBcko#l 00jacTU MPOBENICH SIUIEMHUOJIOTHYSCKUN aHaIN3
BIIP OV ¢ 2000 no 2005 rox [15]. ITpu npoBeieHUH CPAaBHUTENBHOIO aHAN3a JAHHbBIX,
onucanHbix B 2008 romy, M JaHHBIX HACTOSUIETO UCCIENOBAHUS OOHAPYKEHBI
CJIeIyIOIME CTATUCTUYECKH 3HAUUMBbIE PA3JINYUs B YPOBHSIX YaCTOT: TIOBBIILIEHUE YaCTOT
sHUE(aoIeNe, TMIOIUIA3UU JIEBBIX OTAENOB cepiua U cuHapoma [layHa, cHUKEHUE
yacToT aHo(TaibMa/MUKpodTanbpMa, paciieauHbl He0a u omdanouene (tadauua 40).
BeposiTHee Bcero, MOBBILIEHUWE YAaCTOT CBSI3aHO C YCOBEPILICHCTBOBAHUEM MEDP
peructparuu BIIP, peructpanuen ciaydaes BIIP y 3nMMUHUPOBAHHBIX IIJIOA0B, & TAKKE
YBEJIIMYEHUEM KOJIMYECTBA IIPEHATaIbHO BhIsABICHHBIX BIIP.
Tabauya 40

[Tonyna1MOHHBIE YaCTOThI BPOKACHHBIX TOPOKOB PA3BUTHS 0053aTEIBLHOTO yUeTa Mo
rpynnaM B MockoBckoii o6sactu 3a nepuoa ¢ 2011 mo 2019 roast u ¢ 2000 o 2005

TObI
BposxieHHbIN TOPOK pa3BUTHS 2011 -2019 2000 — 2005
N -612336 N -309036
Yucno Ha 10000 Yucno Ha 10000
BIIP (95% AN) BIIP (95% AN)
AmdHTIChaTHS 272 4,44 (3,38-6,05) 132 4,27 (3,59-5,08)
Dunedanonene*™ 89 1,45 (0,99-2,07) 18 0,58 (0,37-0,93)
Tanpouedanus 246 4,02 (2,77-5,36) 174 5,63 (4,84-6,55)
CnuHHOMO3TOBas rphiKa 372 6,08 (4,84-7,66) 141 4,56 (3,86-5,40)
AHO(TATEM/MHKPOPTATEM ™ 3 0,05 (0,00-0,11) 8 0,26 (0,13-0,52)
AHOTHSI/MUKPOTHS 18 0,29 (0,11-0,45) 5 0,16 (0,07-0,39)
Tpancno3unus KpynHbIX 132 2,16 (1,54-2,64) 49 1,59 (1,19-2,11)
COCYy/I0B
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I'umomnasus nesoro cepama* 177 2,89 (2,11-3,83) 19 0,61 (0,39-0,97)
Pacmiennna HeGa* 196 3,20 (2,65-3,68) 146 4,72 (4,00-5,57)
Pacmennna ryobr/neba 455 7,43 (6,58-8,49) 228 7,38 (6,46-8,42)
ATpe3sust nuIeBo1a 119 1,94 (1,36-2,46) 54 1,75 (1,33-2,29)
ATpe3usi aHOPEKTAIILHOTO 105 1,71 (1,52-1,94) 67 2,17 (1,70-2,77)
oTaena

IMamocnaus 868 14,18 (12,17-15,9) 483 15,63 (14,27-17,12)
JIByCTOpOHHSIS areHe3usl OYeK 38 0,62 (0,43-0,79) 28 0,91 (0,62-1,32)
Drnucnaaus 9 0,15 (0,04-0,26) 3 0,10 (0,03-0,29)
DKCTpodust MOUEBOTO My3BIPS 17 0,28 (0,08-0,45) 3 0,10 (0,03-0,29)
PenykunoHHbIE TOPOKH 171 2,79 (2,19-3,44) 81 2,62 (2,10-3,27)
KOHEYHOCTEH

HuadparmaibHas rpbbka 115 1,88 (1,28-2,56) 45 1,46 (1,08-1,96)
Owmdanonene™ 116 1,89 (1,5-2,36) 103 3,33 (2,74-4,006)
lactpommusuc 107 1,75 (1,22-2,36) 77 2,49 (1,98-3,13)
Cunnpom Jlayna* 1685 | 27,52 (20,97-37,59) 384 12,43 (11,22-13,76)

AHaJIN3 TaHHBIX JIUTEPATYPhI MIOKA3aJl, YTO BBISBIICHHBIE HAMU YaCTOTHI IOPOKOB
B IICJIOM COTJIACYIOTCSI C JAHHBIMU APYTrux peructpos [76; 127]. Tem He meHee mpu
POBEICHUH CPABHUTEJILHOIO aHAM3a PETMOHAIBHBIX 4acTOT MOCKOBCKOM 001acTH
nanabiMu eBponerickoro peructpa BIIP EUROCAT 3a aHanornyHelii nepuoJ BpeEMEHU
YCTaHOBJIEHO, YTO OOJIBIIMHCTBO MOPOKOB B MOCKOBCKOM 001acTH UMEIOT 00Jiee HU3KUE
yacToThl (Tabiuna 41) [89]. [TonynsiiimoHHBIE YaCTOTHI HUXKE JJIsI CJICTYIOIIUX TOPOKOB:
aHo(pTanbM, TPAHCHO3UIMSA MArUCTPAbHBIX COCYJIOB, pacliennuHa Heba, arpe3us
NUIIEBOJA, aTpe3usi AaHOPEKTaJIbHOTO OTHENa, THUIIOCHAAus, AareHe3us IOoYeK,
PEAYKIIMOHHBIE TIOPOKM KOHEUHOCTeH, nuadparmanbHas Tpbbka, omdarolerne,
racTPOIIN3HC.
Tabnuya 41

[TonynsMOHHBIE YaCTOTHI BPOXKIEHHBIX IIOPOKOB Pa3BUTHUS 00513aTEIBLHOTO yUeTa B
MockoBckoii o6siactu 1 1o 1anibiM EUROCAT 3a nepuoa 2011-2019 rr.

BposxieHHBIN TOPOK pa3BUTHS MockoBckas o06nactb EUROCAT
2011 -2019 2011 -2019 [89]
Yucno Ha 10000 Yucno Ha 10000
BITP (95% AN) BITP (95% AN)
AndHIEDanus 272 4,44 (3,38-6,05) 2874 4,14 (3,99-4,29)
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DHuedanonene 89 1,45 (0,99-2,07) 721 1,04 (0,96-1,12)
Tanpouedanus 246 4,02 (2,77-5,36) 3052 4,40 (4,24-4,55)
CnuHHOMO3TOBas rphlKa 372 6,08 (4,84-7,66) 3266 4,70 (4,54-4,87)
AHO(TATEM/MHKPOPTATEM ™ 3 0,05 (0,00-0,11) 431 0,62 (0,56-0,68)
AHOTHSI/MUKpOTHS* 18 0,29 (0,11-0,45) 467 0,67 (0,61-0,74)
Tpancno3umus KpymHbIX 132 2,16 (1,54-2,64) 2360 3,40 (3,26-3,54)
cocyoB*

[M'mnomnunasus neBoro cepua 177 2,89 (2,11-3,83) 1698 2,45 (2,33-2,56)
Pacmienuna neba* 196 3,20 (2,65-3,68) 3484 5,02 (4,85-5,19)
Pacmenuna ryos1/Heba 455 7,43 (6,58-8,49) 5401 7,78 (7,57-7,99)
ATpesus numeBoaa* 119 1,94 (1,36-2,46) 1642 2,36 (2,25-2,48)
ATpe3usa aHOPEKTaJIbHOTO 105 1,72 (1,52-1,94) 2144 3,09 (2,96-3,22)
oTnena*

I'mnocmamus™* 893 14,18 (12,17-15,9) 12784 18,41 (18,09-18,73)
JIByCTOpOHHSIS areHe3ust 38 0,62 (0,43-0,79) 826 1,19 (1,11-1,27)
noyek*

DxcTpodust MoueBoro my3sipsi | 26 0,43 (0,12-0,71) 402 0,58 (0,52-0,64)
W/WIIN DIINCIIA IS

PenykuronHbie mopoku 171 2,79 (2,19-3,44) 2881 4,15 (4,00-4,30)
KOHEUHOCTEH*

JHuadparmanbHas rpepka™ 115 1,88 (1,28-2,56) 1832 2,64 (2,52-2,76)
Omdanonene* 116 1,89 (1,5-2,36) 1598 2,30 (2,19-2,42)
lacrpomm3suc* 107 1,75 (1,22-2,36) 1736 2,50 (2,38-2,62)
Cunnpom JlayHa 1685 27,52 (20,97-37,59) | 17180 | 24,74 (24,37-25,12)

Kpome Toro, B paMkax HacTOSAIIETO UCCIIEIOBAHMS ObLT ITPOBE/IEH CPABHUTEIbHBIN
ananu3 gaHHbeIX peructpa BIIP Mockosckoit o6mactu u Modell Global Database of
Congenital Disorders (MGDb) [87]. MGDb — BcemupHoOii 6a3bl JaHHBIX BPOXKJICHHBIX
3a00JeBaHUM, KOTOpas TMPEAOCTaBIsieT BO3MOXKHOCTh pacyeTa MpeJrogaracMbix
nonyJsiiuoHHBIX yacToT BIIP aiis Tex Tepputopuid, rie OTCYyTCTBYIOT MOHUTOPUHT OBbBIE
CUCTEMBI, TUOO Il PETUCTPOB, HE 00JIAIAONIUX JOCTATOUHOW 0a30¥ IJIsi MOJydeHUs
CTaTUCTUYECKHU JOCTOBEPHBIX JaHHBIX. B paboTe aHaNIM3UPOBAIUCH TOJIBKO T€ TPYIIIIHI
BIIP s koTophix mocurTaHbl 0a30Bbie 4acToThl B 6aze MGDb (12 rpynm), Takke He
YUYUTBIBATUCH T€HETUUECKU-AeTepMuHupoBanHbie popmbl BITP. Kak BugHO 13 Tabiuiibi

42 u pucyHka 8, B MOCKOBCKOI 00JacTH MOMYJSLMOHHAS YacToTa s OOJBIIMHCTBA
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aHAIM3UPYEMBIX TPYIIN HUXE, ogHaKo cTpykTypa BIIP B peructpax cosnagaer. B 06oux
peructpax OOJBIIYI0O YacTh COCTaBIAIOT TMOPOKU CEPIAECYHO-COCYIUCTON CHUCTEMBI,
IIOPOKHA KOHEYHOCTEH, a TAKKE MOYEIIOJIOBOU U EHTPAILHON HEPBHOM CHUCTEM.
Tabnuya 42

[TonymAMOHHBIC YaCTOTHI BPOKICHHBIX IIOPOKOB PAa3BUTHS 10 TpynnaM B MOCKOBCKOH
obnactu u no ganueiM Modell Global Database of Congenital Disorders (MGDb)

['pynma BpokIeHHBIX TIOPOKOB OO01mast moImyJISIIIMOHHAs YacTOTa
pa3BHUTHS (’KMBOPOXICHHBIC, MEPTBOPOKICHHBIC U
ANIMMUHUPOBaHHbIE 10161 ¢ BIIP)
(1a 1000 poxneHuit)
MockoBckast 00J1acTh, MGDb [87]
2011 -2019

Hedextrl HepBHOU TpyOku (JJHT) 1,2 0,95
BIIP IIHC (3a uckmouenuem J{HT) 0,83 1,25
BIIP rna3 0,05 0,43
BIIP yxa, nuna u meu 0,17 0,37
BIIP cepaedHo-cOoCyIuCTON CHCTEMBI 5,9 7,03
BIIP nprxateabHOM CUCTEMEI 0,11 0,4
Pacmenuna ryos! n/wim Heba 1,05 1,38
BIIP xeny104HO-KUIIIEYHOTO TPaKTa 0,71 1,63
HedexTrl nepenHeit OpronHON CTEeHKH 0,39 0,51
BIIP Mo4ueBBIACTINTEIHON CHCTEMBI 2,22 32
BIIP nonoBoii cucTeMbl 1,48 2,07
BIIP xoHeuHOCTEH 32 4,13
Oo6m1as yacrtora BIIP 17,3 23,57
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Pucynox 8. Crtpykrypa BIIP mo nganHbiM MocCKoOBCKoOM o0nacTu U 0a3bl JAaHHBIX
BpOXJEHHbIX 3a001eBannii MGDb



92

Taxum oOpaszom, pacnpenenenue BIIP mo cucremam opranoB B MoCKOBCKO#
obacT  COOTBETCTBYeT pacnpenenenuto BIIP 1mo gaHHBIM — MEXIyHapOIHBIX
uccienoBanuil. J[aHHoe OOCTOSTENBCTBO TpeOyeT CNEeUUATbHOIO H3YyYEeHHs MPUYHH
Ha0JII01aeMbIX pa3nuuuil. BeisiBneHHbie ocooenHoctu pacnpeneiaeHust BIIP moryt ObIiTh
00yCJIOBJIEHbI KakK OOBEKTHUBHBIMHM (akTopamu (HOMyJISHUOHHO-AeMOTpaduuecKue
OCOOEHHOCTH BBIOOPKHM), TaK U CHEUU(PUKON METOJOB PErucTpalyy, YpPOBHEM

nuarHoctuky v yuera BIIP B cucremax Monutopunra BIIP u npyrumu npuunHamu.

3.2 AHaIM3 AMHAMHUKH YaCTOT BPOKACHHBIX IOPOKOB Pa3BUTHA B MOCKOBCKOI
obJsiacTn

OnHO M3 NMPEMMYLIECTB M YHUKAJIbHBIX BO3MOXKHOCTEW peructpo BIIP — ato
PEryJsipHOCTh U JUIMTENIbHOCTh HAONIOACHHUI, YTO /aeT BO3MOXKHOCTh OLICHHBATh U
aHanu3upoBaTh AuHaMuKy yactor BIIP Bo Bpemenu. Takol MOAXOX TO3BOJAET
KOHTpOJIMPpOBaTh 4acToThl BIIP 1 rpu BBISIBIEHUYM UX 3HAYNMBIX U3MEHEHUN IPOBOIUTH
NOMCK BO3MOYHBIX IPUYHH.

Hamu nposeneH ananu3 nuHaMuku dactoT BIIP 3a ananusupyembiii nepuon c
2011 mo 2019 rozpr.

CyMMapHO 1O BCEM PETUCTPUPYEMBIM MOPOKaM AWHaMHKa 4dacToThl BIIP B
MockoBckoii 0051acTi TpejcTaBlieHa Ha pucyHke 9. HaOmromaeTcs MOJNIOKUTETbHBIN
TpeHa B OOLIEH 4acToTe MOPOKOB, 3apETMCTPUPOBAHHBIX B 0aze MoHuTopunra BIIP.
[loBbIlIeHHE ypOBHS 4YAaCTOT Cpeau BCeX 3aperucTpupoBaHHbix ¢Gopm  BIIP
XapaKTepU3yeTcsl MOJOKUTENbHBIM K03 duunentoM I[lupcoHa ¢ BBICOKOH TECHOTOMH
KOPPEISALMOHHON CBs3U (Iy,=0,814) u sBngercs cratuctudecku 3HauuMbIM (p=0,08).
Kosddurment nerepMuHanui R’, onpeensiomuil 100 oObsICHIEMOH TeHISHINN,
coctaBun 90,7%. [loBblieHre ypoBHS MHAYLMPOBAHHBIX IpPEepbIBaHUNA OEpEMEHHOCTH
Tak)ke ObUIO CTaTUCTUYECKHU 3HAYMMBIM M UMEJIO BBICOKYIO TECHOTY KOPPENSLIMOHHON
cBs3u (14,=0,870, p=0,02, R2=91,6%). CraTuCcTHYECKH 3HAYMMOTO U3MEHEHUSI YPOBHS

4aCTOT CPEIH KUBOPOKACHHBIX O0OHAPYKEHO HE ObLIO (Iyy=0,598, p=0,89, R2=80%).
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Pucynox 9. Jlunamuka cymmapsoit yactotsl BIIP B MockoBckoit obmactu ¢ 2011 1o

2019 roasl

B 10 e Bpems 11 OTACTBHBIX (POPM OPOKOB pa3BUTHS HAOIIOJAIOTCS pa3IndHast
JUHAMHKA UX 4aCcTOThI. 3a)MKCUPOBAHO 3HAUMUTEIbHOE HapacTaHue o0ieit yactoTsl (F)
JUISl TaKUX MOPOKOB Kak aHdHIedanus (p=0,006), cniuaHomosrosas rpeika (p=0,0006),
muadparmanbaas rpeika (p=0,042) u cungpom Jlayna (p=0,009) (pucynku 10-13).
BaxxHo otMeTuTh, uTO Npu Kod3hpuimente nerepmuHanuu meaee 50% nporaoctuueckas
MOJIeTb MOYKET CUHTAThCS MAJOJOCTOBEPHOM, B CBS3M Ue€M MPOTHO3 MO YBEIHMUEHUIO
OOMIMX YacTOT AuadparMaibHON IPHIKU TOJDKEH €I1Ie YTOUHSATHCS B TEUEHHUE HEKOTOPOTO
Bpemernn (R’=47%). Tem He Menee mii omdanomene BBICOKA MPOTHOCTHYECKAS

3HAYUMOCTD MOBBIIIEHUS YaCTOT CPEIU MHAYLIMPOBAHHBIX MPEPBIBAaHUI OepeMeHHOCTEN

(R>=83%)).
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Pucynox 10. Innamuka yactoTsl aHdHIeanu B MockoBckoi ooactu ¢ 2011 mo 2019

OBl

10 v =-0,0187x2+0,741x + 3,1402
R%=0,68673

R2=0,21526
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Pucynox 11. JluHamMuKa 4acTOThl CIMHHOMO3IOBOM T'pblKM B MOCKOBCKOW 00JacTH ¢

2011 mo 2019 roxasr
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Pucynox 12. JluHamuka 4acToOThl AHaPparMaibHON IpblXkU B MOCKOBCKOM 00JacTu ¢

2011 mo 2019 roxasr
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Pucynox 13. lunamuka yactoTel cuuapoma Jlayna B MockoBckoit o6nactu ¢ 2011 1o

2019 roasl

B pa6ote Khoshnood B. ¢ coaBropamu otmeuaetcs, uto B EBpornie ¢ 1991 o 2011

roJIbl MPUCYTCTBYIOT MEPUOJIbI KaK HApACTaHMsI YAaCTOT aHA1edailui 1 CHUHHOMO3TOBOM
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IpbDKHA, TaKk M uX CcHwkeHus [119]. Ilpm 3TOM KONMMYECTBO HMHAYLMPOBAHHBIX
npepbIBaHul OEpeMEHHOCTH HapacTaeT, YTO MPUBOJUT K CHIKEHHMIO YacTOT CpeAu
XKUBOpOkAeHHBIX. Ha Tepputopun npoBuHumu JIsonnn B Kurae ¢ 2006 mo 2015 rozaer
TaK)K€ OTMEYEH OTPULATENBHBIM TpeHA Mg 3Tux JByx mnopokoB IHHC cpenn
AKUBOPOXKICHHBIX 32 CYET MHAYLIMPOBAHHBIX IpepbIBaHuil OepemennocTeil [191]. B Toxe
Bpems, Boulet S.L. ¢ coaBropam otmeuaroT, uto Ha Tepputopun CIIA nocne BHeapeHus
Ha TOCYJapCTBEHHOM YPOBHE 0053aT€IbHOTO OO0OTraleHuss NPOAYKTOB THTAHMS
(doyveBOl KHUCIOTOM MPOU30IUIO CHU)XEHHE OO0Ieil 4YacToThl aHdHUedaliuu u
CIIMHHOMO3TOBOM I'PBIKH, B TOM YUCJIE CPEAM JIMMUHUPOBAHHBIX T10110B [194]. B atoi
CBSI3W, IIOJYEPKUBAETCA BAXHOCTh IIOBCEMECTHOIO BHEIPEHUS MEP NEPBUYHOU
npodunakrrku JHT.

Takum oOpazoM, B MEXIyHapOJHOW JUTEpaType OTMEYAIOT HapacTaHue AO0JU
IUIOJIOB € aHAHIleanreil 1 CHUHHOMO3TOBOM IpbIXKeH, OAHAKO, TPU ITOM HE POUCXOTUT
HapacTaHWe CyMMAapHOM 4acTOThI 3TUX MOPOKOB. B MockoBckoi 06sacTu oTMedaeTcs
HapacTaHWe CyMMapHOM 4acTOThI aHAHIE(ATUUN U CIIMHHOMO3TOBOU TPBIKU, TIPU 3TOM
4acToTa CpeAu >KUBOPOXKJIECHHBIX OCTaeTCA CTA0MIbHOM, a COOTBETCTBEHHO IO
IpepbIBaHU 32 TOJbl HAOMIOAEHUS yBenuuuiaach. OUEeBUIHO, YTO JISl TIOATBEPIKIACHHUS
BBISIBIEHHOM TEHJEHUMU W BBIACHEHHS €€ TMpPUYMH HEeOOXOAUMO IPOBEJACHHE
JNATbHEUIINX AMUAEMHAOJIOTHUECKUX UCCIeN0BaHNN Ha TeppuTtopun MO.

Ha tepputopuu Espomnsl ¢ 1980 mo 2009 rox oTrmedaercst pocT 0OOLIEro 4ucia
nuadparMalibHOM TPBIKU, B OCHOBHOM 3a CYET Yucia 3JIMMUHUPOBAHHBIX IUIO0B, B TO
BpeMs Kak Ha Tepputopun Onopuast, CLIA, yactora auapparmansHoil rpsixku ¢ 1998
no 2012 Owvuta crabunbHoM [80; 192].  Cornacuo nmanHeiM ISBDSR wacrtora
nuadparMalibHOM TpblKU B Mupe HapacTaeT Ha 0,5% exeroano [159]. Takum oOpazom,
OOHapy>KEHHbI TMOJOXKUTEIbHBIM TPEHJ 4YacToThl JuadparMalbHOW TpPBDKUA B
MocKkoBCKOI 00J1acTH cOrJIacyeTcsl ¢ JaHHBIMH MEXIyHapOIHOM JIUTepaTyphl, OJJHAKO
TpeOyeTcs AalibHelIIee HaOII0AeHUE C LEJbI0 MOJIYYeHUS! CTATUCTHYECKHU T0CTOBEPHBIX
IIOKa3aTeleu.

B mnpoBeneHHbIX M OMyOJIMKOBAaHHBIX MCCIEIOBAHUAX BPEMEHHBIX TPEHIOB

ChuHApOMaA I[ayHa OTMCYACTCA pa3Hasd HaIlPaBJICHHOCTL AWMHAMHUKHU HOIIYJIAIWMOHHBIX
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yacToT. Tak, B uccienoBannu Loane M. ¢ coaBTopamMu 0TMEUYaeTCsl MOBBIIIEHUE YACTOTHI
TpUCOMUU 21, 4TO aBTOpHI CBA3BIBAIOT C YBEIMYEHNEM MaTEpPUHCKOro Bospacrta [197].
Tem He mMeHee 3a cyeT ObICTPO PA3BUBAIOIIMXCS CHUCTEM IMPEHATAIbHBIX CKPUHHMHIA U
JIUArHOCTUKH, MOIMYJSUOHHAs dYacToTa cuHapoma JlayHa cpeau KUBOPOKIACHHBIX
octanach ctabwibHOM B TeueHue 20 ner HaOmomenuun (1990 — 2009). Takue xe
pesynbTarhl monyudeHsl B peructpax ISBDSR [113]. Takum o6pa3om, maHHBIC
MoCKOBCKO# 00;1aCTH COOTBETCTBYIOT JAHHBIM MEXKTyHApOJHOM tuTepaTypbl. Kak u 11s
IPYTUX JUArHo30B, OTMEUYAeTCsl PE3KO BO3POCHIEE KOJUYECTBO SIMMHHUPOBAHHBIX
w1008 ¢ 2017 mo 2019 rox. B 3Toi cBsi3u, HEOOXOAMMO JanbHEHIIee HAOIIOACHUE 3a
KOJIMYECTBOM  3apETUCTPUPOBAHHBIX CIy4aeB TpUCOMHH 21 XpOMOCOMBI  JUIs
UCKItoueHus nedexra coopa qaHHbeix. Kpome Toro, BO3M0OKHOM MPUYUHON MOKET OBIThH
NOBBIIIEHHE KayecTBa MpeHATAIbHOW JMArHOCTUKM B PETHOHE, YTO TMPHUBEIO K
YBEJIMYECHHIO 3aPETUCTPUPOBAHHBIX IPEHATAIBHBIX CITy4aeB.

CornacHO JUTEPATYPHBIM JAHHBIM MOJOKUTEIbHBIE TPEHIBI B TOM YHCIE
peructpupyroTcs s runocnaguu u racrpommsuca [110; 169; 178]. Ilpuuunsl
CYILIECTBYIOIIUX TPEHIOB Ha CETOJHSIIHUNA J€Hb HEU3BECTHBI, B CBS3HM C YEM
MPOJOJKAKTCS SMUIAEMHUOJIOTHYEeCKUEe uccaenoBanus naHHbix BIIP. B MockoBckon
00JIaCTH YacCTOTHI 3TUX MOPOKOB CTAOMIIbHBI, KaK CPEAH KUBOPOKACHHBIX, TAK U CPEAU

AIMMHUHUPOBAHHBIX MIIOAOB (PUCYHOK 14,15).

20
18
16
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y =0,1047x? - 1,3295x + 17,371
R*=0,17313
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Pucynox 14. Jlunamuka 4actoThl runocnaanu B MockoBckoit oosactu ¢ 2011 mo 2019

TOJIBI
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Pucynox 15. Jlunamuka 9acToThl ractpouiuizuca B MockoBckoi oonactu ¢ 2011 mo 2019

TOJIBI

Pe3ynbTaThl 3MUAEMUOIOTMYECKUX HCCIEAOBaHUM oMarolene yKa3blBalOT Ha
OTCYTCTBHUE KOJEOaHWIl 4YacTOT MOpOKa BO BpeMeHU. Takue JaHHbIe MOJy4YeHBbI B
peructpax ISBDSR ¢ 2000 o 2012 roast, ®unnsaaauu ¢ 1993 no 2014 roast u Kurae ¢
1996 o 2010 roas! [27; 120; 132]. Tem e menee B padote Mai C.T. ¢ coaBTopamu 2019
rona ormeuvaercs, yto B CIIA nmonynsiiimonHas yactora oMmdanoiiene 3a nepuoj ¢ 2010
1o 2014 roas! BeilIe, B cpaBHEHUU ¢ niepuogamu 1991 — 2001 roast u 2004 — 2006 roas!
(2,4,95% IUA: 2,25-2,54; 2,09, 95% AN: 1,91-2,27; 1,86, 95% AN: 1,73—1,99 na 10 000
poxxaeHult, coorBercTBeHHO) [127]. IlpenmonaraeModl NPUYUHOW TMOJOKUTEIBHOTO
TPEeH1a YaCTOThI OMQaJiolese aBTOPbl padOThl CYUUTAIOT YBEIMUYEHUE YaCTOTHI TOPOKA 3a
CYET y4Y€Ta €r0 KaK W30JIMPOBAHHBIX, TAK U COUETAHHBIX CIy4YacB, B YACTHOCTH, CIIy4acB
TPUCOMUU XpOMOCOMBI 18. B 3TOi CBSI3M aBTOPBl AKIEHTUPYIOT BHUMAHHUE Ha
HEOOXOIMMOCTH OTAEJIBHOIO M3yUYEHHUS 3IMHJIEMHUOJIOTUU W30JUPOBAHHBIX CiyyaeB. B
peructpe  MOCKOBCKOM  o0nacTM  BCe  aHAIM3UPYEMble  CIy4au  SIBJISIOTCS

N30JIMPOBAHHBIMHU U ITOJOKHUTCIIbHBIC TPCHABI HC OBIJIN BBISIBJICHBI (pI/IcyHOK 16)
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Pucynok 16. lunamuka gactotsl omdarnorene B Mockockoi obmactu ¢ 2011 mo 2019

TOJIBI

3HAYMMBIX Pa3IM4Mil BO BPEMEHHOM U3MEHEHUHN YPOBHS yacToT Apyrux BIIP OV
B MEXIYyHapoJHON nuTeparype u B MockoBckoi oOnactu oOHapyxkeHO He Obuto. Ha
pucyHke 17 nmpeacTaBieHa AMHAMUKA 4acTOT poaHanu3upoBaHHbiX BIIP B MockoBckoii
obnactu ¢ 2011 o 2019 rogsi.

YuuThiBas HM3J0KEHHOE, B XOJI€ MCCJEAOBAHMS BBISIBICHO HapacTaHHe OOIIei
gactoThl BIIP (F) B MockoBckoii obnactu ¢ 2011 mo 2019 roasl, mpu 5TOM JUHAMHKA
KOHKPETHBIX ()OpM MOPOKOB pazauyaeTcs, T.e. HabII0Ial0TCs KaK MOJOXKUTENbHbIE, TaK
U OTpULATENIbHbIE TPEHIbl B IMHaMHKe pasnuyHbix BIIP. B To ke Bpems nuHamuka
4acTOThI TOPOKOB CPeI HOBOPOXKAEHHBIX (f) oTamyaeTcs: cTaOMIBHOCTHIO KaK B 1IEJIOM
(pucyHok 9), Tak U i KOHKpETHBIX (popm mopokoB (pucynku 10-17). Huxe Oynyt

paccMOTPEHbI TPUYMHBI HAOIIOJaEMbIX U3MEHEHUH.
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Pucynox 17. {unamuka yactot BIIP OY B MockoBckoit obmactu ¢ 2011 mo 2019 rojer

3.3 DnuaeMHUOJIOrH4eCKUI aHAJIU3 XPOMOCOMHBIX (DOPM BPOKICHHBIX IOPOKOB
pa3Butus B MoCKOBCKOi 00/1aCcTH
B MockoBckoil 00nacTd B ciaydae Halu4usl y IUIOAA HW30JMPOBAHHBIX WIIU
MHOKECTBEHHBIX TTOPOKOB Pa3BUTHS JIJIsl YTOUHEHUS AUArHO3a U MPOTrHO3a MPOBOIUTCS
reHeTudeckass  jgabopaTopHas  JauarHocTHKa. (OCHOBHBIM — METOAOM  SIBJISIETCS

KapUOTUIIMPOBAHUC, YTO B PAAC CIIYyHACB IMMO3BOISICT YTOYHHUTL MPHUYKMHY BLISABJICHHOTI'O
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3a0oneBanus. Ilpu MNOATBEpPKAEHHOM HOpPMAJbHOM Kapuotune y mmioaa c BIIP
BO3MOYHO JIOMOJIHUTEIbHOE MPOBEICHHE XPOMOCOMHOTO MHUKPOMAaTPUYHOIO aHalIA3a
(XMA). 910 m03BOJMIIO HAM BIEPBBIE MPOBECTU MHUIEMHUOIOTUYECKUNA aHAIIU3 PEIKUX
XPOMOCOMHBIX HapYIICHHI.

XpomocoMHble aHOManuK (XA) NpencTaBisiOT COOOM TeTEepOreHHYI0 TpyIIy
HACJIEICTBEHHBIX 0OJIe3HEH, BO3HUKAIOMIMX B pe3yJbTaTe U3MEHEHUN KOJUYECTBA WM
CTPYKTYPBI XPOMOCOM, IIPU 3TOM UX KIMHUYECKasi KApTUHA OUYEHb BapuadenbHa, HO, KaKk
NOPaBUJIO, XapaKTEPHBIMHU Il HUX HPOSBICHUSIMH SBISIIOTCS BPOXKIEHHBIE MOPOKH
pa3BUTHSL.

Bcero B 6aze peructpa BIIP Mockosckoii obmactu ¢ 2011 mo 2019 roxaw
3apeructTpupoBano 2673 ciyuaa XA, uro coctaBuio 43,65 ciyyasd Ha 10 000 poxxieHui.
B cTpykType XpOMOCOMHBIX aHOMAaJIMi Yallle BCero BcTpeudaerca cuHiapoMm [layna. B
IPOLIEHTHOM COOTHOIIEHHHM CTPYKTypa BceX XA BBINISIAUT CIAEAYIOIHUM 00pa3oM:
cunapom Jlayna — 63,2%, cungpom Opasapiaca — 13,8%, cunapom Ilaray — 5,1%,
AHEYIUIOUINM TIOJIOBBIX XpoMocoM — 6,7%, penkue XxpoMocoMHble anHoManuu — 11,2%.

O6mas yacrora (F) tpucomun xpomocomsl 21 (T21) coctaBuiia 27,52 na 10 000
poxaenuit, Tpucomuu 18 (T18) — 6,01 na 10 000, Tpucomuu 13 (T13) — 2,22 na 10 000,
YTO COOTBETCTBYET JIAHHBIM 00BEMHEHHOTO peructpa eBpornerickux crpad EUROCAT,
COrJIaCHO KOTOPOMY 3a ATOT K€ MEPUOJ BPEMEHH YaCTOThl XPOMOCOMHBIX CHHJIPOMOB
coctaBuny Jyist T21 — 24,72 na 10 000, g T18 — 6,15 m gns T13 — 2,26 [89].

[Ipu cpaBHenun c¢ pganHbiMu Ponna Menuuunbsl [lnona (FMF) u paGoroit
Wellesley D. ¢ coaBTopamu, oTmMmeuaeTcst 6oJiee BbICOKasi 0J1s cliy4aeB cuHapomMa JlayHa,
B TO BpeMs KakK JIOJIHM ApYrux XA IO HAllUM JaHHBIM HUXE, YTO MOXET yKa3bIBaTh Ha
HEMNOJIHOE BBISIBIIEHUE 3TUX XPOMOCOMHBIX HApYIIEHHWH, JTUOO paszinyusi CBSI3aHbI C
IpYTrUMU IPUYMHAMHU, YTO TpeOyeT AanbHelero uzyuenus [19; 174].

[ToMmuMO  H3BECTHBIX  XPOMOCOMHBIX  CHHJIPOMOB,  Mbl  IONBITAJIUCH
IPOAHAIU3UPOBAThH JAHHBIE MOHUTOPUHIA MO PEIKMM XpPOMOCOMHBIM MepecTpoiikam. B
0a3e MOHUTOPHUHTA 32 aHAIM3UPYEMBbIH MIEPUOJ BCETO 3apETUCTPUPOBaHO 299 ciiyyaeB U3
rpymnmnbl peakux XA, ux ob6mras yactota coctaBuia 4,88 Ha 10 000 poxxnenunit. [TonHbIi

INEpCUYCHb BLIABJIICHHLIX XA ¢ onmMcaHMEM HX KIMHHUYECKOMU KapTHUHbI MMPCACTABJICH B
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npuwiokeHuu 3. B 3Toil rpynme npeBamupyroT 3aperucTpupoBaHHBIE ciaydand XA y
SIMMUHHUPOBAHHBIX TUIOIOB 10 22 HE/IEJb C MOATBEPKAEHHBIM quarHo3oM XA (68,23%).
CootserctBeHHO, 30,77% XA mpencraBieHO ciydasMu xuBopoxaeHud u 1,00%
CIIy4asiMd MEPTBOPOKIACHHM.

B MockoBckoit 0651actu 10515 BbIsiBIEHHBIX peakuXx XA cocrasiseT 11,2% ot Bcex
3aperucTpupoBaHHbIX XA. COOTHOIIEHHE MYKCKOro ToJIa K >KEHCKOMY Cpeau
3aperucTpUpOBaHHbIX ciydaeB peaknx XA cocrasuio 0,8:1. B ucciaegyemoi rpymmne
MeauaHa Bospacta matepeit cocraBmia 30 ser (Q1-Q3: 26-33; min-max: 18-46). [Ipu
CpaBHEHHHU pachpeiesieHns: MaTepeit o Bo3pacty (110 34 et u crapiie 34 jeT) B TpyIie
BIIP HEXpOMOCOMHOM 3THOJIOTUH U TPyNIe ¢ peAKUMH XA CTaTUCTHYECKH 3HAYMMBIX
pazmunii o6HapyxeHo He 6bU10 (y° = 2,39, p = 0,122). TakuM 00pa3oM, B OTIHYHE OT
U3BECTHBIX aCCOL[MAIIMHN YACTBIX XPOMOCOMHBIX CUHJIPOMOB C BO3PAaCTOM MaTEpH, pEJIKUE
XA 1o HallMM JaHHBIM HE CBS3aHbl C Bo3pacToM Matepu. Kpome Toro, Ha cerousuHui
JIEHb W3BECTHO, YTO PHUCK POXKJEHHUSA peOeHKa C MUKPOXPOMOCOMHOM MEPECTPONKON y
YKEHIIUHBI 70 35 JIET BBIIIE, YeM PUCK POXKIeHUS pedeHka ¢ cunapomom Jlayna [95].

B cTpykType peakux XpOMOCOMHBIX aHOMalIMi Hauboliee pacipOCTPAHEHHBIM
HapyIlIeHUEM SIBIIOTCA Tpurionanu (41,14%), Ha BTOpOM MecTe YacTUYHbBIE JeIeIun
xpomocoM (24,41%), Ha TpeThbeM MecTe HecOamaHcupoBaHHbIe TpaHcaokanuu (11,04%).
C MEHBIIMMU, HO PUMEPHO PABHBIMU JOJSIMH, B CTPYKTYpE peakux XA BCTpEeUarOTCs
penkue Tpucomuu (6,02%), nymnukanuu (4,68%) u mapkepHbie XpoMocoMbl (3,68%).
Taxxxe BblgeneHa rpynna apyrux penkux XA (9,03%), sta rpynna mnpeacTaBieHa
CJIEIYIOIIMMU aHOMAIMSIMU XPOMOCOMHOI'O Habopa: JOMOJHUTEIbHBIA XPOMOCOMHBIN
MaTepHrall HEU3BECTHOTO MPOUCXOXKIEHUS, COUYeTaHHble XA, KOJbIEBbIE XPOMOCOMBI.

CrpykTypa u yactoThl penkux XA B MO npencraiens! B Ta0aune 43.

Tabnuya 43
YacToThl ¥ JOJIU OTJEJIBHBIX TPYIIIT PEAKUX XPOMOCOMHBIX HAPYIIEHUU
Tun XA Yacrorta ) Joasi B 0011eii rpynmne
(ua 10 000 poxnenmii) peakux XA, %
Tpunnonauu 2,01 41,14
Heneruu 1,19 2441
HecOananc. Tpancnokanuu 0,54 11,04
Penkue Tpucomun 0,29 6,02
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Jynnukanuu 0,23 4,68
MapxkepHble XpOMOCOMBI 0,18 3,68
Hp. penxue XA 0,44 9,03

Cpean 3aperucTpupOBaHHBIX CIy4aeB PeAKUX XA MPEeBaTUPYIOT NpPEeHATalIbHO
JIUarHOCTUPOBaHHBIE ciiydau. [ onpeaesneHnst JOCTOBEPHBIX 0a30BbIX YACTOT PEAKUX
XA BaXXHO BKIIOUEHHME B 0a3y perucrpa BCEX CIIy4aeB YCTAaHOBJICHHBIX JIHarHO30B
XPOMOCOMHBIX HAPYIIEHUH B PazIWYHBIX NPO(UIBHBIX T€HETHUYECKUX JaO0paTOpHUsX.
Crnenyer oTMeTUTB, UTO BeJieHue peructpa BITP MockoBckoi 00acT U TEHETHYECKOE
oOcnefoBaHUe IUIOJOB y OEPEMEHHBIX >KEHIIHMH, KOTOpbIE MPOKUBAIOT B JaHHOM
pEerruoHe, BO BCEX CIydasX OCYIIECTBIISIETCS KBAIU(UUUPOBAHHBIMHU CHELUATHUCTaAMU
Menuko-renernueckoro ornenennss MOHUHMAL. IIpoBeneHne BceX UCCIEAOBAaHUN B
OJIHOM Yy4YpexAeHUH oOecreynBaeT YHU(UIMPOBAHHBIA M KauyeCTBEHHBIM MOAXOA
BEJICHUSI MOHUTOPUHTA B 3TOU IPYIIIIE, YTO BaXKHO JIJISl IPOBEICHUS aHAIM3a JAaHHBIX.

B wuccnegoanun Wellesley D. ¢ coaBTopamu o001mass d9acTtoTa peakux
XpPOMOCOMHBIX aHoMaJnii coctaBuia 7,4 Ha 10 000 pokaeHuid, 4YTO 3HAYUTEIBHO BBIIIE
NOJIyYEHHBIX HaMHM 4YacTOT, JOJi1 >KMBOPOXKIEHHBIX coctaBuna 49% [174].
XKuBopoxaeHHbIX ¢ penkumu XA B 0a3ze MoHUTOpUHTa MOCKOBCKOW 007acTu
3aperuCTpUPOBaHO MeHbIe I0A0B (31,2%), 4TO BEPOSITHO TOBOPUT O HEIOCTATOYHOM
pErucTpalyy 3TUX CIY4YaeB B CBSI3U C MX MO3JHEH JMATHOCTUKOM, JTUOO OTCYTCTBHUEM
IIPEIOCTABJIEHUS U3BELICHUMN.

OOpaiaer Ha ceOsi BHUMaHUE, 4TO KOJM4YecTBO Aenennii B pabore Wellesley D.
peBaMPyeT HaJl KOJIMUECTBOM JIpyrux peakux XA (42,4%; 3,13 na 10 000 poxaeHuii).
B »TO# CBSI3M, MOKHO 3aM0JI03pUTh HEIOCTATOYHOE KOJUYECTBO JAMATHOCTUPOBAHHBIX
cinyyaeB nenenui B MockoBckoil o0nactu. B Toxe Bpems, B peructpax MoOCKOBCKOM
obmactu u EUROCAT cTpykTypa 3aperucTpupOBaHHBIX JCJCIIUN BBITIISIUT MOX0XKEH, a
HamOoJiee YacToO BCTpPEYAIOUIUMCS JAMArHo3oM sBisieTcss cuHiapoMm Ju Jxopmxu
(tabnuna 44). C MEHbIUMU J0JISIMU B 00OUX PETUCTPaX MPEICTABICHbBI TAKUE TUATHO3BI
kak cuHapoMmbl Ilpanepa-Bumnu/Anrenbmana, «komadybero Kpuka» u Bonbda-
XupuixopHa. [pyrue ciiydan neiaenuil NpelCTaBiI€Hbl, B OCHOBHOM, €IWHUYHBIMU

CIIy4asiMU.
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Tabnuya 44

CTpykTypa U AOJU OTJAEIBHBIX TPy Aejieluid B peructpax MocKoBCKOM 001acTH U

EUROCAT

MockoBckasi 00J1aCTh, EUROCAT,

2011 -2019 2000 - 2006 [174]
Cungpom Iu JHxopaxu 45,2% 30,8%
Cunnpowm Ilpanepa- 2,7% 5,0%
Bunnu/Anrensmana
CHHIPOM «KOIIIAYBEr0 KPUKa» 2,7% 4,8%
Cunnpom Bonbda-XupurxopHa 2,7% 4,2%
KomblieBbie XpOMOCOMBI - 4,2%
Cunnpom Bumnbsimca - 3,5%
Cunnpom bekBurta-Bunemana - 1,2%
Henerus 18pl11.2 2, 7% HET JaHHBIX
Enunnunsie cnydan nenenuit 43,8% 46,2%

HccenenoBanue s3MUIeMHOIOTHH PEAKUX XA MPOBENEHO B TOM YKCIIE B IPOBUHIUN
Wxonsan, Kurait, 3a nepuon ¢ 2014 mo 2020 roast [195]. B pabote nmoka3aH B3pbIBHOM
POCT 4acTOThl MUKpoOenenuit/mukpoaymkamnuii ot 0,30 ciaydaeB Ha 10 000 poxxaeHumit
B 2014 roxy no 6,81 B 2020 rony. AHaIOTMYHO HACTOSIIEMY MCCIEIOBAHUIO ITOKA3aHO,
YTO PUCK BOBHUKHOBEHUS peaKknX XA HE CBA3aH C BO3PACTOM MaTEpH.

Cpenu Muxponenenuit B padbore Chen X. Hanbojee 4acTO BCTpPEYAIOIIUMUCS
JIUarHo3amMu ctanu Takxe cuuiapombl u Jlxopmxu, [lpagepa-Bunnu/Anrensmana u
«KOIIaybero Kpuka». [IoMUMO 3TUX CUHIPOMOB OBLIM 3apPETUCTPUPOBAHBI B TOM YHUCIIE
TaKue M3BECTHBIE TUArHo3bl Kak genenuu Xp22.31 (X-cuemienHsii uxtuos), 7q11.23,
17q12, 16p11.2. B peructpe MockoBckoil 00J1aCTH TaKUe Cydan He 3apEeruCTPUPOBAHBI.
[Ipu 5TOM, aHAOTMYHO HalleMy HcciieqoBaHuto U faHHbIM Wellesley D., 6omibiias yacth
BBIOOPKH MPEACTABICHA €AMHUYHBIMU CITy4asiMU BapHallil yucie KOnuu.

B crpykrype nymnukanuii B MOCKOBCKOM 0OJacTH 3a HCCIeAyeMblid Mepuon
OTCYTCTBYIOT ITOBTOPSIFOIIUECS JUATHO3bI, KPOME JABYX CIIy4aeB TyIUITMKALIMH KOPOTKOTO
mieda 7 XpOMOCOMBI y OJTHOM M TOM K€ KEHILHUHBI, KOTOPas TAaKKE SBJISAIACh HOCUTEIEM
nanHou nyrkanuu. B padore Wellesley D. uacrora nynnukanuit pasaa 0,7 za 10 000
POXKJICHUH, 4TO BbIIIE JaHHBIX MOCKOBCKOM 001acTH. B CTpyKType aBTOpHI OTMEYAIOT
NOBTOPSIOIINECS Clydau OyIuMKauuil 15 m 12 XpomMocoMbl, BC€ OCTalIbHBIE Ciy4yau

CAUHUYHBIC.
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[In011b1 ¢ TpUIIOUIUENH UMEIOT XOPOIIO Y3HaBaeMbli ()EHOTUN B MpeHATaAIbHOM
nepuoje. [lo mporcXoXaAeHUIO TOMOJHUTEIBLHOTO XPOMOCOMHOIO Habopa BBIJENAIOT
TPUILUIOUIUU MATEPUHCKOTO (AUT€HUYECKOro) M OTHOBCKOrO (JAMAaHIPUYECKOTO)
npoucxoxjaeHus. llpu Tpumaouauu MaTEPUHCKOTO MPOUCXOKACHUS Y 3-KapTHHA
XapaKTepU3UPYyeTCa aCHMMETPUYHOM 3aepKKOU pocTa 11018, CHUKEHHBIMH YPOBHIMU
B-XI'Y m PAPP-A ¥ TakumMu mOpPOKaMH Kak KHCTbl 3aJHEH YEpernHON SIMKH,
CUHIAKTUJIIMHU, TOPOKM cepaua U JApyrumu. s auaHApuyYecKod TPUILIOUIUU
XapaKTEPHBIMU OCOOCHHOCTSIMHU SBIISIFOTCS MOJISIPHBIA XOPUOH, MOBBILIEHHBIM YPOBEHb
B-XT'Y, cumMmeTpuuHas 3aJepKKa pocTa IJIo/1a, a TakKe MOPOKH — oMdanouese, spina
bifida u qpyrue [155]. BonbmnHcTBO O€peMEHHOCTEN C TPUILUIOUIUEH Y TIJ10]1a 3aMUPAIOT
B | wiu Il tpumectpe. B cpaBuenuun c padotoit Wellesley D. wacrora Tpurmionauu B
MockoBckoii obnactu BbIle eBporeickux nanHbpix (2,01 mporuB 1,26 wa 10 000
pPOXICHUM).

Cpenu HecOanaHCUPOBAHHBIX TpaHCIOKauii B MockoBCKoM 06siacTu Hanbosee
4acTO BCTPEUaeMbIMU XPOMOCOMaMH, BOBJIEYEHHBIX B MepecTpoiky, Obuin 4 (16,1%),
5(16,1%), 8 (16,1%) u 22 (19,4%). Hons >TuMHUHUPOBAHHBIX IUIOJIOB B H3ydaeMOM
BbIOOpKE cocTaBuia 54,8%. XapaKTepHbIX KIMHHUYECKUX OCOOCHHOCTEH B JaHHOU
rpynmne He OoOHapy»KeHO, BC€ Ciyyau NpeACTaBICHbl pPAa3HbIM HaOOPOM TOPOKOB
pa3BuTHs, JHOO uUX OTcyTcTBUEeM. B  EBpome wyactora HecOaqaHCUPOBAHHBIX
Tpanciokauuii coctapmwia 0,94 va 10 000 poxaeHuil, 4TO HE3HAUYUTEIBHO BbILIE JAHHBIX
MockoBcKoit 001acTH.

B cTpykType peakux TpUCOMUM B COBOKYIIHOCTH XpPOMOCOMBI 16 u 22
IPEACTABISIOT 000U OoJbIIyI0 10JI0 BhIOOPKH (61,1%). Hanmnuue numHux ayTocom y
1012 B OOJBIIMHCTBE CIIy4aeB MPUBOAUT K HEpa3BUBarolelcst 0epeMeHHOCTH. B TO ke

BpeMsi, B peructpe MockoBCcKoi 00nacT 3apKCHPOBAHO /IBa Ciy4as pOXKIACHHS JeTei

c Mo3auyHbIMU TpucomusiMu: 1) mosd7,XX,+8[8]/46,XX[22] — TpaHCHO3UIUSA
MarucTpajibHbIX COCY 0B, JIMOKII 51 rupoHedpo3 II0YEK; 2)
mos47,XX,+9[6]/46,XX[94] — Ta3oBasg MAUCTONUS, THUIOIUIA3Usl TMPABON IMOYKH,

AHOMAJIBHOC PACIIOJIOKCHUC IMAJIBICB KHCTHU, aHOMAaJIbHAaA YCTAaHOBKA CTOII, aTpPE3Hsd

XOAaHBI. PO)KIICHI/IC I[@Tef/'l C MO3aM4YHBIMH TPUCOMHUAMHU XPOMOCOM 8 u 9 B TOM umcie
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onucano B pabore Wellesley D. ¢ coaBropamu. Yactora peakux tpucomuii B EBpone
coctaBuia 0,60 Ha 10 000 poxxaeHuii, 4TO TaK>Ke BhIIIE JaHHBIX MOCKOBCKOM 00J1acTH.

Wellesley D. u Chen X. ¢ coaBTOpaMuu 0TMEUYarOT HEOOXOAUMOCTh MPOBEACHUS
JOTIOJTHUTENbHBIX MCCIEAOBAHUN B 00JIACTH SMHUAEMHOJIOTUU peAKuX XA, yUUThIBas
nepuuUT Takux paboT B MeXAyHaponHOM Jnureparype. B obeux paborax
NOMYEPKUBAETCST BAaXXHOCTh MOJIHOTHI cOopa uHpopmanuu st peructpoB BIIP o
BBISIBIIEMBIX peAKNX XA B IPEHATAIBHOM IEPUOJIE, CPEAU )KUBOPOKICHHBIX, a4 TAKKE B
Oosnee MO3AHME MEPUOAbl JETCTBA B CBSI3U C BO3MOXHOW MO31HEW MaHH(ecTanuen
KJIMHUYECKUX TposiBieHuil. [lomrumo 3toro, ormedaercst 1e€QUIMT HAYYHOTO 3HAHUS O
NAaTOT€HHOCTH OOJIBIIMHCTBA BBIABISIEMBIX €IMHMYHBIX peAKuX XA, J0Ji1 KOTOPBIX B
NONYJISIUOHHBIX peructpax BIIP mnpeBblmaeT KOMMYECTBO XOPOIIO H3BECTHBIX
MUKPO/AEJIEHUOHHBIX/MUKPOIYTUIMKAIUOHHBIX CUHAPOMOB. B 3TOW CBSI3U, NOMHMO
HEIMOCPEACTBEHHOW PETUCTPAlUM CIIy4aeB pelkuX XA, BaXHO TaKXe YKa3blBaTh
UH(GOPMAIMIO O MOKAa3aHUSAX K MHBA3MBHOM JMArHOCTUKE B CIy4asx MpEeHATaJIbHOIO
BbISIBJIEHUSI XA U KIIMHUYECKYIO KapTUHY peOeHKa B ClIydae >KMBOPOKIEHHOCTH.

Takum 00pazoM, 3MUAEMHOJIOTHYECKAs] KapTHHA PacHpOCTPAaHEHHOCTH YacCThIX
XA COOTBETCTBYET JaHHBIM MEXIYyHapOJHOM JuTeparypsl. Bmecre ¢ TeM, Ha
CEerOJHSIIHUNA  J€Hb  CJIOXXHO  IPOBOJUTH  CPABHUTEIBHBIE  HCCIEIOBAHUS
pacupocTpaHeHHOCTH peAkux XA ¢ 3apyOeXHbIMU JaHHBIMU B CBS3M C MallbIM HX
KOJIMYECTBOM M OTCYTCTBMEM YETKHUX MpaBWJI KOAUPOBaHUS peakux XA B 0Oazax
peructpoB BIIP. Kpome TOro, Ba)XHO YYWTHIBATH pPa3HYK CTENEHb JOCTYNHOCTH
TEHETUYECKUX aHAIM30B HA PA3JIUYHBIX TEPPUTOPHUSX B IPEHATAIILHOM MIEPUOLIE U CPEIU
KUBOPOXKICHHBIX.

[Tony4yeHHble NaHHBIE MO aHANM3y XA € HCNOIb30BaHHEM 0a3bl MOHUTOPHHIA
BIIP sBisAroTcs npeaBapuTeabHbIMU, HO OKa3bIBalOT BO3MOXKHOCTH peructpa BIIP mo
U3YUYEHHIO 3NUAeMUONorun peaknx XA. TOYHOCTh M KauecTBO TAKUX JTaHHBIX MOTYT
OBITh MOBBIIIEHBl TOJIBKO TMPU YCIOBUMU MPOBEACHUS PACIIUPEHHOTO T'€HETHYECKOTrO
TECTUPOBAHMS Y IUIOJOB U HOBOPOXKIAEHHBIX MPHU MOATBEPKICHHOM Yy HUX HOPMAaJIbHOM
KApUOTHIIE, YTO AENIAECTCS B HEKOTOPBIX perucrpax crpad EBponsl. Kpome TOro, BaxxHo

¢ukcupoBaTh ciryyau oOHapykeHHs XA He TOJIbKO CpeAr HOBOPOXKIEHHBIX, HO TaKKe
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Ha IPOTAKCHUU BCEU JKN3HHU, B 3aBUCUMOCTH OT BPEMCHHU IMOCTAHOBKU AHArHo3a, IJIsd

YBEPEHHOCTH B MOJIHOTE y4€Ta BCEX CIIy4aeB peakux XA.

3.4 AHasn3 GPeHOTHIINYECKUX NMPOSABJICHUI MUKPOCTPYKTYPHBIX XPOMOCOMHBIX
HApPYUIEeHUI, BHISIBJISIEMbIX IPEHATAJIbHO

B Poccuiickoit ®enepanuu pa3paboTaH MNPOTOKOJI pPaHHEro0 MPEeHATaIbHOTO
CKpPHHMHTIA C PACYETOM PHUCKA B OTHOLIEHUHU TpUCOMUM XpoMocoM 21, 18 u 13, cormacHo
KOTOPOMY TpPOXOJAT oOcCiel0BaHHE Bce OepeMeHHble. BrocnencTBuu KeHIIMHAM U3
IPYIIbI BBICOKOT'O PUCKa MpeasiaraeTcsl NpoBeeHNEe MOATBEPKAAIOIEN TPEHATATbHON
JUAarHOCTUKH (6buorncus BOPCHUH XOpHUOHA/aMHUOIIEHTE3/KOPIOIIEHTE?) C
UCIIOJIb30BaHUEM CTaHJApPTHOTO KapuotunupoBanus, 6o FISH-nuarnoctuku [8; 22;
116].

B nactosmell pabote npoBeeH PETPOCIEKTUBHBIN aHAIN3 CepUU KIMHUYECKHUX
ciaydaeB, pu kKoTopbix Onarogmaps XMA u FISH-gmarHocTuke npeHaTanbHO OBLIN
YCTAHOBJIEHBI IMarHO3bI MUKPOICJICIIMOHHBIX WJIM MUKPOAYTLTUKAIIMOHHBIX CUHIPOMOB.

3a aHanmM3UpyeMbli Tepuoa B 0a3e peructpa 3aperucTpupoBaHo 36 ciaydaeB
CyOMHMKPOCKOIIMYECKMX  XPOMOCOMHBIX IepecTpoek y 1uiofoB. KomuuecTBo
oOHapyx)eHHbIX Mukpoaenenut (N=27; 75%) mnpeBanupyer HaJa KOJIUYECTBOM
Mukpoaymukamnuit (N=9; 25%) [4].

Cpenu 3THX ciy4yaeB oTMevaeTcsi 60JblIoe pa3HooOpa3ue oOHapyskeHHbIX BIIP y
I10J10B. BaKHO OTMETUTH, YTO TOJIBKO Y 4 TIIOAO0B NPHU YIbTPAa3BYKOBOM 00CIEA0OBAHUU
OTMEUAJIUCh MCKJIIOYUTENbHO MapKepbl XA, Takue Kak YBEIMYEHHE TOJILIMHBI
BOpoTHUKOBOrO npoctpanctsa (TBII), 6paxunedanus, MUKporHaTus u Ipyrue.

[Ipu aHanuze pe3ysbTaTOB KOMOMHUPOBAHHOIO CKpuHUHTa | TpumecTpa B 3TOMU
rpyIne oka3anock, uro meauana TBII coctaBuna 2,1 MM (min=1,5; max=7,2), T0 ecTb
JAHHBIN MMOKa3aTeNb HE OTJIMYAETCS OT HOPMaJIbHBIX BenuuH. Kpome Toro, meaunansi f3-
XI'Y u PAPP-A Takxke He MOKa3aJM OTKJIOHEHUW OT mpeaonpeneneHHbx HopM, 0,68
MoM (min=0,235; max=2,521) u 0,83 MoM (min=0,284; max=2,153), COOTBETCTBEHHO.

B pabore Chen X. Takke OTMEYEHO OTCYTCTBHUE OTKJIOHEHHH B OMOXMMHUYECKUX
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MoKa3aTesiiX IpU MUKPOJEICIIMOHHBIX U MUKPOAYIIMKALIMOHHBIX CUHAPOMAX Yy IUI0Ja
[195].

Cpenu BIIP y mmomoB ¢ cyOmukpockonuueckumu CNV  Hanbosee yacto
BCTPEYAJIUCh  BPOXKICHHBIE TMOPOKU CEPAEHYHO-COCYIUCTOM CUCTEMBI, KOTOpHIE
coctabwin 51% ot Bcex cimywaeB BIIP. OTmewanuce Takue NHOpOKHM ceplla, Kak
aTPUOBEHTPUKYJISIPHBIA KaHaJl, CHHIPOM THIIOIJIa3UH JIEBBIX OTIENOB cepila, TeTpaja
®amno, IMXII n npyrue, a Takke MOPOKHA BBIHOCAIIUX TPAKTOB, HAIIPUMED, TBOWHOE
OTXOXKJIGHHE COCYJIOB OT IMpaBoOro xeiygouka. Ha BTopoM Mecrte 1o YacToTe
BCTPEYAIIMCh TOPOKHU IIEHTPATIbHON HEPBHON CUCTEMBI (BEHTPHUKYJIOMET AN, TATOJIOTUH
MO3KE€UKa W MO30JUCTOr0 Tella U JIp.) M KOHEYHOCTeW (CHHIAKTUINHU, aHOMAaJus
MTOJIO’KEHUS CTOIT), COCTaBJISISI COOTBETCTBEHHO 110 12,2%. [lanee mo yactore oTMe4aroTcs
Takhe MOPOKU Kak omdarolene, pacuiennna ryosi/neda, nopoku KKT u mouenonoBoi
cucrtembl. CrenyeT OTMETUTh, 4TO B 36,1% ciydaeB y IUIOJIOB MMEJCA HE OJMH, a
MHOKECTBEHHBIE BPOXKJIECHHBbIE NMOpPOKH pa3Butud. Kpome toro, B 13,9% cnydaeB y
IJIOI0B IPUCYTCTBOBAJIA TOJIBKO Mapkepbl XA, Takue kak yBennuenue TBII, meitHas
muMmpanruoma, Mukportatus u gapyrue. CTpykrypa u pacnpezaenenue rpynn BIIP

MPEJICTaBICHBI HA pUCYHKE 18.

p \ = BIIC
o,
8,2% = BITP [JTHC
= BIIP xoHe4YHOCTEH

KocTHo-MbIIeyHbIe 1e()eKThI
= PacrienuHa ry0bl 1/unu Heba
= BIIP XXKT

= BITP MIIC

Pucynox 18. Pacnpenenenune BpoKIEHHBIX IOPOKOB Pa3BUTHS, BBIABISEMBIX Y IIJIOJ0B C

cyomukpockonnueckumu CNV B MockoBckoii oomactu, 2011 — 2019 r.r.
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B cBoto ouepensp, B pabore Cai M. ¢ coaBTOpamu A0S BBISIBIIEHHBIX NaTOT€HHBIX
CNV y mnoaos ¢ nopokamu [[THC unu moueBbIBOASIIEH CUCTEM OblIa BBIIIE, YEM Y
10/10B ¢ mopokamu cepana (25%, 18% u 8%, cooTBeTCTBEHHO) [66].

B pesynbpratax padotsl Donnelly J. ¢ coaBTropamu mokaszaHo, YTO HauOOJIBIITUN
BKJIQJI TIPU HOPMAJIbHOM KapuoTture mioga XMA BHOCUT Mpu MOpOKax cepila, Juia u
HC (p<0,001), a taxxe mpu BHYTpUTpYAHBIX mopokax (p=0,004), mopokax MoYeK
(p=0,004) u ckenera (p=0,003) npu COBOKYITHOM aHAJIN3€ MU30JIUPOBAHHBIX CIIy4yaeB U
cinyuaeB MBIIP, uto cornacyertcst ¢ qanubiMu MockoBckoi o6sactu [38].

N3 36 ciydaeB MUKPOCTPYKTYPHBIX XPOMOCOMHBIX TIEPECTPOCK B HalleM
UCCJIEJIOBAHUM BBISBICHO 3 M3BECTHBIX CHUHIPOMa W3 TPYMNIbl MHKPOACICIIMOHHBIX
cungpomoB. Camytro Oosbiyto rpymnmy (12 cmydaeB win 33,3%) cocTaBiser Aenerus
22q11.2 nam cunapom Jdu/lxopxu, B IBYX ciaydasx oOHapyx eHa aenenus Sp (CHHApoM
«KOIIIAYbEro KpHUKay), elle B ABYyX Cilyyasx Jaelenus XpoMocoMbl 15 (cuHzapom
Amnrensmana/lIpanepa-Bunnn). bonsinas yacts Beioopku (N=20; 55,5%) npeacraBieHa
OT/ICJIbHBIMU CITy4assMH pa3IudHbIX BapraHToB CNV (Tabnuia 45). Equnnynelie cinyyau
CNV B BbIOOpKE OBLIM TPEACTaBIEHbI TAaKUMH paHEE ONMUCAHHBIMU JHArHO3aMHU, Kak
nymnukauun Spl15.33pll.1, 7p21.3pl14.3, 8p23.1, 13q31.1q31.3, 17ql2, a Takxe
neneruu 1q32.1, 1q21.1, 4p13, 9934, 11q23.3, 14932, 21922, 22q13, Xp22.33p22.13 u
JIPYTUMH BIIEpBbIC BhISIBICHHBIMU ciydasiMu CNV. Onucanue peHOTUIOB MPeICTaBICHO

B [IPUJIOKEHUU 3.

Tabnuya 45
Pacnpenenenue BeisiBneHHbIx CNV B MockoBckoii oomactu, 2011 — 2019 rr.
JImarno3s KouauvecTBO Hoasi (%)
Cunnpom Iu Ixopmxu 12 33,3
CHHIpOM KOIIaYybero KpuKa 2 5,6
Cunnpom Anrensmana/llpanepa-Bumm 2 5,6
Hpyrue ciygan CNV 20 55,5

Cpenu cyomukpockonmdyeckux CNV, kak oTMeuanock B riaBe 3.3, 4acTo

onpenensoT aenenuto 22ql11.2, nna gereknuu kotopoit moMmuMo XMA MoKeT ObITh
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ucnonb3oBaHa FISH-nnarnoctuka Ha »ToT stokyc. FISH-nuarnoctuka Ha nokyc 22q11.2
nposoautrcss B MI'O MOHUNUATL Hapsimy cO CTaHZAPTHBIM KapUOTHUIIMPOBAHUEM IIpU
HAJIMYUU KOHOTPYHKAJIbHBIX MOPOKOB (00OLIMi apTepuanbHblid cTBOJ, TeTpaga damino u
Jp.) WIA NATOJIOTMH TyTU aopThl (IIpaBas Ayra aopThl, IEPEPHIB AYTH a0PThl) Yy IUIOJA.
Tem He Mmenee wmoryt BcTpedatrbest U Apyrue BIIC, Takue kxak OAC (oOmwmii
aptepuanbHbiii ctBoN), IMXII (nedext mexokenynoukoBoit neperopoiku), JJOC ot DK
(IBOMHOE OTXOKJIEHHE COCYJIOB OT MpaBoro xenyaouka), ABK (aTproBeHTpUKYISPHBIiA
kaHan) u CI'JIOC (cuHapoM rumnomnia3zuu JeBbIX OTAEIOB CEPLA).

B pa6ore Schindewolf E. ¢ coaBropamu cpenu 42 mionoB ¢ aeneuueit 22q11.2
95% w3 Hux uMmenu mopoku cepana [94]. Hambosiee yacThIMU JUAarHo3amu cpeau
NOPOKOB cep/la B AaHHOU padoTe ctanu TeTpana danno, mpapast gyra aopTsl U 0OUTUI

apTepuaIbHBIM CTBOJI, UYTO COOTBETCTBYET AaHHBIM MOCKOBCKOI oOnactu (Tabnuia 46).

Tabnuya 46
Pacnipenenenue BpoxI€HHBIX IOPOKOB CEP/ILIa CPEAH TII0A0B C CUHAPOMOM 1
JIxopmxu
BIIC Hacrosimee uccjienopanue Schindewolf E. ¢ coaBTopamu
(koauyecTBo cayuaes BIIC/ | [94]
YHUCJI0 MJI0A0B)
Terpana ®amio 41,7% (5/12) 42,9% (18/42)
[TpaBas gyra 25% (3/12) 28,6% (12/42)
A0PTHI/TIEPEPHIB TyTH
OAC 16,7% (2/12) 17% (7/42)
JIMOKTIT 25% (3/12) 7% (3/42)
JOC ot ITXK 8,3% (1/12) -
ABK 8,3% (1/12) -
Crjioc - 2% (1/42)

[Tpumeuanue. BIIC — Bpoxxaennsiil mopok cepaua; OAC — o6muii aprepuaabHblil CTBO,
JAMXII — nedexr mexxenynoukoBoir mneperopoaku; JOC ot IIDK — nBoiiHoe
OTXOXIEHUE COCYIOB OT IpaBoro xenynouka; ABK — aTpHOBEHTPUKYISPHBIN KaHa;

CI'JIOC — cuHApOM TUIIOIIA3HUH JIEBBIM OTIEIOB CEpPALA.

Cpenn 3KCTpakapJAHAIbHBIX HAXOJOK Y IUIONOB ¢ cuHApoMoM Jlu J[kopmxu B
MocKkoBCKO# 00J1acTH yalle BCero BCTpedanach naToyiorust tumyca (25%), kpome Toro B

BBI60pK€ MMPpEACTABJICHO IO OAHOMY CJIy4daro OM(baHOHeJIe, KHCTO3HOM JMCIIJIa3UHU MOYECK
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U meidHol numdaHruomMsl. B COBOKYNMHOCTH AOJsl 3KCTpakapAHUadbHbIX HaXOJOK Yy
o108 ¢ aenenueit 22q11.2 B MockoBcko# o6mactu coctaBmia 58,3%. B Toxe Bpems,
Schindewolf E. B cBoeit pabote ormeuaet, uto 90% 110108 UMENU SKCTpaKkapauaibHbIe
Haxoaku Takue kak nopoku LIHC, XKKT, MIIC u ckenetHble aHomManuu. TeMm HE MEHEE B
UCCIIENOBAHUH U3 KUTAWCKOTO MEAUILIMHCKOTO LIEHTPA OLIEHKA J0JIM IKCTPaKapAHAIbHBIX
HaxXoJoK Hmke M coctaBiser 31,6% [156]. Takum oOpa3om, TpeOyroTcs HayyHbIE
UCCleIoBaHus ¢ 00MbIION BRIOOPKOI MpeHaTalbHBIX cliydaeB cunapoma du Jxopmxu
JUISl pacdeTa TIOCTOBEPHBIX OLIEHOK J0JIM SKCTPAKApAUATIbHBIX HAXOJOK y TAKUX IIJI0JIOB.

Ba)XHO OTMETHUTB, UTO COINIACHO MEXAYHAPOAHBIM JaHHBIM, Ipu Hanuuuu BIIC y
IJI0/Ia MCIOJIb30BAHUE TApPre€THOTO TEeCTUpOoBaHUA ¢ mnomoulpto FISH-muarnoctukn
TOJIbKO Ha cuHApoM uJ[>KopaKu NpUBOAUT K MpomycKy npumMepHo 2/3 CNV, noatomy
B Cllydae HOPMaJIbHOTO KAapUOTHNA y IUIOJA CEMbE JAODKHO OBITh PEKOMEHIOBAHO
npoBeneHne UMeHHO XMA 1nipu Hanuuuu pazanasabix popm BIIC [50].

B MockoBcko#t 06:1acTu 3a ucciielyeMbIi mepuo/ cpeau miofoB ¢ mopokamu [THC
3apEeTUCTPUPOBAHO 6 ciaydaeB ¢ OOHapykeHHbIMH maToreHHbiIMH CNV. U3 Hux B 4
Cly4yasX MPUCYTCTBOBAJIO COYETAHUME C IOPOKAMH JPYTHX OpPraHoB M JiBa Clly4as
IPECTaBIIEHO HM30JIMPOBAHHBIMHU areHe3ueil/aucrenesueit Mozoaucroro tena. Kpome
TOTO, B JAHHOM TI'PYIIIE 3apEruCTPUPOBAHbI TAKME JUATCHO3bI KaK BEHTPUKYJIOMETAINS U
cungpom /[lennu-Yokepa. CornacHo TaHHBIM MEXIyHAapoOJHOW juTepatypel XMA
NIO3BOJIAET JTOMOJHUTENBHO BBIABUTH OT 5 10 10% XA npu HOpMaJIbHOM KapUOTHIIE
1013, B OCOOEHHOCTH IIPH TaKUX JUArHo3ax Kak rojomnpo3suuedanus, cuaapom lenau-
VYokepa u BenTpukynomeranus [147; 152].

Takum 00pa3om, COIJIaCHO NPOBEACHHBIM MEXIYHAPOAHBIM HCCIEIOBAHUSM,
7011 YTOYHEHHBIX IUArHo30B Mpu npuMeHeHun XMA moxeTr nocturatb 7% mpu
HAJIMYUU YJIbTPAa3BYKOBBIX OCOOCHHOCTEH M HOPMAJbHBIX pe3yjbTaTax CTaHIAPTHOTO
kapuotunupoBanus [189]. AmepukaHckas kojuierus akymepoB-ruaekosioro (ACOG)
pekoMmenayet nposeaeHue XMA B KauecTBe TecTa IEPBOM JIMHUHU NPU HATUYHUH OJTHOTO
u 6osiee BIIP y mmona [56].

Croutr oTmMeTUTh, 4TO HpuMeHeHHne XMA B KIMHUYECKOW NpPaKTHKE Bpayew

peHaTaJIbHOM JTUArHOCTUKH CTaHOBUTCS Bce Ooisiee BocTpeboBaHHBIM. Ha mpumepe
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MocKoBCKOI 001acTH 3a aHAIU3UPYEMbIN MEPUOJ MOKHO HAOJI0AATh B3PBIBHOM pOCT
KOJIMYECTBA YCTAHOBJICHHBIX T€HETUYECKUX TMAarHo30B ¢ momolbio XMA (pucynok 19).
B OGmmxkaiiiiem OynyiieM Takash TEHACHLHMS OyJeT COXPaHATHCA 3a CUET paCLIMpEeHUs
CHEKTpa METOJIOB T€HETHYECKOT0 TECTUPOBAHUS, YTO MO3BOJMUT ONpPEAEIUTh 0a30BbIe
4acTOThI U cTpYKTYypy CNV B nccnenyeMoi nomysinuu. TeM He MeHee Hellb3s 3a0bIBaTh
O TOM, YTO JAHHBIM TECT HA CErONHALIHUM JCHb SBIAECTCA KOMMEPYECKUM U HE
OIJIAYMBAETCA 32 CUET CPEACTB (eAepalbHOTO OIOKETa, B CBA3M C YEM JIaJIeKO HE BCe
CEMbU MOTYT MO3BOJIMTH ceO€ ero MpoBeJeHUE BO BpeMsl OEPEMEHHOCTH NIPU HAIUYUU

nokazanui [182].

-_
2011 2012 2013 2014 2015 2016 2017 2018 2019
Pucynox 19. lunamuka uncna oOHapy>KEHHbIX MUKPOJEIEIUN U MUKPOAYIUIMKALUMA €

nmomotbr0 XMA B MockoBckoi obsactu 3a 2011 — 2019 rr.

CoBpeMeHHBIE BO3MOKHOCTH MPEHATAIBHON JUAarHOCTUKH 110 BbIABIEHUIO BIIP n
reHeTUYEeCKUX 3a00JIeBaHUI y TUI0Ja CYIIECTBEHHO pacmupsiorcs. Ha cerogusmHuit
neHb, XMA —3TO COBpEMEHHBINA HHCTPYMEHT, KOTOPBIN NTO3BOJIAET yCTAHOBUTD IPUYHUHY
OOHapy’>KEHHbIX TpPHU YJIbTPa3BYKOBOM OOCIEJOBAaHUU HM3MEHEHUW Yy IJI0/a, a TaKXKe
TOYHO OINPEACIUTh IIPOTHO3 Ul €r0 KU3HU U 3J0pOBbS U PACCUUTATh PUCK IS
HOCIEAYIOUUX OepeMEHHOCTEN (B Cllydae T€HETUYECKOro 00CIeI0BaHUs CyIPYyKECKON
napbl). CoOrlacHO HallleMy MCCIEJOBAaHUIO M JAHHBIM MEXIYHAPOJHOU JIUTEpaTyphl,
BO3MOKHBIMH ITOKAa3aHUSMU K TpoBeeHNI0 XMA B peHaTalbHOM IIEPUOIE MOTYT CTaTh

BPOXJICHHBIE TTIOPOKHU CEPACUYHO-COCYAUCTON CUCTEMBI, TOPOKU IIEHTPAIIBHON HEPBHOMU
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CUCTEMBI (BEHTPUKYJOMETANHUs, MATOJOTHsI MO30JUCTOTO Teja, HAPYIIEHUs CTPOCHUS
3a/IHE YepemHOM SIMKH) U KOHEYHOCTEH (CUHIAKTUIINK, aHOMAJIUSI TIOJIOKEHUS cToI). B
CBSI3U C OTUM, CTOUT CTPEMMUTBHCS K PACLIUPEHUIO CIIEKTpPAa METOJOB I'€HETHYECKOI'O
TECTUPOBAHUS NMpU HaIUYUU HeKoTopbiX ¢opm BIIP w/mnu mapkepoB XA y minona u
IIOATBEPKACHHOM Y HETO HOPMAJIbBHOM KapUOTHIIE.

Takum o00pa3oMm, MpPOBENEHHBIM aHaMM3 MOKa3al, 4YTO (PEHOTHUIHYECKUE
IPOSBJIICHUS] MUKPOCTPYKTYPHBIX aHOMAJIUH Y MJI0JI0B pa3HOOOPa3Hbl, XapaKTePU3YIOTCS
pa3NUYHBIMM MOPOKaMU pa3BUTHUS WM UX KomMOuHanmusMu. Ha ocHoBanum
JUTEPATYPHBIX HICTOYHUKOB U MIOJYYEHHBIX IAaHHBIX BaXKHO OTMETHUTb, YTO CaMu 10 cebe
BIIP u mapkepsl XA wyaiie Bcero He SIBISIOTCS CHEUU(DUUHBIMU JJI1 KOHKPETHBIX
XPOMOCOMHBIX HAapYyIIEHUW U MOTYT BCTPEUYAThCS IIPU Pa3HBIX TEHETUYECKUX IUATHO3aX,
CJIeIOBAaTENIbHO, UX HaJdMuMe TpeOyeT YIiyOJIEHHOIO TeHETUYECKOro OO0CIeI0BaHMS
[118]. ToyHO YCTaHOBJICHHBI TE€HETUYECKUM JHUATHO3 CYIIECTBEHHO MOBBIIIAET
Ka4€CTBO MEAUKO-TEHETUUECKOTO0 KOHCYJIbTUPOBaHUs ceMbu [99; 146; 151].

Kpome Toro, Hamm gaHHbIE YKa3bIBAIOT HA TO, YTO KOMOMHUPOBAHHBIA CKPUHHUHT
I TpumecTpa He UrpaeT 3HaYUTEINBLHON POJIM B ONIPEAECIICHUM MIOKA3aHUM TSI [IPOBEACHUS
XMA. Bce mnpeacraBieHHbIE KIMHUYECKHWE CIydyaul JIE€MOHCTPUPYIOT BaKHOCTH
THIATEIBLHOTO YJBTPAa3BYKOBOTO 0O0CIENOBaHUs IUIOJa C Ieibio BbisBieHuss BIIP u
MapkepoB XA. VIMEHHO Ha OCHOBaHMM HUX OOHapyXKeHUS Yy IUIoJa U TpH
IIOATBEPKACHHOM Y HET'O HOPMAJIBHOM KapUOTHIIE, MOKHO PEKOMEHA0BATh IIPOBEICHUE

XMA niig onpeneneHus TOYHOTO JUarHos3a v MporHosa.

3.5 AHaju3 BiAMAHUS NPOPUIAKTHYECCKHX MEPONPUATHH HA YACTOTY BPOKACHHBIX
NOPOKOB Pa3BUTHA

[Ipodunaktuka BIIP, nanpaBieHHass Ha CHUXKEHUE TMOMYJSIIUOHHBIX YacTOT

OPOKOB, MPEACTABISIET cO00M BakKHYIO 3ajady OOILECTBEHHOTO 3PaBOOXPAHEHUS U

MPaBUTEILCTBEHHBIX OPraHOB BO BCEX cTpaHax mupa [91]. DTo cBsa3ano ¢ Tem, uto BITP

BO MHOT'OM OIIPEJENSIOT OCHOBHBIE 3MUAEMUOJIOTMYECKHUE MTOKA3aTENN 310POBbS, TAKUE

KaK YpPOBHHM HEBBIHAUIMBAHUS OEPEMEHHOCTH, MEPTBOPOXKIEHHUS, MIIAJICHYECKOU WU

JICTCKOM CMCPTHOCTHU U 3a00JIEBAEMOCTH.
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Pa3paboTka MeTo10B npoduIaKkTUKa BPOKIECHHBIX aHOMAIUKN TpeOyeT HaJlexKHbIX
AMUAEMHUOJIOTMUECKUX JAHHBIX O PACIIPOCTPAHEHHOCTH U THIaX BPOKJIEHHBIX 1€(PEKTOB,
VCTOYHUKOM KOTOPBIX SIBIIAKOTCS MOHUTOpUHIroBble peructpbl BIIP. Ilomumo storo,
peructpbl BIIP sBisitoTCS €IMHCTBEHHBIM HHCTPYMEHTOM OIIEHKH 3()PEKTUBHOCTU
NEPBUYHONW MPOPUIAKTUKH U BIMAHMS MPEHATAIBHOTO CKPUHUHTA M TNpPEHATaIbHOU
JUArHOCTUKH (BTOPUYHOU MpouinakTuku) Ha yactoty BIIP.

Hamu npoBezieH aHaiiu3 ITMHAMHMKY 4acTOT (hoaT-3aBUCUMBIX TIOPOKOB PAa3BUTHA,
a TakXe rpyObIX MOPOKOB Pa3BUTHUSA C BHICOKUM YPOBHEM BBISBICHHS B MPEHATAILHOM
nepuoJe, ISl KOTOPBIX CYUIECTBYIOT MEpPbI MEPBUYHON M BTOPUYHON MPOGUIAKTUKH.
Kax Ob110 0TMEU€HO BhILLIE, 32 OBl HAOIIOACHUS sl aHAHLIE AU U CHUHHOMO3TOBOM
IPBUKHM 3apErMCTPUPOBAHO TOBBIIEHUWE YpoBHS oOmed yactorel (F), HO mpu 3Tom
MOBBIILIEHUS YaCTOT ATUX MOPOKOB CPEAU )KUBOPOKICHHBIX HE 3a(pUKCUPOBAHO (PUCYHKH
10, 11).

[lony4yeHHble AaHHBIE YKa3bIBAlOT HA TO, YTO HHU3KAas 4YacTOTa 3TUX TPyOBIX
NOPOKOB PAa3BUTHUSL CPEIU HOBOPOXKIEHHBIX JIOCTUTAETCS 3a CUET BBISBICHUS WX B
IpeHaTaIbHOM MepUoe ¢ MOCIAEAYIOIHUM MPEPbIBAHUEM, O YEM T'OBOPUT YBEIUYCHHE
JI0JIY TIPpEPBAaHHBIX OepEMEHHOCTEH 3a aHAIU3UPYEMBbIH nepuol. Takas KapTUHA 03HAYAET
BBICOKYIO 3()(QEKTUBHOCTh MPEHATAIBLHOTO CKPUHHMHIA W JIUarHOCTHKU (BTOPUYHAS
npoduiakTHKa), OJHAKO YKa3blBa€T HA HEJOCTATOYHYIO 3(P(PEKTHUBHOCTb MEPBUYHOM
npO(HUIAKTUKY.

K mepam nepBuyHOM NpO(UIaKTUKU AJs TaHHBIX MOPOKOB OTHOCHUTCSI NPUEM
(dosreBoi KUCIOTHI 3a 2-3 Mecsla 10 6epeMEHHOCTH U B IEPBbIE MECSIIbI 0€pPEMEHHOCTH.
OueBugHO, YTO 3(P(HEKTUBHOCTH NEPBUYHONM NPOPHUIAKTUKKA OyJIeT 3aBUCETh OT
YBEIMYEHHs JIOJIM 3allJIAaHUPOBAHHBIX OEPEMEHHOCTEH, a TaKXKe IOBBIIIEHUS YPOBHS
UH()OPMHUPOBAHHOCTU JKEHIIMH PENpOIYKTUBHOTO BO3pacTa O HEOOXOJUMOCTH
3a07arOBpeMEHHOro mnpuemMa (oJueBOM KHUCIOTHI JJisi CHU)KEHHS PUCKOB Pa3BUTHS
JAHHOT'O THIA MOPOKOB.

[Tomumo nedekToB HEpBHOM TpPYOKH, TMOJIOKHUTENIbHBIE TPEHIbl YacTOT
3aperucTpUpPOBaHbl Uisl AuadparMagbHOM TPbIKH, CHUHIPOMA THUIIOIJIA3UU JIEBBIX

oTnenoB cepaua, oMmdanonene (pucynku 12, 16, 20). B 1o xe BpemMss HE OTMEUYEHO
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HApACTaHUs 4YaCTOThI 3THUX IOPOKOB CPEAM HOBOPOXKIECHHBIX NETEHW, HO OTMEYAECTCS
yBEIIMYEHUE IO WHAYIUPOBAHHBIX a0OpPTOB TpH ITUX aHOManusax. Jlims pasHbix
MOPOKOB J0JI UHAYLIUPOBAHHBIX MIPEPHIBAaHUN MpeIcTaBlIeHa B Tabsmile 39.

[IpyuunHbl HAOIIOIaEMBIX MOJOXKUTEIBHBIX TPEHJIOB YAacTOT MOPOKOB Pa3BUTHS
MOTYT OBITh Pa3HBIMHU U JIJI OTBETOB HA 3TU BOMPOCHI TpeOyeTcs NalbHeIIee n3ydeHue
SMUAEMHUOJIOTUU TTOPOKOB, HO OJHOM M3 NMPUYUH yBeIW4YeHUs 4acTtoTel BIIP sBusercs
COBEPLICHCTBOBAHUE U IMOBBIIICHUE Pa3PEMIAIOIINX BO3MOXHOCTEU YJIBTPa3BYKOBOT'O
oO0cnenoBanus wioa0B [193]. Ha 3T0 KOCBEHHO yKa3bIBaeT U TOT (HaKT, YTO B OCHOBHOM
MOJIOXKUTEIIbHBIC TPEH bl HAOIIOAAI0TCS 11 IOPOKOB, BBISBISIEMBIX C ToMoIbio Y 3.

y=0,2172x + 1,8834
4,5 R?=0,28375

vy =0,2681x + 0,2859
R?=0,45972

y =-0,0509x% + 1,5975
R?=0,028

2011 2012 2013 2014 2015 2016 2017 2018 2019

e Bce Cly4aun KnBopoxaeHHble Mnogpbl

Pucynox 20. JlnHamuka 4acTOTBHl THIOIUIA3UM JIEBBIX OTAENOB cepAaua B MOCKOBCKOM

obmactu ¢ 2011 mo 2019 roast

OTaenbHO BaXXHO OTMETUTh 3HAYMMOE IOBBIIIEHUE YPOBHS YAacCTOT CHUHApPOMA
JlayHa B 1eyoM, a TaKXke CpeAd HWHAYLHMPOBAHHBIX NpepbIBaHUN OepeMeHHOCTEN
(rxy=0,89; p=0,01) m xuBOpPOKAECHHBIX (Ixy,=0,90; p=0,01) (puc. 13). Koapdpuuuent
[Tupcona roBOpUT O BBICOKOW TECHOTE KOPPEISIIUMOHHON CBSI3U, a MOJy4YeHHbIE TpadUuKu
NOJIMHOMUHAJIBHON (YHKIIMM COOTBETCTBYIOT 3HaueHuio Oonee 85%, uro o3HayaeT

BBICOKYIO TOCTOBCPHOCTD IMOJTYYCHHLIX ITPOTHO30B.
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[loBbIlIEHHE YPOBHSI 4acTOT CpeAu BcexX ciydyaeB cuHApoMa JlayHa u cpenu
AKUBOPOXKICHHBIX O3HAYAET HMCTUHHOE IOBBIIIEHUE YACTOThl JTaHHOIO CHUHJpPOMAa B
NOMYJISILMU, CBSI3aHHOE C YBEJIMYEHUEM Cpelau OCpEeMEHHBIX IOJH KEHILUH CTapliei
BO3pacTHOM rpynnbl. KpoMme Toro, Ha CerogHsSIHUN J€Hb, Jaxe MpU OOHAPYKEHUU
JAHHOTO CHHJpOMa B MPEHATaJIbHOM IEPUOJIe€ HE BCE CEMbU NMPUHUMAIOT PEUICHUE O
JOCPOYHOM  MpekpauieHuun OepemeHHocTd. CoxpaHeHHMe OEpeMEHHOCTH IpHU
YCTaHOBJICHHOM JMarHo3e cuHjapoma JlayHa y mioma apryMeHTUpYeTcs CeMEeWHbIMU
napamMu OTCYTCTBHEM HEOJIaronpUsITHOIO MPOTHO3a JUISl KU3HU OyAylero peOeHka.
Takue TeHAeHIIMNU HAOMIOIAIOTCS BO MHOTUX Pa3BUTHIX cTpaHax mupa [49; 197].

Kpome Toro, 3a nocienHee IeCATUIETHE YCOBEPIIEHCTBOBAIUCH U PACILIUPUIIUCH
BO3MOXHOCTH IIPEHATAIbHOT'O CKPUHUHTA Ha cuHapoM JlayHa. [l onpeneneHus: puckoB
B OTHOILIEHUU JAHHOTO CHUHIpOMa Bce OepeMeHHble MOCKOBCKOW 00J1acTH MPOXOAST
KOMOMHUPOBAHHBIA CKPUHUHT | TpUMecTpa ¢ 4yBCTBUTEIBHOCTBIO 0K0JI0 90%, KOTOPHIi
obi1 BHeapeH B 2010 romy [10]. Taxxke cymiecTByeT BO3MOXHOCTb IPOBEACHUS
HEMHBA3UBHOT'O IPEHTATAIbHOI'O CKPUHMHTA, 00JIaJa0Ier0 YyBCTBUTEIBHOCTBIO OoJiee
99% wna nannbiii cunapom [55]. Io pesynbTaTam npoBeAEeHHBIX CKPUHUHTOB OTOMpaeTcs
rpynna >KeHUIUH, KOTOPbIM HE0OX0AMMO MPOBEJIEHNE TMarHOCTUYECKOT0 00CIe0BaHUS.

Taxkum 00pa3oM, MOJyYEeHHBIE JaHHBIE YKa3bIBAIOT HA TO, YTO B MOCKOBCKOM
o0JsiacTi Mephl IEPBUYHOMN MPODUIAKTUKH JUIs (POJIaT-3aBUCUMBIX IIOPOKOB HE 00J1a1at0T
noctaTouHor 3¢ HEeKTUBHOCTHIO. [Ipu 3TOM, BO3MOXKHOCTHU NMPEHATAIHHOW JUATHOCTUKH
PaCHIMPSIOTCS 32 CYET COBEPUICHCTBOBAHUS YJIbTPa3BYKOBOr0 00CIe0BaHUS IIO0B U
NOBBIILIEHUS KOJUYECTBA CIIy4aeB IIPOBEJIECHUS T'E€HETUYECKOTO TECTUPOBAHUS B

IMIpeHaTaJbHOM IICPHUOAC.
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SAKIIOYEHHUE

[leapr0  MPOBEACHHOTO  HAYYHOIO  HCCIEOOBaHUSA  OBUIO  M3y4YEHHUE
SIUJEMHUOJOTUYECKAX XapPAKTEPUCTUK M aHAIN3 KIMHUKO-TEHETUYECKOW CTPYKTYpPBI
BPO’KJIEHHBIX MOPOKOB pa3BUTHUSI B MOCKOBCKOI 00J1aCTH.

B wnccrnenoBaHny npoaHAIM3UPOBAHbl JAHHBIE SMUAEMUOJIOTHYECKOTO PETUCTpa
BITP MockoBckoit o6nactu 3a 9-netnuit nepuon (2011 —2019 rr.). MockoBckast 001acTh
— OJIMH U3 KpynHeumux peruoHoB Poccuiickon denepanyu, B CBA3U C YEM BO3MOMKHO
OpOBEIEHUE  YIUIYOJIEHHBIX  AOUAEMHUOJIOTMYECKMX  HcclieqoBaHuid.  Peructp
NPEACTABISAECT AaKTyaJbHblE M KAYECTBEHHBIC JSNHUACMUOJIOTMYECKUE JAaHHBIE O
pacnpoctpaneHHoctd BIIP B pernone. CTpyKkTypa M 4acTOTa M30JIMPOBAHHBIX (Hopm
BIIP comoctaBuMbl ¢ JTaHHBIMU MUPOBBIX HUCCJIEIOBAHNUM, B CBA3U C YEM BO3MOKHO UX
UCIIOJIb30BaHUE KaK pedepeHCHbIe 3HAYEHUS I JPYTUX POCCUMCKUX TEPPUTOPHil, B
KOTOPBIX 3MUJIEMUOIIOTMYECKUE JaHHbIE HE 00Ja4at0T JOCTATOYHON CHUIION.

N3yyeHnue snuaeMuoNIOrMi TreHeThudecku oOyciioBiaeHHbIX (opm BIIP kpaiine
BAXHO JUIS TIOBBIIICHHWS KadyeCTBA MEAMKO-TEHETUYECKOTO KOHCYJbTHUPOBAHUS U
noBellIeHUs 3PdeKkTuBHOCTH Mep mnpodunaktuku. Ha mnpumepe maHHOro permoHa
MOKA3aHO, 4TO XA MpeACTaBISIIOT COO0H 3HaYUMYIO YacThb B CTpyKType Bcex BIIP.

JIaHHBIX MO YacTOTaM PeAKUX XA, BBIBISIEMBIX IEPUHATAIBHO, HA CETOAHAIIHUN
JIEHb €II€ OYEHb MaJO0 W, K COXAJIEHUIO, Y PA3HBIX PETUCTPOB UMEIOTCS pPa3HbIC
BO3MOXHOCTH, OIPAaHUYEHUSI U OCOOEHHOCTH pPabOTHI, YTO MOXKET BIIUATH HA OLEHKH
NOJIy4aeMbIX 4acToT. B 3TOH cBs3M ellle pa3 CTOMT CKa3aTh, YTO JOCTOBEpPHBIE OA30BbIE
4acTOTHI peIKUX XA B MUPE 10 CUX TIOP HEU3BECTHBI.

B MockoBckoil 00acTH CTOUT MNPEIIOJNIOKUTh 3aHUKEHHBIH YpPOBEHb YacTOT
penkux XA 3a cueTr HeAoydyeTa M HEJOCTATOYHOW AMArHOCTUKHM ITHUX HApYyLICHUH B
UCCIIENYEMOM pEruoHe. /171 MoBbIIIEHNS JOCTOBEPHOCTH SUIEMUOJIOTMYECKHUX TaHHBIX
[0 PEJIKUM XPOMOCOMHBIM HApYIICHUSIM U TOJy4YeHUs 00Jiee TOYHBIX MOMYJISIIUOHHBIX
4acTOT Ha PETMOHAIBHOM YpOBHE HEOOXOAMMO YIIy4YIlIaTh CUCTEMY cOOpa JaHHBIX, a

TAaKKC COBCPIICHCTBOBATh NX AUATIHOCTUKY.
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IToka3aHo, 4TO NpeHaTaabHas JUAarHOCTUKA OKa3bIBAaCT 3HAYUTEIBHOE BIUSIHUE HA
pacripoctpaneHHocTh BIIP cpenu HoBopoxkaeHHbIX. B MockoBckoit obnactu 3a
UCCIIENYEMBI  IIEpUOJ  3apErUCTPUPOBAHO  3HAYUTEIBHOE  IIOBBILICHUE  JOJIU
UHAYLHMPOBAHHBIX TpEphIBaHUI OEpEMEHHOCTEH, YTO TOBOPUT O BBICOKOM YpPOBHE
BIUSIHUSA Mep BTopuyHOM mpoduiaktuku BIIP B permone. OnHako, BaXKHO OTMETHTb,
HU3KYI0 3()(PEKTUBHOCTh MEp MEPBUYHON MPO(PHUIAKTUKU, B YACTHOCTH, B OTHOIICHHUH

¢oJ1aT-3aBUCUMBIX [TOPOKOB.
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BbIBO/bI

. Ha ocHoBanuu mmutensHOTO nepuoaa HaobmoaeHud (2011-2019) ompeneneHs
CTPYKTypa U NOMyJISHMOHHBIE (0a30BbI€) YACTOTHI BPOK/IEHHBIX TOPOKOB PA3BUTHUS
B MockoBckoir obnactu. Cymmapnas uvacrora BIIP B MockoBckoit o0nacTu
coctaBmia 252.9 (95% JAW: 229,7-289,7) na 10000 poxaenuit. B ctpykrypy BIIP
HauOOJIBIIMK YJENbHBIA BKJIAJ BHOCST IMOPOKH CEPACUHO-COCYIUCTOM CHUCTEMBI
(59,00 na 10000), mouenomnoBoit cuctemsl (36,99 na 10000), ieHTpanbHONU HEPBHOM
cuctemsbl (20,30 Ha 10000) 1 BepxHUX U HWXKHUX KOHeuHOcTel (19,66 na 10000).

. M3yyena nuHaMuka BPOKIECHHBIX ITOPOKOB Pa3BUTHUSA HA TEPPUTOPUU MOCKOBCKOU
o0nacTu. BBISBIEHO CTAaTUCTUYECKH 3HAYUMOE YBEIMYEHHE CYMMapHOW 4YacTOTHI
andHedanuu (p=0,006), cnuaaoMo3roBoil rpeku (p=0,006) u cunapoma JlayHa
(p=0,009) 3a mnepuox 2011-2019 roapl. 3HAUMMBIX pa3IUYUN BO BPEMEHHOM
U3MEeHeHUH YpoBHs vacToT Apyrux BIIP oOs3aTenbHOro ydyera oOHapy>KE€HO He
OBLIIO.

. BriepBble MNpoOBEIEH aHAIN3 JNUIAEMUOJIOTHYECKUX JAHHBIX IO XPOMOCOMHBIM
aHoMaJIusiM B MockoBCcKoO# o0acT. YacToTa 3aperucTpupoBaHHbIX XA cpeau BcexX
BIIP cocraBuna 43,65 wa 10 000 poxaeHuii, B TOM YHCJIE€ YacTOTa PEAKHUX
XpPOMOCOMHBIX aHoMaynnii cocraBuna 4,88 Ha 10 000. B crpykrype penkux XA
npeobnanarT Tpurtonauu (41,14%) u dyactuunsie aenenuu xpomocoMm (24,41%).
[TokazaHo, uto peakue XA HE CBSI3aHBI C BO3PACTOM MATEPH.

. Ha ocHoBaHuMM  peTpOCHEKTUBHOTO aHaln3a (PEHOTUINHYECKOW  KapTUHbI
MHUKPOCTPYKTYPHBIX XPOMOCOMHBIX HApyIIEHUH TIOKa3aHO, 4YTO OCHOBHBIMHU
MOKA3aHUSIMU Il MPOBEICHUS MOJEKYISAPHO-IIUTOTCHETUYECKUX HCCIIETIOBAHUI
ABJISIFOTCS IOPOKU PA3BUTHSA IUIOJA KAK MHOKECTBEHHBIE, TAK U U30JIMPOBAHHBIE, IIPU
MIOATBEPKIECHHOM Yy HETO HOPMAJIbHOM KapHOTHIIE.

. Ha ocHoBanuu ananusa nuHamuku yactotel BIIP moka3aHo, 4TO OCHOBHOM BKJaJ B
CHU)KEHUE YacTOThl MOPOKOB pa3BUTUS B MOCKOBCKOW 00J1aCTU BHOCAT MeEpHI

BTOPUYHOM  TpouiiakTUKU  (IpeHaTaJbHBIA  CKPUHUHT W IpeHaTallbHas
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auartHoctuka). [Ipu 3ToM Mepsl nepBUYHON NpodUIakTUKU AJis (HonaT-3aBUCUMBIX

MTOPOKOB HE 00J1a/Ial0T JOCTATOUYHOU A PEKTUBHOCTHIO.
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INPAKTUYECKHUE PEKOMEHJAILIUU

1. JIns oObeKTHUBHOM OLIEHKH oMy assunoHHbIX yacToT BIIP Heobxoauma perucrparus
TMOJIHOTO CIIEKTPa BbIABIAEMBIX BIIP B nccneayeMom peruone cpeay BCeEX BO3PacTOB
(HOBOpOXXJE€HHbIE, AeTH 10 | Troja, JETH CTapliero BO3pacra), a TaKXkKe B
IIPEHATAJILHOM IIEPUOJE;

2. Ilpy HanuuMM y IUI0JIa BPOXKAEHHBIX IOPOKOB CEpALA, LEHTPAIbHOM HEPBHOMN
CUCTEMBI U/WUJIM KOHEYHOCTEN U MOATBEPKIEHHOM Y HETO HOPMaJIIbHOM KapUOTHIIE,
peKOMeHAOBaHO ucnoib3oBanue XMA 1 uckmoueHus peaknx XA. Takas
CTpaTerust IO3BOJUT JOCTOBEPHO YCTAHOBUTH IIPOTHO3 IS JKU3HU U 310pPOBbS
Oynyiero pedeHKa, a TaKkKe ONpPeeINTh PUCKU MOBTOPA 3a00JIEBaHUS B CEMbE MPHU
NOCJIEyIOUUX OepeMEeHHOCTAX (B Cilyyae TMOCJEAYIOIEro T'eHEeTHYEeCKOro
TECTUPOBAHUS CYNPY>KECKOU maphbl);

3. B ycioBusX NONMMKIMHUK U KEHCKUX KOHCYJIbTAMH HEOOXOIUMO MHPOPMUPOBATH
BCEX JKCHILUH PENPOIYKTUBHOIO BO3PACTa O BAXKHOCTH 3a0J1arOBPEMEHHOT0 TIpreMa
JOCTaTOYHOTO KOJIMYECTBAa (DONMEBOM KHUCIOTHI A1 MPOPUIAKTUKH Je(EeKTOB

HEpBHOU TpyOKHU y Oyayuiero pebeHka.
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CIIMCOK UCIIOJIB3YEMBIX COKPAIIIEHUN

ABK — aTpuOBEHTPUKYJISIPHBIA KaHAJ

APII — anopekTanbHbIE TOPOKHU

BO3 — BcemupHas opranusanus 34paBOOXpaHEHHUS

BIIP — BpoX1€HHBIN ITIOPOK pa3BUTHUSA

BIIP OV — BpoxieHHbIE TOPOKH PAa3BUTHS 00A3aTENBHOIO yUeTa
BIIC — BpoxkaeHHBIN OPOK CeEpALa

I'bY3 MO MOHHUUAT — I'ocynapctBeHHOE Or0/1KETHOE YupekaeHne MocKkoBCKOM
obnactu «MOCKOBCKOM 001aCTHON HAy4YHO-UCCIIEI0BATENbCKUI MHCTUTYT aKylIepcTBa
Y TUHEKOJIOTHI

JA1 — noBepUTEIbHBIA HHTEPBAI

JAMXII — nedexT Mexokeny104KOBOM EPErOpOIKU

JAMIIII — nedext MexmpencepIHON TeperopoaKu

JHT — nedekt HepBHOU TpyOKH

JOC ot ITK — nBOMiHOE OTXO0XKIAEHUE COCYA0B OT IPABOTO KETYAOUKA
XK/P — KUBOpOKACHHBIE

KKT — ey J04HO-KUIIEYHbIA TPAKT

3PII — 3axgepxka pocTa mioaa

M/P — MepTBOpOXI€HHbIE

MBIIP — MHO>XECTBEHHBIE BPOXKACHHbBIE IIOPOKU PAa3BUTUSA

MBC — MOYEBBIIENUTENBHASA CUCTEMA

MI'K — MenuKo-reHeThdecKas KOHCYJIbTalus

MI'O — MeIUKO-TeHETUYECKOE OTACIICHHE

MKBb — mexxtyHapoHas kinaccuduxanus 6ose3Hei

MO — MockoBckas 0651acTh

MIIC — MouenonoBas cucrtemMa

OAC — o0t apTepuanbHbIil CTBOJ

PI'H — pacuienuna ry0Obl 1 HeOa

PIIK — penyKumoHHBIN NOPOK KOHEYHOCTH
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CI'JIOC — cuHApOM TUIIOIIA3HH JIEBBIM OTIEIOB cepALa
CMI" — ciuHHOMO3rOBas Ipblka
TBII — TonmuHa BOPOTHUKOBOT'O ITIPOCTPAHCTBA
TMC — TpaHCcnO3ULMA MaruCTPAJIBHBIA COCY0B
VY3U — yapTpa3ByKOBOE UCCIEAO0BAHUE
XA — XpoMOCOMHBIE aHOMAITUU
XMA — XpOMOCOMHBII MUKPOMAaTPUYHBIN aHAJIN3
ITHC — nenTpanpHas HEpBHas CUCTEMA
HCX — nepedbpocnuHanbHas KUJIKOCTh
ACMG — The American College of Medical Genetics and Genomics
ACOG — The American College of Obstetricians and Gynecologists
CDC — Centers for Disease Control and Prevention
CNYV — copy number variation
EU RD Platform — European Platform on Rare Diseases Registration, EU RD Platform
EUROCAT — European network of population-based registries for the epidemiological
surveillance of congenital anomalies
EUROPLAN — European Project for Rare Diseases National Plans Development
FISH - Fluorescence in situ hybridization
FMF — The Fetal Medicine Foundation
ICBDSR — The International Clearinghouse for Birth Defects Surveillance and
Research
JAOG — The Japan Association of Obstetricians and Gynecologists
MGDb — The Modell Global Database of Congenital Disorders, MGDb)
NBDPN — National Birth Defects Prevention Network
SEAR-NBBD — South-East Asia Region’s Newborn and Birth Defects Database
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CIIUCOK PABOT, OITYBJIMKOBAHHBIX 11O TEME ITUMCCEPTALIMHU

Cnucok crareil, onmy0JMKOBaHHBIX B KypHAaJax, pekoMeHA0BaHHbIX BAK npu

Munoopnayku Poccun

. HemukoBa, H. C. Dnmapemmonoruss racrpommsuca B peruoHax Poccuiickoi
®deneparuu 3a 2011-2019 rogwt / H. C. JlemukoBa, M. A. Ilogoneshas, E. E. 3aseBa
/l Menunuuckas reneruka. — 2022, — T. 21, Ne 1. — C. 28-33. (P1UHLI)

. 3asieea, E. E. [IlpeHarasibHasd JMAarHOCTHUKAa  MUKPOJEIEUUOHHBIX U
MUKPOAYTUTMKAIIMOHHBIX CUHAPOMOB B MockoBckoi oonactu 3a 9 net / E. E. 3asesa,
E. H. Auapeesa, H. C. [lemuxoBa // Poccuiickuii BECTHUK aKyllepa-riHEKOJoTa. —
2022. —T. 22, No 4. — C. 87-95. (Web of science, Scopus)

. 3aseBa, E. E. PacipocTpaHEHHOCTh PEIKUX XPOMOCOMHBIX aHOMAJIUMN MO JTaHHBIM
AIUAEMHUOJIOTMYECKOTO  MOHUTOPUHIA  BPOXKJIEHHBIX TOPOKOB  pa3BUTUS B
Mockosckori obnactu / E. E. 3aseBa, E. H. AunapeeBa, H. C. [lemwukosa //
Menuuunckas reaetuka. — 2021, — T. 20, Ne 7(228). — C. 59-66. (PUHL)

. 3asgeBa E. E. Dnuaemuonoruueckass XapakTEpUCTHKa BPOXKIEHHBIX IOPOKOB
pa3BuTHUs: JaHHbIe peructpa MockoBckoit obnactu / E. E. 3aseBa, E. H. Anapeena,
H. C. lemuxoBa // Poccuiickuii BECTHUK MEPUHATONOTUH U nieauatpun. — 2022 — T.

67, Ne 3. — C. 39-46. (Web of science, Scopus)

Cnucok pador, ony0JJMKOBAHHBIX B APYTUX U3JaAHUAX

. 3ageBa E.E. Dnmaemuonorus BpOXKIECHHBIX ITOPOKOB pa3BUTHUA B MOCKOBCKOU
obnactu. II KondepeHmuss MonoablX yYeHBIX C MEXKIYHAPOAHBIM Yy4acCTHEM
«TpancnsuuonHass MeAWIIMHA: BO3MOXHOE M peajbHOe»: COOpPHHMK MaTepHalioB
koH(pepenunu OI'BOY JI1O «Poccuiickas MenuuuHCKas akageMusi HEPEPbIBHOTO
npodeccruoHanbHOro odpazoBanus» MuHucTepcTBa 3apaBooxpanenus: Poccuiickoil
Oenepanuu. — M.: ®I'BOY AIIO PMAHIIO Munsnpasa Poccun, 2021. — ctp. 99-
100
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2. Demikova N., Zayaeva E., Podolnaya M., Lapina A., Asanov A. The Trisomy 21
Prevalence in the Moscow Region of Russia. Abstracts from the 54th European
Society of Human Genetics (ESHG) Conference: e-Posters // Eur J] Hum Genet. —
2022. - Vol. 30, N S1.—-P. 538
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BJATOJAPHOCTH

ABTOp JAHMCCEPTAIlMOHHON pabOThl BBIPAXKAET HWCKPEHHIOKW OJaroapHOCTh
HAyYHOMY PYKOBOJUTEIIO JOKTOPY MEIUIMHCKUX HAYK, JOLEHTY, 3aBEIYIOIIEMY
kadeapoit meaunuuckoil reHetukun OI'BOY JIIIO PMAHIIO MunsnpaBa Poccuu
HemukoBoit Hatanbe CepreeBHe 3a MOMOILb Ha BCEX ATanax BBIOJIHEHUS JUCCEPTALUH,
CO3/IaHU€ YCIIOBUM JIJIS TIJIOJIOTBOPHOM pabOThl U KOHCTPYKTUBHYIO KPUTHKY.

Takxe aBTOp KpaliHEe NPHU3HATENIEH KaHIWAATy MEAUIMUHCKHX HayK, JOLEHTY
Kypca npeHatanbHoM nuarHoctuku OI'BOY IO PMAHIIO Munsapasa Poccun,
3aBenyroueMy Mmeauko-renernueckum otaenenuem ['6Y3 MO MOHUUATL AuapeeBoii
Enene HukomaeBHe 3a COOEUCTBUE B MPOBEACHUMU JAUCCEPTALMOHHOTO HCCIEI0BAHUS,
KOHCTPYKTHBHBIE TIPEJIOKEHUSI U 3aMe4aHus, KOTOPhI€ MO3BOJUIN TIyOXKEe MOHSTH

3HAYEHUE BBIITOJIHEHHOW PabOoThI.
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Ipuioxenue 3. Knuanuyeckue ciayyau peaknx XA B Mockosckoi o0actu ¢ 2011 mo 2019 roast

BaHHC

Bos No T'onx Yex Jlmaraoctuka /a6
Ne P poxn | poxn | Ilon Z000i nociie Bpoxznennsie nopoku pazsutus (BIIP) I'eneTnueckuii Auar€o3
acT on MaTepHa
OB | eHus POXICHUS
1. 26 1] 2017 M M/a | ABX kapuo- | - - AHntenatanbHas rubens B 18 Henens. TBIT 4,9. 47XV ,+2
TUIIMPOBAHUE Amnnazus HK. IMKII
2. 34 2 2016 | XK M/a | ABX kapuo- | - - OAC. IMXII. OxTpomakTunus kucreid. Mapkepsr | 47,XX,+6
THITHPOBAHUE XA
3. 46 21 2019 XK M/a | ABX kapuo- | - - Muxkpornatus. Pacmenuna ne6a? Bonsaka moga. | 47,XX,+9
TUIIMPOBAHUE Mapxkepsl CUHIPOMaIbHON NATOJIOTUU
4. 45 31 2014 XK M/a | - - Kapwuo- Hepa3zBuparomascs 6epeMeHHOCTh 47,XX,+16
THIIIPOBAHUE
5. 35 2| 2018 M M/a | All xapmuo- - - JAMIKII. 1OC ot ITK 47,XY,+16
THIIIPOBAHUE
6. 31 21 2017 | M M/a | ABX kapuo- | - - Ompanonene. Mapkeps XA 47,XY,+16
THIIIPOBAHUE
7. 28 1] 2019 M M/a | - - Kapuo- Spina bifida . C-m Apronsaa Kuapu. ABK. 47,XY,+16
TUNIUPOBaHUE | Mapkepsl CUHAPOMAIIBHOM NaTOJIOTUU
8. 31 2 2011 | X M/a | ABX kapmuo- | - - H/I 47,XX,+16
THIIIPOBAHUE
9. 33 2| 2013 | M M/a | ABX kapmuo- | - - Pacmenmna muma. IMXII. Mapkepst XA 47,XY,+20
THIIIPOBAHUE
10. 42 2| 2014 | X M/a | ABX kapmuo- | - - 3BPII accumerpuunas Gpopma 47,XX,+22
THUIIIPOBAHUE
11. 35 31 2017 M M/a | ALl xapmo- - - Mapxkepst XA. JIMXKII 47,XY,+22
THUIIIPOBAHUE
12. 33 2| 2014 | X M/a | - - Kapuo- Hepaspusaromiasicst 6epeMeHHOCTh 47,XX,+22
THUIIIPOBAHUE
13. 41 2| 2016 | X M/a | ABX kapmuo- | - - Pacmenuna nuna. IMIKII. Mapkepsr XA 47,XX,+22
THUIIIPOBAHUE
14. 27 1] 2014 | X x/p | - Kapuo- - Tpancnosumus MarucTpanbHbIX cocynoB. IMXIL. | 47,XX,+8[8]/46,XX[22]
TUTIUPOBaHNE T'unponedpo3 mouek
15. 29 1| 2016 | XK M/a | ABX, KIJ - - JAMKII. Mapkepbl CHHAPOMAaIbHON MaTOJIOTHU 47,XX, + 8[1] /46,XX [34]
KapHOTHITHPO
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16. 34 2018 XK x/p | - Kapuo- - TazoBast gucCTONMS, TUIIOIIJIA3US PABOU MTOYKHU. mos47,XX,+9[6]/46,XX[94
TUTIUPOBaHUE AHOMaJbHas yCTAHOBKA CTOII, aHOMAIILHOE ]
PacToNIO’KeHHE TATBIIEB KUCTU. ATPE3Hsi XOaHbI
17. 28 2017 M m/a | KL xapuo- - - AHOMaNbHBIA BEHO3HBIN BO3BpaT. [ nnocnagus. mos47,XVY,+22[10]/46,XY[
TUTIUPOBaHUE Kucra mpoMmexyTodnoro napyca 1]
18. 39 2015 | XK x/p | ALl FISH - - BIIP o Y3U Bo Bpems GepeMEeHHOCTH He Mo3zaunusm 1o +22
0oOHapyX)eHO xpomocome (7%)
Her manHbBIX 0 pa3BuTHu pebeHKa
19. 30 2016 | M M/a | All XMA - - Mapxkeps XA duplp31.1p13.2
20. 26 2018 | w/m M/a | ABX XMA - - Bentpukynomeranus. AMXII. I'unonnasus JIA. dup4
Illetinas ckmagka 5 mm, ranoruiazus HK
21. 31 2019 | XK x/p | AL XMA - - Anomanus [lennu-Yokepa, MapKepbl dup4q28.3
CHUHJIpOMAaJIbHOW MMaTOJIOTUH
22. 34 2016 | w/m M/a | All xapuo- - - AHoMainbHas yctanoBka cror. [lelinas dup5p15.33pl11.1
TUIIMPOBAHUE mumdanrunoma. JIMXKII. Mapkepsr XA
23. 29 2015 M M/a | All XMA - - Pacmenuna Bepxueii ryosl, HeOa cripaBa. dup7p21p14.3
AnomanbHas ycraHoBka ctor. JIMXII. JIunessie
au3Mopdun
24, 32 2018 | XK x/p | Al XMA - - AHoMaJIbHas yCTaHOBKA CcTOI. Mapkepbl dup7p21p22
CHUHJIpOMAaJIbHOW MMaTOJIOTUH
25. 30 2018 M m/a | ABX - - TBII 5,3 mm, runomnasus HK, PAJIII, dup8p23.1
KapUOTHIT — THUAPOTOPAKC, MUKPOTHATHSI, aHacapKa
HOpMa
XMA —
TaTOJIOTHS
26. 31 2016 | M x/p | - Kapwuo- - H/T 46,XY,dup(9)(pter-
THUIIIPOBAHUE q32::ql12-qter)dn
27. 38 2013 M M/a | ABX XMA - - Ckenernas aucrnasus. OAC, IMXII. C-m denau- | dupl1q22q25
VYoxkepa. Anomanaj [Ieepa-PoGena. Anacapka
28. 22 2019 | M M/a | ABX XMA - - Ompanonene. Mapkepsl XA dup13q31.1q31.3
20. 34 2019 | M M/a | - - XMA 3aTeu1oyHOE dHIEdanornene. Spina bifida. Dxrormus | duplSq
cepra. DBEHTEpaIrsl OPraHOB OPIOIIHOM MOIOCTH
30. 30 2019 | M M/a | ALl XMA - - ATpe3ns ABEHAIIATHIIEPCTHOHN KHUIITKH. dupl17ql2
MHoroBoaue
31. 35 2014 | M x/p | ABX kapuo- | - - JMIKII. Mapxepsr XA 46,XY,dup(18)(p11.21p.11

TUIIUPOBaHUE

31)
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32. 25 2013 x/p | ABX kapwuo- - BIIC dup20
THUIIIPOBAHUE
33. 41 2011 M/p | ABX xapwuo- - JIByCTpOpPOHHSS BEHTPUKYJIOMETaus. Atuiazus 69,XXY
TUIIMPOBAHUE yepBs Mo3xkedka. JIMXKII. 3BPIT
34. 31 2019 M/a | - Kapmno- CHHAAaKTHIHA KACTeH. YTpojkaeMma 110 MaTOJIOTHH 69,XXX
tunmpoBanue | nmoyek. 3BPII accumerprunas ¢popma. Mapxeps
XA
35. 25 2017 M/a | ABX kapuo- - JByxcTopoHHAA pacimenuHa iuma. JIMXKII. 69,XXX
THIIIPOBAHUE Cunpaxktnnma. Mukporsarus. JJuccomuanus
pa3MepoB roJIOBHI U TYJIOBHUINA
3BPII. Mapkeps! XA
36. 25 2013 M/a | ABX kapuo- - JByxcTopoHHAA pacimenuHa auma. JIMXKII. 69,XXY
TUIIUPOBAaHUE Cunpaxktnnmms. 3BPII
37. 29 2013 M/a | - Kapmno- Hepaspusaromasicst 6epeMeHHOCTb. MosipHas 69,XXX
TUINPOBAHNE | IUIAICHTA
38. 30 2017 M/a | ALl xapmo- - TI'uaponedpos obenx mouek. Yrpoxkaema mo 69,XXX
THIIIPOBAHUE BEHTPUKYJIOMETani. MHOXECTBEHHBIE MapKepHI
cuaIpomansHOi martonorun. 3BPII accumerprynas
dbopma
39. 32 2016 M/a | - Kapmno- Hepassusaromasics 6epemerHocTs 11-12. 69,XXX
tunupoBanue | Mapkeps! Tpunnonguuu
40. 30 2012 M/a | ALl xapuo- - ABK. Cunpaxtuimus. Muxporsatusa. Mapkepsr XA | 69, XXY
THIIIPOBAHUE
41. 33 2017 M/a | ABX kapuo- - Owmdaromnene MabIX pa3MepoB. Y TOIIICHHE 69,XXX
THIIIPOBAHUE XOpHOHA
42. 30 2017 M/a | ABX kapuo- - Terpana @anmo. CHHAAKTHINSA KUCTEH. 69,XXX
TUIIMPOBAHUE Muxkpornatusa. Mapkepbl CUHAPOMaIbHOM
natonoruu. 3BPIT accumerpuunas gpopma
43. 23 2017 M/a | ABX kapuo- - Owmdarnonerne. Mapkepsr XA 69,XXY
THUIIIPOBAHUE
44, 34 2014 M/a | ABX kapuo- - K344, Cunnaxrumus. 3BPII. Mapkepsr 69,XXY
THIIIPOBAHUE TPUIUIONINT
45. 28 2018 M/a | ABX kapuo- - JMXKII, ABK? I'mmorunasust JIA. Cunmaktinns Ha | 69,XXX
TUIIMPOBAHUE KHCTIX. Mapkepsl XA
46. 42 2015 M/a | ABX kapuo- - JAMIXKII. Tucnponopuus pa3MepoB roJIOBbl U 69,XXX
TUIIUPOBaHUE tynosumia. K3UA. Curnaxtunms. Mapkepst

TPUTJIOUJTNN
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47. 32 2015 M/a | ABX kapuo- - JMXII. Curnaktunusi. MUKpOTHATHSI. 69,XXY
THUIIIPOBAHUE Jucconnarysi pa3MepoB TOJIOBEI U TYJIOBHUINA.
Mapkepsl TPUILIOUAUH
48. 35 2018 M/a | ABX kapuo- - Jucconnaryst pa3MepoB TOJIOBEI U TYJIOBHINA. 69,XXX
TUIIUPOBAaHUE K344, Cunnaktunms JIeBOH KHCTH
49. 27 2011 M/a | ABX kapuo- - K341, JIByXCTOpOHHSS paciiennHa JIHuLa. 69,XXY
THIIIPOBAHUE CuHpakTHIHS
50. 36 2017 M/a | All xapmuo- - Cunpaxtnims. Mapkepst XA. 3BPIT 69,XXX
THIIIPOBAHUE
51. 23 2014 M/a | ABX kapuo- - K34:1. 3BPII 69,XXY
THIIIPOBAHUE
52. 35 2016 M/a | ABX kapuo- - K3Y51. Mapkepsl TpUILUIONIAT 69,XXX
THIIIPOBAHUE
53. 22 2012 M/a | All xapmuo- - TNononpo3sanedanus. Spina bifida. Cuanpom 69,XXY
TUIIMPOBAHUE Apnonbpaa Kuapu. AHoManbHas yCTaHOBKA CTOIL.
Mukporsatusi. MonsipHasi I1alleHTa
54. 21 2012 M/a | ABX kapuo- - 3BPII accumerpuunas Gpopma. Mapkepsl 69,XXX
THUIIIPOBAHUE TPUIUIONINT
55. 30 2019 M/a | ABX kapuo- - Mapxkepst XA: TBII 3,9 mm, runorurazus HK, 69, XXV
THIIIPOBAHUE pesepc
56. 27 2018 M/a | ABX kapuo- - JlatepanpHas paciienuHa ryost u Heba. JIMOKII. 69,XXX
TUIIMPOBAHUE Cunpaxtunust. Mukporatus. K3USl. Jlucconmanus
pa3MepoB roJIOBHI U TYJIOBHUINA
57. 23 2014 M/a | ALl xapmo- - Spina bifida. Cuaapom Apnonsna Knapn. 69,XXX
TUIIMPOBAHUE MounspHas mianeHTa
58. 25 2019 M/a | ABX kapuo- - Jucnponopnus pa3MepoB TOJIOBH U TYJIOBHIIA. 69,XXX
TUIIUPOBAaHUE Muxporsatust. Pacmennna muma. K344
Cunpaktunms kucteid. JIMXKIT
59. 31 2011 M/a | All xapuo- - MBIIP. Jluccannedamus. CIJIOC. JOC ot ITXK. 69, XXX
TUIIUPOBAaHUE 3BPII
60. 36 2015 M/a | - Kapmno- MBIIP mona 69,XXY
THUIIIPOBAHUE
61. 30 2012 M/a | - Kapmno- JMIKII. 3BPIT accumerpuunas gopma. 69,XXY
tunupoBanue | I'mnepreponusM. Mukporuarusa. Mapkepsr XA
62. 30 2017 M/a | ABX kapuo- - Omanonene ¢ BerxogoM kumevnnka. JJMIXKII. 69, XXX
TUIIUPOBaHUE K344, Mapxkepsr XA (TBII 6,2, runomrasust HK)
63. 25 2014 M/a | - Kapwuo- Cunnpom Jlennu-Yokepa. Omdarnornerne. 69, XXX

TUIIUPOBaHUE

MuxkporzaTtusi. Mapkepsl TpUILIIOUIUN
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64. 29 2016 M/a | All xapuo- - c/B B 18 mex. JIMXKII. Yrpoxaema no [lennu- 69,XXX
TUIIMPOBAHUE Yoxkepa. [TaTonorus mnanentsr. 3BPII
65. 25 2011 M/a | ABX kapuo- - Pacmennna ry0osr. K3US. CungakTuius KucTeil. 69,XXY
TUMHPOBAHUE 3BPII accumeTrpuuHnas popma
66. 35 2016 M/a | ABX kapuo- - JMIKII. Mapkeps! TPpHUILUTOHIIH 69, XXX
THIIIPOBAHUE
67. 27 2018 M/a | ABX kapuo- - Mapxkeps! XA 69,XXY
THUIIIPOBAHUE
68. 27 2017 M/a | ABX kapuo- - Muxporaatust. Cuapaktnmms. 3BPIT 69, XXX
THUIIIPOBAHUE accuMeTpugHas popma. Mapkepsl TPUITIONIUH
69. 36 2014 M/a | - Kapwuo- Tononpo3auanedanus. Pacimennna numa. 69, XXX
tunupoBanne | CHHAAKTHINAA
70. 25 2017 M/a | ABX kapuo- - OAC, AIMXII. Cunnaktuknus kucreid. 3BPIT 69, XXX
TUIIMPOBAHUE accumeTpudHas. Mapkepsr XA
71. 28 2012 M/a | All xapuo- - Anomamus lenau-Yokepa. Mapkeps! Tpumionann | 69,XXX
THUIIIPOBAHUE
72. 30 2015 M/a | ABX kapuo- - Jlatepanbnas pacmenuna auna. JMXII. JJOC ot 69, XXX
TUIIMPOBAHUE IDXK. K34Y4. Mukpornarus. Kamnromakrumms.
73. 27 2016 M/a | ABX kapuo- - Jlatepanpnas pacmenuna auna. JMXII, JJOC ot 69, XXX
TUIIMPOBAHUE ITXK. K34Y4. Mukpornarus. Kamnronakrumms.
Jucconmarisi pa3MepoB ToJI0BHI U TYJIOBHINA
74. 29 2011 M/a | ABX kapuo- - K34:1. 3BPII 69,XXX
THUIIIPOBAHUE
75. 29 2015 M/a | ABX kapuo- - K344, mukporunarus, cuaaaktunus. JJMXKIT 69, XXX
THUIIIPOBAHUE
76. 26 2013 M/a | ABX kapuo- - JIBYXCTOPOHHSS BEHTPUKYJIOMETAIIHSL. 69,XXX
TUIIMPOBAHUE Hudaparmansnas rpeoka. JJMXKII. Mukporaarus.
Cunpaktunms. 3BPIT accumerpuynas ¢popma
77. 43 2013 M/a | ABX kapuo- - Jucconnaryst pa3MepoB TOJIOBEI U TYJIOBHUINA. 69,XXX
TUIIMPOBAHUE Muxkpornatus. JJMXII. Mapkeps! Tpuniouuu
78. 37 2017 M/a | ABX kapuo- - Cunpaxktnioma. MukporHatus. Hens3s uekmoants 69,XXX
THIIIPOBAHUE AHOMAJIMIO B3aNMOOTHOIIEHHS IToYeK. MapKepsl
XA. 3BPIT accumeTpuuHBIH THIT
79. 34 2018 M/a | ABX kapuo- - Pacmenuna muma. K395, 3BPII. Iuccopunarnus 69, XXX
THIIIPOBAHUE pa3MepoB roJIoBHI U TyJIoBUIIA. DIeKcopHOe

TIOJIOKCHUEC TYJIOBHUIITA
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80. 22 2011 M/a | ABX kapuo- - MomnspHas mianenta. Ombanonene. 69,XXX
THUIHPOBAHUE KnuaomakTuims nanbiieB. AreHe3ns BEHO3HOTO
IIPOTOKA
81. 33 2011 M/a | ABX kapuo- - JAMIKII. Knunonaxktunus. Mapkepsl XA 69,XXY
THIHPOBAHUE
82. 29 2014 M/a | All xapmuo- - 3BPII accumerpuunas popma. [Juccormarus 69,XXY
THIIIPOBAHUE pa3MepoB roJIOBHI U TYJIOBUIA. MUKPOTHATHS.
Kapauomeranus
83. 40 2014 M/a | - Kapwuo- Anomamus ennu-Yokepa. JJMXKII. 69,XXY
tunuposanue | Kapauomeranus. Jlucconuanys pasMepoB IOJIOBbI
1 TYJTOBHUINA. AHTHJIPAMHHOH
84. 26 2014 M/a | - Kapmno- Anomanus lenau-Yokepa. CHHAaKTHIIHSA. 69,XXX
TUNUpoBaHue | MapKepbl TPUILIIONIUH
85. 35 2016 M/a | ABX kapuo- - Terpana @anmo. OTcyTCTBHE KIIAIAHOB A0PTHI. 69,XXX
TUIIMPOBAHUE I'mpportopakc. Acuut. Mapkepst XA
86. 24 2014 M/a | ABX kapuo- - Mapxkepst XA 69,XXX
THIHPOBAHUE
87. 24 2013 M/a | ABX kapuo- - Mapkeps! TPUILIONIHH 69,XXX
THIIHPOBAHUE
88. 30 2019 M/a | ALl XMA - Anomamus lengu-Yokepa. AMXII. Mukporaatus. | 69,XXY
I'nuneprenopusm. Mapkepst XA. Manosogue
89. 29 2012 M/a | All xapmuo- - ABK, OAC. Cunpaxtumus. 3BIIP II ct. Mapkepst 69,XXX
TUIIMPOBAHUE XA
90. 35 2017 M/a | ABX kapuo- - K344, Yrposkaema 1o BEHTPUKYJIOMET Ay 69,XXX
THIIHPOBAHUE
91. 23 2016 M/a | ABX kapuo- - Spina bifida B moscHuaHO-KpecTioBOM oTaene. C-m | 69, XXX
TUTIUPOBaHUE Apnonpaa-Kuapu. Omdanonene. JIMXKII.
Bonsiaka. Mapkepsl cMHAPOMaIbHOM NaTOJIOTHH
92. 33 2018 M/a | ABX kapuo- - K341, Juctporopitust pa3MepoB IOJIOBE U 69,XXX
THUIHPOBAHUE TynoBuina. OIeKCOpHOE MOJIOKEHHE TUIO/A.
I'unepaxoreHHsId HOKYC B ICBOM JKETYIOUKe
93. 23 2014 M/a | ALl xapmo- - JMOKII. AMIIII. 3BPIT 69,XXX
THIHPOBAHUE
94, 32 2011 M/a | ABX kapuo- - Paxucxu3 B KpecTIIOBO-KOMTYHKOBOM OT/IENe 69, XXV
THIIIPOBAHUE MTOB30HOYHHKA. Jlucinasus mouek. MUKpOTHATHS
95. 34 2014 M/a | ABX kapuo- - H/T 69,XXY

TUIIUPOBaHUE
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96. 28 2014 M/a | - Kapmno- JOC ot IT)K. ATpe3ust MUTPaIbHOTO KIIalaHa. 69,XXX
tunmpoBanne | Cuumaktnmsa. 3BPII accumerpnanas dpopma
97. 31 2014 M/a | ABX kapuo- - K34:1. 3BPII 69,XXY
THIIIPOBAHUE
98. 32 2012 M/a | All xapmuo- - JAMIKII. uctiponiopmyst pa3MepoB TOJIOBH U 69,XXX
THIIIPOBAHUE TyJoBHIa. MUKporHaTHs. BeHTpuKynoMeramus.
Mapxkepsl TpUILIOUIN
99. 33 2017 M/a | All xapmuo- - JAMIXKII. Cunpnaktunus. Mukporsatus. Yrpoxaem | 69,XXX
TUIIMPOBAHUE o leaau Yoxkepy. 3BPII acummerpuunas.
MmoroBoane. Mapkeps! XA
100. 28 2011 M/a | ABX kapuo- - JMIKII. K3Y51. Mapkepsr XA 69,XXX
THUIIIPOBAHUE
101. 31 2017 M/a | ABX kapuo- - JIByXCTOPOHHSIS1 BEHTPUKYJIOMETausl. 69,XXX
TUIIMPOBAHUE Muxkpornatusi. Manosogue. Mapkepsr XA
102. 32 2014 M/a | - Kapmno- Spina bifida. Omdanonene. Kapaunomeranms. 69,XXX
tunupoBanue | AMXII. Cungaxtumms. Mapkepsl TPHITIOUIUH
103. 30 2011 M/a | - Kapmno- Kapmnomeranus. 3BPII accumerpuunas gopma. ¥Y3 | 69, XXY
TUIIUPOBaHUE | MapKepsl XA
104. 19 2012 M/a | ABX kapuo- - Pacmenmna muma. K345, Mukponatus. Mapkepst 69,XXY
THIIIPOBAHUE TPUIUIONINT
105. 30 2019 M/a | ABX kapuo- - CunpakTiimsg KucTe. Mukpornarus. Mapkepsl 69,XXX
THITHPOBAHUE XA
106. 30 2013 M/a | ABX kapuo- - JMIKII. K34Y41. 3BPII accumerpuunas dopma. 69,XXY
TUIIMPOBAHUE Mapxkepst XA
107. 34 2013 M/a | ABX kapuo- - MHOXeCcTBEHHBIE MapKePhl TPUILUIONINH 69,XXY
THIIIPOBAHUE
108. 38 2012 M/a | ABX kapuo- - Iumommnaszus HK 69,XXY
THIIIPOBAHUE
109. 37 2012 M/a | ABX kapuo- - AnobGapnas rononpo3dunedanus. 3BPII. K3Us. 69, XXX
TUIIMPOBAHUE Mapxkepst XA
110. 35 2018 M/a | All xapuo- - AHTeHaTanbHas rudens mwiona B 18 mex. IMIXKII. 69, XXX
TUIIUPOBAaHUE OAC. Benrpukynomeranus. [lucconuarus
pa3MepoB roJIOBHI U TYJIOBUIIA. MapKepsl
TPUIUIONINU
111. 34 2014 M/a | ABX kapuo- - Cunpaxktnmma. K3US. Mapkepsr XA 69,XXX
THUIIIPOBAHUE
112. 29 2015 M/a | ABX kapuo- - Mapkepsl TpUILIOUTUN 69, XXV

TUIIUPOBaHUE
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113. 29 2015 M/a | - Kapmno- OAC, IMXKII. K3Y4. Bentpukynomeramus. 69,XXX
tunmposanue | 3BPII. Mapkeps! Tpumionauu
114. 21 2014 M/a | - Kapuo- JAMIKII. Cunpaktinus. 3BPIT accumerpranas 69,XXX
TUIHpoBaHue | ¢opma. Mapkepsl TPHIIIONAHN
115. 29 2011 M/a | ABX kapuo- - K34:1. 3BPII 69,XXX
THIIIPOBAHUE
116. 37 2019 M/a | ABX kapuo- - Hepaspusaromasicst 6epeMeHHOCTE B 14 Hex. 69,XXX
TUIIUPOBAaHUE JAMIXKII. Yrpoxaema no terpane ®anno. Mapkepsl
XA
117. 27 2014 M/a | ABX kapuo- - JMIKII. ATpe3us MUTpaabHOIO KilanaHa. 69,XXX
TUIIMPOBAHUE Cunpaktnnmusa. 3BPII. Mapxkeps! Tpummoninu
118. 28 2012 M/a | ABX kapuo- - 3BPII accumerpuunas popma. CHHAAKTHIIAS. 69,XXY
TUIIMPOBAHUE Mapxkepst XA
119. 31 2017 M/a | - Kapuo- Hepassusaromasicst 6epemeHHOCTE. Mukporaartus. | 69,XXX
TUnupoBanue | Jlucconmamys pasMepoB TONOBHI U TYJIOBHIIA.
K34Y4. Kapnnomeranusi. CHHIAKTHAIINS Ha KHCTIX
120. 23 2015 M/a | ABX kapuo- - OTtcyTcTBHE KIanaHOB aopThl. BoasHka muioza. 69,XXY
TUIIMPOBAHUE Mapxkepst XA
121. 32 2017 M/a | ABX kapuo- - K344, Cunnaktims kucteid. Mapkepsl 69,XXX
THIIIPOBAHUE TPUIUIONINT
122. 27 2012 M/a | ALl xapuo- - Bentpukymnomeranus. JIMKII. 3BPIT 69,XXX
TUIIMPOBAHUE accuMeTpuuHas popma. Mapkepsl XA
123. 31 2011 M/a | - Kapuo- JAMIXKII, OAC. Cunnaktuausa. K3U 69, XXX
THUIIIPOBAHUE
124. 35 2012 M/a | ABX kapuo- - K3Y4. Mapkeps! TpUTIIOUTTN 69,XXY
THIIIPOBAHUE
125. 28 2013 M/a | - Kapwuo- Hepaszsuparomascs 6epeMeHHOCTb. Spina bifida 69,XXY
THUIIIPOBAHUE | TMOSACHUYHO-KPECTI[OBOTO OT/IENa
126. 37 2017 M/a | All xapuo- - Mapxkeps XA 69,XXY
THIIIPOBAHUE
127. 32 2015 M/a | ABX kapuo- - Mapxkepsl TPUILIOUAUH 69,XXX
THIIIPOBAHUE
128. 38 2011 M/a | ABX kapuo- - H/I 69,XXY
THIIIPOBAHUE
129. 40 2016 M/a | - Kapmno- MesxrmomynrapHast TOJI0IPO33HIE DA 69,XXX
tunupoBanue | ApaxaomnanbHas kucta. OAC, IMXKII.

Cunpaxtunus. 3BPIT accumerpuynas gpopma.
Mapxkepst XA. Manosoaue
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130. 29 2015 M/a | All xapuo- - Omanonene ¢ BerxogoM kumewynnka. JJMXKTI, 69, XXX
TUIIMPOBAHUE JMIIII, natonorus aoptel. Mapkepsr XA
131. 22 2015 M/a | - Kapmno- TNononpo3sanedanusa. JIMXKII. Cuagaktimus. 69,XXX
tunmposanue | 3BPII accumerpuunas hopma. Mapkepsl
TPUIUIONINHT
132. 23 2017 M/a | ABX kapuo- - 3BPII accumeTpuuHEBIi THII. YTpokaema Io 69,XXX
THIIIPOBAHUE BEHTPUKYyJIOMeraaun. Mapkepsl CHHAPOMAaIbHOH
MIATOJIOTHU
133. 29 2013 M/a | - Kapmno- AnobapHas rononpo33HIehanns. AHOMATHS 69,XXX
tunmpoBanue | Jdenmu-Yokepa. IMXII. S-o6pa3nas mouxa. 3BPII
accuMeTpuuHas ¢popma. Mapkepsl TPUIITIOUINH
134. 28 2015 M/a | - Kapmno- Hepaspusaromasicst 6epeMeHHOCTb. BoasHka 69,XXX
THIIIPOBAHUE
135. 35 2015 M/a | ABX kapuo- - 3BPII accumerpuunas ¢popma. JJMXKII. Mapkeps 69, XXX
THIIIPOBAHUE TPUIUIONINT
136. 26 2014 M/a | All xapuo- - JMXKII. Kapanomeranus. CHHIAKTHIHS. 69, XXX
THIIIPOBAHUE MuxkporsaTust. J{ucconuanus pasMepoB TOIOBH U
TyJioBUIIA. MapKepbl TPUILIOUAUU
137. 27 2016 M/a | - Kapmno- Anomanus lenau-Yokepa. JIByxcTOpOHHSSA 69,XXY
TUIMPOBaHWE | paciienuHa iuia. Kapanomeramus.
ITunonunansHas kucta. MONSpHBIA XOPHOH.
OATA - nHepazBuBatomascs ¢ XXV
138. 33 2011 M/a | ABX kapuo- - MBIIP 69,XXX
THUIIIPOBAHUE
139. 25 2019 M/a | ABX kapuo- - K344, Inccomnmanus pa3MepoB TOJIOBHI U 69,XXY
THIIIPOBAHUE Tynosuiia. Kapauomeramus
140. 30 2011 M/a | ABX kapuo- - T'unponedpo3 obenx mouek. CHHIAKTUIHUS 69, XXV
TUIIMPOBAHUE nansies. JIMXKII. Bearpuxynomeranus. 3BPIT
141. 28 2013 M/a | - Kapuo- Cunpaxtuaus. JIMXKII, IMIIII. 3BPIT 69, XXV
THUIHPOBAHUE | acCHMeTpudHas ¢popma. Mapkepsl TPUITIONIUH
142. 32 2017 M/a | ABX kapuo- - Ompanonene. K3Y. Mapkepsr XA 69, XXX
THUIIIPOBAHUE
143. 22 2012 M/a | ALl xapmo- - 3BPII accumerpuunas popma. ManoBoaue 69,XXX
THUIIIPOBAHUE
144. 26 2011 M/a | ABX kapuo- - CucreMHas ckeneTHas qucruiasus. Mapkepsl XA 69,XXY
THUIIIPOBAHUE
145. 27 2012 M/a | ABX kapuo- - K344, 3BPII. IMXKII. Cunnaktunnsa. Mapkepsl 69,XXX

TUIIUPOBaHUE

TPUTUIOUINN
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146. 23 2013 M/a | All xapuo- - - 3BPII accumerpuunas popma. KCC. K3Y4. 69,XXX
TUIIUPOBAHUE Muxkpornartus. Kapnuomeranus
147. 28 2013 M/a | ABX kapmuo- | - - Mapxkepst XA 69,XXX
THIIIPOBAHUE
148. 25 2013 M/a | ALl xapmo- - - Benrpukynomeranus. JJMXII. I'unonnazus 69,XXY
TUIIUPOBAHUE mozxeuka. 3BPII accumerpuunas ¢popma.
Mapxkepsl TPUILIOUAUH
149. 27 2013 M/a | ABX kapuo- | - - JMXKII. OAC. Cunnpom Hdennu-Yokepa. 69,XXY
TUIIUPOBaHUE Muxporaatust. Cuapaktnmms. 3BPIT
150. 34 2013 M/a | - - Kapmno- Hepaspusaromasicst 6epeMeHHOCTh 69,XXX
THIIIPOBAHUE
151. 35 2015 M/a | - - Kapmno- Hepassusaromasicst 6epeMeHHOCTb. AHOMAJIHS 69,XXX
tunupoBanue | Jenau-Yokepa. Cunnakrunus. Jucconnanus
pa3MepoB roJIOBHI U TYJIOBHUINA
152. 24 2012 M/a | ABX kapmuo- | - - ABK. ITpaBas nxyra aoptel. Kapauomeramms. K3Uf. | 92, XXXY
TUIIMPOBAHUE Mapxkepst XA
153. 38 2016 M/a | ABX kapmuo- | - - Amnacapka. Kapanomeranus. Mapkepsr XA 92,XXXX
THUIIIPOBAHUE
154. 28 2016 M/a | ABX kapuo- | - - K3441. AmomanbsHast ycTaHOBKA CTOII. mos 71% Tpuronaus,
TUNHPOBAHUE Cunpaxtuiust. Mukpornatusi. Mapkepsl 29% HOpMa
tpurutonanu. 3BPIT accumerpuunas Gpopma
155. 31 2011 M/a | All xapmuo- - - JMIKII. Mapxkepsr XA TPUILIOUHBIN KapUOTHII C
TUTIUPOBaHUE pobepTCOHOBCKO
TpaHCJIOKalueH MEeX Ly
xpomocomamu 13 u 14
156. 35 2013 x/p | - Kapwuo- - Pacmiennna BepxHeli TyObI clieBa, IOTHAS 46,XX,del(4)(p13) (c-m
THIIIPOBAHUE pacuiesnHa TBEpIOTo U MATKOTO Heba, Bonsda-Xupmxopna)
MIPaBOCTOPOHHMH 3K30(]TanbM, TOPOKH TOJTOBHOTO
MO3Tra U Iiiasza
157. 35 2013 M/a | All xapmuo- - - JAMIKII. ITomucuagakTiaus. YepTsl YepenHo- 46,XX,del(4)(p13) (c-m
TUMHPOBAHUE JUTEBBIX Au3Mophuit Bonsga-Xupmixopna)
158. 36 2019 M/a | ALl XMA - - I'umonnaszus Mo3xedka. [IpaBocTopoHHA del5p (c-m xomrausero
BeHTpuKysoMmeranusi. CTeHO3 KJIallaHa aOPTHI. KpHKa)
Hedopmarus crom. I'nnomnasus TuMyca
159. 30 2012 M/a | ALl XMA - - JMOKII. IMIIII. Mukporuatus. CHHIAKTHIIUS. del5p (c-m xomrausero
3PI1 KpHKa)
160. 33 2011 x/p | - Kapmno- - 3[IMP 46,XX,del(5)(p10)

TUIIUPOBaHUE
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161. 24 2013 | XK x/p | - Kapuo- MBIIP 46,XX,del(5)(p13)
THUIHPOBAHUE
162. 33 2018 | XK x/p | - Kapmno- H/I 46,XX,del(5)(p14)dn
THIHPOBAHUE
163. 28 2015 | M x/p | - Kapmno- MBIIP 46,XY,del(5)(p14)
THIHPOBAHUE
164. 25 2015 | XK x/p | - Kapmno- BIIC, MAP 46,XX,del(5)(p14.1)dn
THIHPOBAHUE
165. 25 2016 | M x/p | - Kapmno- MBIIP 46,XX,del(5)(p15.1)
THIHPOBAHUE
166. 31 2019 | ®v/n M/a | ABX - JMIKII. Mapkepsl CHHAPOMAIBHOH ITaTOJIOTHH: dellq32.1
KapHOTHII — mieiHas cxiaaka 6 MM, MEKPOTHATHSA,
HOpMa Opaxurnedanus
ALl XMA -
MIATOJIOTHS
167. 28 2014 | M x/p | - Kapuo- MBIIP 46,XVY,del(1)(q22q25)
THIHPOBAHUE
168 40 2019 | M M/a | ABX XMA - TBII 5 MM dellq21.1
169. 30 2016 | M x/p | - H/I Kucra xapmana breiixa 46,XVY,del(1)(q42)dn
170. 23 2019 | X x/p | - Kapmno- BIIC 46,XX,del(3)(p13p21)
THIHPOBAHUE
171. 33 2015 XK x/p | - Kapuo- MukporHaTusi, pacuieInHa MITKOro Heba 46,XX,del(4)(q31)
THIHPOBAHUE
172. 31 2017 | M x/p | - Kapmno- Crjioc 46,XVY,del(6)(q22.2g23)dn
THIHPOBAHUE
173. 24 2019 | X x/p | - Kapuo- JAMOKII, IMIIII. Pacmmpenwne nerougnoit aprepun. | 46,XX,del(6)(p23)
THUIIIPOBAHUE Pacmennna TBepaOTO M MATKOTO HEOa. ATpe3ns
CJIE3HOTO ITPOTOKA
174. 29 2013 M x/p | - Kapuo- MuxpodTamsm 46,XY,del(7)(p15p21.3)
THIHPOBAHUE
175. 33 2016 | XK x/p | - Kapmno- H/I 46,XX,del(8)(p21)dn

TUIIUPOBaHUE
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176. 25 2014 | XK M/a | All - - Owmdarnonene del9pl1
KapHOTHII-
HOpMa
ALl XMA —
TIATOJIOTHS
177. 28 2018 M M/a | ABX - - Bpaxunedanus. Muxkporaarus. MHOKECTBEHHBIC del9q34
KapHOTHIT — THIIEPIXOTCHHBIE BKIIOUYEHUS B MUOKapae. Tumyc
HOpMa He BU3yaIu3upyercs. Hemb3st HCKIIounTh
Al XMA — pacuienuHy Heba
MIATOJIOTHS
178. 24 2016 | M x/p | - Kapmno- - BIIC, MAP 46,XY,del(9)(p21)
THITUPOBAHUE
179. 36 2019 | ®v/n M/a | ALl XMA - - ABK. Atpesus anyca del10p12.2pl12.1,
HEW3BECTHAs KIIMHUYECKast
3HAYIMOCTb
180. 32 2017 | ®v/nm M/p | ALl XMA - - AHoMaJIbHas yCTaHOBKA CTOI. Y MaTepu del10g22.3q23.2
aHAJIOTHYHAsI MUKPOJISTICTIHS
181. 36 2019 | w/m M/a | All XMA - - JOC ot ITK. Kapauomeranus. 3BPII del11q23.3 (c-m SkobGcena)
182. 28 2012 | XK x/p | - Kapwuo- - BIIP, 3[IMP 46,XX,del(11)(q23)
THUITUPOBAHUE
183. 24 2016 | M x/p | - Kapuo- - MAP 46,XVY,del(13)(q14q22)
THUITUPOBAHUE
184. 25 2017 | XK M/a | ABX XMA - - Terpana ®amno. Mukpornarus. 3BPIT dell4q32
185. 30 2012 | M x/p | - Kapmno- - MAP 46,XY,del(14)(q13q22)
THUITUPOBAHUE
186. 27 2017 | w/m M/a | - - XMA CTJIOC. Pacmennna ry0sl 1 HeOa cieBa dell5q (cunmpom [panepa-
Bunn/Anrensmana)
187. 31 2018 | w/m M/a | Al XMA - - JBycTOpOHHSS BeHTpUKylIoMeranus. Jlucrene3us dell5q (cunmpom [panepa-
MO30JIUCTOTO Tena. Makporedanus Bunn/Anrensmana)
188. 26 2018 | XK x/p | - Kapwuo- - Muxkpouedanus. 3BPTI mos,46,XX,del(15)(q26)[5
TUIIUPOBaHUE 41/46,XX,r(15)(p11q26)
189. 23 2016 | XK x/p | ALl kapuo- - - Monmunaxtunmst dell7p
THUITUPOBAHUE
190. 18 2012 | XK x/p | - Kapmno- - BIIP 46,XX,del(17)(p11.2p11.2)

TUIIUPOBaHUE




162

191. 39 2012 x/p | ALl XMA BIIP dell8p11.2dn
KapHOTHII —
HOpMa
192. 33 2013 x/p | - Kapmno- OAC 46,XY,del(18)(p11.2)dn
THIHPOBAHUE
193. 28 2019 M/a | ALl XMA - Pacmenmaa nuna. MyIpTHKHCTO3HAS AUCIUIA3HS del21q22
npaBoy Mouxku. Mapkepsl CHHIPOMaIbHOU
MIATOJIOTHU
194. 35 2019 M/a | All XMA - JAMIKII. [Taronorusa nyru aopTsl. Mapkepst del22q (c-m ®eman-
CHUHAPOMAJIBHOM NaTOJIOTUU Max/lepmun)
195. 35 2019 M/a | ALl XMA - AreHe3ns MO30JIUCTOro Tena. JIuiensre delXp22.33p22.13
au3Mopun
196. 30 2019 x/p | - Kapwuo- BIIC C-m In Ixopmxu
THIHPOBAHUE
197. 23 2019 x/p | - Kapwuo- BIIC C-m In Ixopmxu
THIHPOBAHUE
198. 24 2015 M/a | ABX kapuo- | - Omanonene, rerpana damio C-m In Ixopmxu
THIIHPOBAHUE
199. 23 2019 x/p | - Kapwuo- ATtpesus JIA C-m In Ixopmxu
THIHPOBAHUE
200. 36 2017 M/a | ABX XMA - [eftnas mumdanrnoma C-m [In xopmxu
201. 27 2016 x/p | - FISH BIIC C-m In Ixopmxu
202. 26 2016 x/p | - FISH BIIC C-m In Ixopmxu
203. 39 2019 M/a | All xapmuo- - [IpaBas gyra aopTsl ¢ o6pazoBanueM cocyaucroro | C-m Jdu Jxopmxn
TUIIMPOBAHUE KoJbla. Annasus TuMyca. Mapkepsl
CHHJIPOMaJIbHOW MMaTOJIOTUH
204. 25 2019 x/p | - Kapwuo- BIIC C-m In Ixopmxu
THIHPOBAHUE
205. 40 2019 x/p | - Kapwuo- BIIC, 3BYP, MAP C-m In Ixopmxu
THIHPOBAHUE
206. 32 2016 x/p | - FISH BIIC c-M [u Jlxopmku
207. 30 2014 x/p | - Kapwuo- BIIC C-m In xopmxu

TUIIUPOBaHUE




163

208. 26 2013 | XK x/p | - Kapmno- - BIIC C-m [In xopmxu
THUIIIPOBAHUE
209. 40 2015 | ®v/nm M/a | All xapuo- - - Terpana ®ammo C-m [In xopmxu
THIIIPOBAHUE
210. 27 2015 M x/p | ABX kapuo- | FISH - JAMXKII, AMIIIIL. [TonuaakTuiaus KUCTEH. C-m In Ixopmxu
THIIIPOBAHUE Tunocnagus
211. 33 2019 M M/a | All XMA - - Tetpana ®amno. JJobaBounas Bepxusis monast Bera. | C-m Ju Jxopmku
Anna3zus TuMyca. Mapkepbl CHHAPOMaJIbHON
MIATOJIOTHU
212. 25 2015 M x/p | - FISH - Terpana ®amno C-m [In xopmxu
213. 24 2016 | M M/a | - - XMA JMXII, 10C ot ITXK C-m In Ixopmxu
214. 25 2019 | X x/p | - Kapuo- - BIIC C-m [In Hxopmxu
THUIIIPOBAHUE
215. 19 2013 M M/p | AL - XMA OAC, runormuiasus aOpThl, HEPEPhIB TyTH A0PTHI, C-m [In xopmxu
KapHOTHUII — JOC ot IT2K, IMIXII, no6aBouHast BEpXHss MoJias
HOpMa BEHa
216. 18 2015 XK x/p | - Kapuo- - BIIC C-m [In xopmxu
THUIIIPOBAHUE
217. 31 2019 | M M/a | ALl xapuo- - - IIpaBas gyra aoptel. Kucrosnas aucrmaszus npasoit | C-m u Jxopmxn
THIIIPOBAHUE MTOYKH
218. 25 2015 M x/p | - FISH - BIIC C-m [In xopmxu
219. 29 2017 | M x/p | - Kapuo- - Arenesus npasoi nouku. KpoccuHr Berseit C-m [In xopmxu
THIIIPOBAHUE JIETOYHOW apTepuu
220. 22 2019 | X x/p | - Kapuo- - BIIC C-m [In Hxopmxu
THIIIPOBAHUE
221. 27 2014 | XK M/a | ABX kapmuo- | - - Terpana ®amno C-m [In xopmxu
THIIIPOBAHUE
222. 31 2019 XK x/p | - Kapuo- - BIIC C-m In Ixopmxu
THIIIPOBAHUE
223. 33 2016 | XK x/p | - FISH - BIIC C-m In Ixopmxu
224. 24 2015 XK x/p | - FISH - Terpana ®amno C-m [In xopmxu
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225. 30 2011 m/a | KII xapmo- - - ABK, nepepsIB 1yru aopTshl, anja3us TUMyca C-m [In xopmxu
THUIIIPOBAHUE
226. 21 2015 x/p | - Kapuo- - Terpana ®amno C-m [In xopmxu
THIIIPOBAHUE
227. 28 2012 M/a | All xapuo- - - Terpana ®anno C-m In Ixopmxu
THIIIPOBAHUE
228. 25 2013 M/a | All xapuo- - - OAC, AMXII. [TaTomorust TAMyca C-m In Ixopmxu
THUIIIPOBAHUE
229. 32 2014 x/p | - Kapuo- - CI'JIOC. IInnonnnanpHas KucTa. MUKpOTHATHS. 46,XVY,der(2) t(2;15)(p24
TUIIUPOBaHUE Ymep Ha 22 cyTKH ql4)pat
230. 27 2016 M/a | ALl xapmo- - - Owmdarnonene MabIx pazmMepoB. Mapkeps! XA. 46,XX,der(4)t(3;4)(q25.1;p
TUTIUPOBaHUE Mama — HOCHUTENb epeCTPOHKH 15.2)mat
231. 30 2017 M/a | ABX kapuo- | - - Mama — HocuTenb cOamaHCUPOBAHHOM 46,XY,der4t(4;10)
THIIIPOBAHUE TPaHCIIOKAINH
232. 28 2015 x/p | - Kapuo- - MBIIP 46,XX,der(4)t(4;15)(q21;q
TUTIUPOBaHNE 11),-15pat
233. 26 2014 M/a | All xapuo- - - Ompanouene. ['mnporedpos neBoit mouku 46,XY ,der(5;9)
THIIIPOBAHUE
234. 25 2014 M/a | - - Kapmno- JAMIKII, numdanrroma OpIONIHOH MOIOCTH 46,XY ,der(5;9)
THUIIIPOBAHUE
235. 28 2019 x/p | - Kapwuo- - MBITP 47,XVY,1(5;9)(q35;931)pat,+
THITHPOBAHHUE der(9)(5;9)(q35:q31)
236. 23 2014 M/a | All xapuo- - - HocutenscTBo cOanmancupoBanHoi Tpacinokanuu 3 | 46,XY,der(8)t(3;8)
TUIIUPOBAHUE Ha 8 y marepu. BIIP et
237. 31 2014 M/a | ABX kapmuo- | - - K344. Benrpuxynomeramms. JJMIXKII. Mapkepst 47,XY ,der(8)t(5;8)(q12;p2
TUIIUPOBAaHUE XA 2),+5
238. 29 2011 M/a | ABX kapmuo- | - - ATtpesus mutpansHoro kiamana, IOC ot ITXK, HecOaTaHCUpOBaHHAS
TUIIMPOBAHUE JMIKII TpaHciokamus §;11
239. 18 2014 M/a | - - Kapwuo- Ompanonene. EquHcTBeHHBIH )enyqouek cepana. | 46,XY,der(9;15)
tunupoBanue | Mapkepsl XA
240. 22 2019 x/p | - Kapuo- - MBIIP 46,XX,der(13)t(8;13)(q22q
THUIIIPOBAHUE 32)
241. 33 2019 x/p | - Kapmno- - MAP, kpunropxu3m 45,XY,der(15)t(5;15)(p15.3
TUIIUPOBaHUE q12)
242. 31 2013 x/p | - Kapuo- - I'nonna3sus noao0BOro wieHa 47, XX, +der(22)t(11;22)(q2

TUIIUPOBaHUE

3;q11.2)mat
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243. 39 2019 | X x/p | - Kapwuo- BIIC 47, XX, +der(22)t(11;22)
TUTIUPOBaHUE (923;q11.2)pat
244, 22 2016 | XK x/p | - Kapwuo- MBIITP 47, XX, +der(22)t(11;22)(q2
TUTIUPOBaHNE 3;q11.2)pat
245. 32 2016 | XK x/p | - Kapuo- 47, XX, +der(22)t(11;22)(q2
TUNHPOBAHUE 3;q11.2)
246. 33 2019 | XK x/p | - Kapwuo- MAP 46,XX,der(22)t(16;22)(q22
TUNHPOBAHUE pll.2)mat
247, 26 2011 M M/a | ABX kapuo- | - Mapkepsr XA 46,V ,der(X)t( X;¥)(p22;
TUTIUPOBaHUE ql3)
248. 28 2012 | M M/a | ABX kapuo- | - Cunnpom Jleanu Yokepa. Mapkepst XA 46,XY,dup(3)(p25),del20p,
TUIIUPOBAHUE pat Kapuotun
ota:46,XV,1(3;20)(p25;pl
3)
249, 28 2018 XK M/a | ABX XMA - ITaronorus ronoBHoro Mmo3ra. MukporsaTusi. Hecb6anancupoBannas
Pacmennna ne6a. 3BPII accumerpuunas gopma TpaHcIoKaus 4p- Sp+
250. 28 2019 | X M/a | ABX XMA - Om(anornene MaIbIX pa3MepOB C BBIXOJOM Hecb6anancupoBannas
kumedHnka. Mapkeps! XA: TBIT 4 MM, arumazust TpaHcimoxamus 4p- Sp+
HK, K341
251. 29 2017 | XK x/p | AL XMA - IIpaBocToponHss AnadparmanbHas rpbhka. Mukpojenenus KOpoTKoTro
Pa3BuBaercs o Bo3pacty wie4a 4 xp.,
MHUKPOIYTUTHKAITAS
KOpOTKOro mieua 8 xp
252. 27 2017 | ®v/nm M/a | ALl XMA - Bapuant Jlennu-Yokepa. Bentpukynomeranus. Muxkponenenus,
MuxkpoodTranbMus cripaBa, ABYCTOPOHHHH MUKpOAYIUIMKALUS 5 Xp.
runpoHedpo3. AMXKII. 3BPII. Mapkeps!
CHHJIpOMaJIbHOW MMaTOJIOTUU
253. 32 2019 | XK M/a | ABX XMA - Muxkpornatus. Pacmennna ne6a? Hymnukanus 7q31.1-936.3,
nymmukanus 9p24.3p13.1
254. 34 2015 | w/m M/a | ABX XMA - AreHe3ust MO30JIUCTOTO Tesla. MUKpOTHaTHSI. Mukponenenus B I0Kyce
I'mnonnasus HK 8pll.1-p23.1,
MHUKPOAYTUTHKAITAS B
nokyce 8p23.1-p23.3
255. 22 2019 XK M/a | Al XMA - Mapkepbl CHHAPOMaIbHON NATOJIOTHU: Mukpoxynikanms

Jyxcroporarne KCC, momocTh MpoOMeXyTOYHOTO
napyca. Makpoctomusi. POT npuoTKpsIT.
IIpeHa3zanbHBIN OTEK 5 MM

KOPOTKOrO Iuieya 8
XPOMOCOMBI / AeTenns
KOpOTKOrO Iuieva 8 u
LymuKanus Koporkoro 10
XpOMOCOM
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256. 31 2017 | M M/a | - - XMA Kucrosnas aucrnasus npasoit mouku. JIMIKII. 46,XY,dup(10)(p15),del(11
lunocniagus. JInmnessie nu3Mophun )(q22),del(13)(q33)
257. 31 2018 | w/nm M/a | ABX XMA - - TBIT 4,5 MM, runomnazus HK Mukponenenus JIMHHOTO
mieda 15-xp /
MUKPOYTUTHKALHS
JUIMHHOTO 1uieya X-Xp
258. 37 2018 | ®/nm x/p | - XMA - Makpornedanmst. [TaTomorus xyru aopThI Jlenenys KOPOTKOTO TIeda
18 xp, gacTruHas
TPUCOMHUS TIO JUTMHHOMY
mwreuy 18 xp
259. 27 2017 | M M/a | All xapuo- - - HecbanxancupoBannas
THIIIPOBAHUE TpaHciokamus derY
260. 32 2016 M x/p | - Kapwuo- - MBIITP 46,XY rec(11)dup(11p)inv(
THUIIIPOBAHUE pl5.5924.1)mat
261. 26 2016 | XK x/p | - Kapuo- - MBIIP 46,XX,inv(9)(q21.2q34.1)p
TUIIUPOBaHUE at,del(10)(q11.2g21)dn
262. 23 2012 M M/a | ABX kapuo- | - - ATtpesus mutpanbsHoro knanana. CI'JIOC. Boasaka | 46,XVY,add(2)(q35)
TUIIMPOBAHUE nnona. Mapkepst XA
263. 24 2013 XK x/p | - Kapuo- - Koapxranus aoptsl 46,XX,add(4)(p15)
THIHPOBAHUE
264. 33 2011 M x/p | - Kapwuo- - Koapxkramus aopTst 46,XY,add(4)(p16)
THIHPOBAHUE
265. 39 2016 | XK x/p | - Kapmno- - MBIIP 46,XVY,add(4)(p16)dn
THIHPOBAHUE
266. 26 2012 | M x/p | - Kapmno- - MBIIP 46,XVY,add(4)(q35)
THIHPOBAHUE
267. 22 2019 | XK x/p | - Kapwuo- - c-m [Ipepa PobOena 46,XX,add(4)(q31)
THIHPOBAHUE
268. 27 2014 | M x/p | - Kapmno- - MAP 46,XVY,add(8)(p23)dn
THIHPOBAHUE
269. 38 2015 | M x/p | - Kapmno- - MBIIP 46,XVY,add(13)(p11.2)
THIHPOBAHUE
270. 39 2014 M M/a | ABX kapuo- | - - Bentpukymnomeranus. BIIC? Boasaka 46,XY,add(15)(q26)
THIIHPOBAHUE
271. 33 2011 XK x/p | - Kapuo- - MHOXeCcTBEHHBIE CTUTMBI TH33MOpHOreHesa, 46,XX,add(15)(p12)

TUIIUPOBaHUE

TIATOYHO-BaJIbI'yCHas KOCOJIAIOCTh
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272. 30 2016 | XK x/p | - Kapmno- MBIIP 46,XVY,add(11)(q23)dn
THUIIIPOBAHUE
273. 32 2018 | M x/p | - Kapmno- MBIIP 46,XVY,add(18)(q23)
THIIIPOBAHUE
274. 25 2011 XK x/p | - Kapuo- Pacmennna TBepmoro Heba 46,XX,add(21)(q22)
THUIIIPOBAHUE
275. 30 2012 | XK x/p | - Kapmno- 48 XXX+21
THUIIIPOBAHUE
276. 44 2011 | XK x/p | - Kapmno- JAMIXKII, OAC, 1OC ot ITXK 48 XXX, +18
THUIIIPOBAHUE
2717. 22 2012 | XK x/p | - Kapuo- Arenesust Mmo3onuctoro tena. JJMXKII. V3- 48, XXX +18
TUIIMPOBAHUE Mapkeps! Tpucomuu 18. Otkas ot UITJ
278. 27 2014 | M M/a | ABX kapuo- | - OAC. IMXII. Ompanouene. Mapkeps XA 48,XXVY,+18
THIIIPOBAHUE
279. 23 2016 M M/a | ABX kapuo- | - JAMIKII. [Taronorus HumxHUX KoHeuHocTel. BITP 48,XXVY,+18
TUIIMPOBAHUE numdartngeckoii cuctemsl. Mapkeps! XA. Bogsgaka
mIoaa
280. 43 2016 | XK M/a | ABX kapmuo- | - Yeemnuenne TBII. I'mnommasus HK. Aracapka 48, XXX+18
THIIIPOBAHUE
281. 28 2014 | XK M/a | ABX kapuo- | - BIIP He oO6HapykeHO mos48, XXX, +18[7]/47,XX
THIIIPOBAHUE ,+18
282. 32 2016 | M x/p | - Kapmno- BIIP 46,XY,-
TUIIUPOBaHUE 14,+21,der(21)t(14;21)(q12
;pl12)dn
283. 29 2013 | ®v/nm x/p | - Kapmno- I'uaponedanst, rumonasus moxymapuii Mo3ra, mos 45,X(50) /69,
TUNHPOBAHUE CUHAAKTHINSA 3 U 4 ManbleB KUCTEH, TUTIOTUIA3US XXY(10)
THMyca
284. 39 2014 | XK M/a | ABX XMA - O. MBIIP 2 nnona: Anomanus JJenau-Yokepa. | Kapuorun 47XX+ mar
Pacmenmna muma. Terpana ®anoo. CuHAaKTHIHSA. XMA arr 9p24.3p13.1x4
Mapxkepst XA TETpacoMus p Iieya
XPOMOCOMBI 9
285. 30 2014 | XK x/p | ALl xapuo- - Kocomnamocts cipaBa mos46,XX,i(10)(q10)[2]/46

TUIIUPOBAaHUE

XX[5]
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286. 36 2013 | M x/p | - Kapmno- MBIIP: ckoIIeHHBIN Yeperl, ToICTast KOXKHas 46,XVY,r(9)(p24q13)dn
THUIHPOBAHUE CKJIaJIKa Ha 3aThUIKE, aHTHMOHTOJIOU/IHBIH pa3pe3
a3, MupoKas NepeHocuIia, MaJeHbKHii Bceria
OTKPBITBHIN POT, HU3KOPACIIOJI0KEHHBIE
nedopMUpOBaHHbIE MaTIEHbKHE YIIIN;
JIBYCTOPOHHHI KPUITOPXU3M; THITOILIA3Hs
ITOJIOBOTO WIEHA, MOIIOHKH; THAPOHE(DPO3 00enx
M0YeK, Merayperep
287. 31 2013 | XK x/p | - Kapmno- Ta3oBas qucTonus MpaBoi MOYKH, TYyTOYXOCTh 46,XX,r(14)(p11q32)
THIHPOBAHUE
288. 38 2013 | M m/a | ABX kapuo- | - 46,X,psuidic(Y)(ql1.2)
THIHPOBAHUE
289. 34 2019 | XK M/a | ABX kapuo- | - JBycroponnss pacmenuna iuma, JJOC ot ITXK, 47,XX,+mar (D)
THIHPOBAHUE MOJUIAKTUIINS KUCTEH
290. 28 2015 | M x/p | - Kapmno- MBIIP 47,XY,+mar
THIHPOBAHUE
291. 30 2015 | XK M/a | ABX kapmuo- | - JAMIKII, oTcyTcTBHE KITallaHOB JIETOYHOH aprepun | 47,XX,+mar
THIHPOBAHUE
292. 33 2012 | M M/a | ABX kapmuo- | - Mapxkepst XA 47,XY ,+mar (G)
THUIHPOBAHUE
293. 38 2019 | M x/p | - Kapwnor- MAP 47,XY,+mar
UIHPOBaHUE
294. 36 2018 M x/p | - Kapwuo- BIIC 47,XVY ,+mar
THIHPOBAHUE
205. 40 2015 M M/a | ABX kapuo- | - Ompanonene, rerpaga ®amio, MUKpOTHATHS 47,XY,+mar
THIIHPOBAHUE
296. 25 2014 | M x/p | - Kapuo- 3[IMP mos
TUNHPOBAHUE 47,XY,+mar[18]/46,XY[28
]
297. 31 2011 M M/a | ABX kapmuo- | - Mapxkepst mos
TUTIUPOBaHUE 47,XVY ,+mar[2]/46,XVY[7]
298. 26 2014 M x/p | - Kapuo- MAP mos47,XY,+tmar[10]\46,X
THIHPOBAHUE Y[40]
299. 26 2016 M x/p | - Kapwuo- MAP mos47,XY,+mar[20]/46,X
TUNHPOBAHUE Y[21]

[Mpumeuanue. I/l — nHBa3MBHAs TIpeHATAIbHAS AWMArHOCTHKA; [1/a0 — MOCTaOOPTUBHEIN; M/a — MEIUIIMHCKHNA a0OpT; k/p — KUBOPOXKICHHBIN;, M/p —
MepTBOpOkAeHHBIH; ABX — acnimpanus Bopcun xopuona; ALl — amuanonentes; KL — kopromnente3; XMA — XpOMOCOMHBIN MUKPOMAaTPUYHBIN aHAIIN3; H//
— HET AaHHbIX; XA —xpoMocoMHas aHoMamnusi; MBIIP — MHO>kecTBEeHHBIN BpOXKIAEHHbIE MOPOKH pa3Butus; MAP — manbie anomanuu passutus; TBII —
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TOJIIIMHA BOPOTHHUKOBOro mnpocrpanctBa; HK — HocoBas kocte; PAJIII — pacmmpenue sipeMHbix JuMdparudyeckux npotokoB; 3BPII — 3amepixka
BHYTpHYTpoOHOTO pocta tioaa; 3[IMP — 3angepikka ncuxomoropHoro pa3sutus; M/IJl — MoHoXopuansHas auamMHuanbHast 1BoitHs; BIIC — BpoxIeHHBIH
nopok cepaua; OAC — obmwuii aprepuanbHblii ctBos, JIMIKII — nedekr mexoxenynoukoBoil neperopoaku; IMIIII — nedekr mexmpencepaHoit
neperoponku; ABK — arpuoBentpukymspusiii kanan; JJOC ot IDK — aBoitHoe oTxoxkaeHue cocyaoB oT mpaBoro skenypouka, CI'JIOC — cunmpom
TUNOIUIa3uy JIEBBIX 0TEeN0B cepaua; JIA — nerounas aprepust; KCC — kuctel cocyauctbix cretennii; K3US — kucra 3aaHei uepenHoil ssMku.



