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BBEJAEHUE

AKTYaJIbHOCTH TeMbI HcCJIe0BaHusA. B HacTosee BpeMsl BpOKAECHHBIE IOPOKH
pazButus (BIIP) sBnsitoTcs OJHOM M3 OCHOBHBIX HPOOJEM 31paBOOXpPAaHEHUS B
OOJBIIMHCTBE Pa3BUTHIX CTpaH Mupa, BkiIoudas Poccuiickyro denepanuto. Kak 6b110
orMeueHo Ha 63-0if Accambnee BO3 B 2010 romy, «BpOXACHHBIE aHOMAJIUU
MPEJCTaBISIIOT CO00M 3HAUUTENBHYIO MTPOOJIeMy OOIIECTBEHHOTO 3/IpaBOOXpPaHEHHS HA
rii06abHOM ypoBHE» [37]. D10, B IEpBYIO OYepelb, CBA3aHO ¢ BhICOKOM yacToToi BIIP
Yy HOBOPOXJEHHBIX, OOJBIIMM BKJIaJOM ATON MATOJOTHMH B MEPTBOPOXKIAAEMOCTh H
MJIaJICHYECKYI0 CMEPTHOCTh, UX BJIUSHUEM Ha KAaueCTBO >KU3HU OOJIBHBIX JETeH U
B3POCIIBIX, @ TaKXe HX ceMeil. ['oCymapcTBEHHBI AOKIaJ O COCTOSIHUM 3JI0POBBS
HaceneHua Poccuiickorn @enepaniii TOBOPUT O TOM, UTO «HAJbHEMIIEE CHUKCHUE
CMEpPTHOCTU JETEH CAEP>KUBAIOT JBE BEIYIIUE NPUUYUHBI — BPOXKICHHBIC aHOMAJUU
Pa3BUTHS U HECYACTHBIC CIIy4au, OTPABJICHUS U TPpaBMbI» [S]. O4EBUIHO, UTO CHUKEHUE
YPOBHSI YKa3aHHBIX BBIIIE TTOKA3aTeNel 3J0pOBbs B OOJBIIEH YacTH OyJET 3aBUCETh OT
peanu3alidu MEpONpPUSITHI, HAMpPaBICHHBIX Ha MPO(UIAKTUKY BPOXKICHHBIX MOPOKOB
pa3zBuTus. HayyHo 00OCHOBaHHOE IUIAHMPOBAHHE M 3PPEKTHUBHOCTh MPEBEHTHUBHBIX
MEpPONPUATUNA 3aBUCUT OT 3HAHUS SMHIAEMHUOJIOTHUHU, 3THOJOTHYECKUN CTPYKTYphl U
dbakTopoB pucka pa3zButus otnaenbHbIX (popm BIIP. OcoOeHHO 3TO BaXXHO s
KU3HEYTPOKAIOIIMX TOPOKOB pa3BuTusa. K TakuMm moOpokaMm OTHOCSTCS aTpe3uu
KEITYJTOUHO-KUIIIEYHOTO TpakTa. B o0Iieit CTpykType BpOXKIECHHBIX MOPOKOB PA3BUTHS
HX JIOJI BBICOKA U cocTaBisieT oT 21,7% no 25% [4].

XOTS 3TH TOPOKU PACIIEHUBAOTCS KaK PEIKHUE, OHU MTPEACTABIIAIOT 3HAUUTENbHBIC
COI[MATIbHO-3KOHOMUYECKHUE u MEJIULIMHCKHE npo0JieMbl, TpeOyrolue
MYJIbTUAUCHUIUIMHAPHOTO  PEUIEHUs, BKJIKOYas BBICOKO  CHEHUATM3UPOBAHHYIO
XUPYPTUUECKYI0 M PEadWIUTAIMOHHYI0 TOMOIIb MallMeHTaM, JJIATEIbHBIN YXOI U
HaOJIIOJICHWE B TMOCIEONEpallMOHHOM Tiepuoje. AOCOIIOTHOE OOJIBIIMHCTBO 3THUX
MOPOKOB BBISBIISIETCS Cpa3y MOCIE POXKICHUS U TPEOYyeT HEMEIJIEHHOTO XUPYPrUueCcKOTo

BMCIIATCJIBCTBA.
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OCHOBHBIMHM HCTOYHHUKAMH SMIUACMHUOJOTHYEeCKHX AaHHBIX 1o BIIP sBnstoTcs
peructpsl BIIP, Ha ocCHOBaHMHM KOTOPBIX MOTYT OBITh MOJYYEHBI SMHACMHUOJIOTHIECKHE
XapakTepucTuku, B Tom uymuciae u nopokoB JXKT [134; 67; 52]. K coxanenuro, 10
HACTOSILIETO BPEMEHU MbI HE pacrnoJiaraéM COOCTBEHHBIMH JAHHBIMU IO OMUCATEILHON
AIUIEMHUOJIOTHH aTpe3nil xkenynouHo-kueuHoro Tpakta (JKKT). He uzydyena nunamuka
YKa3aHHBIX TOPOKOB Pa3BUTHS BO BPEMEHM, HE MPOBOAWICS aHAIU3 PErHOHAIBHBIX
pa3IMuUid OMYJISIIIUOHHBIX YaCTOT JJAHHBIX MMOPOKOB pa3BUTHUs. Bce 3TO HE MO3BOJISIET,
OMUpasicb Ha COOCTBEHHBIE JIAHHBIC OCYIICCTBISATH MOHUTOPUHT  TOSIBICHUS
TEepaTOTeHHBIX (PAKTOPOB, IJIAHUPOBAHWE W TPOBEACHHWE MPOPHIAKTUICCKAX U
Je4eOHBIX MepoIpusaTuii. Mcronp3oBanue 3apyOeKHBIX JAHHBIX HE COBCEM aJICKBaTHO
MOCTABJICHHBIM 3aJa4yaM, T.K. SMUAECMHUOJOTHUYECKHUE XapPaKTEPUCTUKU ATUX IOPOKOB
YacTO OTJIMYAIOTCA B PA3IMYHBIX MONYJSusAX. M3ydeHuwe >nuaeMUOTOTHYECKUX
xapakTepucTuk MmopokoB JKKT 1mo3BoyisieT TakkKe BBISBIATH (DAaKTOPHI, MOBBIIIAIOININE
PHUCK pa3BUTHS JAHHOTO BPOXKJIEHHOIO TOPOKA, YTO BAXKHO 7151 OLICHOK MOMYJISIIIHOHHOTO
pHUCKa.

HecMoTps Ha npoBoiMMBbIE KIIMHUKO-TeHETHYeCcKre nccieaoBanus arpesuit XKKT,
HET OKOHYATEJIBbHOIO OTBE€Ta OTHOCUTEIBLHO MPUYMH BO3HUKHOBEHMSI 3TOW TPYIIIbI
MOPOKOB. B oTeuecTBEeHHOU IUTEpaType TaKKe MPAKTUUECKH OTCYTCTBYIOT JIaHHBIE T10
CTPYKTYp€ pa3HbIX aHATOMUYECKUX (DOPM aTpe3uil BHYTPU ITOU IPYIIbI, UX COUCTAHUIO
C JIpyTUMH BPOXKJIECHHBIMH TOPOKAMU PA3BUTHS, UYTO HEOOXOAMMO ISl HM3Yy4YCHUS
ATHOJIOTUH, B TOM YHCIIC POJM T'€HETHUYECKUX (DAKTOPOB B IMPOUCXOXKIACHUU JTaHHBIX
MOPOKOB.

IIpennonaraercs, 4TO M30JIMPOBAHHbBIC (hopMBI MopoKa HMEIOT
MYJIbTH(DAKTOPHATBHYIO TPHUPOY, YTO TMOApPa3yMEeBacT OJHOBPEMEHHOE BO3JICHCTBHE
reHEeTUYECKUX (PaKTOPOB U (PAKTOPOB BHEIIHEH cpeibl. B 3T0M CBSI3U B MOCIIETHUE TOBI
OOJBIIIOC BHUMAHHE YACHSIOT MCCIEIOBAHUSM MOTUMOP(U3MOB T€HOB Kak (DaKTOPOB
TCHETUYECKOW TPEAPACTIONIOKEHHOCTU K PAa3BUTHIO BPOXKJICHHBIX MOPOKOB. OmgHAKO
MCCIICIOBAHUSI 110 U3YUYEHUIO aCCOIUAIIUNA MOTMMOP(HBIX BAPUAHTOB IT'€HOB C aTPE3USIMU
KKT emie oyeHb MaJIOYMCIICHHBI, JaHHbIE HeojaHO3HauHbl [69]. B P® Takue

HCCICAO0OBAaHU BOO6H_IC CIIC HC IIPOBOANIINCD.
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CkazaHHOE BBIIIE OMPENENSIET AKTyalIbHOCTh M HEOOXOAMMOCTH MPOBEACHUSA
VICCJIEIOBAHMS 110 U3YYECHMIO SMUAEMHUOJIOTHUECKUX XAPAKTEPUCTUK, TUHAMUKHN YacTOT
U KIMHUKO-T€HETHYECKON CTPYKTYpbl BPOXKJIEHHBIX IIOPOKOB PAa3BUTHUS KEIYIOYHO-
KMILIEYHOT'O TPAKTA.

Heabio nceaegoBanus ObLJIO U3yUYEHUE SIUAEMHOIOTMUYECKUX XapaKTEPUCTUK U
KJIIMHUKO-T€HETUYECKUX  OCOOCHHOCTEWM  BpPOXKIECHHBIX  aTpe3Wil  MHILEBOJA U
AHOPEKTAIBHOIO OTAENA y IETEH.

3agaum uccJIe10BaHNUA:

1. OnpenenuTs NOMYJISIIUOHHBIE YaCTOThI BPOKAECHHOM aTpe3ny MUILEBOIA U
aHOPEKTAJIBHOIO OT/eNa B pernoHax Pocculickoii @enepann 1o JaHHBIM MOHUTOPHHTA
BIIP.

2. [IpoBecTn aHANIN3 BPEMEHHBIX M IPOCTPAHCTBEHHBIX PA3IUYUN YACTOT
BPO’KJICHHBIX aTPE3HU MMUIIEBOJA U AHOPEKTAIBHOTO OT/IENA.

3. N3y4nTh SNUAEMHOJIOTHYECKUE XAPAKTEPUCTUKHU BPOXKIACHHBIX AaTpE3Ui
NUIIEBOJAa M AaHOPEKTAJbHOTO OTJEJNa Ha OCHOBE aHalu3a JAeMorpaduyecKux
IIOKa3aTelIell U PACCUATATh BEIMYMHBI OTHOCUTENIBHBIX PUCKOB UX BOZHUKHOBEHHUS.

4. OnpenenuTs KIMHUKO-TEHETUYECKYI0 CTPYKTYPY BPOXKIECHHBIX AaTpE3uid
MUIIEBOJa U aHOPEKTAJILHOTO OT/ieIa B BBIOOPKE OOJIBHBIX JI€TEH.

5. UccnenoBath accormuanuu  NOJIUMOP(U3MOB TEHOB BTOpou  ¢hasbl
JNETOKCUKALIMM KaK IPEAUKTOPOB BOSHUKHOBEHUS aTPE3UM MUIIEBOJA.

OcHOBHBIE 110JI0KEHUSI, BBIHOCHMbIC HA 3aLIUTY:

1. [lomydeHbl OLEHKM TMOMYJISUMOHHBIX YacTOT aTpe3nd NHUIIEBOAA U
aHOPEKTAJIBbHOI'0 0T/IeNa B pernoHax P® no rogam u onpeeneHsl 6a30Bble YaCTOThI ATHX
MOPOKOB, SIBJISIOLIMECS O0XXUJAEMbIMM YaCTOTaMM JJIi TPOTHO3UPOBAaHUSA O0bEMa
NPOPUIAKTUYECKUX U JI€YEOHBIX MEPONIPUATUI B PETUOHAX.

2. CpaBHUTENBHBII aHAIM3 PETHOHAIBHBIX YacTOT W IOBEIEHUS 4YacTOT
aTpPEe3WH NMUIIEBOJA U aHOPEKTAJbHOIO OTHENIa B JUHAMHUKE YKa3bIBA€T HA OTCYTCTBHUE

MCKPCTHOHAJIIBHBIX paSJ'II/IIII/II\/'I U BpCMCHHBIX TPCHIOB.
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3. Ha ocHOBaHMM [aHHBIX MO 3MHJIEMHOJIOTHYECKHM XapaKTEPUCTUKAM
BPOJKJICHHBIX aTPe3Uil MUIIEBO/Ia U AHOPEKTAIBLHOTO OT/IeJa BhISBIICHBI (DaKTOPBI pUCKa
Y TIOJIyYEHBI OLIEHKH OTHOCHUTEJIBHBIX PUCKOB Pa3BUTHSI 3THX IIOPOKOB.

4. Ho3zonmornueckas CTpyKTypa aTpe3uil NUIIEBOIa U AaHOPEKTAIIBHOTO OTAENA
YKa3bIBAa€T Ha KIIMHUYECKYIO U TEHETUYECKYIO TETEPOT€HHOCTh JAHHOM TPYNIIbI IOPOKOB
C Npeo0IIalaHueM U30JMPOBAHHBIX (HOPM.

5. AHanu3 accouuanuii moJauMop(rU3MOB I'€HOB BTOPOU (pa3bl TETOKCHUKAIIUU
BBISIBUJI CTATUCTUYECKU 3HAUYMMYIO CBI3b reHa GSTMI c¢ arpe3ueidl NUILEBOJA, YTO
MO3BOJIIET paccMaTpuBaTh €ro B KayeCTBE OJHOTO U3 TEHETHUECKUX (HaKTOpOB
IIPENPACIIOIOKEHHOCTH Pa3BUTHS IIOPOKA.

Hayynass HoBM3Ha wmcciefoBaHusi. Brepeble NpOBEIEHO KOMIUIEKCHOE
WCCIICOBAHUE BPOKJICHHBIX aTpPE3Udl IHILEBAPUTENBHOIO TPAaKTa, BKIIOYAIOIIEE
AMUAECMHUOJIOTUYECKUE,  KIMHUKO-TEHETUYECKUE W MOJIEKYJISIPHO-T€HETUYECKUE
MCCIIEIOBAHUSI IIOPOKOB.

Ha ocHoBaHnu 3nuaeMuonorndeckoro Mmouuropura BIIP BrepBeie onpeneneHsl
NOMYJISIMOHHBIE YacCTOTHI 10 BPOXACHHBIM aTPE3UsM IHIIEBOJA U aHOPEKTAJIbHOIO
orzeina B pernoHax P®, nu3yyeHa ux JuHaMHKa BO BPEMEHH.

BrepBble NOJydeHBl JaHHBIE MO OMMCATENIBHOM 3MHMIAEMHMOJIOTUN BPOKIECHHBIX
aTpe3nil MUILIEBOAA U aHOPEKTAIBHOTO OTxAesa. [1oaydeHbl BEIMYNHBI OTHOCUTEIBHOTO
pUCKa aTpe3uy MUIIEBOJA U aHOPEKTAIBHOIO OTHAENA M OIpEAeNieHbl (paKTOpbl pHCKa
BO3HUKHOBEHUS IaHHBIX TOPOKOB B 3aBUCUMOCTH OT IEMOTrpauIeCKUX XapaKTEPUCTHUK.

BnepBble moOJIy4eHBbl KIMHUKO-TEHETUYECKHUE XapaKTEPUCTUKU M CTPYKTypa
BPOJKJICHHBIX aTPE3Uii MUIIEBOA U AHOPEKTAJIBLHOTO OT/ea B BRIOOpKe AeTeit PD.

Ananu3  acconqMalMM  NOJUMOP(U3MOB TE€HOB  JETOKCHUKALIMU  BBISBUI
CTATUCTUYECKHU 3HAYMMYIO CBSI3b aTPE3UHU MHUILEBOAA ¢ noauMopduzMoM reHa GSTMI n
OTCYTCTBUE CBsI3U ¢ mosuMopdusmom rena GSTT1.

IIpakTHyeckass 3HAYUMOCTH HccjaeqoBaHus. [lomydyeHHblE TOMYJISUUOHHBIC
(6a30BbIE) YACTOTHI BPOXKJICHHBIX aTpPe3Wil TMHUINEBOJa M AaHOPEKTAJIBLHOIO OT/esa
SBJISFOTCSL OCHOBOW JUIsl TUIAHUPOBAHUS OOBEMOB MPOPUIAKTUYECKUX M JICUCOHBIX

MEPOIIPUATUH.



[TonydyeHHblE  OIIEHKM  OTHOCUTEIBHOIO  pHCKa B  3aBUCUMOCTH  OT
neMorpaduyueckux mnokasarenei (moj pedeHka, BO3pacT MaTepH) MOTYT YUUTHIBATHCS
PU NPOCIEKTUBHOM MEJIMKO-T€HETUYECKOM KOHCYJIbTUPOBAHUHU.

[Tomy4yeHHbsie MaTepuanbl pabOThI MOTYT OBITH HCIOJIB30BAaHBI B METOAMYCCKUX
PEKOMEHJIAlMAX /I MOCJEeIUINIOMHOTO 00y4YeHHs Bpayei-TeHEeTHUKOB, HEOHATOJIOTOB,
NeIMaTpoB, JETCKUX XUPYProB, a TAKXKe CTYJAEHTOB MeauIIMHCKUX BY30B.

Crenenb JAOCTOBEPHOCTH pe3yJabTaToB. OcHOBHBIE MOJIOKEHUS
JUCCEPTAIIMOHHON pabOThl 0a3UPYyIOTCS Ha MaTepuaiax MEepBUYHON JTOKYMEHTallUUd U
MOJIHOCTBIO UM COOTBETCTBYIOT. BhICOKasi CTeneHb IOCTOBEPHOCTH U 0OOCHOBAHHOCTHU
BBIBOJIOB, OCHOBHBIX HAy4HBIX MOJIOKEHHH JUCCEpTAlMU OMPENEstoTCs OOIbIINM
o0beMOM (akThuueckoro marepuana. JlJis CpaBHUTENBHOTO aHaIM3a MPUBIICYEHO
JIOCTATOYHOE KOJUYECTBO JIAHHBIX OTEUECTBEHHON U 3apyOekHOUM juTepaTyphl (Ooiiee
150 wucrounukoB). Pe3ynbTrarbl COOCTBEHHBIX HCCIEAOBAHUM OTPAKAIOT OCHOBHOE
CoJlep)KaHUE JUCCEepPTAlMOHHONW paldoTel. WX aHanu3 mno3BodMI Cc(HOPMYIUPOBATH
apryMEHTHUPOBAHHBIE BBIBOJIBI U IPAKTUYECKUE MPEITIOKEHUS, KOTOPBIE COTIACYIOTCS C
MOCTABJICHHON II€JIbI0 W 3a7adyaMu paOoThl. BRIBOJBI OOBEKTHUBHO U TMOJHO OTPAKAIOT
pe3yIabTaThl IPOBEJCHHBIX UCCIIEI0OBAHUMN.

AnpobGamusi padorbl. MaTtepualnbl AUCCEPTAIMN JOJIOKEHBI: HA KIMHUYECKUX
koH(pepenuusax Bpaued [BY3 MO  «MockoBckuii ~ OOJacTHOM  Hay4dHO-
MCCIIEN0BATENbCKUI KITMHNYECKUI HHCTUTYT uM. M.®. Bnagumupckoro», HII3/ ] PAMH
u JITKb Ne 13 um. H.®. ®unatoBa (Mocksa, 2014r, 2015r, 2016r), xoHbepeHIUIX
mononbix yueHbix 'BOY BIIO Ilepsoiit MI'MY um. U.M. Ceuenona (2014r, 2015r,
2016r), konrpeccax «I'eneruka» (Mocksa, 2014r, 2016r), Yuenom Cosetre I'BOY BIIO
[TepBeiit MI'MY um. 1.M. Ceuenona (2016); Ha HayuHO# KOH(DepeHIIHN MpodeccopcKo-
npenoaaBaresibeckoro coctaBa 'bOY BIIO Ilepseiit MIMY um. .M. Ceuenosa (2015),
Ha COBMECTHOM 3acefmanuu kadenp MemunmHckoi renetnku ['BOY BIIO Ilepsorit
MI'MY um. .M. Ceuenona (2016). PaGora anpobupoBaHa 1 peKOMEHI0BaHA K 3allUTe
Ha COBMECTHOM Hay4HOU KoH(pepeHIuu kadenpsl MmeauiiuHckon renetuku @I'AOY BO
[Tepsoro MI'MY um. U. M. CeuenoBa MunsznpaBa Poccun (CeueHOBCKUN Y HUBEPCHUTET)

U oraena uHQOpMAUMOHHBIX TexHonorud u  MoHuTopunra OCII Hayuno-
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MCCIIEIOBATENbCKOTO KIMHUYECKOTO MHCTUTYTa nenuatpur umeHu akagemuka FO.E.
BeaptnmeBa — ®OI'BOY BO «Poccuiickuii HaMOHAJIBHBIA HMCCIIEIOBATEILCKUN
MeauuuHCKUM yHuBepcuteT umeHu H.U. [Tuporosa» MuHucrepcTBa 34paBOOXpaAHEHUS
Poccuiickoit @eaepanunu, npotokoa Ne 9 ot «04» utons 2018 r.

PemieHue mocTaBjieHHBIX 32124 OCYLIECTBJISIOCHh HAa Kadeape MeTUIIMHCKON
resetukn ['BOY BIIO TIlepeiii MI'MY wum. M.M. CeuenoBa; B oTxaene
uHpopMalmoHHbIX TexHoJorui 1 MoHUTOpHHra OCII HUKU nenuatpuu uM. akaieMuka
IO.E. Benptumera ®I'bOY BO PHUMY um. H.M. [Iuporosa, B OTAEICHUMN IETCKOU
xupyprun  I'BY3 MO «MockoBckuil  00JaCTHOM  HAy4YHO-HCCIIEAOBATEIbCKUAN
KIIMHUYEeCKU MHCTUTYT uM. M.®. BnaguMupckoroy», xupypruueckom otaeneanu HI3/T
PAMH u xupypruuyeckom otaenenuu JII'Kb Ne 13 um. H.®@. @unarosa.

JluuHplii BKJAJ aBTOpa B  NpOBeleHHEe  HMCCIe0BaHuUsi. ABTOp
HEIMOCPEICTBEHHO YYacTBOBAJIA B pa3padOTKe LI U 3a1a4 UCCIICIOBAHUSI, OpTaHU3aI[uU
M TPOBEJACHUM BCEX HJTAllOB MCCIEAOBaHUsA, BHIOOpPE METOJOB MCCIEAOBaHUSA,
CTaTUCTHYECKOW 00paboTke MaTepualia, aHalu3e W WHTEPHpPETalud MOTyUYEeHHBIX
JTAHHBIX, @ TaKXe B MOJTOTOBKE IMyOJMKAIMl MO JUCCEPTAIMOHHON TeMe. ABTOpPOM
JIUYHO MPOBOAUIICS OCMOTP OOJBHBIX, COOp T€HEAT0rnueCcKo HH(pOpMAIUU U €€ aHAJTU3.
ABTOpOM wH3yuyeHa W TpopabOTaHa COBpPEMEHHAss OTEUECTBEHHAas M 3apyOexkHas
auTepaTypa MO TEeMe JAuccepTanuu, CQOpMyIUpOBaHbI PE3yJbTaThl W BBIBOBI
MIPOBEICHHOTO UCCIIEIOBAHMS.

Bueapenne B npaktuky. [loiydeHHble pe3ynbTaThl, BBIBOABI U MPAKTUYECKUE
pEKOMEHaIuu, COJIeprKalliecs B MPEI0CTaBICHHON padoTe, BHEIPEHBI B KIIMHUYECKYIO
MPAKTUKY U HAIJIU CBOE MPUMEHEHHE B JICUEOHOM TpOoIlecce B OTICICHHUH JETCKOM
xupyprun  ['BY3 MO «MockoBckuii  007aCTHOM  HAyYHO-HCCIIETOBATEIHCKUN
KJIMHUYECKU UHCTUTYT uM. M.®@. Bnagumupckoro», xupypruaeckoM otaeneanu ['bY3
AI'KB Ne 13 um. H.®. ®unaroBa I3 r. MOCKBbI, XUPYpPTHUECKOE OTACIICHHE MJIS
HOBOPOXICHHBIX ¥ HEIOHOILICHHBIX JE€TEW M HEOHATOJIOTMH JIeTCKOM TOopOoACKON
oonpHULBI CBATOTO Braaumupa, u B Hay4YHO-00pa30BaTeIbHOM IpoLecce AJist 00y4eHUs

CTYJICHTOB ¥ TIOBBIIICHHS KBaduUKaIMK Bpaueh Kadenpsl METUIIMHCKOW TEHETHKHU
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®I'AOY BO Ilepsoiit MI'MY um. U.M. CeuenoBa Munsapasa Poccun (CeueHOBCKHIA
YHUBEpCUTET).

Hyoankamuu. [To pesynbraTtam guccepranuu onyoaukoBaHo 10 neyaTHbIX paboT
COMCKaTeNsl, B TOM 4Hciie 4 cTaTbl — B )KypHanax, pekomeHnoBanHbix BAK MOH PO
JUTIsl COMCKaTeNel y4yeHOU CTereHU KaHIuJaTa MEIUIMHCKUX HayK, | — B 3apyOeKHOU
neyaTH.

Crpykrypa m o0beM pguccepranmu. Jlucceprauuss HMEET CIEAYIONIYIO
CTPYKTYpY: BBeleHHE, 0030p JIMTEepaTypbl, Marepuaibl U METOJbl HCCICIOBAHMUS,
pe3ynbTaTbl U OOCYKIEHUS, 3aKIIOYEHHUE, BBIBOJBI, MPAKTUYECKHE PEKOMEHJIAlNH,
CHHCOK JuTepaTypsl. Pabota npeacraiena Ha 126 cTpaHHIIax MAIIMHONMCHOTO TEKCTA,
coniep kT 25 tabnui u 11 pucynkoB. bubnuorpapudeckuii ykazarenb Bkiodaer 165

HAaNMEHOBAHUW, U3 HUX 9 0T€UeCTBEHHBIX U 156 HHOCTPAHHBIX UCTOYHUKOB.
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I')TIABA 1. OB30P JIMTEPATYPBI

1.1 CoBpeMeHHbIE NIPeACTABJICHNUS 00 aTPEe3UU MUILEBOAA

INUAEMHUOJIOTHYECKAS M KIHHUKO-TeHETHYECKAasd XapaKTepUCTHKA aTpe3uu
NMIeBoAa. ATpe3uss NUIIEBOJA — BPOXKICHHBIM MOPOK PA3BUTHS BEPXHUX OTAEIOB
NIMAIEBAPUTENIBHOTO TPAaKTa, XapaKTEPU3YIOIIUKUCS HApPYLIEHUEM HENPEPBIBHOCTH
IUIIEBO/A, YTO IIPUBOAMT K HEMPOXOJUMOCTH JKEITYTOYHO-KUIIIEUHOT O TPAKTa. ATpe3us
MUIIEBO/IA SBJISIETCA HAM0O0JIe€ YaCThIM BPOKIEHHBIM ITOPOKOM Pa3BUTHS MUILEBOA, OHA
cocrasisieT npuMepHO 30% Bcex ciydaeB aTpe3uil MUIIEBAPUTENBHOTO TpakTa. [lepBoe
JOKYMEHTUPOBaHHOE OIIMCaHue aTpe3uu IUIIEBO/A, IIOATBEPKACHHON
NaTOJIOTOAHATOMUYECKUM HCCIEeI0BaHUEM, ObUIo caenaHo B 1696 ronmy Tomacom
['ubconom. Crnenyronuii N3BECTHBINA CITy4yaill MOPOKa, MPUYEM B COUETAHUU C aTpe3uei
aHaJbHOTO OTBepcTUd, Obul onrcaH TomacoMm Xwmiom crycts noutu 150 ner B 1840
roay [150]. B oOmupHO# rpynmne BpoXkKIEHHBIX OPOKOB Pa3BUTHS aTpe3us MUILEBOAA
(AIl) 3aHuMaeT 0co0O€ MECTO, MOCKOJIbKY SIBIISIETCS TSKEJIBIM HECOBMECTHMBIM C
KU3HBIO TOPOKOM, TpPEOYIOIUM CpPOYHOrO OIEpaTUBHOTO JedeHus. CHIKEHHe
CMEpPTHOCTH, HaOJI0JaeMoe B TMOCJIEIHUE JBa JECATHIIETUS, CBSI3aHO CO MHOTMMHU
dakTopamMu: paHHSSI XUPYpPruueckash KOpPPEKIHs, COBPEMEHHBIE XUPYPrUUECKHE
MaTepuanbl U TEXHUKA, JP(HEKTUBHOCTh AHECTE3UM, WHTEHCUBHOW Tepamnuu,
VMCKYCCTBEHHOW BEHTWIALIMM B HEOHATAJIbHOM IIEPUOJE, IPABUIBHO OPraHU30BAHHOE
NUTaHuE, IPUMEHEHUE aHTUOMOTUKOB. CMEPTHOCTh B HACTOSAIIEE BpeMsi 00YCIIOBIICHA B
OCHOBHOM COINYTCTBYIOIIMMU TSDKEJBIMU YIPOXKAIOLIMMHU KU3HM aHomanusaMu. Ho,
HECMOTpPS Ha BBICOKYIO 3()(PEKTUBHOCTh XHPYPrHUYECKOrO JICUEHUsS, HEPEaAKO
BCTPEUYAIOTCS MOCIEONEPALNOHHBIE OCJIOKHEHHUSI CO CTOPOHBI NHUIIEBAPUTEIIBHOU H
JBIXATEIbHOU CUCTEM, YTO OTPAXkKAETCs Ha KAYECTBE KU3HU NTALIUEHTOB.

B nmpouncxoxneHnn nopoka NpearnoiaracTcsl ydacTue KaKk I'eHETHYECKUX, TaK U
CpelnoBbIX (akTopoB. B mocnenHue roabl NpeANPUHUMAIOTCS TMOMBITKA HAWTU TEHBI,
OTBETCTBEHHBIE 32 PAa3BUTUE JAHHOTO TOPOKA, a TaKXe BHEIIHHE (aKTOPHI,

CHOCO6CTBYIOH_II/IC IMOABJICHHUIO IIOPOKA. O)IHaKO A0 CHUX IIOP OTHOJIOIrUs IMOPOKOB H
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MEXaHHU3Mbl UX PAa3BUTHUS OCTAIOTCSI HESICHBIMU, TAKXKE MPOTHUBOPEUYMBHI JIAHHBIE I10
AMUAEMHUOJIOTHH MTOpoKa. B HacTosIeM 0030pe MpeIcTaBiIeHbl COBPEMEHHbIE 3HAHUS 00
ATUOJIOTUM, DNUAEMHOJOTHUU U (EHOTHNHYECKUX  MPOSIBICHUSIX  COCTOSIHHM,
CONPOBOKIAIOIINXCS aTPE3USIMU ITUILEBOJIA.

IMOpHUOJIOTHSA aTpe3un MuieBoaa. B sMOpuorenese nuieBo, Tpaxes 1 OpoHXHU
pa3BUBAIOTCS W3 €IMHOTO OOINEro 3avyarka — MEPEeIHEro OTAeNia MEePBUYHOW KHIIKU
(rmotouHast KUIIKa), KoTopasi hopMupyeTcs Ha 2-3 Hemene Ku3Hu 3apopima. K KoHiry
4-i1 HeAenu TIOTOYHAs KHUIIKA Pa3/IesieTcsl MPOA0JIbLHON MEeperopoakoi Ha 2 TpyOKu:
NEPEIHIOI0 — JBIXaTEIbHYI0 M 3aJHIOI0 — MNUIIEBOJHYI0. TakuMm 00pa3oM, 3a4aTKu
MUIIEBO/IA 3aKJIAJILIBAIOTCS YK€ Ha IIEPBOM MECSIIE BHYTPUYTPOOHOM KU3HU. MeXaHu3Mm,
JIeXKaIIii B OCHOBE (POPMHUPOBAHUSI TOPOKA PA3BUTHS TPaXeH U MUIIEBO/IA, €1Ie IO KOHI[A
He siceH. OgHAKO pe3ysbTaThl MHOTOYMCIICHHBIE DKCIEPHUMEHTAJIBHBIE HMCCIEN0BAHUS
JlaJii BO3MOKHOCTh MPOBECTH JIETAJbHBIM aHAJIU3 CTAINI HAPYIIEHHOIO OpPraHOreHe3a.
ComnocraBiieHHE ¢ HOPMAJIBHBIM PA3BUTHEM TO3BOJIMIIO BBIABUTH KIIFOUEBBIE IPOLIECCHI,
IPUBOJAIINE K HapyLIEHUIO SMOpuorenesa [97]. B HacTosiiiee BpeMsi CyIIECTBYIOT TpU
OCHOBHBIE TEOPHH, OOBSICHAIONINE MEXaHU3M 00pa3oBaHus ieeKTa pa3BUTHS MUIIEBOAA
[15; 80; 63; 40; 145]. IlepBasg Teopuss OCHOBaHa Ha TOM, YTO OT NEPBUYHOU
MUIIEBAPUTEIBHON TPYOKH TPOUCXOMUT BBHIMSYMBAHUE TpaxeadbHOTO HWBEPTUKYJIA,
KOTOPBIN BIOCIEICTBUUA OBICTPO PAcTeT B KayJajJbHOM HamNpaBICHUH U (HOPMHUPYET
Tpaxewo. [Ipm 3TOoM cama mnuineBapuTenbHas TpyOKa AaeT JaibHeillee pa3BUTHE
NUIEeBoay. B KOHTEKCTe JaHHOTO MeXaHu3Ma JMOPHUOHAIBHOTO  Pa3BUTHS
TPaxEOMUIIEBOAHBIE TOPOKU SIBIISIFOTCS PE3YJIbTATOM HENPABUIIBHOTO pocTa Tpaxeu [97].
CornacHo npyroil Teopuu, pa3BUTHE MHUILEBOJIA U TPAaxeu MPOUCXOJIUT B pE3yJIbTaTe
dbopMHpoOBaHUs B IEPBUYHOM MUIIIEBAPUTEIBHON TPYOKE ME3EHXUMAIBHON MEPErOPOIKU
BO (DPOHTAIILHOM IJIOCKOCTH, KOTOpas OTIENSeT MUIIEBOJA JOp3albHO, a TPaxew —
BEHTPAIbHO, HAYMHAS C IMCTAJIHLHOTO KOHIIA IIEPBUYHON MUIIEBAPUTEILHON TPYOKH K €€
IIPOKCHUMaJIbHOMY  KOHIly. Hapymenue  gaHHOro mpounecca  HNPUBOIUT K
TPaxCOMUIIEBOAHBIM MTOPOKAM Pa3BUTHS. TpeThs TEOpUs 0OBEAUHSIET DJIEMEHTHI JABYX
MEPBBIX W MPEANOoaraeT, 4YTo OBICTPBIA POCT TPAXEAIbHOTO JUBEPTUKYIIA MPOUCXOIUT

BMECTE€ C ME3EHXMMaJbHOW MEePEeropoaAKoil MEpPBUYHON MHUILEBAPUTENBHOU TPYOKH,
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OTHEJISASl Tpaxew OT MUIIEBOJA. B oTiaumyme OoT mpeablayliuX TEOpUl, MPU JaHHOM
MEXaHU3Me SMOPHOHAILHOTO pPa3BUTHUsI MPUYMHA aTPE3WH MHUIIEBOAA OO0YyCIOBJICHA
noTeper 4yactu, paHee cHoOpMUpOBABIICIHCS MEPBUYHON MUIIEBAPUTEIHLHON TPYyOKH, B
pe3yNbTaTe PErpecCUBHBIX IMPOLIECCOB MO OTHOIIEHHIO K OCHOBHOW 4YacTW 3MOpHOHA
[150; 113; 149; 100]. Llennyro uHboOpMaIUIO I MOHUMAHHUS IPOIIECCOB Pa3BUTHS
MOpOKa MOKET JaTh H3YyYE€HHE CHUHJIpPOMaJbHbIX ciaydaeB ¢ All ¢ wu3BecTHbIMU
TCHETUYCCKUMHU HapYIICHUSIMH, JISKAITUMUA B X OCHOBE. B cBsi3m ¢ 3TUM Tpebdyercs
nanbHeiee u3ydeHue npodsieMbl st Oosee JeTalnbHOro OOBSICHEHHS IMaTOreHes3a
BPOXKJCHHBIX AHOMAJIMM MUIIEBOAA.

Kaaccupukanuss arpe3mun nmmenBoaa. llepas kiaccuduxanus arpesuid
nuiieBoaa oOvuta npennokena E.C. Vogt. B ocHOBY »Toi kiaccudUKauu MOIOXKEH
MPUHINI JIOKAJTIU3auu JeeKTa, HaJTudus Ui OTCYTCTBUS TPAXCOMUIIIEBOAHOTO CBUIIA
U TPOCTPAHCTBEHHOE COOTHOIICHHE aTpe3u co cBumoM. Kraccudukarus Oblia
omyonukoBaHa B 1929 rony, Bnocnencteun Obina Moguduuupoana R.E. Gross B 1953
roqy. Takum 006pa3om, B HacTOsIIIIEe BPEMS UCTIOIB3YIOTCS 2 BapHaHTa KiIacCUupUKaIuu
aHomayinii munieBoaa. CorjiacHO 3TUM KIAcCU(DUKAIUAM BBIACISIOT 5 KIMHUYECKUX
BAPUAHTOB BPOXKJICHHBIX MTOPOKOB PA3BUTHS MHUILIEBO/IA.

1. ATpesus HIIEBOJa C AUCTABHBIM TpaxeonuineBoaHbM cBuiiioM (I1Ib mo
Vogt u Tun C no Gross) coctapisieT okoyio 86% OT BceX ciaydaeB MOpoka. ITO caMblit
YacThIM BapHaHT MOPOKA, MPU KOTOPOM MPOKCUMAJIbHAS YacTh MUIIEBOAA paclIupeHa u
CJIETIO 3aKAHYMBAETCS B BEPXHEN YaCTH CPEIOCTEHHS Ha YPOBHE 3-4 IpYyIHBIX TO3BOHKOB.
JucTanbHbld OTJEN TMUILEBOJIa, KOTOPHIA TOHBIIE U YK€, BXOJIUT B 3aJIHIOI0 CTEHKY
Tpaxeu. PaccrosHre MeXAy CJENbIM KOHIIOM I[HIIEBOJAAa W JIUCTAJIbHBIM
TPaxXEONUIIEBOAHBIM CBUILIOM BapbUPYET.

2. N3onupoBannas atpesust nuiieBoaa 0e3 cBuma (II mo Vogt u tun A no
Gross) Bctpeuaercs B 7% Bcex ciydaeB. l[lpu »Toil popme NpoOKCHUMaNbHBIA U
JTUCTAJIbHBIA KOHIBI TMHIIEBOJA CJIEMO 3aKaHYMBAIOTCS O€3 CBSI3M C Tpaxeeil.
[IpokcuManbHBIN CETMEHT UMEET YTOJIIEHHbIE CTEHKU U 3aKaHYMBAETCS Ha YpOBHE 2
TPYAHOTO MO3BOHKA. J[MCTATBbHBIN KOHEI] KOPOTKUM U 3aKaHYMBACTCS HAJl THapparMoi.

3. TpaxeonumieBoaHbi cBuil 0e3 atpe3uud wid H-tun (mo Gross tum E)
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coctaBisieT 4%. CBUIIEBOM XOJ1 COEANHSIET UHTAKTHBIE MUIIEBO U TPAXEIO YalIE BCETO
Ha YpOBHE HWXHEH 4acTu ImeHHoro otaena. MHorga MoXeT ObITh JBE W Jlaxe TPpHU
(bUCTYIIBI.

4. ATpe3us TuIIeBO/Ia ¢ NPOKCUMAIbHBIM TPaxeonuIeBoAHbIM cBHIoM (111
no Vogt u tun B o Gross). 910 peakas ¢popma nopoka, cocTapJisiomas npuMmepHo 2%
OT BCEU I'PYIIIBI aTPE3UM MUIIEBOAA.

5. ATtpesus MULIEBOAA C POKCUMAaJIbHBIM u JIACTAIbHBIM
TpaxeonuiieBoaHbiMu cBuiamu (Illa mo Vogt u D no Gross) cocrasisier menee 1%. Bo
MHOTHUX CITy4asiX 3Ta aHOMaJIHs TUarHOCTUPYETCS KaK MPOKCHUMalibHask opMa aTpe3nu U
nucTanbHas GpucTya

HNannast kinaccuduKkaiys, OCHOBaHHAsI Ha Pa3IUYHBIX aHATOMUYECKUX BapHaHTaX
BPOXKJICHHOM AaHOMaJuu MHILEBOJA, BaXKHA IS IUIAHUPOBAHMS OPraHU3al[MOHHBIX
MEpONpUATUA U  (QOPMHUPOBAHUS CTpPATETMM OKa3aHUSA MEAMIIMHCKON TOMOIIU
(HEeoHaTaJbHOM, XUPYPrUUECKOM, EAUATPUUECKOMN).

Kpome TOro, BBIIENAIOT M30JIMPOBAHHBIE W HeU30JIUpoBaHHbIE Gopmbl All. B
NEPBOM CiIydae y OOJIbHOIO UMEETCs TOIBKO aTpe3us MUIIEBO/a, BO BTOPOM Cllydyae OHA
COYeTaeTcss ¢ JAPYTMMHU BpPOXKIACHHbIMH aHoMaimsiMu [17; 45]. ConyrcTByronue
aHOMAJIMH BCTPEYAIOTCS IPUMEPHO B N0JIOBHUHE Beex ciaydaeB All Ilpennonaraercs, 4ro
HIMPOKHUM CHIEKTP aHOMAJIUA 00YCIIOBJIEH HAPYLIEHUEM PaHHUX 3TAOB S3MOpPUOTEHE3a U
MOXXET OBITh CBSI3aH C HApPYIIEHHWEM pEryJsildd OJHOTO M3 KIIOYEBBIX TI'€HOB,
Y4acTBYIOIIMX B AMOpHUOHATLHOM pa3Butuu —rena SHH (sonic hedgehog) [161]. De Jong
1 coaBTopsbl (2010) npeayoxXuu BeIAEIATh CHHAPOMANIbHBIC (aTpe3HUs MUIIEBOIa BXOIUT
B COCTaB M3BECTHBIX T'€HETHYECKHUX CHHJIPOMOB) W HECHHApOMaibHbIC (HOopMbl [65].
He3aBucumMo oT THma kiaccUpUKAIMM aHATOMUYECKHE BapUAHTHI IOpOKa ISt
M30JIMPOBAHHBIX M COYETaHHBIX (OpPM pacupenenstorcs ciaeAyrnmM obpaszoMm. Y
OonpmMHCTBA MarueHToB (78-91,8%) arpe3us muieBoda codeTaeTcs C JUCTaTIbHBIM
TpaxeonuuieBoAHbIM cBUIIOM (TIIC). MeHblias 4yacTh MAlMEHTOB HMEIOT TOJBKO
atpes3uto (5-13%), Tonpko ¢uctyny (2,4-6,5%), aTpe3uto ¢ MPOKCUMAIBHBIM CBHILIOM

(0,4-5,7%) nnu atpe3uto ¢ NPOKCUMAaIbHBIM U AUCTadbHbIM cBHIamu (0,1-2,6%) [34].
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JNUAEeMHOJIOTHS aTPe3ur NMUIEBOAA. DIUJIEMUOJIOTMYECKUE XapaKTePUCTUKU
BPOXKJICHHBIX TMOPOKOB PAa3BUTHUSl BaXHbl JJIs H3Y4YEHUS 3aKOHOMEPHOCTEH UX
pacmpocTpaHEHHUsl, 3aBUCHUMOCTH OT pa3IMYHBIX JeMorpapuyeckux (paxTopoB
(HanmpuMmep, pacoBasi NPUHAJICKHOCTD, MOJ MOPAXKEHHOT0, BO3PACT MAaTEPH U Jp.), YTO B
CBOIO OY€pe/ib IMO3BOJSET BBIABUTH (AKTOPHI PUCKAa M BO3MOXXHO MPUYMHBI JTAHHOU
aHomasinu [47; 155]. i OLIEHKM 4acTOThHI MOPOKA MTPOBEJAEHO MHOTO UCCIEA0OBaHUI B
Pa3HBIX CTpaHaxX U pa3HbIX nonyianusax. B 2012 roay 6pun onmyO0auMkoBaHbl JaHHBIE 18
CTpaH-y4acTHUKOB MexayHaponHoro perucrpa ICBDSR (International Clearinghouse
for Birth Defects Surveillance and Research) [134]. ITo marapiM 18 mporpamm oOrrast
gactoTa All coctaBuna 2,44 (95% CI, 2,35 — 2,53) na 10000 posoB, mpu 3TOM AUAIIa30H
kosebanuit yactotsl Al Mexay nmporpammamu BapbupoBai ot 1,77 mo 3,68 nma 10000
ponoB. IlomydeHHble pe3yabTaThl COOTBETCTBYIOT TaKOBBIM 0Oojiee  PaHHEro
uccnenoBanust All mo npeBatu nporpammam ICBDSR, raoe pacnpocTpaHEHHOCTH
coctasuna 2,56 Ha 10 000 ponos 3a nepuox ¢ 1965 nmo 1989 rr. [16]. CornmacHo naHHBIM
23 eBponelcKkux peructpoB 3a nepuoa 1997-2006 rr. yactota mopoka HAXOAUTCS MTOUYTH
Ha TOM k€ ypoBHe U coctaBiseT 2,46 Ha 10000 mo qaHHbIM 23 peecTpoB 3TOr0 MPOEKTa
¢ 1997 mo 2006 rr. [67]. Hactora AIl B CIIA mno marepuanam AMEpUKaHCKOU
rOCyJapCTBEHHONW CEeTH MO0 Tpo(]HIIakTHKe BpOXKACHHBIX MopokoB pazsutus (U.S.
National Birth Defects Prevention Network) cocraBuna 2,12 na 10000 pogos cpeau 14
BXOJAIIMX B €€ coctaB mporpamMm B mnepuon ¢ 2004 mo 2006 rr. B cpemnem 1o
pe3yJabpTaTaM MHOTOYHMCIIEHHBIX UCCIENOBAHUNM MOPOK BCTpedaeTcs: ¢ yactoToit 2,0-4,0
Ha 10000 poxaennit unu 1 cioydait Ha 2500 — 4500 poxnaenuit [117; 100; 85; 148; 150;
15; 87; 145; 58; 140]. Imeronuecs JaHHBIE YKa3bIBAIOT HA OTCYTCTBUE AUHAMUKHU All B
Pa3JIMYHBIX CTpaHaX C TCYEHUEM BPEMEHHU, T.€. YaCTOTA MOPOKA OCTAETCSI OTHOCUTEIIBHO
CTaOMIbHON B TeueHHe BpeMeHH. OJIHAKO TMOKa3zaHbl reorpaduyueckue, dTHUUYECKUE
pa3nuyus B 4aCTOTE MOPOKa, HAOTIOAI0TCS BapHAIMK 1aKe B MPeEJIeiax OJTHON CTPaHBbI.
Tak, B pabote Rankin u coast. (2005) nokazano, uyto yactotsl All konebmtores ot 0,7 10
3,2 na 10000 poxaeHuii B msITH peruoHax BennkoOpuTaHuu, B FOTO-BOCTOYHON 00J1acTH
Upnannun vactora coctaBmwia 0,51 wa 10000, B TO BpeMs Kak B JApyroi oOIacTu

(rpadctBa Kopk m Keppu) wactora AlIl cocraBuna 3,27 wa 10000 [133]. B CIIA



15

BbISIBJICHBI pa3nuyus B ypoBHsX All B pasubix mratax: 2,24/10000 B I"aBaitsx [75], 2,33
B Texace [62], 2,82 B Kamudopauu [156]. OnHOM 13 BO3MOKHBIX IMTPUYNH BBISIBJICHHBIX
OTJIMYAM MOKET SIBISATHCA PA3JIMUYHBIN STHUYECKUH COCTaB momyisinud. Hampuwmep,
OoJiee HM3KME YacTOThl IIOPOKAa OTMEYAIOTCS CpeAu JIATHHOAMEPUKAHIIEB U
adpoamepukaHieB [S1]. BeipaskeHHbIE pa3audusi OTMEYAIOTCS U MEXKIY €BpONEHCKUMU
ctpanamu: 1,83/10000 B Ucnmanguu, 2,96 Bo ®pannuu u 3,13 B OO0beAMHEHHOM
Koponesctee BenukoOputanuu [59]. ITo nanasim EUROCAT o0061m1as yactora aTpe3uu
nuieBo/ia co ceuioM u 6e3 ceuiia (Q39.0 u Q39.1) 3a 2001-2012 roaw! cocraBuia 2,36
Ha 10000 ¢ yueTom ciiydaeB MOpoOKa y SIMMUHUPOBAHHBIX T1070B U 2,19 Ha 10000 Ge3
ux yuera. IIpu stroM pasmax koneGanuii coctaBun ot 0,58 B omHoii u3 oOnacteit
Wpnanauu 1o 3,99 B CtpacOypre (Opannus) [64].

Bosee BbICOKME MOKa3aTe v paCIpOCTPAHEHHOCTH MOT'YT Ha CAMOM JIEJI€ OTPaXaTh
UCTUHHO TOBbIIEHHYI0 4dacToTy AlIl. Ha omeHky 4acToThl MOpOKa MOXET BIUATH
pa3BUTHE U IIUPOKOE TMPUMEHEHUE B TOCIEAHUE JIECSATWICTUS TPEHATAIHHOU
nuarHoctuku  [80; 60; 125]. Bce 53T0 yka3plBaeT Ha HEOOXOIUMOCTb OIICHKH
PETMOHAIBHBIX IOKA3aTeNel YacTOT MOPOKOB Pa3BUTHSI, W3YUYEHHS] UX JWUHAMUKHU BO
BPEMEHH, YTO BaXKHO JJISI MPOTHO3UPOBAHUSA NPOPUIAKTUUECKUX MEPONPUATHI U
o0BbeMa METUITMHCKON TTOMOIIHU JAETSIM BPOXKIEHHBIMHU TTOPOKAMU PA3BUTHSI.

ITHoJI0TUA aTpe3un numeBoaa. HecMoTpst Ha 00JbIIIOE YKCIIO UCCIEAOBAHUM,
MOCBSIIICHHBIX M3YYEHUIO OJTHOJIOTMU T[IOPOKA, [0 HACTOAIIETO BPEMEHU HET
OKOHYATEIBbHOTO OTBETAa Ha 3TOT BOMNpocC. Polib M CTENEHb BIUSHUS T€HETHYECKUX
(hakTOpOB B MPOUCXOXKICHHUE TTOPOKA U3YUAIOTCS, KaK U3BECTHO, C MOMOIIBIO CEMEMHBIX
UCCJIEIOBAHUM M TPOBEJICHUS (POPMATLHOTO TEHETHYECKOTO aHaiu3a. B OonbImHCTBE
CJIy4aeB aTpe3usl MUIIEBO/Ia BCTPEUYAETCS CIIOPATUUYECKH, OJTHAKO ONMCAHbl U CEMENHBIE
ciyyau. Dennis u coaBTopsl (1973) onucan cembro, B koTopoit AIl Ob11a y Maab4yuka, ero
matepu u cectpsl matepu. Kiesewetter u Bower (1980) ommcanu cemblo, rae ObLIH
nopakeHbl OTel] U jJouyb. Warren u coaBT. (1979) mpoBenu cemeiHbli aHamuz 79
NalMEHTOB, KOTOPBIM MPOBOAMIOCH Xupypruyeckoe seuenue AI/TOC B nepuoa ¢ 1947
o 1959 rr. U3 130 cubcoB nmpoOaHIOB aHATIOTUYHBIN MOPOK OB BHISBIEH TOJHKO B

oaHOM ciydae. Y 15 nmpobannoB poamiock 28 aeteit. AIl/TOC Obuta 0OHapyKeHa TakkKe
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y omHOTO pedenka. Van Staey u coaBTopsl (1984) mo maHHBIM TUTEPATYPHI BRISIBUIIH 76
cemelHbIX ciydaeB All u 2 cOOCTBEHHBIX HA0JIOICHHSI TOBTOPHBIX CITy4aeB MOpoka B 33
ponocnoBHbix [70]. Pletcher u coaBropsl (1991) omucanu nBe cemMbu, B OJIHOM U3
KOTOPBIX Y MaTepH U 1ouepu Oblia arpesus nuieBoaa ¢ TOC, a y ceia Tonbko Al [71].
B npyroii cembe y 0JIHOTO 3J0pOBOr0 MY>KUMHBI B ABYX Opakax Owbutn netu ¢ AIT/TOC.
McMullen u coaBT. u3y4yanu poJCTBEHHUKOB MEPBOi cTeneHu poacTBa 140 mannueHTos ¢
AIl/TOC [72]. CornacHo pe3ynbTaTaM UX HCCIEIOBAaHUS, PUCK PAa3BUTHUS MOPOKOB y
JieTer ¥ cu0coB manueHToB cocTaBisieT 2-3% u 1,4% cooTBeTcTBEHHO. [ToKa3aHo Takke,
yto AIl/TOC vame BcTpewaroTcst cpeau 6musnaenos [15; 87; 148]. B uccnenoBanuu A.
Bankier u coaBtopbl (1991) uwacrota Onm3HenoBbIX map cpeau 00ibHBIX ¢ AIl/TOC
coctaBmwia 7% 10 CPaBHEHUIO C OKUJAEMOM MOMYJISIIUOHHOM YaCTOTON OJIM3HEIOBBIX
nap, pasHou 2,3% [33]. Ha ocHOBaHMM HaHHBIX MeEKIyHapoaHoro perucrpa BIIP
Clearinghouse Obu10 MmokaszaHo, uto u3 92 BumoB BIIP 39 ¢opwm, Bkitodas arpesuto
MHUIIEBO/Ia, Yallle BCTpedaroTes cpenu 0au3HenoB [S50]. OTHOCUTENbHBIA PUCK PA3BUTHUSA
AI/TOC y Onu3HENOB TO CPaBHEHUIO C JCTbMHU, POXKICHHBIMU B pe3yJbTaTe
OJTHOTUIOJTHOM OepeMeHHOCTH, cocTaBmi 2,56 (moBeputenbHblii mHTEpBan 95%, 2,01-
3,25). A. C. Schulz u coastopsl (2012) onucanu 9 HOBbIX nap OnusHenoB ¢ All u
BIIEPBbIC TPOBEIM OJIM3HEIIOBBIE HMCCIIEOBAHUS TIO aTPE3WU IMHUINEBOJA, UCIOJIb3YS
coOcTBeHHbIe U JuTeparypHbie nanHbie [120]. Bcero Onuio BbsiBieHo 330 map
omm3HenoB ¢ All. YpoBeHb KOHKOPJIAHTHOCTH JIJISi MOHO3UTOTHBIX Tlap coctaBui 50% u
26% nnsi AM3WTOTHBIX Map, YTO YKa3blBa€T Ha BKJIAJ TE€HETHYECKUX (PAKTOPOB B
npoucxoxxaenue uzonupoBaHHod All. Takum o00pa3oM, Bce HMMEIOUIUECS JIaHHBIE
YKa3bplBalOT Ha TO, YTO HW30JUPOBaHHBIC (OPMBI TOPOKA CKOpEe BCEro HUMEIOT
MYJIbTU(PAKTOPHAIBHYIO IPUPOTY.

I{ennyto nHGOPMAITHIO IJI TOHUMAHUS MPUIUH U MEXAaHU3MOB Pa3BUTHS TOPOKa
MOXKET naTh u3ydeHue ciaydaeB All ¢ M3BECTHBIMH T€HETHYECKUMH HAPYIICHUSIMH,
JIeXKAIUMUA B UX OCHOBE. [lo100HbIE Clydyan OTHOCATCS K HEU30JIUPOBAHHBIM (popMam
AIl, mpu KOTOPBIX UMEET MECTO COUYETAaHUE aTPE3UHU C APYTUMH TOPOKaMU pa3BUTHA. K
HACTOSIIIIEMY BpPEMEHHM OIMUCaHO Oojee 55 pa3aMdHBIX XPOMOCOMHBIX aHOMAJHH,

BBISIBJICHHBIX Yy TakuxX OOJbHBIX. HapyiieHuss B 4uciie WM CTPYKType XpOMOCOM
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BcTpeuatorces y 6-10% 6onpHbIx ¢ ALl mpuyem Hanbosee 4acThIMU SIBISIFOTCS] TPHCOMUM.
Yame Bcero (B 25% cnydaeB) arpe3usi NMUIIEBOJAA BCTpedaeTcs Mpu Tpucomuu 18
(cunapoma DaBapaca), Toyibko B 1-2 % ciywyaeB Tpucomuu 21 (cunapoma JlayHa) u B
penkux ciaydasx npu tpucomuu 13 (cunapom Ilatay). Beutio BbIsIBIEHO, 4TO TIpHU
TPUCOMHHM 18 OTMEUaeTcsi CHIDKEHHE UM HapylIeHUE PeryJIsaiid CHHTE3a X0JIeCTepUHA.
B cBowo ouepenb B AKCIEPUMEHTAJIBHBIX HCCIEAOBAHUSAX MOKA3aHO, YTO CHUKEHUE
cuHTe3a xonecrtepuna BauseT Ha SHH — curnansnsiit myTh (sonic hedgehog signaling
pathway), BbI3bIBasi (JOPMUPOBAHUE PA3IUYHBIX J1€(PEKTOB, B TOM UHUCIE U TEperHen
kuwikn  [35]. Ilpu anamuze ciyyaeB AlIl,  0OyCIIOBIEHHBIX  CTPYKTYpPHBIMHU
XpPOMOCOMHBIMUA aHOMAJIUAMH (JI€NIeIMd M MUKPOJENCIHNH), OOHApY»XEHO, 4YTO B
JIEJIETUPOBAHHBIX YYAaCTKAaX HAXOAATCSA T€HbI, KOTOPHIE, KaK MMOKa3aHO B UCCIIEOBAHMSIIX
Ha 3KCIEPUMEHTAIBHBIX JKUBOTHBIX, MOTYT BJIMATH Ha pa3BUTHE nuieBoga. OcoOEeHHO
uHTepecHbI ciyyan All, conpoBoXIaronIMecss MHTEPCTULHAIBHON nenenuen 17q22-q23.
OT10T pernoH coaepkut reibl NOG u RARa — aHamoru reHoB y MbIIIEN, KOTOPBIE, KakK
OBLJIO TIOKA3aHO B AKCIIEPUMEHTE, BOBJIeUeHHI B aTHooruto AIl [135].

N3BecTHO, 4YTO aTpe3usl IMHUILEBOJA BCTPEYAETCS W TNPH HACIEICTBEHHBIX
CUHApPOMAaxX, MMEKIIUX TIE€HHYI0 NOpupoay. B mocinegHue roapl TeHbl Uil 3TUX
3a0oseBaHuit ObLTH UACHTUGUITMPOBaHbl. OJIMH U3 TE€HOB, KOTOPHIA MOKET UTPaTh POJIb
B atuomnaroreHese All — ren MYCN, nokann3oBanHbIM Ha 2q24.1. BenKOBBIN IPOIYKT
ATOr0 I€Ha HAaXOJIUTCA B SIPE M yYaCTBYET B PEryjsilMU TPAHCKPUILMHU, IPOLIECCaX
nuddepennpanuy 1 MopdoreHeza. Myramuu B 3TOM I'eHe XapaKTepHBI JJIs1 ayTOCOMHO-
JOMUHAHTHOTO cUHJpoMa DeiHrobAa, ONMMCAHUE KOTOPOro OyAET MPUBEICHO HUXKE.
Oxos0 30-40% OONMBHBIX ¢ TUM CHHIPOMOM HMMEIOT aTpe3ulo muieBoaa. Myranuu B
rene CHD7, xomupytomiero ¢gepmenT ATd-3aBucumas xenukaza (ATd-3aBucumbIit
peMojiebep XpoMaThHa), BeIBIAIOTCS Y 60% nanueHToB ¢ cunapoMoM DelHTombaa.
I'er CHD7 QyHKITMOHHPYET B paHHEM dMOPHOTEHE3€ U BOBJICUYCH B PETYIISAIUIO T€HHON
skcrnpeccuu. Myrtammu B reHe SOX2, ydacTBYIOLIEM B aKTUBAalUU APYTUX TIEHOB,
BBISIBJICHBI TIPU CHHAPOME aHO(PTaIbMHM, aTPE3UH MHUIIEBOIa U aHOMAJIMM TeHUTATUN
[35]. UzBectHO, uTo B 10-30% ciyyaeB aTpe3usi MUILEBOJAA SIBISETCS CUMITOMOM

VATER wm VACTERL accoumamuu. Y TakuxX NaMEHTOB BBIABISIOTCS MYTAllUU
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FANCB, PTEN win ZIC3 reHoB. Takum 00pa3oMm, JaHHbIE COBPEMEHHOM 3MOPHOIIOTHH,
MOJIEKYJIIPHON TE€HETUKHM M JpYruX (yHIaMEHTaJbHBIX HCCIEAOBAaHUN MOMOTaroT
UICHTUGUIMPOBATh MEXAHU3MbI, HWIrPAIONIME POJb B JTHONATOI€HE3€ aHOMAaJui
nuieBojia. be3yclnoBHO, MpUBEAEHHBIE BBHINIE JaHHBIE HYXIAIOTCS B JabHEHIIEM
WU3YYEHHH, HO OHHM MOTYT CYIIECTBEHHO BIIMATh HA ONPEACIICHUE HAMPABICHUS
UCCIIEIOBAaHUM MO M3YyUYECHUIO MPUYMH U30JIMPOBAHHBIX (DOPM aTpe3nu MUIIEBOA.

Hapsiny ¢ HacneacTBEHHBIMH (PaKTOpaMH, W3Yy4aeTCs W BIUSHUE CPEIOBBIX
(GbakTOpOoB Ha PUCK Pa3BUTHS aHOMANWW TNUIIEBOAA. B pesynbrare MmOMyNsIIMOHHBIX
UCCJIENOBAHUM WM  HCCIEIOBAHUM  «CIy4al-KOHTPOJbY»  IOJYYEHbl  CBEIACHUS,
yKa3bIBaIOIIUE HA BOZMOXHOCTH BIMSIHUSI MaTepUHCKUX (hakTopoB. [lokazaHo, 4To puck
ATl BbIlIE 17151 MOTOMCTBA KEHILIWH CTapIlero Bo3pacTa U s NepBbIX ponoB [92]. ITpu
PETPOCHEKTUBHBIX HCCIIEIOBAHUSAX OBLIO BBISIBICHBI CIIy4yad pPOXKICHHUS JETell C
aTpe3usiIMA THUIIEBOJIa Yy OSKCHIIMH, NPUHUMABIIUX BO BpeMsi OEpEeMEHHOCTH
TOPMOHAJIbHBIC MpEenapaThl (3CTPOTEHbI), METUMA30JI WA B TPYMIE KEHIIUH, KOTOPHIC
MOABEPTaIMCh BO3ICUCTBUIO TepOUIINIOB U MHCEKTUIIMIOB [121].

Takum oOpa3om, ucciae10BaHusl pa3IMUHbIX BO3JICHCTBUN BO BpeMsi OEpEeMEHHOCTH
u pucka All BBISBISIIOT UX B3aUMOCBSI3b, OJJHAKO OOBSICHUTH MEXaHU3MbI UX y4acTHUS B
MIPOUCXOKJICHUU TTOPOKa e1le He yaaeTcs. B pamkax MynbTudakTopuanbHOM 3THOIOTHN
NOpOKa HEOOXOMMO JajbHEHIIee M3YyYeHUE B3aUMOJACHCTBUN Pa3IUUYHBIX CPEAOBBIX
(hakTOpOB U B3aMMOJECUCTBUM CpeOBbIX (PaKTOPOB U T'€HOTHUIIOB, KaK MaTepH, Tak U
J10/1a.

Kinunudeckasi xapakrepucTuka arpe3un nuieBoga. OnqHa U3 caMbIX BaKHBIX
KIIMHAYECKUX 0COOCHHOCTEH TPaXEOMHUIIIEBOIHBIX TOPOKOB COCTOUT B TOM, UTO, KaK YkKe
OTMEYAJIOCh paHee, MPUMEPHO B IOJIOBHUHE CIYy4aeB OHM COYETAKOTCA C JPYTHMMHU
BPOXKJACHHBIMU aHOMAJIMSIMH, YTO B 3HAYUTEILHON CTETICHU BIUSET HA TAKTUKY JICYEHUS
U TporHo3 Oone3Hu. [loMHUMO BBICOKOM YacTOTHl COMYTCTBYIOIIMX AHOMAIMA HX
MPOSIBJICHUSI U CTENEHb BBIPAKEHHOCTH Y Pa3HBIX MAIlMEHTOB PA3IUYHBI, YTO TaK¥Ke
OKa3bIBaeT BJIMSHUE HA KIIMHUYECKUU MporHo3. MHTepecHo, uto y nmanuentoB ¢ All 6e3
TIIC 4vacTtoTa comyTCTBYIOIIEH maTonoruu cocrabisieT 65%, a y naunuentoB ¢ All B

coueranuu ¢ TIIC conyrcTByromas naTonorus Bcrpevyaercs Toiabko B 10% ciyqaes [150;
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87; 57]. B uenom, cTpykTypa CONMyTCTBYIOIIEH aTPE3UH MUILIEBO/IA MATOIOTUH BBITJISUT
CIEIYIOUUM 00pa3oM: MOPOKH CEpACYHO-COCYAUCTOM CHUCTEMBbI COCTaBIAIOT 23%,
MTOPOKU KOCTHO-MBIIIEYHON CUCTEMBI — 18%, MOpOKH MHUILIEBAPUTENBHOM CUCTEMBI -16%,
MOPOKKM MOYenoysoBo cucrteMbl — 15%, anHomanuu royioBbl u 1men -10%,
MeIuacTUHaIbHbIe aHoManuu — 8% u Apyrue nopoku — okosno 10%. Ilo maHHBIM
auTepatypsl y kKaxaoro 10 maruenta ¢ AIl umeeTcst CHHAPOM T€HHOM UM XPOMOCOMHOM
ATUOJIOTHH, WU ACCOIHMAIINH, MPECTABISMIONINE COO0N COYETaHMS TTOPOKOB Pa3BUTHS,
BCTpEYAIOUIUECS IOCTOBEPHO Yallle, UeM CiTydailHbie KoMOuHanuu. Hike mpeacTaBieHbl
OTHMCaHWs 3a00JIEBAHUM, JJIsI KOTOPBIX XapaKTEPHO MPHUCYTCTBUE aTPE3UU MUIIEBOA.
VACTERL accouuanusa. OIHUM H3 CaMbIX YacThIX COCTOSIHUW B CTPYKTYpeE
HenzompoBaHHbIX ¢GopMm All sBmsercs VACTERL- accommarnus. VACTERL-
acconmanus (V — aHoManuy No3BOHOYHUKA, A —TopokH anyca, C — nopoku cepaua, T —
aHomanuu Tpaxeu, E — aHomanuu mnuimeBosaa, R — aHomanuu noyek, L — aHomanun
KOHEUHOCTEW) NMarHOCTUPYETCS B TOM Ciydae, €CJIM y MalleHTa BCTPEYAOTCS TPU U
OoJee U3 MepeurcIeHHBIX BhIIIE aHOMaIHK. BriepBrie Ha3BaHue ObLIO TpeaiokeHo Quan
u Smith B 1972 rony. M3nauansHo akponum Beirisiaen kak « VATER», rae 6yksa ‘R’
obo3navana radial dysplasia — gucnnasusi jydeBod KocTh. BrmociencTBuu B COCTaB
accoluanyy ObUIM BKIIIOUYEHBI TIOPOKM pAa3BUTHSA CEpAlla U TOYeK, a AaKPOHUM
npepatuiica B « VACTERL». B nureparype 10 cux mop HCHOJIb3YIOTCS 00a TEPMUHA,
YTO OTpaxaeT NpoOJeMy YETKOTO ONPEACNICHUS KIMHUYECKUX XapaKTEPUCTHK
accormanuu. Cpeau omyOaukoBaHHBIX paboT, nocesmeHHbx VACTERL acconumanmm,
MaJio CTaTew, rjae KIMHNYeCKUe (PEHOTHUIIbI TAIIMEHTOB YETKO OMPEACIICHBI, YTO CBSA3AHO
C pa3IUYUsIMH JTUATHOCTUYECKUX KPUTEPHUEB, a TAKKE BO3MOMXKHOCTHIO BKIIFOUECHUS
CIy4yaeB C JpPYrol NaTOJOTHUEH, HO NEPEKPBHIBAIOLIEHCS KIMHUYECKOW KapTUHOM.
Hanpumep, cunapomser @elinronsaa, TayHca-bpokca, Ilammmcrepa-Xomr m npyrue
CUHAPOMBI TI0 (PEHOTUITUYECKUM MPOSIBJICHUSIM OTYACTHU MEPEKPHIBAIOTCS ¢ (PEHOTUTIOM
VACTERL accoumanuu, OAHAKO, HE Bceraa mnpoBoautTcs auddepeHnuanbHas
JIMarHOCTUKA, OCOOCHHO TMPHU TMPOBEICHUM SIHUJICMHUOJIOTHYECKUX HCCICTOBAHUM.
[Tockonbky kputepuu BkiroueHuss nopokoB B VACTERL accommanuio BappupyrOT B

Pa3HBIX UCCIIEIOBAHUSX, OLIEHKA YACTOThI COCTOsIHUS Kojeonetcs ot 1 Ha 10000 1o 1 Ha



20

40000 HoBoOpoOkIeHHBIX. 90% ciyuaeB BcTpewaroTcs cropaaudecku. /o Hacrosiero
BPEMEHU HET OKOHYATEJIIbHOIO0 OOBSICHEHMSI COCYIIECTBOBAHUS PA3IMUHBIX NOPOKOB B
npenenax JgaHHOM acconuanuu. CoOrjlacHO CYHIECTBYIOIIMM THUIIOTE3aM MPUYMHAMMU
MOTYT OBITh TEHETUUYECKUE U IMUTEHETHUECKHUE (PaKTOPhI, a TAKKE CPeloBbIe (haKTOPHI,
JEHUCTBYIOIIME 0 UK B IEPUO] OpraHOreHe3a.

OcHoBubiMu  TiposiBlicHUsIMU  VACTERL acconuanuu sBJISIIOTCS  aHOMAIlUU
no3BoHOYHHKA (B 60-80% ciydaeB), BKIIOYAIONIME HAPYIICHHUsS] CETMEHTAIUH, (OPMBI
MO3BOHKOB M Kak CIeACTBUE (POpMUpOBaHUE BPOXKIEHHOro ckoimo3a. B 55-90%
BCTpeuaeTcsi Hemnep(OpUpPOBAHHBIN aHYC, B HEKOTOPBIX CIy4asX COUYETAIOLIUICS C
aHOMaJUsMHM FeHUTAIUN 1 MoueBbIX nyTei. [lopoku cepama Bctpewatroress B 40-80%
CJIy4aeB U BapbUPYIOT OT TSHKEJIBIX AKUZHEYTPOKAIOUINX MOPOKOB 10 Jerkux ¢popm BIIC.
Ot 50 10 80% OOABHBIX UMEIOT AHOMAJIMY MUIIEBO/IA U IIOPOKHU PA3BUTHSA MTOYEK B BUJIE
areHe3uy, MOJKOBOOOPA3HOW MOYKH, MOJUKHUCTO3a WM JUCIUIA3MM IMOYEK; aHOMAJIUU
KOHEUHOCTeH (darie aedexTsl iydeBoi KocTr) npeactaBieHbl B 40-50%. Y nanueHToB
MOTYT BCTPEUYaThCS U APYrUe aHOMAJINH, HE BXOSAIIUE B OCHOBHOM CUMIITOMOKOMILIEKC,
YTO HapsAy C Pa3’IUYHOM BBIPAKEHHOCTHIO CUMIITOMOB, 3aTPYAHSET TUArHOCTUKY
3a0oneBanus. [lpupona 3aboneBaHus 10 CHUX MOpP HEM3BECTHA, HO MPEAIOJIAraeTcs
MyJIbTU(PAKTOPHAIIBHOE HACIIEIOBAHUE C YUYACTUEM KaK T€HETUYECKUX, TaK U CPEIOBBIX
(bakTopoB. BOJBIIMHCTBO Cily4aeB BCTPEYAIOTCS CIIOPATUYECKU.

CHARGE cunapom. CHARGE-cunapoM BKIIt0HaeT B ce0s KOJI0OOMY pagyKKH,
NOPOK CepAla, aTpe3ur0 XO0aH, 3aJE€PXKKY POCTa, TMIOIUIA3HI0 IOJIOBBIX OPraHOB M
aHoManuu pa3BUTHUS YIIHBIX pakoBUH. AIl/TOC xoTs u He SBIsSETCS OCHOBHBIM
KOMIIOHEHTOM CHHJIpOMa, OJJHAKO BcTpeyaeTcs npumepHo y 10% maueHToB ¢ JaHHBIM
cuaapomom. Henasuo y 12/19 nuir ¢ cunapomom CHARGE Obutn oOHapy>KeHbI MyTaIiuu
(10) wmm peneruu 1enoro reHa (2) CHD?7, OTHOCSIIETOCS K CEMEMCTBY TI'€HOB,
komupytomux cuHTe3 JIHK-cBs3piBaromux OEITKOB — XPOMOJIOMEH — XelrKa3
(chromodomain helicase DNA binding proteins). benku ¢ XxpoMo10MEHOM UTPAIOT POJIb
B OIUIEHETUYECKON peryisiiuu  (yHKIMM TeTepoXpoOMaTHHAa M IKCIPECCUU
syxpomMaTHueckux reHoB. I[Ipeamoraraercsi, 4to onHa W3 (QYHKIUN 3aKIIOYaeTCs B

MPEMATCTBUU BBIXOYy XPOMAaTHHOBOTO BOJIOKHA M3 3MHUI€HETUYECKOIO COCTOSIHUS [42].



21

M. Jongmans u coaBtopsi (2005) npu ananuze mytamnuii reHa CHD7 y 109 GobHBIX €
nposiBiieHussMu CHARGE cunnpoma BeisiBUIM MyTanuuu y 69 naimeHTos, u3 Hux 'y 17%
nMenach arpesus nuuieBoa [43]. MccienoBanus B3aMMOOTHOILIEHUN MEK1y T€HOTUIIOM
1 (PEHOTUIIOM ITOMOTYT IPOJIUTH CBET Ha cBsA3b reHa CHD7 ¢ cuaapomom CHARGE.

Cunapom @eiinroabaa (OKyJIO-IUTUTO-330(aro-1yo/IeHaNbHBI  CHHIIPOM)
XapaKTEePU3yeTCs] AHOMAIMSIMHU PAa3BUTHS TaNbIeB, MUKporedanuen, IUICBEIMU
TU3MOpGUAMH, aTPE3USIMU THIIEBAPUTEIHLHOTO TPaKTa M HAPYIMICHUEM YMCTBEHHOTO
pa3Butust. CaMbIMM 4acCThIMU IPU3HAKAMHU CHUHJIPOMA SABJSIOTCS aHOMAJIMHU PA3BUTHS
najbleB. bpaxumesodananrus (ykopoueHue cpeaHux (amanr) 2 u 5 manblieB PyK U
KIIMHOJAKTWINSL Mu3uHIA Bcrpedaercss B 100% ciydaeB, Takke pacnpocTpaHEHa
runoruiazus OoJpmioro mnanbiia. CuHgakTwius 2-3 majblieB HOr omucaHa y 97%
nanueHToB. JIWlleBble aHOMAIMM BKJIIOYAIOT KOpOTKHE riaszHble mmenu (73%) u
mukporaatuio (32%). Mukponedanus BcTpedaeTcss B OOJIBIIMHCTBE CIIy4aeB CUHIPOMA
(89%) wu sABIAETCA TNPUYMHON HApyIIEHUS YMCTBEHHOTO pa3BUTHUS. ATpe3uu
MUIIEBAPUTEIBHOIO TpakTa omucaHbl y 55% OoONbHBIX, MpuYeM Haubosee 4YacTou
dbopmotii siBnsiercs atpe3us nunieBoaa (32%). Tun HacnegoBaHus CHHIPOMA ayTOCOMHO-
noMuHaHTHBIN. [IpumepHo B 60% ciiydaeB cilydan CHHIPOMA HOCAT CEMEWHBIN
XapakTep, OCTaJbHBIC CIydal MPECTABISAIOT CO00M cBexue Mmyrtanuu. llpuunHoi
cunapoma dertHronsaa spisercs myrauus reia MYCN, T0KanTu30BaHHOTO Ha KOPOTKOM
rjie4ye XxpoMocomel 2 (2p24.1).

Muxkpogdranbm-330(paro-reHuTaJIbHbIN CUHAPOM (AEG-cunapom).
CoueTanne MHUKpPO-/aHOPTAIBMHM C AQHOMAJIMSMM Ppa3BUTHUSL TOJIOBBIX OPraHOB H
aTpe3ruey TMHIIEBOJA SBJISICTCS PEIKOW IMAaTOJOTHEW. B MeauImuHCKOW JIMTeparype
ormcano MeHee 20 ciayuyaeB naHHoro 3abosieBanus [36; 19]. Cunapomanshas dopma
MUKpPO(TaTbMUN XapaKTEPU3YETCs CIIOXKHOW TJIa3HOW maTtosiorneil (MukpodTanbmus,
MopaXeHUE TJIa3HOTO HEpBa W TJIa3HOro Tpakra). Kpome Toro, mpu 3ToM CHHApPOME
BCTPEYAIOTCS MOPAXKEHUSI MO3Ta, CYJOpOTrH, HapylIEHHWE MCUXOMOTOPHOTO Pa3BUTHS,
CEHCOHEBpAJIbHASI TIOTEPs CIIyXa, aTpe3usl MUIEeBoAa. Y OOJIbHBIX C 3TUM CHHIPOMOM
BBISIBJICHBI MYyTallud, TPUBOASIINE K moTepe ¢pyHkimu reHa SOX2 [115; 116]. Ponb rena

SOX2 B narorenese AIl/TOC emie npecToUT ONPEACTUTh.
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MHokecTBeHHbIe aTPe3uH KeJy10YHO-KUIeYHoro Tpakra (Multiple gastro-
intestinal atresias, MGIA). B nureparype BcTpedaeTcst OnucaHus CIIy4aeB JIETAIbHOTO
CUHAPOMA, TMPOSBISIONIETOCS MHOMXECTBEHHBIMHU AaTPE3USIMU KETYTOYHO-KUIIIEYHOTO
TpakTa (aTpe3us MUILEBOAA, TOHKOTO KHUIICUYHUKA U JKEITYEBBIICTUTEILHON CUCTEMBI).
KpoBHOEe poacTBO poauTesied W pa3BUTHE MATOJOTUU y CHOCOB B TAaKUX CEMBSX
CBUJIETEIHCTBYIOT 00 ayTOCOMHO-PEIIECCUBHOM THUIIE HaciemoBanus. Ha cerogusmauit
JICHb KapTUPOBAHHWE TE€HOB €IlI€ HE MPOBOAWJIOCH. DTa MATOJOTHUS, MO-BUIUMOMY,
OTJIMYAETCS OT CHUHJIPOMAa MHOKECTBEHHBIX HACIEJCTBEHHBIX aTpe3ud KHUIIIEUHUKA
(syndrome of hereditary multiple intestinal atresias wim HMIA), He 3aTparuBaroriero
nuiieBo. Tun HacnenoBanuss HMIA Takke cuutaercs ayTocOMHO-perieccuBHbIM [101].
VY nanuentoB ¢ HMIA wnaGmroparoTcs cenTajbHbIe aTpe3WH W HETOJHOE paslielieHue
CErMEHTOB, 3aKaHUMUBAIOIIUXCS CJICTIO, B KEIYIKE U TOJICTOM KUIIIEYHHUKE.

ATpe3usi MUIEBOAA MPH XPOMOCOMHBIX aHOMAJHUAX. Kak yxe ynoMHHaNIoCh
BBIIIE, aTPE3UU MUIIEBOJA BCTPEYAIOTCS MPU XPOMOCOMHBIX CHHJIIPOMAax, TaKuUX Kak
cunapoM Jlayna (tpucomus 21), cunapom Ilartay (tpucomus 13) u cunapom DaBapiaca
(tpucomus 18). B psne ciiydaeB BBISBISIIOTCS CTPYKTYPHBIC HApYIICHHS XPOMOCOM,
Brimrouass 22qll, 17q22q23.3, 1624 u np. [110; 96]. Hexkortopeie W3 BBISIBICHHBIX
JeNeUrid TPEACTaBISIOT HUHTEPEC, MOCKOJIbKY MEJIIETUPOBAHHBIE YYACTKH BKIHOYAIOT
I'€HbI, pACCMAaTPUBAEMbIC KaK T'€HbI-KaHAWAATHI, IPUHUMAIOIINE YYaCTUE B Pa3BUTUU
atpesun numesBona (NOG, TBX4, FOXFI). CoBpeMeHHblE MOJEKYISIPHO-
IATOT€HETUYECKUE TEXHOJIOTUHU BBISIBUIIM MUKPOIYTUIMKALIMY U MUKPOJEJICIINU B TPYIIIIE
MAlMEHTOB ¢ aTpe3ue MUIIEBO/Ia, YTO 0OECIEUYNBAET HOBbIE BOBMOXKHOCTH B BBISIBJICHUU
Y4aCTKOB F'€HOMA, CBSI3aHHBIX C PA3BUTHUEM BPOKJICHHBIX aHOMAJIU.

3akioueHne. AHAIIU3 JIUTEPATYPhI CBUJETEIBCTBYET O IIMPOKOM KIIMHHYECKOM
NoJIMMOP(PU3ME U TeHETHUYECKON MeTepOreHHOCTH COCTOSIHUM ¢ aTpe3usMH MHUILEBO/IA.
HecMoTpst Ha 00bIIIOE YHCIIO TIPOBEICHHBIX UCCIEOBAaHUHN, MPUYHNHA PA3BUTHSI TIOPOKA
JI0 CHUX TIOp TOYHO HEu3BecTHAa. BMecTe C TeM KOMIUIEKCHbIE HCCIICIOBaHMS,
HalpaBJICHHBIE Ha PEIICHUE TEOPETUYECKUX U TPAKTUUECKUX MpoOIeM aTpe3uit
MUILEBO/Ia C UCMOJIb30BAHUEM PA3JIMUHBIX MMOJX0JI0B, BKJIIOYAsl KIMHUKO-T€HETUYECKHE

u SMUACMHUOJIOTINYCCKUC IIoaAxoabl, COBPCMCHHBIC MOJICKYJISIPHO-TCHCTHYCCKHC
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TCXHOJIOTUU I aHAJIM3a KIIMHUYCCKUX JAaHHBIX W PE3YJIbTATOB 3KCIICPHUMCHTAJIBHBIX
pa60T IIO3BOJIAT HpI/I6J'II/I31/ITI)CSI K IIOHUMAaHHUIO 3THOJOI'N U MCXaHU3MOB (bOpMI/IpOBaHI/I}I

aTpe3ui MUIIEeBO/IA.

1.2 CoBpeMeHHbIE NPeACTABICHHUS 00 aTPe3MH AHOPEKTAJIBHOI0 0T/IeJ1a

AHnopexTanbHble TOpoku (APII) — 3T0 mMpOKHl COEKTP BPOXKACHHBIX MOPOKOB
pa3BUTHS AHOPEKTAJBbHOIO OTIENa MHUIIEBAPUTENBHON CUCTEMBI. AHOPEKTAIbHBIE
MOPOKH XAPaKTEPU3YIOTCS CY>)KEHUEM HJIM aTPE3Hel aHOPEKTAIBHOIO OTJEeNa ¢ Win 0e3
¢opmupoBanusa ¢uctynsl B coceaHue opranbl. CreneHb naedexkTa BapbuUpyeT OT
HEOOJIBILIOT0, JIETKO KOPPEKTUPYEMOTO Je(eKTa C XOPOIIUM IPOTHO30M JI0 TSXKENbIX
dbopm HapylieHus (MepCUCTUPYIOIIAs KII0aKa, SKCTPOPUS KIOAKH), UMEIOIINX TI0XOU
porHo3 s 310poBbsi. Hepeako, npumepno B 40-70% caoyuaeB, APII couerarorces ¢
NOPOKAMM Pa3BUTHs APYIMX OpraHoB M cucteM. llomynsiunoHHas dYactoTa MOpoKa
kojeonercs ot 1 Ha 5000 poxnenuit 1o 1 Ha 1500 poxxnenuii. [lopok, ocobeHHO B
U30JIMPOBaHHOMN (popMe, peaKo BBISBISIETCS aHTEHATAIbHO, HO B OOJIBIIIMHCTBE CIIy4acB
oOHapy>KHUBaeTCsl cpa3zy IMOCJHE POXIAEHUS. ATpe3usi aHOPEKTaJIbHOIO OTHAENa — 3TO
BPOXKJCHHBI TOPOK PpAa3BUTHs, KOTOpPBIM He TpeOoBal CHELHATBHBIX METO/I0B
UCCJIEI0BAHMSI, IOATOMY JIaHHYIO MATOJIOTHIO PACIIO3HABAIM €IlI€ B APEBHUE BPEMEHA.
Bce ciayuyau naHHOTO Mopoka pa3BUTHUS TPEOYIOT XUPYPruuecKoro JedeHus. B reuenue
COTEH JIET MPOBOJMIKNCH ONEpalvy 1Mo (POPMHUPOBAHUIO OTBEPCTHS B IPOMEKHOCTH TIPU
HenepdopupoBanHoM anyce. B 1835 r. Amussat BiepBbie MPOU3BEN CIIMBAHUE CTEHKU
IPSIMOM KMIIKK C KOXXHBIMHU KpasiM{, YTO MO>XHO PacCMaTpHUBaTh KaK NEPBBIA MpUMEP
aHoruiactuku. B Teuenue 20 cronerust xupypruueckoe jnedeHue APII mperepneno
3HAUWTEIbHBIE W3MEHEHUs, ObUIM pa3paboTaHbl 3P(EKTUBHBIE MOAXOAbl K JIEUEHHIO
pa3HbIX GOpM BpOXKACHHOTO AedekTa. OqHaKo, HECMOTPS Ha 3HAUUTEIbHBIN MPOTPECC B
xupypruuyeckoi Texnuke seueHust APII, He Bcera qocturaercsi moJIHO€ aHAaTOMAYECKOE
1 (DYHKIIMOHAJILHOE BOCCTAHOBJIEHUE OpraHa ¢ (POPMUPOBAHUEM OCIIOKHEHUM, BKIIOYas
HapyIlIeHUEe MPOIecCOB AedeKalnu, ypoJoruueckiue, THHEKOJIOrHYeCKie HapyIIeHus, a

TAaK)KC IICUXOCOIIMAJIBHBIC HpO6H€MBI, CHMKAIOIMHUEC Kad€CTBO XHU3HU IIalTMCHTOB H
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wieHoB ux cemer [138]. na pa3pabotku 3((PEeKTUBHBIX METONOB MNPOPUIAKTHKU
HE00XO0MMO 3HAaHUE ATUOJIOTUH, HO JI0 HACTOSIIEr0 BPEMEHH MPUYUHBI O0JIbIIIEH YaCTH
CJIy4yaeB NOpPOKa OCTarTCs Hen3BeCcTHbIMHU. I[IpumepHo Tonbko B 10% cioyuaeB APII
JMArHOCTUPYIOTCS U3BECTHBIE XPOMOCOMHBIE UJIU T'€HHbIE CUHAPOMBI. OJIHAKO IPUYHHBI
OOJBIIMHCTBA HECUHAPOMAIBHBIX (M30JIMPOBAHHBIX) (OPM 1O HACTOSIIETO BPEMEHU
OCTAIOTCSl HESICHBIMHM, HET OJHO3HAYHOIO IPEJCTABICHUS O POJIM TE€HETUYECKUX H
cpenoBblx  ¢akTtopoB. Llenpto HacTosmero o03opa  SABISETCS  MPEJCTaBICHHE
COBPEMEHHBIX JIaHHBIX IO STHUOJIOTHH, SMUAEMHOJIOTUM U KIMHUKO-T€HETHUYECKUM
XapaKTEPUCTHKAM BPOKJICHHBIX AaHOMAaJIMI aHOPEKTAJIbHOTO OT/IENIA.

Knaccupukanusi aHOPEKTAJBHBIX MOPOKOB. AHOPEKTAIbHBIE aHOMAJIUH
IPEJCTaBISIIOT COO0M IpyNIly pa3iInyHbIX aHATOMUYECKUX (OpM HApYyLIEHUN pa3BUTHUS
HIDKHETO  OT/eNla MUINEBApUTEIBLHOTO TpakTa. B 3Toll  CBSI3UW  HEOOXOIUMO
KJIAaCCU(PUIIMPOBATH 3T aHOMAJIMH, B TIEPBYIO OUEPEIb, IS PEIIEHUs BOIpOca O BEIOOpE
TaKTHUKW JIEYEHHs] W MPOTHO3UPOBAHMS MCXOAOB M puUCKa ocioxkHeHuil. [lepBbie
KJIaCCU(UKALMU OCHOBBIBAJIMCH Ha PACIOJIOKEHUU CIENOro KOHIA MNPSAMON KHILKU
OTHOCHUTEJIBHO MBIIIIBI, TOAHUMArOIIEN 3aaHuil Tpoxod. B 1970 r Ha MexayHapoaHOU
KoH(pepeHu B MenbOypHe ObUIO0 MPeISI0KEHO BhIJICTICHUE BBICOKUX, CPEAHUX U HU3KHUX
aHoManui pa3BuTHUs 3aaHero npoxona [151]. YpoBeHb aTpe3un SBISIETCA KIHOYEBBIM
(GakTOpoM, KOTOPBIM BJIMSET Ha MPOTHO3 XUPYPrUYECKOTO JICYEHHUS M YCHEITHOCTb
O00pbObI ¢ HenepkaHueM Kaya. Haunbomnee pacnpocTpaHeHHOW B TEUEHUE MHOTHX JIET
Obla kimaccuukanus, pazpadborannas B Wingspread B 1984 r. [152]. CormacHo sToit
KJIaCCU(PUKALMY YYUTHIBAIOT MOJI TAIIMEHTA U YPOBEHb MOPAKEHUSI: BBICOKHE, CPETHUE U
HIDKHHME (QOPMBI, @ TaK)Ke BbIAENIEHA IpyNna peakux GopM U NepCUCTUpYIOIas KJIoakKa.
[Tozmuee B 1995 rogy Pena mpemmoxun xmaccudukanuio APIT B 3aBUcuMOCTH OT
HaJIUYMSI UM OTCYTCTBHSI CBUILIA U €TI0 PACIIONOXKEHUSA. ABTOP BBIJIEISI TPOMEKHOCTYIO,
BECTUOYISIpHYIO,  OyibOapHyI0, MPOCTATUYECKYI0 W  MY3BIPHYIO  (UCTYJIBI;
HernephOopUpOBaHHBIN aHyc 0e3 (UCTYJbl, BarMHaJbHbIE (UCTYNBI, U PEKTAIBHYIO
aTpe3uto uiau creHo3 [129]. Ora knaccudukanus Oblia MOJIE3HA MPHU ONPECTICHUU
TaKTUKH ONEpaTUBHOrO BMemaTenbcTBa. Ha MexayHapoaHol — KoH(epeHIuH,

HOCBHIHCHHOﬁ CTaHAAPTU3AIH OLCHKHN UCXOA0B JICUHCHUA aHOPCKTAJIIbHBIX aTPCSHfI, BT.
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Kpuken6eke B 2005 roay Obuta mpezsiokeHa yCOBEPUICHCTBOBAHHAS KiaccU(UKaIIvs,
coueTarolas KpuTepuu MpeasiokeHHbIX paHee kinaccudpukanuii Wingspread u Pena. Ona
COCTOMT M3 TpPEX OTHECIbHBIX 3JIEMEHTOB: JHWAarHOCTUYECKUE KATErOpPUU, THUIIbI
XUPYPruyecKoro BMEIIATENIbCTBA U KATETOPUU ITOCIEONIEPALIMOHHBIX UCXO/I0B.

N3 cymecTByromuUx OTEYECTBEHHBIX KiaccupuKkauuii Hanbosiee W3BECTHOU
sBiseTcst knaccudukarms, npemnoxkenHas A.M. JlenromkunbiM. Knaccuduxarus
OXBaTBIBAET BCE BO3MOKHBIE BAPUAHTHI AHOPEKTAIIBHBIX TOPOKOB U IIOCTPOEHA C YYETOM
ux sMOpuonorun u mnarorene3a [7]. CormacHo 3Tod KilacCU(pUKALMKU Pa3IUdaroT
cienyromme (opMbl aHOPEKTAIBHBIX TOPOKOB:

[. Oxromus aHaJIbHOrO OTBEPCTHsS (IIPOMEXKHOCTHAs M BECTHOYIISApHAs).
CocraBiser 5% cilydaeB aHOPEKTAJIBHBIX AaHOMAJIMI. Hamie BCTpedaeTcs y 1€BOYEK.

II. BpoxaeHHbIE CBUIIMY B TIOJIOBYIO, MOYEBYIO CHCTEMY WMJIM HA IPOMEKHOCTb IPU
HOpMaJibHO C(HOPMUPOBAHHOM 3aaHeM mpoxone (15% cmyuaeB). Yame ObIBaroT y
JEBOYEK.

[I1. Bpoxknennsie cyxenus (10% ciaydaeB aHOpPEKTaIbHBIX aHOMAJIMIA) 33JTHETO
IIPOX0J1a, MPSMON KHILIKH, 33JTHEr0 IPOXO0Ja M MPSMOM KHUIIKKA OJHOBpPEMEHHO. YHamie
BCTPEUYAIOTCS Y MAIbYUKOB.

IV. Atpe3un:

A —npoctsie (17% ciydaeB aHOpEKTaIbHBIX TIOPOKOB, YaIlle Y MAJIBbYUKOB) B BUJIC
IIPUKPBITOTO AHAJIBHOTO OTBEPCTHS, aTPE3UM AHAJIBHOTO KaHala, aTPE3UH aHaJbHOIO
KaHaJla ! MPSIMOM KUIIKH, aTPE3UU MIPSAMOUN KUILIKH;

b — co cBumamu (50% cinydaeB) B TOJIOBYHO, MOYEBYIO CHUCTEMY WIIU
IIPOMEKHOCTB;

B — ka3yucrtuka (BpoxkJieHHas KJI0aka, aTpe3us U yJIBOCHUE MPSMOM KUILIKU U Ap.).

JNUIAEMHOJIOTU AHOPEKTAJBHBIX MNOPOKOB. (OCHOBHBIMM HCTOYHUKAMU
JAHHBIX [0  MNONYJSILIMOHHOM  4YacToTeé W JIPYrUM  SIUJAEMHUOJIOTHYECKUM
XapaKTEepUCTUKAM aHOPEKTAIBHBIX IOPOKOB SIBJIFOTCS PETUCTPBI BPOKIAECHHBIX IOPOKOB
pa3BUTHS, KOTOpbIE TMO3BOJIAIOT AaHAJIU3UPOBATh OOJBIIME MACCHBBI  JIAHHBIX,
o0ecrnieunBasi CTATUCTUYECKU JIOCTOBEPHBIC OLIEHKU MOIMYJISALMOHHBIX XapaKTEPUCTHK

MOPOKOB Pa3BUTHs, B TOM 4YHcie U peakux. OauH U3 nepBbIX 0030pOB MO YaCTOTAM
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AHOPEKTAJIbHBIX aHOMAaJIMH Pa3BUTHSA, MOJYYCHHBIM B 00Jie€ paHHUX HCCIEIOBAHUSX,
owu1 caenad E. D. Smith. Jluamazon wactot APII coctaBui ot 1,7 go 5,7 ma 10000 mereit
[147]. Ilo naHHBIM MEXIYHapOJHOTO HCCIEAOBaHMUS, B XOJIe KOTOPOro ObLIM
MIPOAHATIM3UPOBAHKI TP 0a3bl MaHHBIX U3 [{enTpanpHO-BOoCcTOUHON Dpannuu, [1IBennn u
Kamudopauu, cpennss gactora cocrabmia 3,4 Ha 10000 geteit, npudem Mexay TpeMs
MONYJISIIUSMHA HAOJIIOAAINCh 3HAUUMbIe pa3nuuus [86]. Pe3ynbTaThl OJJHOTO M3 CaMbIX
KPYIHBIX HUCCIIEAOBAaHII aHOMAJIMI aHAITBFHOTO OT/IeJIa KHIIIEYHUKA OBLITH Oy O TMKOBaHbI
B 2001 roxy. B pabote ObL1H NpeicTaBIeHBI JaHHBIC 33 pETUCTPOB, BXOIAIIUX B CUCTEMY
eBponeiickoro ooweauuennoro peructpa EUROCAT, 3a nepuon ¢ 1980 o 1994 roast
[52]. O6miee uncno poXKJICHUI 3a TOT NEPHOJ BpeMeHu cocTaBuio 4618840. Ciayuyaun
aHOMaJMi aHOPEKTAJbHOW YAaCTH MNHUIIEBAPUTEIBLHOM CUCTEMBl YUHUTHIBAINCH CPEIU
YKUBOPOXKJACHHBIX, MEPTBOPOXKICHHBIX M SIMMHUHUPOBAHHBIX IUIOAOB C IOPOKOM,
BBISIBICHHBIM TpeHaTalibHO. TakuM o0pa3oM, YHCIO CIIy4aeB BCEX aHOMaJUi
aHOPEKTAJIBHOTO oT/IeNa cocTaBuiio 1846¢ ob1eii yacroroit 4,05 va 10000 poxaenuii. B
1174 cnayuasx (63,7%), nmomumo APII, mpucyrcTBOBamuM ojHa Wik OoJjiee aHOMATUH
Ipyrux opraHoB u cucrteM. Cpeau HTHUX CiIy4acB ObUIM BBISBICHBI TE€HHBIE U
XPOMOCOMHBIE CHUHAPOMBI, aCCOLHUAINM, CIEACTBUSA M HEKJIacCU(PUIMPOBAHHBIC
KOMITJIEKCHl ~ TOpPOKOB  pa3ButTusa. Ocrtamphbie 672  (36,4%) ciuydas  Oblu
M30JIMPOBaHHBIMU aHOMaMsIMU ¢ yactoTtor 1,47 Ha 10000 pomoB. ATpe3ust aHaIbHOTO
OTBEepCTUA ObLIa cCaMOl MHOTOYMCIIEHHOW Tpynmnoil u Obula BbIsiBlIeHA B 1425 ciyyasx,
yTo coctaBmwio 3,13 wa 10000 poxxnenuii. B 3Tol rpynmne uM30IupoBaHHAsl aTpe3us
3aHEro mpoxoja npucyrctBoBaia B 507 ciydasx, dyro cocraBiser 75,5% ot Bcex
M30JIMPOBAHHBIX aHOMAJIMH 3aJIHETO MPOX0J1a U, COOTBETCTBEHHO, yacToTa paBHa 1,11 Ha
10000 poxnennii. B nanHoit pabote Oblia MpoBe/eHA OIIEHKA YaCcTOT Pa3HBIX THUIIOB
MOPOKOB aHainbHOTO otnaena. M3 507 ciyuaeB arpe3uu anyca B 456 ciydasx (89,9%)
rMMelia MeCTO NoiieBaTopHas arpesus, a B 51 ciyuae (10,1%) — HagneBaTopHas aTpe3us.
52,9% nanneBatopHbIX aTpe3uid U 37,3% MOAJIEBaTOPHBIX aTPE3Uil ObUIM OCJIOKHEHBI
cBULIOM. Jlpyrue aHoMaiuu BKIIOYAIM CTE€HO3 3aaHero mpoxona (3,4%), SKTOMNHUIO
3agHero npoxona (14,7%), BpoKICHHBIM aHAJIbHBIA CBHUIN O€3 aTpe3WH WM CTEHO3a

3anHenpoxogHoro otBepcTus (5,0%) wm mnepcuctupyronryro kioaky (1,3%). Ilpu
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CPaBHEHMHM YaCTOT MEXAY PErucTpamMu, MNPUHABIIMMU Y4acTUE B HCCIEIOBaHUH,
BBISIBJICHBI KOJICOAHUSI OIICHOK YaCTOT aHOMAJIUW aHAJIbHOTO oTaena. Tak, 001as yacrora
BCEX aHOMaJMil aHallbHOro oTAena konebamace ot 1,14  (JlrokcemOypr) no
6,13(Punnsuaaus) Ha 10000 geteit. A yacToTa U30IMPOBAHHBIX (HOPM AHOMAITHI 33 THETO
npoxoja konebanack ot 0,42 (peructp 3arpeda) no 3,48 (Meitnir) Ha 10000 poxxaeHui.
Kpome toro, uccnegoanue A. Cuschieri and EUROCAT Working Group BbIsiBUIIO
3HAYUTEJIbHBIC BapHallii B OTHOCUTEIIBHOM JI0JI€ Pa3IMYHbIX TUIIOB aHOMAJIUI Pa3BUTHUS
3aJIHETo Mpoxo/1a Mexay peectpamu [52]. Crnegyer OTMETUTD, 4TO B 3TOM UCCIICIOBAHUU
OBLJIO BBISIBJIEHO MPE00IIalaHue JIML MYXCKOI'O 0JIa CPEAM AETEH C aTpe3nei U CTEHO30M
3aJIHETO MPOXOJa W BBIPAKEHHOE IMpeoOsaJaHue JUI KEHCKOTO ToJia Cpelu JeTel C
aHOPEKTAJIbHBIM CBHUIIIOM M JKTOIHWEW 3aJiHero mnpoxoaa 0e3 arpesuu. [IpeobOnamanue
MY>KCKOTO T0JIa HaJ KEHCKUM OBbLIO BbILIE MPU HaJjieBaTOpHOM arpe3uu (6,67M:1K),
4yeMm MpHu mojasieBatopHoit atpe3uu (2,25M:1K). B oTimuue oT 3TOrO, MpH aTpes3uw,
OCJIO)KHEHHOW CBHINEM (Kak HaJJIeBaTOPHOM, TaK M MOJJIEBATOPHOM), HE OBLIO
BBIPDOKEHHOM pa3HUIBI B pacmpenesieHnd 1o mnonoBoMy npuszHaky (1,08 u 1,01
COOTBETCTBEHHO). [loka3aHO, YTO CpemHAs NPOJOJIKUTEIBHOCTh TI'eCTAIIMOHHOTO
nepuoAa M CpeIHSs Macca Teja NpU POXKACHUU ObLIM 3HAUYUTENIBHO HIKE MpHU
MEPCUCTUPYIOLIEH KIJI0AKe, YEM MpPU APYrUX H30JMPOBAHHBIX AHOMAIMSIX Pa3BUTHUS
3aIHETO ITpoxoja. BeICOKMI OTHOCUTENBHBIN PUCK HAOIOAANICS I MaTepen ctapiie 35
JIET B Clly4ae HaAJIEBaTOPHOW aTpe3nu, HEOCI0)KHEHHOW CBUILIOM.

B 2002 romy ObL1u OIMyOIMKOBaHBI JaHHBIE YTTUASMHUOJIOTHYECKOT0 UCCIICT0OBaAHUS
aTpe3uu anyca Ha ['aBaitsix [74]. 3a 14-netnuit nepuoy (1986—1999 rr.) 66110 BHISIBICHO
124 cnyuas atpe3un aHaIbHOTO OTAeNa, yTo cocTaBuwio 4,38 Ha 10000 poxnenuii. 13
HuX 28 ciyyaeB uinu 23% ObulM M30JMPOBAaHHBIMHM MOpOKaMu. Pacnipenenenue 4actoT
AA 1o romaMm He BBISIBUJIO M3MEHEHHUW BO BpPEMEHHM, KOJICOAHUS YacCTOT HOCHIIU
Cly4dallHbli Xapaktep. B onHoili w3 mnpoBuHuMM Kwurtas yactora aHOpEKTaIbHBIX
anoMaymii coctapuia 4,3 Hal0000 poxnenuii. B teuenue 12 net ¢ 1998 mo2009 robl
4acToTa TOPOKOB JTOM Tpymnmbel ocraerca crabunbHoit [158]. B HemaBHO
OnyOJUKOBAaHHOM HCCJEAOBaHUU, TIpoBeAeHHOM B CaynoBckoil ApaBuu, cymMmapHas

4acToTa BCEX AHOPEKTalIbHBIX aHoManui 3a 13-nmetnmit mepuon (1998-2010 rr.)
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coctasuia 9,94 na 10000 poxxnenuii [ 13], 4To npeBhIIIAET OLIEHKU YaCTOT, OJy4YEHHbIE
B cTpaHax EBponbl, AMepuku u Kuras.

B nenom, gactoTta arpes3uii aHOPEKTAJILHOTO OTJeNa, KaK MOKa3aHO B OOJIBIIOM
YHCIIe MMPOBEACHHBIX padoT, KoebaeTcs B mHTepBatie ot 2 A0 5 Ha 10000 poxknennii [52;
141; 46; 22]. Hu B 0qHOM IOJTOBPEMEHHOM MCCJIC/IOBAHUU HE BBISIBIICHO BPEMEHHBIX
TPEHJI0B YaCTOThl AHOPEKTATbHBIX AHOMAJIUM.

ITHOJIOTHSI MTOPOKOB AHOPEKTAJBLHOr0 otaenaa. OgHON U3 OCHOBHBIX 3a/ay
UCCJIEIOBAHUM 110 N3YYEHUIO aHOPEKTATBHBIX aHOMAIUN SIBIISIETCS] U3YYEHHUE STUOIOT MU
MOPOKa, MOCKOJIbKY 3HAHUE TPUYNH BOZHUKHOBEHUS BPOXKICHHOW aHOMAJIMK BaXKHO JIJIsI
PO HIAKTUKY U CHIDKCHHS PUCKa Pa3BUTHUS TAHHOM BPOXKJIeHHON aHoManuu. OaHako,
HECMOTpPS HA MHOTOYHCIICHHBIE UCCIEAOBAHUA, 10 HACTOSIIETO BPEMEHU 3TOT BOMPOC
OCTaeTcsi OTKPBITHIM. Kak M aJisi OOJIBIIMHCTBA M30JUPOBAHHBIX (POPM BPOXKICHHBIX
MOPOKOB  Pa3BUTHUA, IMPEIANOJAracTcs, YTO AaHOPEKTAJbHbIE IOPOKU  HMEIOT
MYJIbTU(DAKTOPUATBHYIO IPUPOJTY, T.€. B UX MPOUCXOXKJACHUU MPUHUMAIOT Y4acTUE Kak
HACJE/ICTBEHHbIE, Tak u cpenoBbie (aktopbl [38]. Poms u crTeneHs BIMSHUS
TEeHETHYECKUX (PAKTOPOB B TMPOUCXOXKICHUU TMOPOKA M3y4alOTCs, KaK HM3BECTHO, C
MOMOIIIBI0 CEMENHBIX UCCIIEI0BAaHUH, a TAK)KE IKCIIEPUMEHTAIBHBIX PadoT.

Eme B 50-¢ rogsl XX Beka ObUIO IIOKAa3aHO, YTO 1 CHOCOB MAIMEHTOB C
AHOPEKTAJbHBIMU TOPOKAMH TOBBIIMIEH TOBTOPHBIA PHUCK, KOTOPBIM COCTaBIIsET
npumepHo 1 Ha 100 o cpaBHEHUIO ¢ 4YacTOTOM B oOwIel nomysnsiiuuu, pasHoi 1 Ha 5000.
D. Landau u coaBtopsl (1997) onucanu cemMbio, B KOTOPOH B 3-X MOKOJICHUSAX ObLIO 4
OOJIBHBIX C aHOPEKTANbHBIMHA aHOMANUSIMU [94]. BepTukanbHas nepegaya nopoka B psay
MOKOJICHUMM W HaJuuue OOJIbHBIX MY>KCKOTO M KEHCKOTO TI0JIa TO3BOJIUJIO CHIENaTh
MPEANoJoKeHne 00 ayTOCOMHO-TOMUHAHTHOM THIIE HacjienoBaHus. B oMHOM 13 cambix
KPYITHBIX HCCIICIOBAHUI POJIM F€HETUYECKUX (PAaKTOPOB B ITHOJIOTMU AHOPEKTATbHBIX
nopokoB (APII) Obu1 mpoBeneHn cemeirnblii aHamm3 1606 mamuentoB ¢ APII, cpemu
KOTOpBIX 24 mMmalMeHTa MMeIu JPYyTruxX POJCTBEHHUKOB C aHAJIOTHYHBIM IMOPOKOM
pa3BUTHUsl, 4TO cocTaBuio 2,4%. Kpome Toro, 66110 MOKa3aHo, YTO BEJIMYMHA TOBTOPHOTO
pUCKa 3aBUCUT OT THUIIA TMOPOKA: PUCK BBHIIIE MNPU HAIUYAU MPOMEKHOCTHON WIH

BecTUOyIsApHO# puctynsl [91]. B npyrux padorax nosst moBTopHbIx ciydaeB APIT cpeau
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POJCTBEHHUKOB IEPBOM U BTOPOM CTETIEHU POJICTBA MPoOaH 0B Kojebaach oT 2 10 8 %o,
YTO BBIIIE, YEM MOYKHO OBLIIO OBl 0KMIATh JUIS CIIy4alHbIX coObIThi [141; 91; 104].

[IpsiMbIM TOKA3aTENBCTBOM Y4acTHsl TeHeTUYeCKUX (akTopoB B aTuonoruu APII
Oblma Obl WACHTHU(UKAIMS TEHOB, BOBJICYCHHBIX B pa3BUTHE Mopoka. s 3Toro
MIPOBOJSTCS UCCIEAOBAHUS 110 TTOUCKY MYTaHTHBIX T€HOB, OTBETCTBEHHBIX 3a PAa3BUTHE
MOPOKa, WJIA TEHETHYECKHX TOJUMOP(PU3MOB, NPEIPACOaralonuX K Pa3BUTHIO
aHomanuu. M3 sxcnepuMeHTanbHbIX UCCIIEIOBAHUN U JJAHHBIX SMOPUOIOTHUU U3BECTHO,
YTO B AMOpHUOTreHe3€e BaXKHYIO PoJib UrpatoT 6enku curnainbHbix mytedt (SHH, WNT, FGF,
GLI), a Taxke 6enku-mopdorens (BMP). UMeHHO TeHBI, y9acTBYIOIIHE B peai3aiiu
CUTHAJIBHBIX MyTeHl M KOHTPOJHUPYIOIIME IMpoIecchl MNpoiudepanuu, MHUTpAluud U
mubdepennranum, craau o0bekTaMu TeHeTudeckux wucciuenoBanuii APIIL.  beuio
MoKa3aHo, uto y nanueHToB ¢ APII HaGmogaeTcs cHUKeHHas sKcripeccusi reHoB SHH,
GLI v BMP [56]. bbuio BBIIBUHYTO MPEIOJIOKEHUE 00 acCOIMalli HECUHAPOMATbHBIX
dbopm APII c onHOHYKI€OTHIHBIMU ToTMMOpdu3MaMu (SNP) B peryisiTOpHbIX ydacTKax
reHoB SHH, GLI v BMP [20], HO 3TO TIpEaIojoKEHUE B XOJI€ HMCCIIEIOBaHUS HE
noarsepauiock. B pabore Moore u Zaahl (2007) 66111 BbIsIBIIEHBI acconiariii Tpex SNP
¢ pazubiMu popmamu APIT: SNP 178G/A npeobnanan y NallMeHTOB KEHCKOTO T0JI1a ¢
APII ¢ Bectubymnsipuoit ducrynoit, SNP 702C/T mpeobnaman cpeaud MNaUeHTOB C
ny3blpHO-pekTanbHOi (uctynod u SNP 831 G/A — cpeau nmauueHToB ¢ OynbOapHOI
ductynoit [112]. OgHako MOCKOJIBKY 3TH HCCJIEIOBAHUSI MPOBEACHBI HAa MAJICHBKUX
BBIOOpKAX, HEOOXOUMO MPOBEACHUE TATBHEHIIINX UCCIECIOBAHUN JIsl TIOITBEPKIACHUS
pE3yJbTATOB.

['eHbI-KaHIUATHI AJI1 MOJIEKYJIIPHO-TEHETUUECKUX HCCIEOBAaHUN OTOUPAIOTCS
TaK)k€ Ha OCHOBAaHUU PE3YJbTATOB HSKCIEPUMEHTAIBHBIX JAHHBIX M U3YYEHUS
MOHOTE€HHBIX CUHAPOMOB ¢ APIl m 1pyrux BpOXIECHHBIX AHOMAJIAKW TOJICTOTO
KHIIIEYHUKA C U3BECTHOU 3THOIOTHEN. I3BECTHO, UTO B SMOpHOTEHEe3€ KUIIIEYHOU TPYOKH
MPUHUMAIOT Y4YacTHUE€ TOMEOOOKCHBIE TE€HBI, YTO IOCIY>KMJIO OCHOBAaHHEM JId MX
M3YUYEHUs] TIPU aHOMAIMSAX KUIeYyHUKa. [Ipu CekBeHHpPOBAaHMM TOMEOOOKCHOTO TI'eHa
CDXI1 y 108 6onbubix ¢ APII Ob1TH BBISIBIICEHBI MyTaIlUU 3TOTO T'€HA B TETEPO3UTOTHOM

COCTOSIHUU, KOTOpble He ObUIM oOHapyxeHbl B KoHTpoje [114]. CDX1 — ato dakTop
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TPAHCKPUIILIMK, YYACTBYIOIIUMH B perymsiuuu nponudepanuun u  nuddepeHnmanuu
AMOPUOHATILHON KUIIEYHOUW TKaHU U peryiaupyeMmbli WNT curnaiapHeiM nyTem [164].
[Ipeanonaraercs, yto anomanbHoe pyHkuronupoBanue SHHu WHTcurnanbubix mytei
UTPAET POJIb B BOSHUKHOBEHNH HECUHAPOMAIBbHBIX APIL.

Jlist BbIsiBIEHUS (DAKTOpPOB, yYaCTBYIOIIMX B BO3HUKHOBEHHHM OOJIE3HU, ObLIN
IIPOBEJECHBl HCCIECIOBAHUS C TPUMEHEHHEM IIOJHOTEHOMHOIO CEKBEHUPOBAHUS
(GWAS). K HacrosimieMy BpeMeHU HM3BECTHa OJHA HeOosblnas mo o0bemy paboTa, B
KOTOpo# B BeIOOpKe u3 175 nanueHToB ¢ APII, He ObL10 BBISIBJICHO HUKAaKUX 00mux SNP,
accormupoBanHbix ¢ APII [83]. Oxnako ObuM 0OHAPYKEHBI MOTEHIIMATBHBIE PETHOHBI-
KAHIWJAThl ITyTEM BBIABICHUS IIOBBIIMICHHOM YAaCTOTHl JElN€IU W TyIUIMKALUi.
HecMoTpst Ha nipeiBapUTEIBHBIN XapaKTep Pe3yJIbTaTOB IPOBEAEHHBIX HCCIIEAOBaHUM,
OHHM YKa3bIBaIOT HA y4yacTHe FreHEeTH4YeCKuX GakTopoB B atnonoruu APIIL.

['opa3no Gosbliee BHUMaHUE OBLIO YJIEIEHO POJM CPEAOBBIX (PAKTOPOB pUCKA B
stnosiorun APII. B nepByto odepens n3ydyanoch BIUSHUE TaKUX (PaKTOPOB KaK BO3pacT
poauTeIeH, MOPSIAKOBBIM HOMEp POAOB, Macca Tefia Mpu poxaeHuM [38]. OTHOCUTEIBHO
BO3pacTa poAuTenell B OOJBIIMHCTBE padOT HE BhIABIECHO yBenuueHUs pucka APII ¢
BOo3pacToM poauteneit [81]. OnHako B AByX paboTax nokaszaHa accouuanus Mmexay APII
U cTapmmM Bo3pactoM matepu [47; 33]. B 1o ke Bpems B psge paboT ObLI MOKa3aH
noBbilieHHbIH puck APII npu mnepBoii Oepemennoctu [104; 21; 20]. Onwucansl
acconmannu Mexnay APII um mpexneBpeMEeHHBIMU POJIaMU M HU3KOW MAaccoM Teja Mpu
poxxaenuu [74; 105], xoTst Tu axTOpbI BPSI JIU SBISIOTCS IPUINHON Pa3BUTHS TTOPOKA,
HO OHM MOTYT OBITH CBSI3aHBI OOIIMMH MAaTOT€HETHUYECKHUMH MyTsIMU. B HECKOIBKUX
UCCJIEIOBaHMSIX ObUIO MOKa3aHo 3HaunMoe noBbiiieHue pucka APII npu ucnons3oBanuu
BCIIOMOTATENbHBIX PENPOayKTUBHBIX TexHosoruit (BPT) [86; 24; 26; 128]. Oqnako ecTh
1 pa0oThl, B KOTOpbIX noBbiieHue pucka APII npu BPT He BoisiBisieTcs.

Bo MHOTUX HccienoBaHUsAX MPOBOINIIOCH U3yUEHHUE BIUSHUS O0JIe3HEN MaTepy Ha
puck APII. TloBbllieHHbIE PUCKHA OBUIM BBISBICHBI JUIsl Marepell ¢ OKUPEHUEM, C
caxapHbIM nuabetom [131; 105; 55; 157]. Ponb nqpyrux 3a0oneBaHuil MaTepy B pa3BUTHU
APII uzydyeHa MeHbllIe U pe3yJIbTaThl HOCSAT NPOTUBOPEUMBBIA XapakTep. ITO Kacaercs

TaKHux COCTOHHI/II\/'I, KaK XpOHHUYCCKasA TUIICPTOHUA MATCPU, IIPEOKITAMIICUS, TUIICPTCPMHU,
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npoctyansie 3aboneBanus u OP3 Bo Bpemsi 6epemennoctu [81]. B ogHOM KpymHOM
uccienoBanuu B EBpore Obl10 mokazaHo mnosbiiieHue pucka APII npu maTepunHckoit
srmericuu [21].

be3yciioBHO, 0c000€ 3HaYe€HUWE UMMEKT UCCIEA0BAHMS, HAIpPaBJICHHBIE Ha
BBISIBJICHUE BIIUSHUS PA3IMYHbIX JIEKAPCTBEHHBIX MpernapaToB Ha puck passutus APIIL.
[Ipuem MaTeprio TakWX IMpenapaTroB, KaK aHAIBIETUKH, aHTHIHPETUKH, aHTHOMOTHKH,
AHTUTHCTAMHUHHBIC TIpeNapaThl, MPOTHBOTPUOKOBBLIC TMpemnapaThl, OapOUTypaThl HE
NPUBOIUT K ToBbIIeHUIO prcka APII [12; 162; 23; 86]. B To e Bpems B Tpex paboTax
BBISIBJICHO moBbllIeHUWE pucka APII mpu mnpueme »xeHmmHON O€H30/Ma3envHa B
KpUTHUYECKUE epruobl sSMOpuorenesa [11; 146], Ho B IByX Apyrux paboTax HE BBISIBICHO
[10]. Kak BuauM, MNpPaKTUYECKU BCE JaHHbICE HOCSAT TMPOTUBOPEUYMBBIA XapakTep,
HEBBICOKA HAJIEKHOCTh IIOJIYUEHHBIX PE3YJIbTATOB, IIOCKOJbKY OOJIBIIMHCTBO U3
UCCJIeIOBaHUM Oa3upyeTcs Ha OOJNBHUYHBIX 3aIUCSAX U PETPOCHEKTUBHO COOPAHHBIX
JaHHbIX. B 1e70M, OIICHUTh BIUSHHE JIEKAPCTBEHHBIX MPEMApaToB Ha PHUCK
BO3HUKHOBEHUA APII 10CTaTOYHO CII0XKHO.

He MeHee  BaXHBIM  SIBISIETCS ~ M3YYEHUE  BPEOHOTO  BO3JECHCTBUS
IIPOU3BOJICTBEHHBIX M OBITOBBIX (pakTOpoB. B psime paboT ObUIO MOKa3aHO BpPEIHOE
BIIMSIHUE TPEHATAJIbHOIO  BO3ACHCTBHUS  NPOMBIIIJIEHHBIX  UYHUCTSIIMX  CPEJCTB,
pactBopurenei. Tak, Herdt-Losavio u coaBT. 00HapyKHJIM 3HAYUMO MMOBBIIIEHHBIA PUCK
poxnaenust pedbenka ¢ APM y matepelt, padotaromux yoopmuiamu (OR, 1,82; 95% CI,
1,06-3,10). B GonbIMHCTBE UCCIEAOBAHUIN CBSI3b MEXKIY KypeHUEM MaTepu J0 WJIU BO
BpeMsi OepeMeHHOCTH U poxkaeHueM aereit ¢ APII e obHapyxena [165; 141; 88; 104].
N3 derpipex paboT, H3ydYaBIIMX YHNOTPEOJICHHUE MATEPBhIO aJIKOTOJIsI, TOJHKO B
HCCIICIOBAaHUM Yuan M cOaBT. oOHapykeHa 3HauuMas cBs3b ¢ APM (OR, 4,77; 95% CI,
1,39-16,38). Tonbko B 0AHON paboTe Oblila BBISABICHA CBS3b MEXY PUCKOM PAa3BUTHUSA
APIIl u npuemom matepbro HapKOTHKOB. Forrester m Merz oOHapy»XuiIu 3HAYUMOE
MOBBIIIIEHNE OTHOCUTEIBLHOTO prcka Npu ynotpebdiaenuu mapuxyansl (OR, 10,57; 95%
Cl, 2,87-38,96), a Taxxe kokauHa (OR, 6,01; 95% CI, 1,05-34,27).

Takum 06pazom, K akTopam, AJIs KOTOPHIX BO MHOTHX MCCJIEIOBAHMIX MMOKa3aHa

CBA3b C BO3HUKHOBCHHCEM IIOPOKA, OTHOCATCA HMCIIOJIL30BAHHUC BCIIOMOI'aTCIIbHBIX
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PENPOIYKTUBHBIX TEXHOJOTHH, MHOTOIUIOMHBIE OEPEMEHHOCTH, MPEKICBPEMECHHBIC
POJIbl, HU3KAas Macca TeJa P POKJICHUHU, U30BITOYHBINA BEC MaTEpH, CaXapHbIi TuadeT y
MaTepu, a TakKe BO3JIEUCTBUE Ha MATEPUHCKUNA OpPraHu3M MPOPECCHOHATBHBIX
BpenHocTel (pactBoputenn). [IpotuBopeunBrie cBefeHus o cBsizu ¢ APII nonyuenst ajis
TakuX (PaKTOpPOB, KaK NPHUMEHEHHE TOPMOHAIBHBIX TMPENapaToB ISl CTUMYJISIIUU
OBYJISIIMHU, MPOTUBOTPUOKOBBIX MPEMAPATOB, a TAKKE MEPBbIE POAbI, TUIEPTEPMUS BO
BpeMsi OepeMeHHOCTH. DakTOphl, ISl KOTOPHIX HE BbIsiBIeHa accoruanus ¢ APIIL,
BKJIIOYAIOT TMPOTHUBO3a4aTOUHBIE CPEACTBA, JuabeT OepeMEHHBIX, XPOHHUYECKas
TUTIEPTEH3MS, MPUMEHECHNE aHTUMHUKPOOHBIX TIPEMapaToB U aHTHOMOTHUKOB, KyPEHHE BO
BpeMsi OEpEeMEHHOCTU U AEPUIIUT MACCHI TeJla MaTEPH.

Knunnveckas xapakrepuctuka APII. AHopekTaibHbIE TOPOKH Pa3BUTHUSA
MPECTABIIAIOT COO0M CI0XKHYIO IPYIIY BPOXKICHHBIX aHOMAJIUM C IIUPOKUM CIIEKTPOM
dbeHoTUnMYeCcKuX MposiBlieHud. Boinenstor nzonupoBanubie Gpopmel APII u anomanuu
AHOPEKTAJIBHOIO OT/IENIa, COUETAHHBIE C IPYTUMHU MMOPOKaMHU pa3BUTHUA. M30nmupoBanHbie
WM HECUHApPOMAJbHBIE (OPMBI PA3JEISIOT MO CTEIIEHH BBIPAXKEHHOCTH AedeKTa — OT
YMEPEHHOT'0 CTeHO3a 3aJJHEr0 MPOX0oa, aTPE3UH 3aJHEro MPoxXoja ¢ Wi 0e3 CBUIIIA, J10
MEPCUCTUPYIOIIEH KIOAKU UK SKCTPOPUHN KITOAKH.

Kak yxe Obulo oOTMe4YeHO Bbile, Oojee vemM B mosioBuHe ciydaeB APII
BCTPEUAIOTCSI B COUETAHUM C OJHUM I 00Jiee MOPOKAMU Pa3BUTHUSI IPYTUX OPraHOB U
cucreM. Cnyuyau couetanuii APII ¢ npyrumu mopokamMu pasielisitoT Ha CIEAYIOIINE
TPYNIBL: CHHAPOMANbHBIE (DOPMBI, BKIIOYAs CHHAPOMBI XPOMOCOMHOM M TEHHOM
ATUOJIOTUH, aCCOLUAIINU U HEKJIaCCU(DUITMPOBAHHBIE KOMIUIEKCHI BPOXKICHHBIX TOPOKOB
pa3BUTHA.

XPOMOCOMHBIE CHHAPOMBI. Xopollo u3BecTHa acconuanuss APIT ¢ cunapomom

Hayna (tpucomusi xpomocoMsbl 21). I1o pazubiM nanubiM yactota APII npu cunapome
Jlayna xonebnercs ot 2 10 5%. UaTepecHo, 4To B aOCOTIOTHOM OOJIBIIMHCTBE CIIy4acB
cuHapoma JlayHa BcTpeuaeTcs atpes3us anyca 6e3 cuia. C MeHbien yactotoi (110 1%)
APII Bctpeuatorest ipu tpucomuu 13 u 18 (cunzapomsl Ilatay u DaBapaca). Ananus
auTeparypsl U 0a3 maHHbix 1Mo xpomocomHo# maronoruu (ECARUCA) mokasan, 4ro

APII omnucanbl NpU MHOTOYUCIEHHBIX CTPYKTYPHBIX XPOMOCOMHBIX aHOMAJIMSAX
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MPAKTUYECKU BceX map xpomocoM. [Ipeamnonaraercs, 4To 3T XPOMOCOMHBIE aHOMAJIUU
MOT'YT OBITh HCIIOJB30BaHbI [JI1 TOHWCKAa TE€HOB, YYacTBYIOMMX B (OPMUPOBAHUU
aHopekTaiapHoro kanana [103].

['ennble cunapomel. K HacTosiemy Bpemenu u3BectHo 6osee 40 CHHAPOMOB, IpU

KOTOPBIX OINUCAaHbl aHOMAIMK aHopekTabHoro otaena (OMIM). APII Obutn onucaHbl
npu cunapomax Kypapuno, Taynca-bpokca, UBemapka, [Tannuctepa-Xomn, Kaydmana-
MakKsrocuka n 1pyrux MOHOT€HHBIX cuHapomax ¢ MBIIP.

Haunbonee wu3BecTHBIM mNpuUMEpoM cHHApoMalbHOW (opmbl APII sBisercs
cunapoM KypapuHo, XapakTepU3yIOIMKACS TPUAL0W CHUMIITOMOB: areHe3usi KPECTIOBOMN
00J1aCTH, HAJTMYKE TPECAKPATBHOTO OITYX0JIEBOI0 00pa3oBaHus (MepeIHee MEHUHTOIIEe
WIM TepaToMa WM JEPMOHUJ]) W aHOpPEKTaJbHbIE aHOMaluu. J[lpyrue aHoMmanuu
BKJIIOYAIOT PEKTO-BArMHAIBHYIO (DUCTYJy, YABOCHHWE MOYETOYHHUKA, THApPOHE(PpO3,
My3bIPHO-MOYETOYHUKOBBIN pPEeQIIIOKC, IBYPOryI0 MAaTKy U HEUPOTCHHBIA MOYEBOM
My3bIpb. THUI HACTEOBAHUSA CUHAPOMA — AyTOCOMHO-JIOMUHAHTHBIN. Y MAllMEHTOB KakK C
yHacJIeIOBaHHOM, Tak M cropajaudeckoil ¢opmamu cuniapoma KypapuHo BbIsSIBIEHA
MyTaIus romeoookcHoro rena HLXB.

Cungpom TayHca-bpokca xapakTepu3yeTcsi COYETAHHEM AHOMAJIMM YIIHBIX
PaKOBHH CO CMEIIaHHON (POPMOM TYrOyXOCTH, TOPOKAMH PA3BUTHS KUCTEH (aHOMaJUU
OOJBIIOrO Majabla, MOMUAAKTUINS U ApP.) U CTEHO30M WIIM aTpe3ueil aHOPEKTaIbHOro
otaena. Tumn HacnegOBaHUS — ayTOCOMHO-TOMUHAHTHBIN.

Cunnpom Ilammucrepa-Xosmn. Ilpu sToM cuHapoMe omucaHa ramapToOiacToMa
TUIIOTAJIAMYCa, YEpPEHHO-JIUIEBbIE AHOMAJIWH, CHUHAAKTWIMS W TOCTaKCHUAJIbHAs
MOJIMJAKTUIIVSL, TIOPOKU PA3BUTUS NOYEK U JIETKUX, ATPE3Hsl aHOPEKTaJbHOIO OTAENa
KMIIEYHUKA. THUI HACIE0BAHUS — ayTOCOMHO-IOMUHAHTHBIM.

Accommanuu ¢ APII. Kak wu3BectHo, accommamuss BIIP — »3To0 wacto
BCTPEYAIOIIECECS COUYETAHHUE ONPEAECICHHBIX IOPOKOB PAa3BUTHSA, HO ITHOJIOTHS ITHUX
cocTostHuM HescHa. Hanbosiee n3BeCTHOM acconnaiueii ¢ mopakeHueM HIKHETO OT/iela
nueBapurenbHo  cuctemsl  siBisgercss VACTERL-acconmanms. OCHOBHbIMHU €€
CUMIITOMAMU SIBJISIIOTCSI aHOMajuu MO3BOHKOB (70%), arpe3uu aHAJIbHOTO MPOXOJa

(80%), arpesum nwumeBoga (70%), BpokaeHHble mopoku cepaua (53%), mopoku
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pa3BuTUsa KoHeuHOCTeN (65%) u anomanuu nouek (53%). Acconmanust OEIS — oueHb
penakas KOMOMHAIMsS TIOPOKOB, BKIIOHArOIIas omdanouene, 3KCTpoPUio KIIOaKH,
HernephopUpPOBAaHHBIN aHYC U Ae(PEKTHI TO3BOHOYHHUKA.

HexmaccudumupoBanaple  KOMIUIEKCH BPOXKICHHBIX IMOPOKOB pa3BUTHA. Y
naiueHToB ¢ APM Hepenko oOHapyUBalOTCS MOPOKH Pa3BUTHUSA JIPYTUX OPraHOB U
CHUCTEM, COUETAHHE KOTOPBIX HE YKJIAJbIBACTCS B KAPTUHY H3BECTHBIX CHHJPOMOB.
ConyTcTBYIOIIME aHOMAJIUU B OCHOBHOM THIPEACTAaBIEHBI MOPOKAMU MOYEHOJIOBOM
cucteMbl  (49%), cKelleTHO-MbIIIEYHOW cucteMbl (43%), yepemHO-TUIEBBIMU
anomanusimMu (34%), aHOMaNUsIMU CEePJIEYHO-COCYIUCTON cucteMbl (27%), mopokamu
pa3BuTHs TUIIeBapuTenbHoro Tpakra (18%) m mopokamMu JpIXaTeIbHOM M HEPBHOM
cucteM (12%). OTmeTuM, 4TO MPOBEJCHHBIE HCCICAOBAHMUS YKa3bIBAlOT HA TO, YTO
COYETaHUE MOPOKOB Yallle BOZHUKAET MPU «BBICOKUX)» aHOMAJIUSIX, KOTOPBIE SBIISIOTCS
CJIOKHOM TATOJIOTUEH, ¢ TPYJIOM MOJJAIOTCS JICUCHUI0 U MMEIOT IIJIOXOM MpPOTrHO3 B
OTHOIICHUU (YHKIIHH, Ye€M TPU «HU3KUX» aHOMAIHSIX, KOTOPHIC BBI3BIBAIOT MEHBIIIE
TPYJAHOCTEH, Jy4Ille MOAMAI0TCS JICYCHUI0 U UMEIOT XOPOIIUN MPOrHO3 B OTHOIIEHUU
dbynkuuu. B 1ienom, Beicokas yactora codetanuit BIIP ¢ aHOpekTalbHBIMU TTOPOKAMHU
TpeOyeT OONBIIET0 BHUMAaHHUS K TaKUM CIydasM KaK C TOYKH 3PCHHS TUArHOCTHKHU
COCTOSIHUS, TaK U BHIOOPA TAKTHKH JICUCHUS.

Takum 00pa3oM, Ha OCHOBAaHWUM aHaIM3a JIUTEPATyphl MOXXHO CKa3aTh, 4YTO
COBPEMCHHBIMH HAIIPABJICHUSMH B H3yUYCHUH BPOKICHHBIX TIOPOKOB PA3BUTHS SIBIISICTCS
U3YYCHUE SIUJIEMHUOJIOTUU KOHKPETHBIX TMOPOKOB Pa3BUTHSA, YTO JA€T BO3MOXKHOCTH
MOJYYEHUs]  TOMYJSLMOHHBIX  XAPAaKTEPUCTUK  TMOPOKOB, OCOOCHHOCTEH  MX
pacnpocTpaHEeHUsl, BBISIBIICHHS (PAaKTOPOB PUCKA, & TAKXKE MOJIEKYJISIPHO-TEHETUYECKUE
MCCJICIOBAHUSI TIO BBISIBJICHUIO T€HOB-KAH/IUJIATOB, YYaCTBYIOIIHUX B PA3BUTUU MTOPOKOB.
YuuTeiBasg ~ CKa3aHHOE, CTAHOBUTCA OYCBUIAHBIM  AKTyaJIbHOCTH  IMPOBEACHUS
KOMITJIEKCHBIX UCCIIEOBAHUI BPOXKICHHBIX MIOPOKOB PA3BUTHS, UTO B KOHEUHOM HTOTE

MOYKET [IOMOYb B U3YYEHUU IPUYUH NporucxoxaeHus BIIP.
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I'/TABA 2. MATEPUAJIBI U METObI UCCJIEJTOBAHUSA

HpOBe,ZIeHI/IG HaCTOAIICTO HCCICAOBAHU OBLIO oz{o6peHo Komurerom 110

onomeauiuuckoit atrke ['6OY BIIO IlepBeiit MI'MY um. U.M. Ceuenosa.

2.1 O0mas xapaKTepUCTHKA BHIOOPKH

Marepuan u o00beKT HcCCIeA0BaHUA. MarepualioM i1 HACTOSLIETO
WCCIICOBAHNS TOCITYKWJIA JAaHHBIE JIHIEMHOJIOrH4eckoro Monuropunra BIIP 30
PETUOHAIBHBIX  PETUCTPOB, OTHOCAIIUXCS K KAaTerOpUU  IOMYJSIHUOHHBIX, H
COOTBETCTBYIOIIMX  aJMUHUCTPATUBHO-TEPPUTOPUAIBHBIM  enuHuniam P®. s
MoTydyeHusi 0a30BbIX (MOMYJISIIUOHHBIX) YaCTOT WM 0a30BBIX JIMHUN B COOTBETCTBUHU C
pexomenaarnusamu eBponeiickoit cucreMbl EUROCAT HeoOxoamma peanusarius JBYX
KPUTEPHUEB: 00I1I€€ YUCIIO POXKACHUI JOHKHO ObITh 00J1ee 100000 1 Mpo10KUTENTEHOCTh
HAOJIIOZICHUS HE JIOJDKHA OBITh MEHee S5 JIeT. YUUThIBas 3TU YCIOBUSA, B UCCIEIOBaHUE
ObLTM BKJIIOUEHBI ClieAyrolue ooOnactu: ApxaHrenbckas, bpsiHckas, Bonrorpanckas,
Wpkyrckas, Kamyxkckasa, Kuposckas, KpacHospckuii kpaii, Kypckas, Jlnnmenkas,
MockoBckas, Huxeroponckas, HoBocubupckasi, Omckasi, OpenOyprckas, Ilepmckas,
Psizanckas, Camapckas oOnactu, Cankrt-IletrepOypr, CapartoBckas, CaxaiuHCKas,
CepmiioBckas ob6snactu, CraBpornonbckuii kpai, TamOoBckasi, TromeHckas oOjactu,
Yamyprckas pecnybnuka, SpocnaBckas o6macte. PecryOonmku: bamkoprocrtan, Caxa
(Axytus), YUysamickas, CeBepHast OceTusi-AnaHusl.

Bce cayuam BIIP peructpupoBaiiich B pEeXUME HACTOSLIETO BPEMEHH,
YUYHUTBIBAIUCH BCE AETH KAK C M30JIMPOBAHHBIMU, TAK K MHO>KECTBEHHBIMH BPOKICHHBIM
MOpPOKaMU, YbW POJUTENIA XWUJIU B TpeAeiaX TEePPUTOPUANIBHBIX TPaHUI] JECUCTBUS
pPErMOHATBLHBIX CUCTEM MOHUTOPHUHTA BPOXKICHHBIX TIOPOKOB pa3BuTusi. B 00s3arensHOM
MOPSAKE PETrucCTpauuu nojjiexanu Bce ciaydaud BIIP y KUMBOPOXIEHHBIX U
MEpPTBOPOXICHHBIX JieTel ¢ Maccol Tena 6osee 500 T npu cpoke OepeMEHHOCTH OT 22-X
HEJIeJb, YTO COOTBETCTBYET MEXAYHAPOAHBIM CTaHIapTaM MOpH MPOBEACHUU

MOHHUTOPHHI'A BPOXKIACHHBIX IIOPOKOB PA3BUTHAL.
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COop maHHBIX MTPOBOIUIICS YHU(DUIIUPOBAHO B COOTBETCTBUU C PEKOMEHIAIMSIMU
[0 MPOBEJICHUI0 MOHUTOPUHIA BPOKJICHHBIX MOPOKOB. J[JI1 MOJHOTO BBISBICHUS BCEX
CJIy4yaeB IOPOKOB HCIMOJIb30BAJIUCh MHOKECTBEHHBIE MCTOYHHKH JAHHBIX: POJIOMA,
JIETCKUE TMOJIMKIMHUKYU U CTAllMOHAPHI, TATOJIOTOAHATOMUYECKHUE OT/ICTICHUS.

OOBEKTOM JaHHOTO HCCIEAOBaHUSI ObLIM HOBOPOXKIEHHBIE JIETH C arpe3uei
MUILIEBOJIa U aHOPEKTAJbHOIO OTJAENa — MOPOKaMH, BXOJSIIMMHU B TPYNIy MOPOKOB
o0s3aTenbHOTO yueTa. J[s komupoBanus mopokoB ucnoias3oBaics MKbB 10 nepecmortpa.
B uccnenoBanue BKIIOYAIUCh TOJIBKO CIy4yau arpe3ud nuieBoja 6e3 ceuma (Q39.0) u
aTpe3uu MHUIIEeBOAAa C TpaxeonuiieBoAHbIM cBUIlloM (Q39.1). Ciyuan BpOXKIAECHHOTO
TPaxeomuIeBOAHOTO CBUIllA 0€3 aTpe3ud U CTEHO3 MHUIIEBOJAa HE BKIIOYAINCH B
uccieqoBaHne. AHOPEKTaJbHbIE IOPOKH BKIIFOYAIM YETHIPE BUAA MTOPOKA: BPOKICHHbIE
OTCYTCTBHUE, aTpe3usi U CTEHO3 MNpsAMOM Kuiiku co cBummoM (Q42.0); BpoOXIECHHbIC
OTCYTCTBHE, aTpe3uss W CTeHO3 mpsMoi kumku 60e3 cBuma (Q42.1); BpOXICHHBIC
OTCYTCTBHUE, aTpe3usi U CTEHO3 3ajHero mpoxoja co cBuioM (Q42.2); BpOXICHHbIC
OTCYTCTBHUE, aTPe3Us U CTEHO3 3a/IHETO Mpoxoja 6e3 cuia (Q42.3). Ilpu MoHuTOpUHTE
HE YYHUTBHIBAIUCH CIy4al I[OPOKOB, SIBJISBIIMECS YaCThbIO XPOMOCOMHBIX (Kpome
cuHapoma JlayHa) Ui U3BECTHBIX MOHOTEHHBIX CHHJIPOMOB.

Nudopmarus o pebeHke BKIIOYANa CBEACHUS O IMOJOBOM NPUHAIJIEKHOCTH,
COCTOSIHUM TPU POXKICHUH, MAacCe TeJla MPU POKICHUH, BO3pacTe MaTepH, MOPSIKOBOM
HOMEpe pojoB. Takke MpU HAJIUYUKU HECKOJBKUX IMOPOKOB, MPHUBEICHO MOJIPOOHOE
onucanre (HEHOTUTTMIECKUX XaPAKTEPUCTHK, HA OCHOBAaHUU KOTOPBIX IMPOBOJAMIACH
JIMarHOCTUKA BBISIBJIEHHOTO ciydas. BeIOOp TaHHBIX mapamMeTpoB O0YCJIOBJIEH TE€M, YTO
OHM TIO3BOJISITM OCYIIECTBUTH aHANM3a YaCTOT BPOXKICHHBIX MOPOKOB U MOTJHM OBITh
MOJIYYCHBI U3 MEAUIIMHCKUX JOKYMEHTOB JIJIi BCEM BBIOOPKHM HOBOPOXKICHHBIX, a HE
TOJIBKO JJIsI IETeH ¢ TOPOKaMU Pa3BUTHS, UTO HEOOXOAUMO JIJIsl TOJTyUEHUS 3HAMEHATEIS
IIPY OTIPECIICHUH TTOMYJIAIIMOHHON 4acTOThl. [loaTOMY KaXki0e u3BeIIeHne 0 peOeHKe ¢
BIIP o6s13aTenbHO JOKHO OBLIO COIEpKaTh BCIO TpeOyemyto nHdpopmariuio. CBeeHusl,
MOJTyYE€HHbIC U3 PErMOHAIBHBIX 0a3 JaHHBIX, BBOJWJIMCH B €AUHYIO 0a3y JaHHBIX B
otnene nHpopmarmoHHbix TexHonoruii 1 Mmonutropudra OCII HUKU nenuatpum um.

Axanemuka FO.E. BenbTumena. CiaeacTBEHHO, BCS IEpBUYHAsA UH(pOpMaIUs Ha peOeHKa
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HAXO0JMJIach B OOBEAMHEHHOM PErHCTpe, BKIIOYAsl W OMUCAHUE €r0 (hEHOTUIMUYECKUX
XapaKTEPUCTUK, YTO JAJ0 BO3MOXXHOCTb IMPOBECTH aHaIu3 ()EHOTHUIIOB JETEH 3a04HO.
Nudopmanus, conepxkaiasics B 00beIMHEHHON 0a3e NaHHBIX, JAenepCOHU(UIIMPOBaAHA,
T.€. HEC BKIIIOYACT JAHHBIC, MO3BOJIIONINE MEPCOHU(PHUITUPOBATh KAKIbI KOHKPETHBIN
CIIy4amu.

B anamu3 Bximouensl Bce ciaydan BIIP, 3apermctpupoBaHHBIE HAa HM3y4aeMbIX
TEPPUTOPUSX 32 NEPUOJ HAOIIOIEHU TPOJOJKUTENBHOCTBIO 13 jeT — ¢ 2000 mo 2012
rojil. Beero 3a ananu3upyeMblil epuo/l MoayyeHbl cBefieHust o 1588 ciyyasx atpe3uit
nuieBosa u 1348 ciayyaeB aTpe3uil aHOPEKTaIBLHOTO OT/AEA.

J71st pacdeTa 4acTOT MOPOKOB Pa3BUTUSI HEOOXOAUMBI JIAHHBIE IO 00IIEMY YUCITY
POXKJIEHUI B perruoHax 1o rojgaM. Ha exemecsyHOM OCHOBE CBEJIeHUSI 00 0011IeM dncie
POAMBIIUXCSL JACTEH B OMPENCIICHHOM peruoHe (0T ropoja J0 pailloHa) MOCTyNald U3
POAMIBHBIX JJOMOB B pETUOHAIIbHBIE PETUCTPBI. Kak 111 BceX HOBOPOK/ICHHBIX, TaK U Ha
pebeHKa ¢ BPOXKICHHBIM MOPOKOM, Pa3AeibHO B TPYIINAX dKUBO- U MEPTBOPOKIECHHBIX
JIeTEl MPEJICTABICHO PACIPE/ICTICHUE BCEX HOBOPOXKICHHBIX IO MOy, Macce Teja MpHu
POXKJIEHUU, BO3PACTY MAaTEpU U MapUTETy pojioB. B Tabnuie 1 mpuBeneHbl TaHHBIE 110
YUCTY POXKIACHUHN IO TOJIaM U PETHOHAM.

Kak Obu10 CKa3aHO BBINIE, MOHUTOPUHIOBBIM PETUCTP HE YUMUTHIBAET Clydau
M3BECTHBIX CHHJPOMOB, YTO HE TO3BOJISECT OMNPEIASTUTh JOJI0 HM3y4YaeMbIX MOPOKOB
Pa3BUTHS B COCTaBE CUHPOMOB HACJIEJACTBEHHON MPUPOIbI. B CBSI3U ¢ 3TUM JIJIs1 OLICHKH
JIOJIM CUHJPOMAJIbHBIX CIIy4aeB B CTPYKTYpE aTpe3uid MUIIEBAPUTEIBLHOIO TPAKTA U JJIS
MPOBEJICHUS KJIMHUKO-TE€HEAJOTUUECKOTO HCCleoBaHusl HaMu Obuia chOpMUpOBaHA
BBIOOpKA (MO0 UCTOpHUSM OO0JIe3HEH) MAIMEHTOB C aTPE3UsIMU JKENyI0YHO-KUIIIEYHOTO
TpakTa u3 AeTckux KIMHUK MockBel 1 MOHUKMU. Beero 6su10 BoIsiBIEHO 113 cirydaes
atpesuit XKKT. B 7 ciyuasx auarHo3 aTpe3uu HE MOJATBepausica. TakuM oOpa3om, B
aHanu3 ObU10 BKoueHo 106 mpobanmos ¢ BIIP: 39 nereii ¢ aTpesueit numieBona u 67
JIETEN C aTPE3UEN aHOPEKTAIBHOIO OTAENA. 71 monydeHnsT KIMHUKO-TE€HEATOTHYECKUX
JAaHHBIX OBLIM 00CIIeIOBAHbl POJIUTENIN U CUOCH IPOOAHJIOB C aTpPE3Us MU MHUILEBOJIA U
aHOPEKTAJILHOT'O OT/ENA.

Tabmuna 1 — KonuaectBo poxxaenuii 3a nepuos ¢ 2000 mo 2012 rojapl 1o peruoHam
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Peruonni 2000 2001 2002 2003 2004 2005 2006
ApxaHresnbckas
0011. 12133 13345 14037 14459 13388 13940 12709
bpsiackas o61. 10714 10913 11439 12406 12527 12082 12191
Bousrorpaackas
0011. 12350 11429 20400 | 25202 22182
Upkyrckas 0611 36441 23101 26016 | 23902 21089 | 21352
Kanyxckas 00:1. 10810 | 7376 6968 7994 5938 6982 9044
Kupogckas 0611 12454 12162 14189 14660 13576 13696
Kpacnosipckuit
Kpau 25050 | 28724 30500 31842 29945 29552
Kypckas o06:1. 12619 10445 10565 10934 10196 10486
Jluneuxas o071 13014 10001 10897 9988 10897 11137 10784
MockoBckast 0011 43461 43456 50146 53374 54716 53744 51225
Hwxeropoackas
0011. 29526 | 27600 29305 30656 23400 24669
HoBocubupckas
0011. 28500 | 28644 27968 25401 25967
Omckast 0011 21999 | 9950 20040 19831 11052 20144 20240
OpenOyprckas 0611. | 23005 21144 24991 19670 24665 22239 23152
[Tepmckas 0611 20746 | 43078 30783 31267 31446 | 29584 30054
Pszanckas 06:1. 8798 8982 6816 6956 9481 9284 9783
Camapckas 0011. 25861 27330 30367 32298 32866 | 31572 32212
Cankt-IlerepOypr | 34642 36662 39477 | 42199 41836 | 41446 42396
CapatoBckas 001. 28649 23108 22356 27261 21330
Caxa (SxyTus) 15669 | 9676 11299 11498 12375
CaxanuHckas o0n. | 5288 5305 7448 5940 6034 5892
CaepuioBckas 00i1. | 37917 | 36802 44003 40549 40549 | 44226 45573
CraBpononbCKui
Kpaii 5620 8596 7893 6465 10145 12383 10472
TamboBcKkast 0011 9531
TromeHckas 00J1. 12638 11448 15070 15361 16353
SIpocnasckast 001. | 10163 11278 12114 12726 13053 12249 12378
PecnyOsinkn
Bbamkoprocran 41116 | 42217 48427 | 47544 41085
PCO-Ananus 7551 8293 8337 8135 7972 8565
Y amyprcekas
pecnyOimka 16264 16578 18091 18440 17240 17650
Uysamickas
pecryosinka 15697 9222 12712 53742 12638 13107 13747
BCEI'O 552026 | 549502 | 565276 | 612338 | 465043 | 500733 | 569409

Oxonuanue Tabiuibl 1
Pernonni 2007 2008 2009 2010 2011 2012 Bcero

ApxaHrenbckasi 001. 13403 | 15271 | 13888 | 15405 | 14896 | 12335 | 179209
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Bbpsiackast 0011 13316 | 14378 | 14390 | 13824 | 13833 | 14410 | 166423
Bonrorpazackas 0071. 28912 | 28253 | 27719 | 28304 | 204751
Wpkyrckas 0611 34847 | 37786 | 38333 | 36441 38193 | 337501
Kamyxckas o61. 10022 | 10668 | 10459 | 10810 | 10929 | 11541 | 119541
Kuposckas 0611 14961 | 15367 | 15479 | 15519 | 15822 | 17122 | 175007
KpacHosipckuii kpaii 31433 | 34431 | 35699 | 36893 | 36786 | 39850 | 390705
Kypcxkas 0611. 11378 | 11743 | 12489 | 12619 | 12755 | 13097 | 139326
Jluneuxas o071 11404 | 12809 | 12837 | 13014 | 9792 | 13709 | 150283
MockoBckast 0011 54531 | 64678 | 64004 | 67849 | 66962 | 74502 | 742648
Hwmxeroposckas o61. 32353 | 32498 | 34876 | 34437 | 25189 324509
Hosocubupckas 0611. 26085 | 25967 | 35665 | 35038 | 36200 | 32874 | 328309
Omckast 0011 20955 | 21762 | 19860 | 21999 | 20087 | 21913 | 249832
OpenbOyprckas 001. 26992 | 28083 | 28349 | 28583 | 270873
[Tepmckast 0011 17118 | 35094 | 35727 | 36930 | 36070 | 37853 | 415750
Pszanckas 0611 10240 | 10289 11389 | 11015 | 11723 | 114756
Camapckast 0011 34071 | 36842 | 36738 | 37703 | 36783 | 39954 | 434597
Cankt-IlerepOypr 46893 | 49371 | 53090 | 55974 | 54913 | 57625 | 596524
CaparoBckas 0011 23734 | 21752 26766 | 27960 | 222916
Caxa (Sxytust) 13417 15648 | 15669 | 14924 | 19543 | 139718
CaxanuHckas 001. 6137 6345 6213 6034 5813 6284 72733
CaepamnoBckast 0071. 49168 | 52975 | 55479 | 55347 | 55984 | 59773 | 618345
CraBpononbsckuii kpait | 15387 | 18579 | 16500 | 17509 | 16861 | 18931 | 165341
TamOoBcKas 0011 9957 9939 9934 | 10123 | 9808 | 10219 | 69511
TromeHnckast 0611 21017 | 20469 | 21175 | 24602 | 24992 | 27445 | 210570
SIpocnaBckas 001. 13104 | 13509 | 12891 | 14181 | 14266 | 13911 | 165823
PecnyOamku

bamkoproctan 47517 | 55136 | 53607 | 56945 | 55217 | 59704 | 548515
PCO-Ananus 9814 | 10183 | 10183 | 10403 | 10546 | 10802 | 110784
Yamyprckas

pecmyOimka 19829 | 20662 | 21254 | 21934 | 21904 | 23604 | 233450
Uysamickas

pecnyOmka 15298 | 14953 | 15979 | 15697 | 16017 | 17099 | 225908
BCET'O 627389 | 673456 | 728301 | 760624 | 731198 | 788863 | 8124158

2.2 KiiuHu4ecKkas XapaKTepucTHKa

Jnist m3ydeHus amienbHoro moiaumopdusma renoB Il ¢asbl  geTokcHKauu
KCEHOOMOTHKOB Y AeTell ¢ n3onupoBanHou ¢popmoii All B uccinenopanue BxitodeHs! 130
JIeTe pa3IMYHOTro Bo3pacTta: 39 nereil B Bo3pacTe OT Nepruojia HOBOPOXKIECHHOCTH 10 17
JIET ¢ arpe3ueit nuieBoAa (BKJIOUYas OOJIbHBIX C TPAXCOMHUIICBOAHBIM CBUIIIOM U 0€3
CBUIIA), MAaTEPH KOTOPBIX BO BpeMsi O€PEMEHHOCTH HE TTOTPEOIISsTA TabaK MIIH aJTKOTOJIb.

['pynmoit kouTposs nocuyxwiu obpasupsl JJHK, monyuennsix y 91 pedenka 6e3 All Bee
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poauTenu (pPycCKoW HAIIMOHAIBHOCTH) JaBalld COTJIACHE Ha HCIOJIb30BaHHE MaTepuaia
B COOTBETCTBHE C TPeOOBAHMEM STUYECKOrOo KoMuTeTa. Kpureprem HCKIIOYCHUS
apiich ciydan All, KoTopble OTHECEHBl K KIACCU(DHUIIMPOBAHHBIM COCTOSIHUSM
(VACTERL accommanus, cuaapomsl TayHca-bpoxkca, [Tamnucrepa-Xomn, @elHronbaa,
cunapoM JlayHa u nip.), a Takke ciydau HekJaccuuiupoBaHHbIX KoMmiuiekcoB BITP.
buonornyeckuid MaTepuasl A€Te MONy4dald HEMHBA3WBHBIM MeTonoM: obpa3ubl JJHK
JUTSL TIOCITIEAYIOIETO UCCIeA0BaHUs ToIuMop(hu3MOB ABYX reHoB 1 a3l neTokcukanum
kceHoOuoTukoB (GSTTI w GSTMI) mnonydanu M3 KIETOK OYKKAJIBbHOTO SIUTEIUS
MeTOI0M (HEHOI-XTOPOPOPMHON IKCTPAKIIHH.

2.3 MeToabl HCCaeI0BAHUSA

Kiunuko-reseajsornyeckuii Mero. MeTol MCNOJIBb30BAICS NPU MPOBEACHUU
BBIOOPOYHOTO HcclieoBanusi. Bce mpoOaHapl ObUIM OCMOTPEHBI JJIsS  BBISIBJICHUS
(EHOTUNMHYECKUX OCOOCHHOCTEH, MaJIbIX aHOMAJIUN Pa3BUTHUS U KPYITHBIX OPOKOB. J{7st
kaxaoro npodanna ¢ All u APII mpoBoausics cOOp reHearorn4ecKux JIaHHBIX C
COCTaBJIEHUEM POJIOCIOBHOM.

MeToabl CTATHCTHYECKOTO AHAJIN3A JAHHbIX:

1. Pacuersl yactotel BIIP Bennch Kak OTHOILICHHE YMCIA MEPTBOPOKIEHHBIX U
KUBOPOXKIEHHBIX aereid ¢ BIIP k oOmeMy uuciay MepTBO- M JKMBOPOXKICHHBIX U
paccunthiBasiich Ha 10000 poxaeHnil:

f=n/Nx10000, (1)
rae f—dacroTra BpOXKIEHHOTO MOPOKa,

N — YUCJIO )KMUBO- U MEPTBOPOXKICHHBIX JeTeH ¢ naHHbIM BIIP,

N — o0111ee YrCIIo POXKICHUIA.

[Tpu pacuere cyMMapHbIX YaCTOT IO BCEM BBISIBJIEHHBIM MOPOKAM U 110 BEIOPAHHOM
rpymme u3 6 BugoB nopokos (Q39.0, Q 39.1, Q42.0, Q42.1, Q42.2, Q42.3) nonydeHHoe
OTHOILLIEHHE YMHO)kaJIoch Ha 10000 poxaeHui.

2. Pacuetsl 6a3zoBbIX 4acTOT. OCHOBHBIM (POHOBBIM IIOKAa3aTelIeM B aHAJIN3E
aBisieTcst 6a3zoBas JmHus (vim 0a3oBas yactora) All u APM, koTopas paccunuThIBaeTCs

B 3aBUCHUMOCTH OT BPEMEHH HAOJIIOJCHUN U YKCJIa POXKJICHUN B PETHOHE 32 HECKOJIBKO
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net. bazoBas yactoTa MOKeT ObITh paccunTaHa MepHooM HaOII0AeHHM OoJiee S neT uiu

B pEruoHax ¢ OOMUM 4YHCIOM poxaeHui, npesbimatomum 100000. B  manHom

MCCJIEIOBAHUM aHATTM3UPYEMbIE PETHOHBI COOTBETCTBYIOT M3JI0KEHHBIM KPUTEPUSIM.
p=n:N, (2)

IJIe p — 4acToTa MPU3HAKA;

N — YKCJIO AETEH C 3aJJaHHBIM NMPU3HAKOM (IIOPOKOM PA3BUTHS).

N; — ob1iee uncino HabIIOIEHUH (YUCIIO POXKIICHUH 3a €IUHUILY BPEMEHH ).

Cpennsist ommOKa 4acToThl (Sp) paccyuThiBasIach 1o hopmysie

rneq=1-p.

JloBepuTenbHbIE TPAHUIIBI JIJIST YACTOTHI PACCUUTHIBAIOTCS IO PopMmyiie

p —tsp <p0 <p + tsp.

st 95% nosepurenbHOro narepnana t = 1,96.

Pe3ynbTaThl cudTamUCh CTATUCTUYECKH 3HaYUMbIMU Tipu p<0,05.

3. PacueTsl OTHOCHUTETBHBIX PUCKOB. [[7151 BRIABICHHS (PAKTOPOB, KOTOPHIE MOTYT
MPENsSTCTBOBATH MJIM CTOCOOCTBOBATH Pa3BUTHIO 3a00JI€BaHN S, TPOBOUIOCH CPABHEHUE
3HAUEHUM MMOKA3aTeNIeH B pa3HBIX IPYIIaxX, OJHA U3 KOTOPBIX UCIBITHIBAET BO3/ICHCTBHUE
uccienyeMoro ¢akrtopa, a npyras — HeT. Cle10BaTeIbHO, OTHOCUTENIbHBIA PUCK — 3TO
OTHOIIEHUE YacCTOThl U3y4aeMOTro MpH3HaKa B TPYIIE, MOABEPKCHHOW BO3JACHCTBUIO
(dakTOopa pHUCKa K €ro 4actoTe B IpyIme 0e3 ¢dakTopa pUCKa W PAaCCUUTHIBACTCS IO
bopmyie:

RR= fo/fc, (3)
rae fo — nmokazaTesnb 4aCTOTHI MPU3HAKA MPU HATUYUU (PaKTOpa PUCKA;
fc — mokasarenb 4aCTOTHI MpU3HAKA MTPU OTCYTCTBUU (PaKTOpa pUCKA.

Paznuna mexay 3HaueHUAMH TOKa3aTeled B 3TUX TpyMNnax BbIpakaeTcs depes
otHocuTeNbHBIN pUCcK (RR —relation risk). OTHOCUTENBHBIN PUCK YKA3BIBAET, BO CKOJIBKO
pa3 yBEIMYMBACTCS WM YMEHBINACTCS JAaHHBIA TIOKa3aTellb TIPH BO3JACHCTBUU
ucciaenyemoro ¢akrtopa. RR moxer usmenarbcs ot 0 (B ciywae, Korga MOpOK
BCTpPEUAETCsI TOJIBKO B TPYIITIE, HE TIOABEPKEHHOM BO3EHCTBUIO UCIIBITYEMOTO (hakTopa)
n0 oo (ecnd TOPOK pa3BUTHS HAOMIOMAETCA TOJBKO B TPYIIE, MOABEPKEHHOMN

BO3JICHCTBUIO UCCiieayeMoro (akTtopa) U paBeH | JUIb B TOM cilydae, eciu (pakTop He
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BJIMSIET HA pa3BUTHE OOJe3HU (T.e. 3HAYCHHS IOKa3arejeil B 00erx rpymnmnax paBHBI).
OTHOCUTENBHBIE PUCKM M YacCTOTYy MOPOKOB PACCUMTHIBAIN I MOJIA MOPAXKEHHOTO,
Macchl Tena MpU POKIAECHUU, BO3pacTa MaTepu, MOPAIKOBOTO HOMEpa poaoB. Tak Kak
JAHHbIE 1O 3THUM MapaMeTpaM OBbUIM TOJYy4YEHbl HE JUIsl BCEX CIIy4YaeB, YHUCIO,
UCIIOJIb30BAaHHBIX B aHAJIM3€ CIIy4aeB, HE PABHO OOIEMY YHUCITY 3aperuCTpUPOBAHHBIX
ITIOPOKOB.

4. loBeputensubiii uaTepBan (CI — confidence interval) — 3To mHTEpBa 3HAYCHMIHA,
B IIpelieslax KOTOPOrO C BEPOSATHOCTBIO 95% HaxXxoAunoch OXKHUJIAEMOE 3HAYCHHE
paccMaTpuBaeMoro rnapaMmeTrpa. JlOBEpUTEIBHBIE HWHTEPBAJbBI  ONPEIACIAIUCH B
IPEANOJIOKEHNN, YTO PACHPENACICHUE YHCIa MOPOKOB IOIYMHEHO PaCIPENCIICHUIO
Ilyaccona.

5. J1ns Toro, 4ToObl MPOBECTH OLEHKY JTOCTOBEpHOCTH paznuuuil yactot BIIP no

PCTrUOHAaM U 110 IrogaM IIPUMCHAJICA HGHapaMCTpI/ILIeCKI/Iﬁ KpI/ITepI/Iﬁ corjiacus Xz.

6. Onmun wu3 Hauboyiee pacIpPOCTPAaHEHHBIX METOJOB MPOTHO3UPOBAHMS
3aKJII0YAeTCsl B OKCTPamosilM{, T.6. B MNPOMJIEHHMH B Oyayniee TEHIACHIUU
HAOMIOJaBUICHCSI B MPOLUIOM. OKCTPAHoOsALUs TEHACHUUNH TUHAMHUYECKHX PSJIO0B
CPaBHUTEJIBHO IIMPOKO MPUMEHSETCS B NPAKTUKE B CUILYy €€ MPOCTOTHI, BOZMOKHOCTHU
OCYUIECTBJIEHHUS HA OCHOBE OTHOCUTEIBHO HEOOIBIIOr0 00beMa HH(OpMAIUU, HAKOHETI,
SICHOCTH TPUHATHIX AonyueHuil. OTcyTcTBUE MHOW HMH(OPMALKU MOMHUMO OTAEIHHO
paccMaTpUBAaEMOT0 TMHAMHYECKOrO psAJla YacTO OKa3bIBAETCS PEIIAIOIIUM MPU BHIOOpE
TOTO MeETOJa IMporHosupoBanusd. [Ipm TakoM mOAXOAEe K HNPOTHO3HPOBAHUIO
IpeanoiaraeTcs, YyTo pa3Mep NpU3HaKa, XapaKTEepHU3YIOILEro siBieHue, GopMHupyercs
MO/ BO3JECWCTBUEM MHOXKECTBA (DAKTOPOB, MPHUYEM HE MPEJCTABISAECTCS BO3MOKHBIM
BBIJICJIUTH IIOPO3Hb UX BIUSHKE. B CBA3M € 9TUM XOJ1 pa3BUTHS CBS3bIBACTCS HE C KAKUMH-
100 KOHKPETHBIMU (haKTOpaMu, a C TEUEHUEM BPEMEHHU.

JIisi IpOTHO3MPOBAHUSl JUHAMHKMA AHOMAJMW TMHIIEBApUTENbHON TpyOKH Ha
nocieayomme 3 rojga HaMH Oblia MCIONb30BaHa IMporpamMma «MaTemaTnueckoe
MOJEIUPOBAHUE JUHAMHYECKHX W3MEHEHHUW 370pOBbs HaceleHus». B  OCHOBY
MaTEeMaTUYECKOro amnmapara ObLI MOJO0XKeH MeToJ] HanMmeHbImx kBajapatoB (MHK), c

Y4€TOM BBISIBIICHHBIX BECOB YPOBHEH BPEMEHHOTO psijia /ISl OJHO(PAKTOPHBIX SBICHUMN
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[9]. HeobOxomumo otmetruth, uro MHK, Oyayum mnpome wmerona YeOsbimieBa 1o
BBIUMCIIMTENIBHON Mpoleype, 001a1aeT TpeMsl HeJ0CTaTKaMuU: HET TBEPAON IapaHTHH B
caMOM (pakTe KOppEJSILUU MEXKIY CIydallHbIMM BEJIMUYMHAMU; 711 BIOOpa HamIydIlen
MOJIeJId HEOOXOJAMMO HAWTH JBa JIECSITKAa BapUAHTOB, UYTO 3HAYMTEIBHO YBEIMYHUBAET
TPYAOEMKOCTb 3TOTO METO0J1a; KOPUAOP CYLIECTBOBAHUS MOJEIU MOXKET OBITh 3ayXKeH
BCJIEACTBUE PAOOTHI C YCPEIHEHHBIMU JaHHBIMH [6].

CrnenyeT NOMYEPKHYTb, 4YTO BBIOOp 0OOJiee MPaBUIBHOIO THUIA MapadOoJIbI

onpenensercs x>, JIrobas u3 pa3pabOTaHHBIX HAMH MAaTEMATUYECKUX MOJIEIEN OTpaKaeT

CYTh IIPOLIECCOB C BEPOSTHOCTHIO 0oiiee 95%, Tak Kak IOJyYeHHbIE 3HAYEHHS > MEHBIIIE
XzTaﬁ.H'

CraTucTuyeckoe OlICHUBAHHUE MPOBOJAUIOCH MPHU MOMOIIY MaKeTa CHEIHATbHBIX
cratuctuueckux nporpaMmm SABER (Statistical Analysis Battery for Epidemiologic
Research), co3ganHbIX a1 aHaIU3a JaHHBIX ATTUAEMHUOIOTUYECKUX UCCIIETOBAHUM.

Kaprorpaguueckoe moaeanpoBanue. Crneuu@uyHoCTh COJEpXKaHUS U
OpUTHHAJIbHAS TEXHOJIOTHSI KapTorpaduyecKoro Mojaxoja, KOTOPbIM HMCIOJb3YeTCsS B
JJAHHOM HCCJICIOBaHUU, OblIa B OOJbIIEH CTENEeHW pa3zpaboTaHa OTEUECTBEHHBIMU
uccnenoBarensamu [142; 1; 2]. [Ipu nocTpoeHUHN KapT UCIOIb30BAIUCh OPTOTOHAJIBHBIC
nosmHoMbl Yebsbimena I, II u Il mopsiaka, ubs uHTEpripeTaus 6onee oueBuaHa. Ha
JTAHHBI MOMEHT BOIIPOC O TOM, aJIeKBaTHO JIM MPUMEHEHNE MaTeMaTUYECKUX MOJENei
JUIsl aHanu3a Kaprorpaduueckoil MHpopManuu cuuTaercs pernieHHbIM [8]. B mannHou
METOJI0JIOTUM KapTa HE NPOCTO crnoco0 mepenauu rpaduyeckoi MHOOpPMALUM, ITO
oOpa3Hasi U 3HAKOBas MOJIENIb JEHUCTBUTEIBLHOCTU, T.C. SIBJSICTCS MCTOYHUKOM HOBBIX
CBEJICHUH O KapTorpapupyeMbIX Mpu3Hakax. B mepBom ciyuyae uHpopMaius KapThl HE
npeBbiiana Obl 00beM nucxoaHoM nHpopmanyu. Kaprorpaduueckuii anamus oTaInyaeTcs
0oJiee BBICOKOM pa3pelraroiield CrrocOOHOCThIO, YeM HM3BECTHBIE HaM CTATHUCTHYCCKHE
MPOLIETyphl, MOTOMY Kak KapTorpadupyeMble MOBEPXHOCTH HEIMHEWHO CBS3aHBI C
gacToTOoM crnenuduueckoro nopoka. KommbroTepHoe KapTtorpadupoBaHUE YACTOT
OTIEIBHBIX (OPM BpPOKIACHHBIX TOPOKOB PAa3BUTUS TMPOBEACHO C IOMOIIBIO
OPUTMHAJIBHOTO  MPOTPAMMHOTO MakeTa KapTorpado-CTaTUCTUUECKOTO  aHaIu3a

«GGMAG» [2]. B pacuerax KaXa0ro U3 MHOTOYHCIIEHHBIX y3J10B PAaBHOMEPHOU CETKU
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KapThl TPUHUMAIM ydYacTHE KaK BCE OOCIICIOBAaHHBIC PETUOHBI, TaK W PETHOHHI,
HAXOJIAIIUECS 33 «IIpe/leJlaMU BUAMMOCTH» KapThl. BKiIIOUeHHe TaHHBIX MMPOBEACHO Ha
KapTUPYEMYIO TEPPUTOPHUIO C IOMOIIBIO OPTOrOHAIBHBIX MOJIUMHOMOB () CTeneHwu.
WHTepBanbl OKpalleHbl TaK, 4YTO MPU BO3PACTAHUU 3HAYEHUM YaCTOThI TOPOKOB PACTET
WHTEHCUBHOCTh OKpacku. KommbioTepHoe kapTorpadupoBaHHE JAHHBIX O YacTOTaM
BPOXKJCHHBIX TOPOKOB OCYIIECTBISUIOCH B J1a00paTopuu MOMYJISIIMOHHON TE€HETUKU
yenoBeka @PI'BHY  «Menuko-reHeTU4eCKMid  Hay4dHbId  LEHTp»  (3aBemyromas
naboparopuu 1.60.H. E.B. bananosckas) [3].

MoJieKky/JIsIpHO-T€HeTHYECKHEe HCCIe0BAHUsA. MOJEKYyJIApHO-T€HETUYECKHE
UCCJIEIOBaHMSI TPOBOAWIA B JTAOOPATOPUU MOJIEKYJISPHONM TEHETHKH U KJIETOYHOMN
ouonorun OI'AY «HanmmoHabHBIM MEIUITMHCKUN HCCIIEI0BATEIIBCKUM IICHTP 3/I0POBBS
nereir» Munznpasa Poccun» (3aBemyromuid madoparopueit k.0.H. CaBocthsinoB K.B.).
N nenTudukaiuio reHoTUIOB NpOBOAMIN B ABa Tana. Ha nmepBom stane meronom ITI[P
B PEKUME PEaJTbHOr0 BPEMEHHU OCYIIECTBISUIA IETEKIIUI0 TOMO3UTOTHBIX Aeseunid. [is
JETEKIMM TOMO3UTOTHBIX Jeniennii B reHe GSTT] ucnonb30Balid OJHUTOHYKIECOTHBI
GSTT1-del-F 5-CCTTCAGAATGACCTCATG-3'n GSTTI1-del-R 5'-
GGACAAGTTCCTCCAGAA-3" u  OJWIrOHYKJICOTUIHBIA  30HJI, COAEp KAWL
bayopodop u TYIIUTEIb bayopecueHImu GSTT1-del FAM-
CCTTCCTTACTGGTCCTCACATCTC-BHQI1. [na  geTrekKuuu  TOMO3MTOTHBIX
neneruit B reHe GSTMI wucnons3oBanu osuronykieotuasl GSTMI1-del-F  5'-
CAGGAAACAAGGTAAAGGA-3’ " GSTM1-del-R 5'-
GCATCAAAGAGAAAGGAGG-3’ ¢ onuronykiieotuaAHbM 30H10M GSTM1-del FAM-
CATCACCTCAAAGCGGGAGAT-BHQI. B kadectBe KOHTpOJIbHOTO (hparmMeHTa
aMIUIMUIIMpoOBaIM  TeH ansOymmHa ALB. Ammiudukanuio MOpoBOAWIA — Ha
tepmonukiepe “ABI  StepOnePlus” («Applied Biosystems», CIHIA) B 10 Mkn
peakuuonHoii cmecu AmpliTaq Gold 360 («Applied Biosystemsy, CIIIA), 500 amomns
npaiimepoB («EBporen», Poccus), 250 amons dayopecueHTHbix 30H10B («/IHK-
Cuntes», Poccus) u 50-100 ur renomuoit JJHK. Venosus IMIP: 95°C/2 mun. — 1-i nux;
94°C, 10 ¢, 58°C, 60-39 uuknos. OrcyrcTBHE (PIYOPECHUPYIOIIETO CUIHAA YKAa3hIBaJIa

Ha TOMO3UTOTHYIO Aeneruto reHoB («0/0»).
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Ha BTOpOM 3Tane npoBOINIIN BBISBICHHE T€TEPO3UTOTHBIX TEHOTUIIOB C TOMOILBIO
konuuectBeHHOM [II[P B pexume peanpHOr0 BpPEMEHM C  UCIOJIb30BaHUEM
uHTepkanupyromero kpacurtenss SYBR Green u onuronykneorunoB GST71 gene-F-5'-
ACTAGGTGCCACGTCGTGAAAGTCTGACAA-3' u  GSTT1  gene-R  5'-
GACCCCACCATAAAGCAGAA-3'" nmna rema GSTTI wmn GSTMI gene-F 5'-
TGCCACGTCGTGAAAGTCTGACAA-3' U GSTMI1 gene-F 5'-
ACAGCCAGGAGTGAGAGGAA-3' nns rena GSTM1

Jlist cpaBHEHMs 4acTOT TEHOTHIIOB M ajlleliel HCIONL30BAJICA KPUTEPHM X C
nonpakoii Meiitca. CTaTHCTHUECKH 3HAYMMBIMH CUMTANHMCh pasnmums npu p <0,05.
3nauenue otHocurenabHoro pucka (OR) passutus All npu ompeneneHHOM T'€HOTHIIE
paccuuthiBasid 1o popmysne OR = (a/b): (c¢/d) rae a u b — KoIUYECTBO OOJIBHBIX C
KOHKPETHBIM IT'€HOTHIIOM B rpynmne aerei ¢ All u B rpynmne nereit KOHTpOJIbHOM TPYIIIIBI;
u c¢/d — KonuuecTBO JeTeil 0e3 aHaJIM3UpyeMOro reHOTUIa B Tpymnie OONbHBIX U B
KOHTpoJIbHOM rpymre. OR ykazan ¢ 95 %-M HOBEpUTEIBHBIM UHTEPBAJIOM. 3HAUYCHUSA

OR>1 YKa3bIBalOT Ha BO3MOKHYIO ITOJIOKHUTCIIBHYIO aCCOUAIINIO C 3a00J1€BaHUCM.
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TJIABA 3. PE3YJIbTATBI COGCTBEHHBIX UCCJIEJJOBAHUI

3.1 DnuaeMuoI0ruHYecKre XapaKTePUCTUKHN aTPe3Ud MUIEBOAA

HonyasinnonHbie 4YacToThbl. PermonHajibHbie M BpeMeHHbIEe OCOOEHHOCTH.
OCHOBHOI 3amayedl 3MHUJIEMUOJIOTMYECKOTO0 MOHUTOPHUHIA BpPOXKACHHBIX IOPOKOB
Pa3BUTHS SBIIAECTCS ONPEAECICHUE NOMYIIUMOHHBIX YACTOT HOPOKOB PA3BUTHS, aHAIU3 UX
JMHAMUKHU BO BPEMEHU, OTPEJIETICHUE PETUOHAIBHBIX OCOOCHHOCTEN pacipoCTpaHEeHHUS.
C 5T0i1 IebI0 ObLT MPOBEACH CTATUCTUYECKHUI aHaMn3 6a3bl JaHHBIX MOHUTOPHHTA 3a 13
net ¢ 2000 o 2012 roasl B 30 peruonax P®, npoBoagIMX MOHUTOPUHT TOPOKOB ¢ 2000
roja. 3a aHaJIM3UPYEMBIil IEpUO]T BpEMEHH 0011iee YHCIIO POKICHHM, KaK ObUIO YKa3aHO
paHee, B U3y4aeMbIX PEruoHax cocTaBuwio 8124158, 3aperucTpupoBaHHOE CyMMapHOE
YUCJIO CIy4YaeB aTpe3uH MHUIleBojaa cocTaBwio 1588 ciywaeB. JlaHHbIE MO 4uCHy U
4acTOTaM aTpe3uH MUIIEBOJIa MpeAcTaBiaeHbl B Tabmunax 2 u 3. 3 tabaui BUIHO, YTO
OTMEYAlOTCs KaK BHYTPHU-, TAK U MEKPETHUOHAIIbHBIE BapUalluK YacTOT. B cBs3U ¢ MalibIM
YUCJIOM CJIy4a€B MOpOKa B KaXJOM PETUOHE IO OTAEIbHBIM T0JIaM HEBO3MOXHO
MPOBECTH CTATHCTHUYECKYIO OLIEHKY IMOJYy4aeMbIX pe3ynbTaToB. OJHAKO XapakTep
JUHAMUKH YaCcTOT MOPOKA B PETMOHAX YKa3bIBAET HA X CIydalHbIE KOJIeOaHuUs.

3a 13-netHuii nmepuoj HaAOJIOACHHS BO BCEX PErHMOHAx MOJYYEH AOCTATOYHBIN
00BbEM JaHHBIX IS OlpeesieHHs 0a30BbIX WM HAKOTUIEHHBIX YaCTOT, OLEHKH KOTOPBIX
npeacTaBieHbl B TaOnuie 2. ba3oBble 4acTOThI, KaK NPUHITO CUYHUTATh, SIBJISIIOTCS
VUCTUHHBIMHU OIIEHKaMH 4YacTOT B PErMOHE, BKJIIOYAIOIIMMU BO3MOXKHBIE BO3JCHCTBUS
PErMOHATBHBIX TEPATOTEeHHBIX (PAKTOPOB U TEHETHYECKUX XAPAKTEPUCTHK TOIMYIISIIUN
[89].

O6mas yactota All coctaBuna 1,96 (95% CI 1,87-2,06) na 10000 poxxaeHuii unu
1 ciyuait Ha 5102 poxxnenuii. Ha pucynke 1 npenctaBieHbl CpeIHHE 3HAYECHUS 4aCTOT C

AOBCPUTCIbHBIMHA UHTCPBAJIaMU 110 PCTUOHAM.
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Tabnuna 2 — Yucno ciiyyaeB ¥ 4acTOTa aTpe3uu MUIIEBOIa

3a 2000-2002 roasl

Perunonsi 00-02
Q39.0 f Q39.1 f > F

ApxaHrenbckas 00J1. 1 0,25 8 2,02 9 2,28
Bpstackas 0071 1 0,30 3 0,91 4 1,21
Bosnrorpasnckas 0611 4 0,91 8 1,81 12 2,72
HpkyTtckas 06:1. 16 1,87 16 1,87 32 3,74
Kanyxckas 061. 3 1,19 4 1,59 7 2,78
Kuposckas 006:1. 3 1,22 2 0,81 5 2,03
KpacHosipckuii kpaii 4 0,47 3 0,36 7 0,83
Kypckas 0611 5 1,49 | 0,30 6 1,78
Jlumenkas o01. 5 1,47 3 0,88 8 2,36
MockoBcKas 0011 16 1,17 20 1,46 36 2,63
Huxeropojckas 061. 6 0,69 9 1,04 15 1,74
HoBocubupckas 0011 9 1,57 7 1,22 16 2,80
Omckast 001. 7 1,35 9 1,73 16 3,08
Openbyprckas 00171. 5 0,72 2 0,29 7 1,01
ITepmckast 0061 14 1,48 10 1,06 24 2,54
Ps3anckast 00i1. 4 1,63 0 0,00 4 1,63
Camapckast 0071. 11 1,32 19 2,27 30 3,59
Cankr-IleTepOypr 4 0,36 6 0,54 10 0,90
CaparoBckast 00171. 2 0,39 2 0,39 4 0,77
Caxa (Skyrtus) 0 0,00 7 1,91 7 1,91
CaxanuHcKas 001. 0 0,00 3 1,66 3 1,66
CepmiioBckas 00.1. 10 0,84 11 0,93 21 1,77
CraBportonbeiiit 4 1,81 6 2,71 10 4,52
Kpai
TamOoBckast 00JI. 1 1,05 0 0,00 1 1,05
TroMeHcKas 001. 3 0,77 4 1,02 7 1,79
Apocnapckas 0071 2 0,60 1 0,30 3 0,89
Pecny0Jinku
Bbamkoprocran 7 0,53 14 1,06 21 1,59
PCO-Ananus 0 0,00 3 1,89 3 1,89
YAMypTCKaA 3 0,91 4 1,22 7 2,13
pecyoiamka
Hysackas 8 2,13 5 133 | 13 3,45
pecnyOnuka
BCEI'O 158 0,95 190 1,14 348 2,09




[Iponomkenne TabuIb 2

48

3a 2003—-2005 roasr

Pernonsl 03-05
Q39.0 f Q39.1 f > F

ApxaHrenbckas o0J1. 1 0,24 6 1,44 7 1,68
bpsHckas 0071. 4 1,08 1 0,27 5 1,35
Bonrorpanckas 006:71. 0 0,00 6 2,38 6 2,38
WpxyTtckas o6 8 1,21 8 1,21 16 2,41
Kany»xckas 061. 1 0,48 2 0,96 3 1,43
Kupogckas 0071. 2 0,47 7 1,65 9 2,12
KpacHospckuii kpai S 0,81 11 1,78 16 2,59
Kypckas o6 2 0,95 1 0,47 3 1,42
JIumenkast o01. 3 0,94 2 0,62 5 1,56
MockoBcKast 001I. 11 0,68 15 0,93 26 1,61
Hwoxeroponckast 0011 4 0,74 8 1,48 12 2,22
HoBocubupckas 0011 5 0,94 5 0,94 10 1,87
Omckast 00:1. 3 0,59 6 1,18 9 1,76
OpenOyprckas 001. 8 1,20 5 0,75 13 1,95
ITepmckast 001. 14 1,52 16 1,73 30 3,25
Ps3anckast o0i1. 1 0,39 3 1,17 4 1,56
Camapckas 001. 5 0,52 9 0,93 14 1,45
Cankr-IletepOypr 7 0,56 10 0,80 17 1,35
CaparoBckas 001. 7 1,41 3 0,60 10 2,02
Caxa (Skyrtus) 0 0,00 0 0,00 0 0,00
CaxanuHcKas 001. 0 0,00 0 0,00 0 0,00
CaepaioBckas 001. 4 0,32 26 2,07 30 2,39
CraBportonbeiiit 5 1,72 7 2,41 12 4,14
Kpaii
TamOoBcKkast 00JI. 0 0,00 0 0,00 0 0,00
TroMmeHcKas 001. 0 0,00 3 0,95 3 0,95
Apocnasckas 0071. 2 0,53 5 1,31 7 1,84
Pecny0simku
bamkoprocran 2 0,42 4 0,84 6 1,26
PCO-Ananus 0 0,00 3 1,23 3 1,23
Y AMypTCKas 5 0,93 8 149 | 13 2,42
pecnyOnuka
Hysarickas 4 0,50 3 0,38 7 0,88
pecnyOnuka
BCEI'O 113 0,72 183 1,16 296 1,88
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3a 2006—2008 roab!

Pernonni 06-08

Q39.0 f Q39.1 f > F
ApxaHrenbckas o0J1. 0 0,00 11 2,66 11 2,66
Bpsiackast 0071. 5 1,25 1 0,25 6 1,50
Bonrorpanckas 006:71. 4 1,80 1 0,45 5 2,25
WpxyTtckas o6 8 1,10 5 0,69 13 1,79
Kany»xckas 061. 0 0,00 7 2,35 7 2,35
Kupogckas 0071. 3 0,68 5 1,14 8 1,82
KpacHospckuii kpai 3 0,31 16 1,68 19 1,99
Kypckas o6 2 0,60 2 0,60 4 1,19
JInnenxkas o6:1. 2 0,57 1 0,29 3 0,86
MockoBcKast 001I. 11 0,65 17 1,00 28 1,64
Hwoxeroponckast 0011 6 0,67 1 0,11 7 0,78
HoBocubupckas 00:1. 17 2,18 7 0,90 24 3,08
Omckast 00:1. 8 1,27 2 0,32 10 1,59
OpenOyprckas 001. 2 0,86 0 0,00 2 0,86
ITepmckast 001. 10 1,22 14 1,70 24 2,92
Ps3anckast o0i1. 2 0,66 6 1,98 8 2,64
Camapckas 001. 3 0,29 9 0,87 12 1,16
Cankr-IletepOypr 9 0,65 4 0,29 13 0,94
CaparoBckas 001. 9 1,35 1 0,15 10 1,50
Caxa (Skyrtus) | 0,39 3 1,16 4 1,55
CaxanuHcKas 001. 0 0,00 3 1,63 3 1,63
CaepaioBckas 001. 6 0,41 26 1,76 32 2,17
CraBportonbeiiit 3 0,68 3 0,68 6 1,35
Kpaii
TamboBcKkas 001. 2 1,01 2 1,01 4 2,01
TroMmeHcKas 001. 2 0,48 5 1,21 7 1,69
Apocnasckas 0071. 3 0,77 5 1,28 8 2,05
Pecny0simku
bamkoprocran 20 1,39 10 0,70 30 2,09
PCO-Ananuns 2 0,70 1 0,35 3 1,05
Y AMypTCKas 5 0,86 3 0,52 8 1,38
pecnyOnuka
Hysarickas 5 1,14 2 0,45 7 1,59
pecnyOnuka
BCEI'O 153 0,82 173 0,93 326 1,74
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32 2009-2012 roasr

Pernonsl 09-12
Q39.0 f Q39.1 f > F

ApxaHrenbckas o0J1. 1 0,18 19 3,36 20 3,54
Bpsiackast 0071. 8 1,42 0 0,00 8 1,42
Bonrorpanckas 006:71. 12 1,06 12 1,06 24 2,12
WpxyTtckas o6 7 0,62 16 1,42 23 2,04
Kany»xckas 061. 2 0,46 5 1,14 7 1,60
Kupogckas 0071. 1 0,16 10 1,56 11 1,72
KpacHospckuii kpai 14 0,94 25 1,68 39 2,61
Kypckas 061 4 0,78 8 1,57 12 2,35
JInnenxkas o6:1. 3 0,61 8 1,62 11 2,23
MockoBcKast 001I. 21 0,77 22 0,80 43 1,57
Hwoxeroponckast 0011 9 0,95 2 0,21 11 1,16
HoBocubupckas 00:1. 7 0,50 8 0,57 15 1,07
Omckast 00:1. 8 0,95 12 1,43 20 2,38
OpenOyprckas 001. 9 0,80 12 1,07 21 1,87
ITepmckast 001. 28 1,91 12 0,82 40 2,73
Ps3anckast o0i1. 1 0,29 7 2,05 8 2,34
Camapckas 001. 6 0,40 19 1,26 25 1,65
Cankr-IletepOypr 34 1,53 13 0,59 47 2,12
CaparoBckas 001. 6 1,10 10 1,83 16 2,92
Caxa (Skyrtus) 6 0,91 6 0,91 12 1,82
CaxanuHcKas 001. 2 0,82 2 0,82 4 1,64
CaepaioBckas 001. 6 0,26 44 1,94 50 2,21
CraBportonbeiiit 5 0,72 8 L15 | 13 1,86
Kpaii
TamOoBcKkast 00JI. 2 0,50 7 1,75 9 2,25
TromeHckas o0JI. 5 0,51 16 1,63 21 2,14
Apocnasckas 0071. 5 0,90 2 0,36 7 1,27
Pecny0simku
bamkoprocran 24 1,06 32 1,42 56 2,48
PCO-Ananuns 3 0,72 4 0,95 7 1,67
Y MypTCKas 10 L13 | 16 | 180 | 26 2,03
pecnyOnuka
Hysarickas 5 0,77 7 1,08 12 1,85
pecnyOnuka
BCEI'O 254 0,84 364 1,21 618 2,05
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Ta6nuna 3 — ba3oBble 4aCTOTHI aTPE3UM MUIIEBOAA B UCCIEAYEMbIX PErHOHaX

Pernonsi Bcero

Q390 f |Q39.1 | f > F CI (95%)
ApxaHrenbckas o0J1. 3 0,17| 44 (2,46 | 47 |2,62 1,96-3,51
Bpsiackast o011. 18 1,08 5 0,30 23 |1,38| 0,91-2,09
Bonrorpanckas 006:1. 20 1098 | 27 |1,32| 47 [2,30 1,72-3,07
Wpxyrckas 001 39 1,16 | 45 1,33 | 84 |2,49| 2,05-3,16
Kamy»xckas 061. 6 0,50 18 1,51 24 |2,01 1,34-3,01
Kupogckas 0071. 9 051 24 (1,37 33 |1,89 1,33-2,67
KpacHospckuii kpaii 26 10,67 | 55 141 81 (2,07 1,66-2,59
Kypckas 061 13 1093| 12 |0,86| 25 |1,79 1,21-2,67
JInnenxkas o6:1. 13 (0,87 14 (093 27 |1,80 1,23-2,63
MockoBckas 001. 59 (0,79 74 1,00 133 | 1,79 1,51-2,13
Hmxeropojckas 061. 25 10,771 20 (0,62 45 |1,39 1,03-1,87
HoBocubupckas o6.1. 38 (1,16 27 0,82 65 |1,98 1,55-2,54
Owmckas 001. 26 1,04 29 |1,16| 55 |2,20 1,68-2,88
OpeHnOyprckas 001. 24 10,89 19 0,70 43 |1,59 1,17-2,15
ITepmckast 001 66 |1,59| 52 |1,25] 118 [2,84| 2,36-3,41
Ps3anckast o0i1. 8 0,70f 16 1,39 24 |2,09 1,39-3,14
Camapckast 00J1. 25 10,58 | 56 1,29 | 81 |1,86 1,49-2,33
Canxkt-IletepOypr 54 10,91 33 10,55| 87 | 1,46 1,18-1,81
CaparoBckast 00J1. 24 1,08 16 [0,72| 40 |1,79 1,31-2,46
Caxa (Axytus) 7 050 16 |1,15] 23 |1,65 1,09-2,49
CaxanuHcKas 001. 2 0,27 8 1,10 10 |1,37| 0,74-2,56
CaepaioBckas 001. 26 1042 107 | 1,73 | 133 | 2,15 1,81-2,56
CTaBpONOJbCKUM Kpaid 17 1,03 24 1,45 41 |2,48 1,82-3,38
TamOoBckas 001I. 5 0,72 9 1,29 | 14 |2,01 1,19-3,42
TroMmeHckas 001. 10 (047| 28 |1,33| 38 |1,80 1,31-2,49
Apocnasckas 0071. 12 10,72 13 10,78 25 | 1,51 1,01-2,24
Pecny0simku
BamkopTocran 53 10,97 60 [1,09| 113 |2,06 1,71-2,49
PCO-Ananus 5 045 11 1099| 16 |1,44 | 0,88-2,37
Y nmypTckas pecryoinka 23 10,99 31 |1,33| 54 |23l 1,99-3,32
Uysamickas pecnyOimka 22 10,97 17 10,75 39 [1,73 1,25-2,37
BCEI'O 678 | 0,83 910 |1,12|1588 1,96 | 1,87-2,06

Oo6o3nauenus: f —yactora otaenbHbix popm All, F — cymmaphas yactora All

Otmeuarorcs cratucTuyecku 3HauuMmble otiauuus (p=0,03) B uwacroTe mopoka
MEXIy OTIEIbHBIMU pernoHamMu. MuUHUMaibHas 4YacTOTa MOpOKa HaOJIodanach B

Caxamuuckoit obmactu — 1,37 (CI 0,74-2,56), makcumanbsHas — B [lepmckoMm kpae — 2,84
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(CI2,36-3,41). B 10 ke Bpemsi He ObUIO BBISBICHO 3HAYUMBIX OTJIWYHM YaCTOTHI TOPOKA

B PCruoHax OT €1ro CYMMapHOﬁ YaCTOTHBI 11O BCECM PCTHOHAM.

i Kkpaii —
i kpaii —

L I T 1 T I I L I
E 2 A v A A A A a & - [ = A B 9§ 0«
tfCgcpiEEissgEegEeEEeseaEElg
9 S 2 & & S S 8 8 % &8 & 2 &8 8 8 & © < c S
s S = 8 E = om o= o= o= 8 = & = = 2 & 2 € = :.ql::':.‘ﬁ
5 58 = s 8 S 8 E 8 5 8 S 3 E X 5 = g $ 5
g 2EEEEEEEE8gEgE g TEE s g g FEE 2
= % % = S
=E§=§g@m§“§m§§=§8ﬁgzauu=ogﬁgea
5 2% 2% 2Z5E¢22EEEEEagEccEREgEe g sz
< o o 9 QL =X 9 >R 9 C O ¥ Q0 < =
S B X <2 F 2 = g o & 2 = 2 = Q0 2 9 ¢ g g 5 & 2
2 g 5 5 8 538 5 & 8 ¥ & = s & = 82 Z 2 E o v & & &2
5 2 3 a3 &E S EC &8 8 s S = o g ¢ 5 ¥ & &
g S EEFESTEE2EE 8 F 20§ S E2E8:E253
Z = S [ = 4
g g == =5¢ © & ZgEEF 23 E
2 = £ 3 2 @} O B U z = R
= 2 £ 2 © o S5

Pucynok 1 — Cpegnue 3Hauenust u 95% noeputenbHble HHTEpPBalbl 4yacToT All B

perrnoHax

[Ipy paHXHpOBaHMHM PETHOHOB MO YaCTOTE aTPE3UU IHUILIEBOJIA HE BBISBICHO
3aBUCUMOCTH YaCTOThI MOPOKA OT reorpaduuecKkoro Moj0KEHHUsI peTMOHa: CXOJCTBO U
pasznuyus HAOJNIOMAIOTCS KaK MEXIy OTIAJCHHBIMH, TaK U COCETHUMHU PErHOHAMH.
Hampumep, onunakoBas uvactota All nabmiomaercs B MockoBckol, Kypckoit u
CaparoBckoit o0aactsx (1,79), 6nuszkue 3Ha4eHUS 4acTOT HaOmoaar0Tcsl B CaxaauHCKON
(1,37) u bpsuckoit (1,38) obmacTsix, B TO K€ BpeMs B TaKuX reorpaduyecku OJU3KUX
obnactsax kak PCO-Ananuss m CTaBponojibCKH Kpall HaOMIOAAOTCS pas3iuyusi B

gactoTax All (1,44 u 2,48 COOTBETCTBEHHO).
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J7is IpOCTPAHCTBEHHOTO MpeACTaBlIeHus pacipenenaeHus yactot All ¢ momorisio
KapTorpaduueckoro Meroja Obula MOCTPOEHA KapTa reorpaguyeckoro pacnpeaeicHus
4acTOT arpe3ud nuiieBojga. OCHOBHOE Ha3HAuU€HUE 3TOr0 METoJa — OOHapy)KEeHue
BO3MOXXHBIX TPaJMEHTOB 3HAYCHHM YaCTOTHl HW3YYECHHBIX TIOPOKOB, BBISABICHUE
IPOCTPAHCTBEHHBIX 3aKOHOMEPHOCTEM M LIEHTPOB HAMOOJIBIIMX YacTOT WJIM LIEHTPOB
BiIusiHUA [3]. BusyanbHblil aHamu3 KapTbl (PUCYHOK 2) YyKa3blBaeT Ha OTCYTCTBHUE
CIMHOTO «IIEHTpa BIHMSHHS», OMPEIENSIONIero xapaktep pacnpocTtpanenust BIIP.
OHOBPEMEHHO BBISABISIOTCS IVIABHBIX YETHIPE apeajla MOBBIIIEHHBIX OLEHOK OO0IIen
YacTOThl BPOXKACHHBIX IMOPOKOB Pa3BUTHS — YCIOBHO HMX MOXHO OTMETHTh Kak
ypaibCKUM, FOXKHBIM, CEeBEepo-3amaJHblii U cuOupckuil apeanbl. Kpome TOro, MoxHO
OTMETUTh, YTO 00Jiee HU3KHE YaCTOThl BBIABISIOTCA B IIEHTPAIbHBIX PETHOHAX IIO

CPaBHCHUIO C FO)KHBIMHU U BOCTOYHBIMU PETrMOHaAMMU.
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Pucynok 2 — I'eorpacduueckoe pacnpeneneHue oOUIeil 4acTOThl aTpe3uu

nuieBoga B PO

[loka y Hac HeT OOBSICHEHUI HAOJIOIaeMOT0 paclpeiesieHus] 4acTOT MOpOKa.
Bwmecre ¢ Tem, oOHapykeHHe HEHTPOB C HAMOOJIbLICH KOHIIEHTPALMU CIy4YaeB OopoKa U
PErMOHOB C HU3KOW YacTOTOM MOAHMUMAET BOMPOC O MPUUYUHE HAOII0IaEMOr0 SIBICHUS.

OT0 MOXeT ObITb OOYCIOBJIEHO KaK OOBEKTHUBHBIMU (HampuMep, TIe€HETHYECKHEe
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XapaKTEPUCTUKU PETHOHA), TAK U CYyOBEKTHBHBIMY MTPUYHHAME (YPOBEHb JUATHOCTUKH U
BBISIBJICHUS TIOPOKA, OPraHU3aI[MOHHbIE MPOOJIEMBI perucTpa u Ap.). ECTh BEposSTHOCTD,
4yTO B OyayiieM KapTorpapuyeckoe M3ydeHUe SMUAEMHUOJIOTUH BPOXKIECHHBIX MOPOKOB
Pa3BUTUS CMOXKET OTBETUTh Ha BOIPOCHI O CBSI3M YAaCTOThl IMOPOKA C JPYTUMH
KapTorpadupyeMbIMU IPU3HAKAMH PA3IMYHON PUPOJIbI, TAKUMHU KaK, IKOJIOTHUYECKUMH,
neMorpaduuecKiuMH, aHTPOTIOTEXHOTEHHBIMHU, OMOJIOTHIECKUMH U Jp. TPU3HAKAMHU.
JlaHHBIE TI0 YacTOTe€ IMOPOKa CYMMapHO MO BCEM pErhuoHaM IO TOJaMm
npenacraBieHbl B Tabnuie 4. Kak BUIHO W3 TaONMIIbI, JUANa30H KOJIEOAHWW 4YacTOT

aTpe3uu nuiesoa cocraiseT 1,51-2,43 na 10000 poxneHuid.

Tabnuna 4 — CymmapHasi 4acToTa aTpe3uu MUIIEBO/Ia IO TOJlaM BO BCEX perHOHax

(ra 10000 posxeHuii)

Tonnt Beero 1,390 | Q39.1 | Beero | Uacrora 95% CI
POKICHHIA
2000 552026 55 79 134 243 2.14-3.00
2001 549502 61 51 112 2.04 1.69-2.46
2002 565276 0 60 102 1.80 1.48-2.20
2003 612338 43 68 11 1.81 1.50-2.19
2004 465043 34 67 101 2.17 1.78-2.65
2005 500733 36 48 84 1.68 1.35-2.,09
2006 569409 39 61 100 1.76 1.44-2.14
2007 627389 53 46 99 151 1.32-1.96
2008 673456 61 66 127 1.89 1.58-2.25
2009 728301 62 78 140 1.92 1.62-2.28
2010 760624 60 82 142 1.87 1.58-2.21
2011 731198 71 99 170 2.32 1.99-2.71
2012 788863 61 105 166 2.10 1.80-2.46
BCErO 8124158 678 910 1588 1,96 1,87-2,06

AHalIM3 CyMMAapHOW 4YacTOTHI aTpe3uM MUIIEBOJA MO BCEM PETrUCTpPaM BBISBUII
cTaTUCTHYeCKu 3HauuMmble pazmuuusa (p <0,05), HaOmaromaeMbie MEXIY OTIEIHHBIMU
rogamu. OJIHAKO XapaKTep U3MEHEHUM CBHUICTEIHCTBYET O HEYCTONYMBBIX KOJIEOAHUSIX
4acTOThI B IMHAMUKE. JIMHaMuKa cpeTHUX 3HaYeHUU U 95% noBepUTENBHBIX HHTEPBAJIOB
yactoT All B nepuos ¢ 2000 o 2012 rr. He BhIsIBUIIA CTATUCTUYECKU 3HAYUMBIX OTINYUN

(pucyHoOK 3).
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Pucynok 3 — Cpennue 3Hauenus u 95% noBeputenbHble HHTEpBANIBI YacTOT All B

nepuoa ¢ 2000 o 2012 rr.

Hecmotpss Ha exerognble KoneOaHUS YPOBHS TIOpOKa, HE OTMEYaercs
MOJIOKUTEIBHOIO WJIM OTPULIATEIbHOTO BPEMEHHOI'O TPEHAA B XapaKTepe KoJeOaHWi

(pucyHoK 4).
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Pucynok 4 — Pacnpenenenue yactotsl All 1o rogaM u TuHUS TpEHIA
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CTpyKTypa M 3MUAEMHOJOTHYECKHE XAPAKTEPUCTUKU aTPe3Wil NMUIeBOAA.
OO01ee YMCIIO 3aperuCTPUPOBAHHBIX CIY4YaeB aTpe3uy MUIIEBOJAA 32 aHAIM3UPYEMBIM
nepuosi coctaBuio 1588 ciyuaeB. AOcomoTHoe OonbimMHCTBO ciydaeB All (95,6%)
3apETUCTPUPOBAHO CPEIU KUBOPOXKICHHBIX Jneret u 4,4% ciaydaeB cpenu
MEpTBOPOXKACHHBIX eTei. B 56% ciiydaeB mopok Habmrofancst y MajabuuKkoB U B 44% y
neBoveK. Takum o0pa3oM, OTMEUaeTCs He3HAYUTEIIbHOE MTPeo0IaaHre MYy>KCKOTO TI0J1a
cpenu nopaxeHHbXx (1,3M:17K). 3a Bce roapl HaOMIOAEHUN B CTPYKType aTpe3uil
MUIIEeBO/Ia Tpeo0IagaloT aTpe3uu mnuieBoaa co cBuioM (Q39.1) — 910 cinyvaeB wim
56,3%. Atpesun numeBoaa 6e3 cuma (Q39.0) cocraBmm 678 ciyqaeB wiu 42,7%. B
68,2% cmyuaeB AIl BcTpewanach M30JuMpOBaHHO, a B 31,8% ciyyaeB B codyeTaHUU C
JPYTUMHU TIOPOKaMU pPa3BUTUS (MHOXXECTBEHHBIE BPOXKJICHHBIE TMOPOKH Pa3BUTHS).
Hanbonee 4YacTto BCTpeuyaluch COYETAHUSI C BPOXKIACHHBIMH MOPOKAMU CEpAEYHO-
cocynuctoi cuctemsl (35,6%), mopokamu MouernooBoi (24,3%) u nuiieBapuTeIbHON
cuctemsl (20,7%). UaTepecHO OTMETUTH, 4TO B 7,6% aTpe3us MUIEeBOjia COUETAIACH C
aTpe3uel  aHaJIbHOTO  OTHAENA, T.€. OTMEYAKOTCS  MHOXECTBEHHBIE  aTpE3UU
MUILIEBAPUTENBHOrO TpakTa. CoueTaHHbIE MOPOKHU KOCTHO-MBIIIEYHON U HEPBHOM CUCTEM
BCTPEYAIUCHh COOTBETCTBEHHO B 6,9% 1 4,5% ciyuaeB All

[IpenmymiecTBO MOHUTOPUHIOBBIX perucTpoB BIIP 3akirouaercs B ToM, 4TO npu
CTaHJapTU30BaHHOM COOpE MaTepralia BO3MOXKHO 00beIMHEHUE PErHOHATBHBIX TaHHBIX,
YTO TO3BOJISIET H3y4yaTh ANUJEMHOJOTHYECKUE  XAPAKTEPUCTUKU  OTACIBHBIX
HO30JIOTHYECKUX (OPM TOPOKOB pa3BUTHS, B TOM YHCIE€ W PEAKUX TOPOKOB.
[IpencraBienre 00 SMUAECMUOJIOTHYECKUX XapaKTEPUCTUK 3a00J€BaHUII U TMOPOKOB
BKHO JUIsl 0OJiee YETKOro WX TMOHMMAaHHS, BBISBICHUS TOMYJISIUNA C TMOBBIIICHHBIM
pucKkoM, (akTOpoB pucka W T.1A. [3]. YuuThiBasg 3Ty BO3MOXKHOCTh, Ha MaTepHale
0OBbEAMHEHHON 0a3bl JaHHBIX HaMH OblIa MpPOAHATU3UPOBAHA B3aMMOCBSI3b MOPOKOB
pa3BUTHS  C  HECKOJbKHUMHU  JIeMOTpapUYECKUMU  TIOKA3aTelsIMH,  KOTOPbIE
peructpupoBanuch B Xxoae MonuTopuHra BIIP. K rnaBHbBIM aHanmu3upyemsIM
napaMeTpaM, KOTOpble OBUIM TMOJYy4YEHBI MPU KOTOPTHOM MeEToAe cOopa Marepuala,
OTHOCATCS Macca Tejia peOeHKa Mpy pOKIACHHUH, TI0J, TOPSIIKOBBIM HOMEP POAOB, BO3PACT

MaTepH MpU POKJIECHUU PeOCHKaA.



57

Ha cobpannom matepuarne oObeAMHEHHOW 0a3bl JAHHBIX Mbl MPOBEIH pPAacyeT
OTHOCHUTEJIBHOTO PUCKA B 3aBUCMMOCTH OT IOJIOBOM MPHUHAJIEKHOCTH MOPAKEHHOTO,
Macchl Tejla IIPU POXKACHUH, BO3pacTa MaTepu U MOPSAKOBOIO HOMepa pooB (Tabiauia
5). Kak Bunno u3 Tabnuiml 3.4, Ha 5% ypoBHE 3HAUUMOCTH HE OOHAPYKEHO pa3Inyuuil B
4acTOTE MOPOKa JUIsI MYKCKOIO M KEHCKOTO I10J1a, HE BBISBICHO BJIMSHHUS Ha PUCK
paszsutus All i matepeit Monoaoro Bo3pacrta (mosioxe 19 net). Bmecte ¢ 3Tim Bo3pact
MaTepu cTapiie 35 JeT W TepBble POJbl SBISIOTCA (PAKTOpaMU MOBBIIICHHOTO
OTHOCHUTEJIBHOTO PUCKA aTpe3uM MuuieBoja. MakcuMmalbHas OLIEHKa OTHOCUTEIBHOIO

pHUCKa B IIPOBCACHHOM HCCJICIOBAHUU ITOJIYUCHA OJIs1 HOBOPOKIACHHLBIX C HU3KOM Maccou

tena (R=4,82).

Tabnuna 5 — Yacrora u oTHocuTenbHble pucku (RR) arpesun numesoaa

KonanyecrBo | KoauyecrBo Yacrora o
Hapamerper cJIy4yaeB POKIEeHU I ua 10000 P RR | 95% CI
[Ton Myx. 609 2763294 1,80 0,64 -
Ken. 472 2618959 1,75
(4,24-
Macca tena* | <3000 751 1950604 0,39 <0,001 | 4,82 5.48)
>3000 337 4220339 0,08
(0,97-
Bospacr | 16-19 128 566449 0,23 1L17| 141
MaTepu 20-24 374 1898052
25-29 281 1581324
30-34 187 868541
-35 (1,25-
116 395915 0,29 <0,001 | 1,51 1,84)
(1,19-
° *
Ne ponos ! 685 3025783 0.23 <0,001 | 1,36 | 1,54)
2u
Ooee 381 2283036 0,17

* — Craructuuecku 3Haunmoe BiusiHue gakropa Ha pazsutue All menee 0,001

Takum oOpa3zoM, B XOJ€ aHalM3a JAHHBIX MOHMTOPHHIA 10 aTPEe3Ud MUIIEBOJA
BHEpBbIC sl PO mosiydeHbl OLIEHKM PETHOHAIBHBIX WU CYMMAapHOM IMOMYJISAIIMOHHBIX

4acTOT Topoka. 3a 13 jer HaOMoIeHW He BBISIBJIECHO W3MeHeHui 4dactoThl All B
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nuHamuke. [lomumo nonynsunonHon yactorsl All, BnepBble MOaydeHsl ONKUCATENbHBIE

SIUACMHOJIOTHYICCKUC XaPAKTCPUCTUKHU ITIOPOKA C OICHKAMH OTHOCUTCIIBHOI'O pUCKaA.

3.2 BHHI[eMl/IOJIOI‘l/I‘IeCKI/Ie XaAPAKTEPUCTUKH MOPOKOB aHOPEKTAJBHOI'O OTAC/IA

HonyassunoHHbIE YacTOThI NMOPOKOB AHOPEKTAJIbHOI0 oTaesa.
PernonajsbHble u BpeMeHHble o0co0eHHOCTH. Cpenu BpOXKICHHBIX MOPOKOB
NUIIEBAPUTENBHOIO  TpakTa  OOJIBIIYIO  JOJI0  COCTAaBJISIOT — aTPEe3UU/CTEHO3bI
aHopeKTabHOTO oThena. Kak Obuio cka3aHo paHee, aHOpekTaibHbIe mopoku (APII)
MPEACTABISAIOT COOOW TpYIIy TMOPOKOB, HMEIOIIMX aHATOMUYECKHUE OTIUYUS U
pPa3IMYHYIO CTENEHb TSKECTU. B cucTeMe MOHUTOpPMHIA YYHMTBIBAIOTCS YETHIPE BUIA
MOpOKa: BPOXKJACHHBIE OTCYTCTBHE, aTpe3usi U CTEHO3 MPSIMOM KHIIKKA CO CBUIIEM
(Q42.0); BpoxaeHHBIE OTCYTCTBUE, aTPE3Us M CTEHO3 IIPSAMOM KuIku 0e3 cBuia (Q42.1),
BpPOXKJCHHBIE OTCYTCTBHE, aTpe3usi U CTEHO3 3aJHEro npoxoja co cpuiieM (Q42.2) u
BPOXKJICHHBIE OTCYTCTBHE, aTpe3usi U CTEHO3 3ajJHero mnpoxoja Oe3 cumia (Q42.3).
OnHako B CBSI3M C TeM, 4YTO Kaxnaas u3 (opM BCTpeHaeTcs PENKo, OIEeHKa
MOMYJISIITUOHHBIX YacTOT MPOBOJUIACH CYMMApHO IO BCEM IEPEUMCICHHBIM BBIIIE
dbopmam mopoka. OOmuit epro HaOIOIeHUM cocTaBmi 13 jeT. 3a 3T0 BpeMs ObLIO
3apeructpupoBano 1348 cmyuaeB APII. Pacnpenenenue ciiydyaeB aHOpPEKTaIbHBIX
aTpe3uil Mo peruoHaM W rojaam mpejacTtaBieHo B Tabnuie 6. CorjacHO MOJTYyYEHHBIM
JIAHHBIM, OTMEUYAIOTCA CTaTUCTUYECKH 3HauuMble (p<0,05) oTiau4us 4acTOThI MOpPOKa
MEXIYy OTIEIbHBIMH perrnoHamMu. OJHAKO HE OBLUIO BBISBICHO 3HAYMMBIX OTIMYUHN

YaCTOTHI ITIOPOKA B PCTHUOHAX U €TI0 06H1€I>'I YaCTOTBI ITO BCECM PCTHOHAM.
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Ta6Jmua 6 — Ywuciao CIydacB M 4HaCTOTa IIOPOKOB aHOPCKTAJIbHOI'O OTACIA II0

rojam (Ha 10000)

Pernonnt 2000-02 2003-05 2006-08 2009-12

N F N F N F N F
?g’;a‘“e“"c“a" 3 0,76 6 1,44 8 1,93 18 3,18
bamkoprocTtan 21 1,59 9 1,89 26 1,81 40 1,77
Bpsanckas 0011 4 1,21 5 1,35 5 1,25 9 1,59
?gforpaﬂ"“a" 5 1,13 5 1,98 6 2,70 21 1,86
Hpkyrckast 06:1. 10 1,17 11 1,66 16 2,20 22 1,95
Kamyxckas 0671 4 1,59 4 1,91 4 1,35 7 1,60
Kuposckas 0071. 5 2,03 5 1,18 4 0,91 11 1,72
KpacHoApcKHii kpait 23 2,73 14 [227] 23 2,41 36 2,41
Kypckas o6 1 0,30 3 1,42 11 3,27 4 0,78
Jlumenkast 001 3 0,88 1 0,31 2 0,57 8 1,62
MockoBckast 00JI. 16 1,17 38 2,35 26 1,53 44 1,61
Huwxeroponcras 1 0,12 7 1,29 6 0,67 12 1,27
0071
I:é’;(’cm“pcm" 5 0,87 2 0,37 10 1,28 16 1,14
Omckas 00:1. 9 1,73 8 1,57 8 1,27 22 2,62
OpenOypreckas o01. 9 1,30 8 1,20 2 0,86 29 2,59
[Tepmckas 001 16 1,69 20 2,17 24 2,92 37 2,52
Ps3zanckas o011 1 0,41 3 1,17 8 2,64 7 2,05
Camapckas 001. 9 1,08 25 2,58 15 1,45 23 1,52
Cankt-IlerepOypr 8 0,72 12 0,96 15 1,08 24 1,08
CaparoBckast 001. 17 3,28 6 1,21 19 2,84 12 2,19
Caxa (SIkyTus) 7 1,91 2 1,74 1 0,39 10 1,52
CaxanuHckas 0011 4 2,22 3 2,51 2 1,09 2 0,82
CaepaoBckast 001. 16 1,35 28 2,23 23 1,56 54 2,38
PCO-Ananus 5 3,16 3 1,23 9 3,15 15 3,58
CrasporobCknil 8 3,62 3 1,03 7 1,58 8 1,15
Kpaii
TamOoBckas 001. 2 2,10 0 1 0,50 6 1,50
TromeHckas 00JI. 0 0,00 5 1,58 10 2,41 20 2,04
YAMYpTCKas 0 000 | 12 [223] 6 |103| 21 2,37
pecrybnmka
Hysarickas 5 1,33 8 1,01 9 2,05 8 1,23
pecryonka
SpocnaBckas 001 2 0,60 11 2,89 4 1,03 6 1,09
BCET'O 219 1,31 267 1,69 310 1,66 552 1,83

PaH)KI/IpOBaHI/Ie PETUOHOB T10 YaCTOTC YKA3bIBACT HA OTCYTCTBHUC CBA3U YaCTOTHI C

reorpauyecKkuM pacrnoiiokeHuem peruona. Hampumep, oannHakoBble 4acToThl (1,660)
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nonyueHsl B Pszanckoit, Camapckoit u TromeHnckod oOrnactsx, uactora 1,67
HaOmomaeTcss kak MoOCKOBCKOM 00JyacTu, Tak U B Y AMYpPTCKOM pecrnyOiuke. OOmias
yactota APII cocraBuna 1,66 (95% CI 1,57-1,75) na 10000 posxxnenuii unu 1 cnyyait Ha
6024 poxnennii (Tabnuia 7). MuanManibHasi 9acToTa Habmomanack B Hmwkeropoackoit
obnactu — 0,80 (CI 0,54-1,18), makcumansnas — B PCO-Ananus — 2,89 (CI 2,03-4,11)

(pUCYHOK 5), pa3nuuus CTAaTUCTUYECKHA 3HAYUMBbIE (PUCYHOK 6).

Tabmuma 7 — CymMmmapHOE YHCIIO M 9acTOTa MOPOKOB aHOPEKTAIBHOTO OTAeNa 3a

2000-2012 roawl

Peruonsl N F 95% CI1
ApxaHrenbckas 00JI. 35 1,95 1,40-2,73
bamkoproctan 96 1,75 1,43-2,15
bpsanckas 0611 23 1,38 0,91-2,09
Bonarorpanckas o061 37 1,81 1,30-2,51
Upkyrckas o011 59 1,75 1,35-2,27
Kanyxckas o61. 19 1,59 1,01-2,50
Kuposckas 0071. 25 1,43 0,96-2,13
Kpacnosipckuit kpait 96 2,46 2,00-3,01
Kypckas o6 19 1,36 0,87-2,15
Jlumerkast 001 14 0,93 0,55-1,58
MockoBckas 00J1. 124 1,67 1,40-2,00
Hwuxeropoackas o01. 26 0,80 0,54-1,18
HoBocubupckas 0611 33 1,01 0,71-1,42
Omckas 00:1. 47 1,88 1,41-2,52
Openbyprckas 0071 48 1,77 1,33-2,36
[Tepmckas o0m. 97 2,33 1,91-2,86
Ps3anckas o001, 19 1,66 1,05-2,61
Camapckas 0071. 72 1,66 1,31-2,10
Cankt-IlerepOypr 59 0,99 0,76-1,28
CaparoBckast 001. 54 2,42 1,85-3,18
Caxa (Sxytus) 20 1,43 0,92-2,23
CaxanuHckas 00J1. 11 1,51 0,83-2,74
CaepaioBckas 0011. 121 1,96 1,63-2,35
PCO-Ananus 32 2,89 2,03-4,11
CraBponosibCKUil Kpaid 26 1,57 1,06-2,32
Tam0Oo0BcKas 001 9 1,29 0,67-2,49
TroMeHcKkas 00J1. 35 1,66 1,19-2,33
Y amypTckas pecryoamka 39 1,67 1,21-2,30
Uysarickas pecmyOimka 30 1,33 0,92-1,91
SApocnasckas 0071 23 1,39 0,92-2,10
BCEI'O 1348 1,66 1,57-1,75
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| awoergo sexdgewdody

| exnwrgAudad sexomesAp
| exnurgAudad sexdLdAWTL
| ALIBLQO BENIHIWOI |

| aLdergo Bexdgogwe|

| yedy ymsoarouodsel)

| BUHEeLY-0)d

| awdergo sexogourdag)
| Q10BLQO BENOHMLEXE)

| (BM1AME) eXED

| awdewrgo sexogoLede)

| 1dAgdaLayl-1He)

| awdewrgo sexodewe)

| 910eUgO BENIHREK]

| aLdergo sexowday|

| a1oergo sexaidAgHadQ
| 910erQo BENIWQ

| a1dergo sexddugriogoH
| a1dergo sexoFodosakmH
| ALIBLQO BEMIEOMIOIN

| aLdewrgo sexnaumy

| a1oergo sexodAy

| vedy umxodsoHoedy|

| q1e1rgo Bexdgoduy

| a10e1go BeMIKALERY

| q1oewrgo sexoLAxdpy

| awoewrgo sexorediolrog
| a10ergo BexoHBAg

| Heloordoxmeq

q10errgo BexdqualHexdy

3,50
3,00
2,50
2,00
1,50 -
1,00
0,50
0,00

aTpe3uil aHOPEKTAIBHOIO OT/IeNIa B PErMOHAaX

peruonax (Ha 10000 poxeHuii)

PucyHok 5 — Pacrnipenenenue 4acToT IOPOKOB aHOPEKTAIbHOIO OTAENA B
Pucynok 6 — Cpennue 3HaueHus u 95% NOBEpUTEIBHBIE UHTEPBAJIBI YACTOT
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[Ipumenenune KapTorpauueckoro aHajlin3a IMO3BOJMIIO MOJYYUTh HAM KapTy

pacmpeeNeHrs 9acToT MOPOKOB aHOPEKTAIBLHOTO OTIesa (PUCYHOK 7).

; " 01 61 oM oM oUW 02 07 OM 0 0N &) X
' & & & w L o ol 19

Pucynok 7 — I'eorpadudeckoe pacnpeaeneHue o01mei 4acToTsl TOPOKOB

AHOPEKTAJIBLHOTrO oTeNa B PO

Kaptuna pacnpenenenuss 4acToT MOpoOKa HE YKa3bIBA€T HA HAIMYKME TPAJUEHTOB
YaCTOTHI WJIM CBUIETEIHCTBYET 00 OTCYTCTBHHM €IMHOTO «IIEHTpa BIUSHUSA», XapaKTep
paCIpOCTPAHEHU KOTOPOrO OIPEIEISICT BPOKICHHBIA MOPOK pa3BUTHS. PErmoHbl ¢
Hu3kuMHu dactotraMd APII ects B 3amagHbIX M B BOCTOYHBIX dacTsax P®d, Taxke HET
3aKOHOMEPHOCTH B PACIIPEICIICHUN BBICOKMX YaCTOT U3y4aeMOro IOpPOoKa.

AHanmM3 cyMMapHO# 4acTOThI aTPE3Uii/CTEHO30B AaHOPEKTAIBLHOTO OT/eJIa M0 BCEM
pETrHOHATIBLHBIM PErucTpaM BBISIBUI cTaTucTHUecKd 3HauuMble (p=0,01) paznuuus 1o

rojam (pUCYHOK §).
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Zooo — =zooz — ZOoD4 — ZOO6 | ZOOB | 2040 | 202
z001 2003 2005 2007 2009 2011

Pucynok 8 — Cpennue 3Hauenust yactoT U 95% CI APII B nepuop ¢ 2000 mo 2012 rr.
AHanmu3upysi OTHOCHUTEJIbHBIE TIOKa3aTeIM CyMMapHBIX YacTOT aTpe3uu
AHOPEKTAJbHOTO OTJieJla MO BCEM pEruoHaM 3a H3ydyaeMblii MHTEpPBaJl BpPEMEHH,
npociexuBaroTcs koyedbanus ot 0,62 B 2000 r. g0 2,19 B 2012 1. Ha 10000 poxaeHUM,

TakuM 00pa3oM, pa3HHUIa oKa3arenel cocraBuia 3,7 pasa (Tadbauna 8).

Tabmuua 8§ — Cymmapnas yactora APII mo rogam Bo Bcex permonax (Ha 10000

POXKICHUI)
I'og | 200 | 200 | 200 | 200 | 200 | 200 | 200 | 200 | 200 | 200 | 201 | 201
bl 0 1 2 3 4 5 6 7 8 9 0 1 2012
F 0,62 | 1,82 | 1,50 | 1,60 | 1,68 | 1,82 | 1,62 | 1,80 | 1,56 | 1,30 | 1,81 | 2,00 | 2,19

B oTnuume ot aTpe3nu NMILEBOAA BBISBIEHA TEHAEHLMS POCTA YaCTOThI aTPE3UU
AHOPEKTAJILHOTO OTJIeJIa 3a M3y4aeMbIi Mepruoj HaOMoAeHU. AOCOIIOTHBIA TIPUPOCT
yacToTsl 110 BceM APII cocraun 88,5 Ha 10000 poxaenuii ¢ temmioM npupocrta 149 % u

CpeIHeroI0BbIM TeMmioM npupocta 7,11% (tabnuima 9).



64

Ta6Jmua 9 — I[I/IHaMI/IKa HaCTOThI ITIOPOKOB aHOPCKTAJIILHOI'O OTACIAa 110 IroJJaM BO

Bcex peruonax (Ha 10000 poxaeHuin)

IToka3zaTenn | AOCOJIOTHBLINH Cpennmnii Temn CpeanerogoBoii | TenaeHuus
MPUPOCT a0CoJIIOTHBINA | mpupocra/ TeMII
NMPUPOCT CHUKEHMS, NPUpoOCTA,
% %
Q42.0 10.022 0.835 186.50 8.04 Bripaxxennas
Q42.1 49.318 4.109 -1662.22 18.94 Bripaxxennas
Q42.2 1.186 0.098 4.25 0.34 Bripaxxennas
Q42.3 26.439 2.203 87.423 5.06 Bripaxxennas
Bcero 88.549 7.379 149.02 7.11 Bripaxxennas

Mbl moka He MOkeM OOBACHUTH HaOMogaeMblil TpeHa. Bo3moxkHO, 3TO
00yCIIOBIIEHO MOBBIILIEHUEM YpOBHS paHHeH JUArHOCTUKH MOpOKa,
COBEPIICHCTBOBAHUEM CHUCTEMBI PErUCTpallid IOPOKOB M APYTUMU MPUUYMHAMHU.
OdeBugHO, YTO HEOOXOJUMO JalibHelIee mpoBeneHue MoHuTopuHra BIIP s
MOATBEPAKACHUS BbISIBICHHOTO (pakTa. KpoMe Toro, 1o Mmepe HaKOIJICHUSI IaHHBIX OyJIeT
BO3MOYKHA OI[EHKA JMHAMHUKU YaCTOTHI MIOPOKA HE TOJIBKO Ha 00ObeIMHEHHOU 0a3e, HO U
B OTJEJIbHBIX PETHOHAX.

CTpykTypa W JNHAEMHOJIOTHYECKHE  XAPAKTEPUCTUKH  NOPOKOB
aHopeKTaJbHOro otaena. Kak Ob110 orMedeHo Bhiiie, Beero 3a 2000-2012 roapr ObL10
3aperucTpupoBaHo 1348 ciydaeB aTpe3nil aHOPEKTAIBHOTO OT/IEIa MUILEBAPUTEIBHOTO
TpakTa. Takum o0pazoM, 00Ias 4acToTa TPYMIbl MOPOKOB aHOPEKTAJIBLHOTO OT/ENa,
BKJIFOYAIOIIAs aTPE3UH U CTEHO3bI MPSIMOI KHIIKU U aHAJIBHOTO OTBEPCTHS, COCTABUIIA
1,66 ma 10000 poxnenuit wim 1 Ha 6024 poxnaenuii. 13 Bcex ciiyyaeB aHOPEKTAIBHBIX
aTpesuit 94,3% 3aperucTpupoBaHO CPEAM KUBOPOKIACHHBIX AeTel U 5,7% ciydaeB cpeau
MEpPTBOPOXKACHHBIX JneTeil. B 62,5% ciiydaeB MNOpOK aHOPEKTAIBHOIO OTAENa
HaOmoaaca y MalibuuKoB U B 37,5% y neBouek. Takum 00pa3om, B OTIIMYUE OT aTPE3UU
MUIIEBOa OTMEYAeTCs TMpeoljaJaHre MYXKCKOTO TOoJa CPead TMOPaKEHHBIX C
cootHoueHueM 1,7 M:12K.

Pacnipenenenne KIMHUKO-aHATOMUYECKUX (POPM aTpe3uil aHOPEKTATHLHOTO OT/eIa
B 0011l rpymnmne npenacrasieHo B Tadnuue 10 u Ha pucynke 9. Kak BuaHO, HanOObIIyIO

IPYIITY COCTABJISIOT aTpe3un/cTeHo03bl 3aaHero mpoxozaa (Q42.2 u Q42.3), coctaiss B
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cymme 77,45%. ATpesum M CTEHO3bl MNOPAMOW KUIIKA COCTaBISIOT 22,55%

COOTBCTCTBCHHO.

Ta6muma 10 — KonmuecTBO U 107151 KIMHUKO-aHaToMU4Yeckux ¢popm APII

Kiaunuko-anaromuyeckas popma Yucuo ciayyaes %
(a0c.)

BpoxnenHoe oTCyTCTBUE, aTpe3usi U CTEHO3 110 8,16
npsMON KUIIKU co cBuieM Q42.0
BpoxnenHoe oTCyTCTBUE, aTpe3usi U CTEHO3 194 14,39
npsiMoii Kuirku 6e3 cauina Q42.1
BpoxxneHHoe oTcyTCTBUE, aTpe3usi U CTEHO3 432 32,05
3aJJHETO MPOX0Jia co cBuieM O42.2
BpoxneHHoe oTCyTCTBHE, aTpe3us U CTEHO3 612 45,40
3ajiHero npoxoja 6e3 caunia 042.3
Bcero 1348 100

B Hamrem uccnenoBaHny BBISIBIIEHO, UTO 4alle BcTpevarorest AP pasHbix otnenos
0e3 cuia (59,79%), B TO BpeMsi KaKk MOPOKHA AHOPEKTAJIBLHOIO OTJAENa CO CBUIIEM

coctaBuim 40,21%.

45,40 =Q42.0

mQ42.1
Q42.2
Q423

Pucynok 9 — CTpykTypa BpOKIEHHBIX IOPOKOB aHOPEKTAIBLHOTO oTnena (%)

BonbIIMHCTBO BceX ClaydaeB TMOPOKOB aHOpeKTalbHOro otaena (85,26%)

MIPEACTABIISLIA COOOW M30JIUPOBAHHBIN MTOPOK, U TONBKO B 14,74 % ciiydaeB 0oTMeUdanoch
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COUYETaHUE C MOPOKAMU Pa3BUTUS IPYTUX OpraHoB. OAHAKO €CIIM pacCMAaTPUBATH TOJIBKO
n3oMpoBaHHbie ciaydau APII, To B 3To# rpymie 104 aTpe3uil MpsIMOM KUILIKU U aTPe3ui
anyca cocraBsuin 18,9% u 81,1% coorBercTBeHHO. B TO )€ Bpems B rpymie
MHO>KECTBEHHBIX IOPOKOB pa3BUTUS 3HAYUTEIBHO 4Yalle BCTPEYAIOTCS AaTPE3Uu
PEKTaIbHOTO OTAENA, cOcTaBIsoIme 32,9%, a aTpe3uu aHaJIbHOT'O OTBEPCTHUS COCTABUIIN
67,1%. BHe 3aBUCMMOCTH OT M30JUPOBAHHOTO WUJIM COYETAHHOTO COCTOSIHUS B 000HX
CIIy4asiX CaMbIM YacTbIM SIBJIIETCA BPOKIEHHOE OTCYTCTBUE, aTPE3Us U CTEHO3 3aJITHETO
npoxoja 6e3 cpuia (Q42.3).

HawnOoiiee yacTo BCTpedaauch COYETAHUSI C BPOKICHHBIMU MIOPOKAMHU CEPJICYHO-
cocyauctoir cuctembl (30%), mnuieBapuTeabHOM cuctembl (26,7%), mnopokaMu
MouernosoBoit (20,3%) 1 MOPOKKM KOCTHO-MBIIIEUHON W HEPBHOM CHUCTEM BCTPEUAIUCH
COOTBETCTBEHHO B 12,9% mn 6,1% cimydaeB coueranuiit AA ¢ IpyruMH BpPOXKIAEHHBIMU
aHOMAJIUSIMH, B OCTAJIbHBIX ciTydasX (4%) oTMEHaInCh COYETaHUS C TOPOKAMH PA3BUTHS
OpraHoB Apyrux cucrteMm. llo AaHHBIM HACTOAILIETO HMCCIEIOBAaHUA, CPEAU IMOPOKOB
NUIIEBAPUTENBHOW CHUCTEMBl YacTbIM  COIYTCTBYIOIIMM IIOPOKOM y JIMIl C
aHOPEKTAJIbHBIMU aTPE3USIMU/CTEHO3aMU SIBIISIETCA aTpE3Usl MUILIEBO/IA C WU 0€3 CBUIIA.
Jons Takux cimyyaeB cocraBuia 7,2%, 3T0 3HAYUMO BBIIIE 0KUAAEMOTO YPOBHS, UCXOIA
U3 MONYJIILIMOHHOM 4aCcTOTHI ITOPOKa.

JUist OueHKH poJiv, perucTpupyemsix npu Monutopunre BITP nemorpaduueckux
napamMeTpoB HaMHu OBbUIM pacCUYUMTaHbl OTHOCUTENbHBIE PUCKH JIJIl AHOPEKTAIbHBIX
atpe3uit. B Tabnuiie 11 mpeacraBieHsl JaHHBIE O YaCTOTaM M OTHOCUTEIBHBIM PUCKAM
AHOPEKTAJIbHBIX MIOPOKOB B 3aBUCUMOCTH OT U3y4aeMbIX (PaKTOPOB.

N3 Bcex 0TOOpaHHBIX MOKa3aTelel MOBBIILIEHHBIE OIICHKH OTHOCUTEILHOTO PUCKa
APII BoisiBIeHBI 17151 My»)cKoro nona podanaa (RR=1,28) u maccer tena ke 3000 T
(RR=1,69). 15151 ocTanbHBIX NapaMeTpoB (BO3pACcT MATEPU U MOPSAIKOBBII HOMEP POJOB)
OTHOCUTEJIbHBIE PUCKH HE MOBBIIICHBI.

Takum 00pa3om, B X0J1e pabOThl IPOBEJICH AMUAEMHUOJOTUUECKHUIM aHaIN3 aTpe3nuid
AHOPEKTAJIBHOTO OT/ENa, BKIIOYAIOIMIUNA OLIEHKY MOMYJISIUOHHBIX YacTOT MOpPOKa B

PEruoHax U CyMMapHO, aHAJIU3 W3MEHEHHUI 4acTOT BO BPCMCHH, OIIPCACICHHUC CIICKTpPa



67

KIUHUKO-aHatomuueckux (opm APIL. BmepBbie mosyueHbl OLIEHKM OTHOCHTEIHHOTO

pucka APII nnis psiga nemorpaguueckux napameTpos.

Ta6J'II/IHa 11 —YacToTa ¥ OTHOCUTEIBHEIC PHUCKHU ITOPOKOB AHOPCKTAJIIBHOT'O OTACIA

KomuecTBo KomuecTBo YacroTa
Hapamerper ClydacB POKIACHUIA Ha 10000 p RR 93% Cl
My 1,28
Hor* x, 577 3477981 1,66 0,003 1,08-1,41
Ke
i, 353 2618959 135
Macca =1 <30 1 4o 1950604 2,00 | <0001 | 1,69 | 1,48-1,92
Tena 00
>30
00 522 4220339 1,24
Bospact
vatepn | L 107 566449 1,89 0352 | D12 | 0:89-1.40
20—
24 327 1898052
25—
29 271 1581324
30—
34 148 868541
>35 77 395915 1,04 0295 | 1.07 | 0,82-1,40
Neporos | 1 545 3025783 1.80 0.117 | 0,51 | 0,44-0.59
2u
6o
e 370 2283036 1,62

* — CrarucTuuecku 3HaUnMMoe BiusHue paktopa Ha pazsutre APII

3.3 KiiMuHMKO-TeHeTH4YeCKasi XapaKTePUCTUKA aTpe3uil KeJTy109HO-

KHIICYHOT0 TPAaKTa

B nepBoi1 yacTh HacTOALIETO UCCIIEA0BAHUS HA OCHOBAHUM JaHHBIX MOHUTOPHUHIA
BIIP Obun ompeneneHbl MOMYJISLHUOHHBIE YACTOTBI aTPE3Uil KETyTOYHO-KUIIEYHOTO
Tpakta B pernoHax P®, ocoOeHHOCTM UX pacHpoCTPaHEHUS U HEKOTOphIE
AMUACMHUOJIOTHYECKUE XapaKTepUCTUKU. [[pyras 3amada mccieqoBaHus 3aKI0Yanach B
M3YYEHUU KIMHUKO-TEHETUYECKUX XapaKTEPUCTUK aTPE3Uid B BLIOOPKE OOJIbHBIX C ATUMU
nopokamu. Kak ObpI0 OTMEUEHO paHee, aTpe3uu MUIIEBAPUTEIBHOIO TpPaKTa
IPEICTaBISIIOT COO0M KIMHUYECKH Pa3HOOOPa3HYH0 M ITHOJOTMYECKH I'€TEPOreHHYIO

rpynny. B aTy rpynmy BXOAST Kak W30JUPOBAHHBIC, TaK M CHHAPOMAJbHBIE (POPMBI
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atpesuii XKKT. Kak ™Mbl mokazanu B mpeaplaymieidl 4acTu paboThl, OoJblIas 4acTb
M3y4aeMbIX MOPOKOB BCTPEUYAETCS B M30JUPOBAHHOW (hOpME, OJJHAKO BHICOKA U JIOJS
couetaHHbIX (Gopm. [lo HAIUM JaHHBIM MIPU ATPE3UH MUILEBO]IA BPOKIECHHBIE MTOPOKU
Pa3BUTHS IPYTUX OPraHOB BBIABILUIACH B 31,8% ciydaeB, pu aTpe3uu aHOPEKTAIILHOTO
ornena — B 14,5% cinyuaes. K coxanennto, B cucreme monutopunra BIIP B ciyuae
BBISIBJICHUSI Yy HOBOPOXXJICHHOTO W3BECTHBIX CHHJIPOMOB, XapaKTepU3YIOUIUXCS
MHO>KECTBEHHBIMU TOPOKaMHU Pa3BUTHS, COCTOSIHUE KOAUPYETCS COOTBETCTBYIOLIUM
kogoMm u3 MKDB 10 mepecmoTpa, U Mbl HE BCErjja MMEEM IOJIHOE (HEHOTUITUYECKOE
ONHMCAHKUE TAKUX OOJIbHBIX.

J1Jist TOTO 4TOOBI ONPEACIIUTD KIMHUYECKYIO CTPYKTYPY, JIOII0 U30JUPOBAHHBIX U
couetanHbix ¢opm atpe3uit JKKT, Mbl MONBITATUCH MPOBECTH MOAPOOHBIA aHAINU3
(hEHOTUNMHYECKUX MTPOSIBJICHUN B BRIOOPKE MAIIMEHTOB C M3y4aeMbIMU MopokaMu. C 3Toi
1eabl0 HaMu ObUia copMupoBaHa BbIOOpKa (IO UCTOpHUSM OOJE3HEW) MAIMEHTOB C
aTPE3UsIMM KETYIOYHO-KUILIEYHOTO TPAKTA U3 AETCKUX KIMHUK MockBel 1 MOHHMKU.
Bcero 6110 BoisiBiieHo 113 cinydaeB atpesuit )KKT. B 7 ciyvasx nuarHo3 atpe3uit He
noATBepawicsa. Takum o0pa3oMm, B aHaim3 ObUTO BKItoUueHo 106 mpobangoB ¢ BITP:39
JIETEN C aTpe3uen NuIieBoa u 67 neren ¢ aTpe3nel aHOpEeKTaIbHOTO OTAENA.

B rpymnmne nereit ¢ All npeobnananu manpuuku (26 ManbuyukoB U 13 geBOYEK) C
cootHomenneMm 2M:12K. B to e Bpems B rpymnne aereit ¢ APII npeobnananu neBouku
(42 neBouku u 25 manpuukoB). CooTHOLIEHUE MOJI0B cocTaBmiio 1M:1,7XK.

Pacnipenenenue neteit mo macce Tena npu pokJICHUH MPEACTaBICHO B Tabuie 12.

Tabnuua 12 — Pacnipenenenue nereii ¢ atpesusimu JKKT mo macce Tena

Macca tena, r All APII
1000 — 1499 3 (7,1%) 3 (4,5%)
1500 — 1999 8 (21,4%) 4 (6,0%)
2000 — 2499 13 (32,1%) 13 (19,4%)
2500 — 2999 6 (14,3%) 18 (26,9%)
3000 — 3499 8 (21,4%) 21 (31,3%)
3500 — 3999 1 (3,6%) 7 (10,4%)
4000 — 4499 0 1 (1,5%)

Bceero 39 67
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B ob6eux rpynmnax mpeo0iagaroT MajoBecHble netu (macca tena medee 3000 r):
75% nereit B rpyne ¢ All u 57% a1t TOPOKOB aHOPEKTAIBHOTO OTAEIIA.
Taxoke nist 06eux rpyIi NOPOKOB B OOJIBIIMHCTBE CIIyYaeB XapaKTEPHO POXKIICHUE

nerer oT nepBbix poaoB (Tadmuia 13): 46,4% nua All u 52,2% nns APIL.

Tabnuna 13 — Pacnipeaenenue aeteit mo NopsaAKOBOMY HOMEPY POJIOB

IopsiaAKkoBBIN HOMEP POOB All APII
1 18 (46,4%) 35 (52,2%)
2 13 (32,1%) 21 (31,3%)
3 7 (17,9%) 5(7,5%)
4 1 (3,6%) 2 (3,0%)
5 0 4 (6,0%)
Bcero 39 67

B nameii BpiOopke 007bIIMHCTBO MaTepen — 28,6%, poauBIIUX JIeTel ¢ aTpe3uei
MUIIEBO/IA, ObUTH B MTO3JTHEM PEIPOIYKTUBHOM Bo3pacte oT 35 10 39 ner (tabnuna 14).
BboasmmnacTBO Matepeit (37,3%) nereit ¢ APII Haxogunuch B MOJIOAOM pENPOAYKTUBHOM
Bo3pacte 20-24 roga, Ha BTopoM mecTe — 23,9% B Mo3aHEM PENPOAYKTUBHOM BO3pacTe

oT 35 mo 39 ner.

Ta6muna 14 — Pacnipenenenue aeTeit mo Bo3pacty MaTepu

Bo3pact marepu All APII
-16 1 (3,6%) 2 (3,0%)
17-19 6 (14,2%) 11 (16,4%)
20 —24 10 (25%) 24 (35,8%)
25-29 8 (21,4%) 7 (10,4%)
30-34 3 (7,1%) 6 (9,0%)
35-39 11 (28,6%) 16 (23,9%)
40 — 44 0 1 (1,5%)
Bcero 39 67

[Tpu ananm3e reHeaornuyecKux JaHHBIX HA MOMEHT 00CJIe0BaHUs 0Ka3aJ0Ch, YTO
BCE Clly4au aTpPE3Uu aHOPEKTAIBHOTO OTAeNa cropaaudeckue. B rpynmne ¢ arpesusmu
MUIIEBOIA OBLT BBISBIICH OJWH CEMEWHBIN ciydail. OTel U MaTh UMEIU TPOUX JETEH.

Crapmmii pebeHok — Manbyuk 9 set ot 1-if 6epemenHocT 1-x ponoB 310poB. Bropas
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OepeMEeHHOCTh, ITPOTeKaBIas Ha (JOHE TOKCUKO3a M MHOTOBOJIHSI, 3aBEPIIIIIIACH POTAMHU
Ha 38-ii Henmene: poauiach JEBOYKa ¢ aTpesnei mnuimeBojga Oe3 cBuma (Q39.0),
olepupoBaHa B HEOHATAJIbHOM Iepuojae. TpeTuil peOeHOK Malbyuk OT 3-eit
OEpEeMEHHOCTH 3-X POJIOB TAKXKE POIWIICS ¢ aTpe3ueit mumeBoga 0e3 cuma (Q39.0).
Jpyrux mOpokoB pa3BUTHs y JeTed He Obuio. J[aHHAs ceMbs NMpUHAJA ydacThe B
MOJICKYJISIPHO-TEHETHYECKOM 00CJIETOBAaHUH B MOJIHOM COCTaBe (5 4eNoBeK).

B cTpykrype arpe3sun mnumeBoaa 53,8% ciaydaeB MpEICTaBICHBI aTPE3USIMU
nuuieBoaa co ceuieM (Q39.1), u coorBercTBeHHO 46,2% COCTaBISAIOT CIy4Yau aTpe3uu
6e3 ceuma (Q39.0). U3 Bcelt rpynmsl n3oimpoBaHHas Gopma Mopoka mpeodiamana u
BcTpeTwiiach B 24 ciyyasx wid B 61,5%. B 1o ke Bpemsa B 38,5% ciyyaeB arpesus
MUIIEBO/IAa COYETANIACh C IPYTUMH MOpokamu pa3Butus. B 4 cimydasx (10,3%) BbIsSBIICHbI
atpesuu apyrux otaenoB XKKT, B 3 ciayuasx (7,7%) — BpoKIAeHHbIE IOPOKH cepla, B 2
ciaydasx (5,2%) — VACTERL accommamnus u B 1 ciyvae (2,6%) — cunnpom JlayHa.
Pacnpenenennie n30JupoBaHHbBIX U COUETAHHBIX (POPM aTPE3UM MUIIEBO/IA MPEICTABICHO

B Ta0ure 15.

Tabmuua 15 — CTpykTypa KIHHHYECKUX POpM aTpe3uu MUIIeBO1a

Q39.0 Q39.1 Bcero

n n n %
N30MpoBaHHBIE CJOy4aH 11 13 24 61,5
MBIIP
XpOMOCOMHbIE AaHOMAJIMH
Cungapom [layna 1 1 2,6
HexpoMocoMHbIe aHOMAJIUM
VACTERL accomuanus 1 1 2 5,1
CoueraHHbIE IOPOKH
Bpoowcoennvie nopoxu cepoya
JIMOKTT/ IMITIIT 1 2 3 7,7
Kenyoouno-Kuueunvlii mpaxkm
ATpe3us aHyca 2 5,1
ATpesust npsIMON KUIIKH 2 5,1
Mouegvidenumenvras cucmema
AreHe3us IoueK 0 1 2,6
ypPETPAIbHBIE AaHOMAJIUHU 0 1 2,6
Kocmno-mvrweunasn cucmema
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IIpeakcuanpHas NOJMIAKTUIINS 1 2,6
CuHIaKTUINA 1 2 5,1
Bcero 18 21 39

% 46,2 53.8 100 100

B rpymnmne aHOpeKTaJNbHBIX MOPOKOB CaMyK) MHOTOYHMCIEHHYI TpyHIy
COCTABWJIM aTPE3HH 3aJHEro npoxoja 0e3 cua (43,9%), camyro MaJIeHbKYIO TPyIITy
(7,6%) coCTaBISIIOT aTPE3UU/CTEHO3bl MPSAMOW KHUIIKK co cBuiieM. B rpymmne APII
W30JUPOBAHHBIE Cy4yau cocTaBwin 42 ciydas win 62,7%, a B 25 cayyasx (37,3%)
MMEJU MECTO MHOKECTBEHHBIE TOPOKHU pa3BuTus. 13 Hux B 18 ciayyasx (27,2%) umenucs
COUYETaHUs JIBYX ITOPOKOB: 8 ClIy4aeB COUYETaHM C aTpe3usiMu apyrux otaenos JKKT, 5
CIIy4aeB — C BPOXIEHHBIMH ITOpPOKaM cepamla, 3 ciiydas — ¢ IOPOKaMU MOYETOJIOBOU
CUCTEMBI, 2 CiIy4yas — ¢ MOPOKAMH KOCTHO-MBIIIEYHONW CUCTEMBI. B 5 ciywasx ogHoM
ciyyae APII Bcrperunace B coctaBe VACTERL accoumanuu, B OIHOM Ciiy4yae — y
pebenka ¢ cunapoMoM JlayHa U B OJTHOM ciliyyae — HEKJIACcCU(ULIUPOBAHHBIN KOMILJIEKC

MBIIP (tabnuna 16).

Tabnuua 16 — CTpykTypa KIMHUYECKUX (POPM aTpe3un aHOPEKTAILHOTO OT/IeNa

Knunuueckue gpopmut Q42.0 | Q42.1 | Q42.2 | Q42.3 | Utoro

n n n n n %
M3onupoBaHHbIE cIydan 4 7 13 18 42 62,7
MBIIP
XpoMocOMHBIE AaHOMAJINHU
Cungpom Jlayna 1 1 1,5
HexpoMocomHbIe aHOMAIUH
VACTERL accomuanus 1 1 3 5 7,5
HexnaccuuiypoBaHHbI KOMITJIEKC 1 1 1,5
CoyeTaHHbIe IOPOKHU
Bpooicoennvie nopoxku cepoya
JAMOKIT/AMITIT 1 2 3 4,5
['unonnasus aesoro npencepans 1 1 2 3,0
HKenyoouno-kuweunviti mpaxkm
ATpesus nuieBoaa 1 1 1 1 4 6,0
ATtpesus 120 kumku 1 1 2 3,0
[Topoku pa3BUTHUS TOJICTON KHULIKU 1 1 2 3,0
Mouesvioenumenvhas cucmema
AreHe3us mouex 1 1 1,5
[TonkoBooOpa3Has mouka 1 1 1,5
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VYperpanbHble aHOMAINN 1 1 1,5
Kocmuo-mvruweunas cucmema
INunonnasus I nanbua unm aydeBoit

KOCTH 1 1 1,5
[IpeakcuanbHas MOTUIAKTHAIUS

CUHIAKTUINA 1 1 1,5
Bcero 5 11 21 29 67

% 7,6 16,7 31,8 43,9 100 100

Takum 006pa3om, B MCCIIEIOBAaHHON BHIOOpKE Kak JUIsl aTpe3uH MUIEBOJIA, TaK U
aTpe3uH aHOPEKTAJBLHOIO OTHeNa mpeodiagana Ja0Jig u3oaupoBaHHbIX (hopMm (60,7% u
62,7% cooTBeTcTBeHHO). OJHAKO HEMAJIYIO JOJI0 COCTABISIOT U COYETaHHbIE (POPMBI:
JUISl aTpe3uu IHILIEBOJAa OHM BCTpeTWiuch B 39.3%, a s aTpe3uu aHOPEKTAIBHOTO
otaena — B 37,3% cimy4daes.

B nienom no Bceil rpynme CUHAPOMAJIbHBIE CITyYan U aCCOLMALINY BbISBIECHBI B 10
cinyyasx (9,4%), u3 Hux 6ose3nsb [layHa, moATBEpKACHHAs IUTOICHETUYECKH, BhISIBIICHA
B 2 ciyyvasx (1,9%), VACTERL acconuarnust — B 7 cnydasx (6,6%) u 1 ciyqait MBIIP
(0,9%), KOoTOpBIIt TOAPOOHO OYIET OMHCAH HIKE.

N3 7 cnyuaeB ¢ VACTERL accoumarueit 5 ObUIM TOCTaBJIEHBI O HAIIEro
oOceoBaHMs U JiBa Ciy4asi ObLIM BBISIBICHBI HAMU B XOJie oOcjeaoBaHus jerei. B
OJIHOM CJIy4yae MHO>KECTBEHHBIX BPOXICHHBIX IMOPOKOB Pa3BUTHUS y MajibuuKa, 6 JIeT,
HaOJIIOAAJIOCH COYETaHWE CIEAYIOIIUX MOPOKOB: aTpe3usl aHyca, aTpe3usl MHILEBOJA,
neeKT MEeXKEITYJOUYKOBOW TEPEeropoAKH, OTCYTCTBHE OOJBIIOTO TMajblla PYKH,
TUIOTUIa3Usl OJTHOW MOYKH, CKoJino3. CodyeTaHue JTaHHBIX MPU3HAKOB OBLIO PACIEHEHO
Hamu kKak VACTERL accounanusi.

[Ipu oOcnenoBanuu BTOpOro pebOeHka (neBoyka, 4 roma) C JAUArHO30M
MHOKECTBEHHBIEC TTOPOKH PA3BUTHS TAKkKE MOXKHO Npeanonoxuts Hammune VACTERL
acconmanuu. Y peOeHka ObUTH BPOXKJICHHOE OTCYTCTBHE 3aJTHETO MPOXO0Ja CO CBUIIEM,
aTpes3us MUILEBOJA, 1e(EKT MEXIPeICepAHON EPETOPOIKHU, TUIIOTLIA3US JIEBOTO OTEa
cepilla, HEMNPaBWIbHOE PACIOJIOKEHHE TOYKMA (MOoYeyHas »JKTOMUS), aHOMaIUU
KOHEYHOCTEH, TaKre KaK HeJIOPa3BUTHE OOJBIIIOTO MaJIbIIa.

B rpymme gereit ¢ aTpe3ueil aHyca HaMu ObLT BBISIBJIEH CITydaid MHO>KECTBEHHBIX

MOPOKOB PA3BUTHS, HA KOTOPOM MBI XOTEJIM ObI OCTAaHOBUTHCS O0JI€€ MOAPOOHO.
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[IpoGann — manpumk oT 1-o¥f OGepemeHHOocTH. CeMeWHBI aHaMHE3, TCUCHUE
OEpEeMEHHOCTH HEM3BECTHBI, T.K. POAMTENM ObUIM HEAOCTYIHBI AJig Oecenbl. BriepBbie
pebeHok ObUT OCMOTpeH HamMu B Bo3pacTe 1 mec. [Ipu ocMOoTpe BBISBISIOTCS CIASAYIONINE
npu3Haky: ruaporedansaas Gopma yepena, BEIpaKCHHAs] aCHMMETPHUS Yeperia U JUIa.
CrneBa oTMEYaETCs TUIOIIA3US CKYJIOBOM KOCTH M @aHTUMOHTOJIOUIHBIN pa3pe3 r1a3Hou
e, KoJI0OoOMa BEpXHETO BEKa, pacXo/IsIeecss Kocoriasue, SK30(TaibM, BPOKACHHAS
rIaykoMa, MUKPOTE€HUS, BPOKICHHAS IIIyX0Ta.

VYuiHbie pakoBHHBI JeOpMHUPOBAHHbBIE, HU3KO pacnoiokeHbl. Ha mpaBoil kuctu
oTMedYaeTcs peakas ¢GopMa TMOTUAAKTHINN — ICHTpalbHAs WM Me30aKCHaTbHAs
NOJIUJAKTHIINA (YBOEHUE TPEThero naibiia). [1anbibl HOr HEMPAaBUIBLHO PACTIONOKEHBI
C HaJIOXEHHeM Jpyr Ha aApyra. OTmeyaercd JBYCTOPOHHHII KPUITOPXU3M
(abmomuHanbHas popMma). B cBsI3M ¢ MHOKECTBEHHBIMU MOPAKEHUSAMH OBLIIO MPOBEICHO
[IUTOTEHETUYECKOE HCCcliejoBaHue, Kapuotun — 46, XY (HOpMaJdbHBIM MYKCKOM).
PebGenok morub B Bo3pacte 3 MecCsIIEB OT OCTPOM CepIeUHON HEIOCTAaTOYHOCTH Ha (hoHE
MHOKECTBEHHBIX MOPOKOB pa3BuUTHs. lIpu maTonoroaHaTOMUYECKOM HCCIEAOBAaHUU
ObLIIM BBISIBJICHBI CIIEIYIONIME TOPOKU PA3BUTHUS BHYTPEHHUX OPTraHOB: BHYTPEHHSS
ruapoiedanus, TUNOIIIA3us TMOJyIIapuid MO3KEUKa, areHe3usi MO30JIMCTOro Tela,
anomanus Jlennu-Yokepa, MHoxecTBeHHbIe TTOpokH JKKT (arpe3ust aHyca u mpsimMoi
KHUIIIKY, areHe3us MOMepeuyHO-000/J0YHOM, HUCXOMSIIEH W CHUTMOBHIHOW KHIIKH),
TUTOTUIa3Usl  JIEBOM TIOYKH, MeErayperep cjeBa, TUApPOHePpOo3 TMpaBod MOYKH,
abmoMuHaIbHas (hopMa KPUITOPXHU3MA.

JI71s1 UCKITIOUEHUST MUKPOJIEICIIUI/ Iy TITUKAIUN, KaK PUYHHBI 3a00JI€BaHuUs, ObLI
MPOBEJEH XPOMOCOMHBIA MHUKPOMATpUYHBIA aHaln3, B pe3yJbTare KOTOPOIO
MaTOICHHBIX M3MECHEHUU BBISABICHO HE ObLTO. JlambHEWIIHMN AMArHOCTHYECKUM TIOMCK
ObLJI HampaBJIeH Ha BbISIBIIEHWE MOHOTeHHbIX cuHApoMoB ¢ MBIIP. 1o coBokymnHOCTH
CUMIITOMOB y pEOCHKAa Mbl BBIICTWIM PSI CHHAPOMOB, TMPU KOTOPBIX aTPE3us
AHOPEKTAJILHOTO OTJIEJla COYETACTCsl ¢ aHOMAJMAMU TajbleB (MOJUIAKTIINS), CPEIn
KOTOpBIX paccMarpuBaiuch cUHApoMbl TayHca-bpoxkca, [Tammmcrepa-Xoi, Meliepa-
['opmuna, Ilammucrepa-Kwumana. Ilpu cunapome TayHca-bpokca arpe3ust aHyca

onucana 6onee uem B 40% cirydaeB, NOMUAAKTAIUS (IPEUMYIECTBEHHO MO IAKTHIINS
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Oonpioro nansia) — B 25% ciyvaes, B 15% ciiydaeB — pa3iauyHble aHOMAJIUU MOYEK
(runomasus, OJHOCTOPOHHSS areHe3us, NOJUKUCTO3 U Jp.), ONUCaHbl KPUIITOPXU3M U
paciernieHe MoIoHku. Kpome Toro, onucansl aHOMaIuy CTPOCHUS YITHBIX PAKOBUH,
acCUMMETpHS TuLa, Tyroyxocts. Cunapom [lammmcrepa-Xomt xapakTepu3yeTcsi BBICOKON
YaCTOTOM TaMapTOMBbI TUIoTajgamyca, rugpouedaiiy, NOCTaKCHAIbHOW MOJINIAKTUINN
(omucaHbl W ciaydad LEHTPaJbHOM NOJUIAKTHINN), YEPENHO-IUIEBbIX aHOMaJIU
(KOpOTKHI1 HOC, MUKPOTHATHsI, aHOMAJIMH YIIHBIX PAKOBUH), aTPE3UH aHyCa, aHOMAJIUI
IIOYEK, ONHMCAHbl AHOMAJIMU PA3BUTUS HHAOKPUHHBIX Keje3, KpunropxusMm. llpu
cunapome Meliepa-I opauHa OTMEUarOTCS HU3KMM BEC W POCT IPU  POKICHHH,
MUKpo1edamus.

JUis yTOYHEHMs JuarHo3a ObUIO CAENaHO IOJHO3K30MHOE CEKBEHHPOBAHUE
reHOMa, B pe3yJbTaTe KOTOPOro ObljIa OOHapyKeHa paHee HE ONKUCAHHASI MyTalusl reHa
GLI3 B TETEpO3UTrOTHOM COCTOSSHMM. MyTaluu W B 3TOM TI€HE XapaKTEepHBI IS
ayTOCOMHO-JOMHUHAHTHOTO cuHapoma llammucrepa-Xos.

Takum o6pa3omM, U3 Bcex 0OCIEAOBAHHBIX JAETEH C BPOXKIECHHBIMH MOPOKaMU
pazButusa JKKT (aHOpekTaslbHBIM OTAEN W MNUIIEBOJ) B OOJBIIEH YacTU CiIydacB
HaOJIOAAINCh M30JUPOBaHHbIE (POPMBI U3y4a€MbIX MOPOKOB PA3BUTHSA, COCTABIISIS B
neaoM 10 Bced rpynme  62,3%. CoOTBETCTBEHHO COYETAHHBIE Cllydyad WU
MHO>KECTBEHHBIE MTOPOKH Pa3BUTHSI JUIsl 0OOMX BHUIOB MOPOKOB BCTpeTHIUCh B 37,7%
cinyyaeB. CeMENHBbIN CIy4daidl BCTPETUIICS TOJIBKO B TPYIIIE aTpe3uil MUIIEBOAA, COCTABUB

2,6% OT Bcex clly4aeB MOpPOKa B UCCIETYyEeMOM BIOOPKE.

3.4 lloimMop(dpu3M reHoB riIyTaTHOH-S-TPaHcdepas y aereil ¢ H30JIMPOBAHHOM

(¢opmoii aTpe3un nuuieBoa

Pe3ynbTaThl  MPOBEIEHHOTO  MOJIEKYJISIPHO-TEHETUYECKOTO  MCCIEIOBAHUS
JeJeMOHHO/uHCepIMOHHOro nojauMopduzma reHoB GSTMIMI u GSTMITMI1 B
rpynmnax o0CJIeI0BaHHbBIX JIETEH MpeACTaBiIeHbI B Tabmuiie 17, rae cumBou (+) 03HavaeT

«HOPMAJIbHBINY ajienb; a (del) — generuto.
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Ta6muna 17 — YactoTel reHoTunoB u amneneit renoB GSTM1 u GSTT1 B rpynme

nereit ¢ AIl B KOHTpOJIBHOM TpyIine

PesyabTaThl onenkn pasnoodpasusa GSTM1 Pe3yiabTaThl oleHKH pa3Ho00pa3us
GSTT1
I'enotunsl | Jeru ¢ Al Hetn 0e3 Bcero Hetn ¢ AIl Hetu 0e3 All Bcero
All
n % n % n % n %
+/+ 13 ] 333 | 38 | 418 51 11 28,95 30 33,3 41
+/del 10 | 25,7 6 6,6 16 16 42,10 44 48,9 60
del/del 16 | 41,0 | 47 | 51,6 63 11 28,95 16 17,8 27
Bceero 39 | 100,0 | 91 | 100,0 130 38 100,0 90 100, 128
Annenn

+ 36 | 46,2 | 82 | 45,1 118 38 50,0 104 57,8 142
del 42 | 53,8 | 100 | 54,9 142 38 50,0 76 42,2 114
Bcero 78 | 100,0 | 182 | 100,0 260 76 100,0 180 100,0 256

AHanu3 pe3ynbTatoB 1o reny GSTM 1, npuBeeHHBIX B Tabiuile 17, mokaspiBaeT
OTCYTCTBHE CTAaTHUCTUYECKM 3HAUYMMBIX PA3JIMYUIl [0 YaCTOTE FOMO3UIOTHOHN JeNeluu
(del/del) mexny rpynmoii nereii ¢ AIl u rpynnoii kourpous (x> = 0,43, df=1), necmorps
Ha HEKOTOpOE MpEBBIIICHHE OIIeHKH 4acToThl del/del reHoTHIIa B KOHTPOIBHOM Tpynie
nereii. Panee B padote Filonzi at al. (2010) Oplia BeIsIBIICHA accoLMAIUs TOMO3UTOTHOTO
reHoruna no jgepuuutHomy amiento (del/del) c¢ wactoroit AIl. Pacxoxnenue
MOJIYYCHHBIX B HACTOSIIEM HCCJEIOBAHWM JNaHHBIX ¢ JaHHbIMU Filonzi at al. (2010)
BO3MOYKHO OOBSICHSIIOTCSI OCOOCHHOCTSMHM aJUIeNIbHOTO JaHamadTa HaceaeHus 001acTu
Wtanuu, B KOTOPOH MPOKMBAIM OOCIIETOBAaHHBIE M MHOITHUYECKUM MPOUCXOKICHUE
yactu poaurteneil. Kpome toro, B paccMarpuBaeMoM HCCIEIOBAaHUU B €UHYIO PYIITY
ObLIIM 00BbEIMHEHBI JJETH C TOMO3UTOTHOCTBIO IO HOPMAJIbHOMY ajuiento (+/+) u aetu —
rerepo3uroTsie Hocutenu (+/del). Bmecte ¢ Tem, mpu paccMOTPEHHH MOJYYEHHBIX
NaHHbIX, OoOpamiaer Ha ce0s BHUMaHHE MOYTH 4-X KpaTHOE YBEJIMYEHUE YaCTOThI
rerepo3urotrHoro renotuna (+/del) B rpymnme nereit ¢ AIl (25,7%) B cpaBHeHUHU ¢
JAHHBIMH KOHTPOJIbHOW Tpymmbl (6,6%). Paznuuue B 4acToTe CpaBHMBAEMbIX TPYIII
CTaTHCTHYECKU BBICOKO 3Haunmoe (x> = 6,74, df=1 P< 0,001).

N3BecTHO, 4TO JUIsl penkux Ooje3Held OTHOCUTENbHBIM PHUCK MJisi Pa3IMYHBIX
TeHOTUIIOB MOXKET OBITH OIICHEH U3 BhIpaxeHus oTHOIIeHUs maHcoB (OR). B »Toii cBsi3u

JUISL OLICHKW CHJIBl CBSI3M M3ydeHHoro mnogumopdusma reHa GSTMI c All Obuia
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WCITI0JIb30BaHA BEJIMYMHA OTHOIIIEHUS maHCcoB. [[0CKoIbKyY pactpeneneHne reHOTUIIOB He
COOTBETCTBOBAJA 3aKOHy Xapau-BaiituGepra B Hu rpymme koHtpons (> = 78,6 df=1 P>
0,001), au B rpy1e OOJBHBIX JeTel, ObliIa UCIOb30BaHa 00IIast MOIeIh HACIICIOBAHMSI,

pe3yabTaThl KOTOPOU MpeicTaBieHbl B Taduuie 18.

Tabmuua 18 — OTHOCUTENBHBIE PUCKK BO3HUKHOBeHUA All y nereii ¢ Bapuantamu

reqgorura reda GSTM ]

I'eHOTHIIBI JleTu ¢ Heru 0e3 = p OR
AIl AIl 9.18
n=39 n=91 3HAY. 95% CI
I'enortumn +/+ 0.333 0.418 0.01 0.70 0.32-1.53
I'enorun +/del 0.256 0.066 4.89 1.63 — 14.62
I'enorun del/del 0.410 0.516 0.65 0.30-1.39

[Tony4yeHHBIE JaHHBIE MMOKA3BIBAIOT, YTO OTHOCUTENBbHBIN puck pa3Butusi All B 4
pasa BBIIIE Y TETEPO3UTOTHBIX HOCUTENEH JIeNIeTallMOHHON aiutenu reHa GSTM 1.

Takum oOpa3oMm, pe3ynbTaThl MPOBEACHHOTO HWCCICAOBAHMS  IO3BOJISIOT
paccMatpuBath noauMopdusMm reHa GSTMI B kauecTBe OJHOTO U3 TEHETHYECKUX
(haKTOPOB MPEaPaCTIONOKEHHOCTH PA3BUTHSI ATPE3HH MHUIIECBO/IA.

[Ipu ananuze yactot noauMopdHbIX BapuantoB GSTT1 (mpaBasi 4acTh TaOIUIIBI
17) BBISIBIIEHO paBHOMEPHOE paclpe/ie]IeHUE BCeX KJIACCOB TEHOTUIIOB B CPABHUBAEMBIX
BBIOOpKax. B wacTHOCTH, HE O0OHAPYKEHO 3HAYUMBIX PA3IMINN MEX Ty TPyITIaMu JeTei
¢ AIl u neTbMU TpYIIIIBI KOHTPOJIS HU IO OIIEHKaM 4acToT romo3urotHbix (del/del) (y~ =
1,3, df=1), au rereposurorusix (+/del) (x*= 0,17, df=1) renorunos. Tem He MeHee ObLIa
OIICHEHA BEJIMYMHA OTHOCUTENBHOrO pHucKa pa3Butus All y nmerelr yepe3 BelIUUUHY
oTHOIIeHUs 1maHcoB (Tabnuna 19). ns romo3urornoro renotuna (del/del) rena GSTT1
OR cocrasuna 1,88 (CI 0,78-4,57), nist reTepO3UrOTHBIX HOCUTEEH MYTaHTHOTO aJlIest
(rerorunn +/del) — 0,76 (CI 0,35-1,63), uto He pasznuuanoch oT 3HaueHud OR mis
«"HopManbHbIX» Tomo3urotr (0,81 (CI 0,36-1,86)). Takum o0Opa3om, MOITyYEHHbIC
3HAUCHHUS OTHOCHUTEIBHBIX PHUCKOB pa3Butus All He yKa3pIBalOT Ha CBS3b C

nosmmMopduzmom reHa GSTT1.



77

Ta6muna 19 — OTHOCcHUTENBHBIE pUCKU BO3HUKHOBeHUs All y nereli ¢ BapuanTamu

reqoruna resa GSTT1

I'enoTunsi Hetn ¢ AIl Jetn 6e3 All 1 ) OR
n =38 n=90 3HAY. 95% CI1
I'enotun +/+ 0.289 0.333 2.00 0.37 0.81 | 0.36—-1.86
I'enotun +/del 0.421 0.489 0.76 | 0.35-1.63
I'enotun del/del 0.289 0.178 1.88 | 0.78 —4.57

Takum oOpa3zoM, pe3ysbTaThl MPOBEICHHOTO KCCIIEIOBAHMS, HAPABICHHOTO Ha
uccieqoBanue accouuanuu mojguMmopdusma reHa GSTMI w GSTTI y perert c
BPOXKJACHHBIMU aTPE3USMH TMHUILEBOJIa TOKa3adl CTAaTUCTUYECKU 3HAYUMYKO CBSI3b C

nosmMmopduzmom resa GSTM1 n otcyTcTBUE CBA3U ¢ noauMopduzmoM rena GSTT1.
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I'TABA 4. OBCY/KJAEHUE

OpnHoil M3 OCHOBHBIX 3a/lay MPOBEACHHOIO MCCIENOBaHUs OblLIa ONucaTeIbHas
AIUJEMUOJIOTHSI TOPOKOB Pa3BUTUS MHUILNEBAPUTEIBLHOTO TpakTa. OnucarenbHas
AMUAEMHUOJIOTHS 3a00JIEBaHUN  SBJISETCS BaXKHOM COCTAaBHOM YacThlO U3YYCHUS
3a001€BaHUM B LIEJIOM, I[OCKOJBbKY J1aeT BO3MOXHOCTb OIIEHUTh XapakTep
pacripoctpaHeHus 3a0oneBanus. [Iyrem cOopa monmyIsaIMOHHBIX JaHHBIX OMUCATEIbHAS
AMUAEMHUOJIOTHSI TIO3BOJIAET MOHATH CUTYAIUIO B MOMYJIALMH OTHOCUTEIBHO N3Y4aeMOro
3a00J1eBaHUs, BBIIBUTATh THIIOTE3bI O TPUYMHAX O0JIE3HU, a TAKXKE JaBaTh HHHOPMAIIIIO
JUIST  TJTAHUPOBAHUST U OLCHKM NPOPUIAKTUYECKHX TMporpaMMm B 0OJacTH
3paBooXpaHeHus [25]. DTo nenaeTcsi ¢ MOMOIIBIO OMUCAHUS U3y4aeMOoro 3a00JIeBaHUs
0 pa3IUYHBIM  XapPaKTEPUCTHKAM: Treorpauyeckoe MECTOIOJOXKEHUE, BpeMs
(KOHKPETHBI TOJ] WU TMPOMEXKYTOK BpPEMEHH), AeMorpaduyecKue XapaKTepUCTUKH
OOJIbHBIX (BO3pacCT, IMOJI, pacoBasl WM THUYECKAsl MPUHAJICKHOCTh U JIp.). Kak ObL10
OTMEUEHO BBIIIE, H3YYEHUIO DIHJIEMHOJIOTUN TOPOKOB Pa3BUTHUS CIIOCOOCTBYIOT
PEruCTpbl BPOXKIACHHBIX TMOPOKOB pa3zBuTus. K HacTosieMy BpeMeHH, Oiaromaps
BEJICHUIO PETUCTPOB BPOXKIEHHBIX TOPOKOB, BO MHOTHUX CTpaHax [OJy4YEHbI
AIUJEMHUOJIOTUYECKUE XapaKTEpPUCTHUKNA BPOXKIACHHBIX AHOMAJHI, 4YTO JaeT HaM
BO3MOXXHOCTh CPaBHUTh PE3yJIbTaThl COOCTBEHHOTO HCCIEIOBAHUS C HU3BECTHHIMU

3apyOeKHBIMU JJAHHBIMH.

O0cyxaeHue pe3yJbTaTOB UCCJIEJOBAHNS 110 ATPE3UN MUILEBOAA

ATpe3usi NUIIEBOIa — OJTHA U3 CAMBIX YaCThIX BPOXKIAECHHBIX aHOMAJIUN MUILIEBO/A.
AIl Bo3HukaeT Ha 5-6 Hejene SMOpUOreHe3a B pe3yJbTaTe HAPYIIECHUS Pa3BUTHUSA
MIEPETHETO OT/eNa MEPBUYHON MHUIIEBAPUTETHLHON TPYOKH, N3 KOTOPOH Pa3BUBACTCS KaK
MUIIEBOJ, TaK W Tpaxes. B CBsI3W ¢ 3TUM HU3BECTHBI JIBE OCHOBHBIE (DOPMBI MOpPOKA:
atpesusi nuiieBoaa (All) ¢ TpaxeonmuieBOJHBIM CBHUIOM M aTpe3us NuiieBoja 0e3
coenrHeHus ¢ Tpaxeeil. [Iopok BeISBIsSIETCS B IEPBBIE THU MOCIIE POXKICHUS peOeHKa UK

IpeHaTaIbHO U TPEOYET CPOUHOTO XUPYPrUUE€CKOT0 BMEIIATENCTBA. DTHOJIOT U TOPOKA
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JI0 HACTOSIIIIETO BPEMEHH HESICHA, MPEJIOJIAraeTcsi yyacThe Kak M€HETUYECKUX, TaK U
CpEllOBbIX (PaKTOPOB, T.€. CKOpEE BCEro MOPOK UMEET MYJIbTU(HAKTOPUATBHYIO TPUPOTY
[80]. Hepeako AII coderaercst ¢ ApyruMU aHOMAJIUSIMUA Pa3BUTHUSI, BKIIIOYasi U3BECTHBIC
CUHIPOMBI XPOMOCOMHOM W TE€HHOW J3THOJOTMM. B rpynme aHoMaimii pa3BUTHSA
nuuieBoaa All siBisieTcsi caMbIM 4acThIM TOPOKOM, OJTHAKO O YPOBHIO MOMYJISIIMOHHON
YaCTOThI MOPOK OTHOCUTCS K PEAKUM BPOXKJIECHHBIM aHOMAJIUSIM.

Ha ocHOBaHMM 3MHIEMHOJIOTHYECKUX UCCIIEIOBAHUNA OMUCAHBI TeorpaduuecKue,
BPEMEHHbIE UM JITHUYECKHE BapuUallMd YacTOThl aTpe3ud numieBona. M3BectHo, uTo
gactota All pa3znudaercs B pa3auvHBIX TeOrpapUUeCKUX pEerHoHaX, Jaxe B Mpeenax
onHolt ctpanbl. Tak, B pabote Rankin u coast. (2005) moka3zaHo, uto 4actoTel All
kosebmorces ot 0,7 10 3,2 Ha 10000 poxxaenuii B msitu peruoHax Benukoopuranuu [133].
3HaYUTEIbHBIC Pa3IMYMs BBISBIAIOTCSA JaXKe B Mpelesiax OJHOW CTpaHbl, Tak, B IOrO-
BOCTOUHOM oOnactu Mpnanauu yacrora coctaBmwia 0,51 na 10000, B To Bpems Kak B
npyroit oonactu (rpagera Kopk u Keppu) wacrora AIl cocraBuiia 3,27 na 10000 [64].
B CIIIA BrisiBiensl paznuuus B ypoBHsax All B pazubix mratax: 2,24/10000 B ["aBaiisix
[75], 2,33 B Texace [62], 2,82 B Kamudopuuu [156]. BeipakeHHble paznuuus
OTMEYaIOTCs U MKy eBponeiickumu crpadamu: 1,83/10000 B Ucnanauu [126], 2,96 Bo
®panmuu [30], 3,13 B O6bequnernom Koposnescree BenukoOputanum [59]. OnHolt u3
BO3MOXXHBIX MPUYUH BBISBICHHBIX OTIIMUMA MOXKET SBISATHCS PA3IUYHBIN dTHUUECKUN
coctaB nonyiianuil. Hanpumep, Oosiee HU3KME YAacTOTHI MOPOKA OTMEYAIOTCA CPEau
JaTUHOAMepukaHieB U adpoamepukanueB [51]. C  napyrod  CTOpPOHBI,
MEXKIIOMYJISIIMOHHBIE PA3INUUs MOTYT OBITh OOYCIIOBJIEHBI PA3TUYUSIMU B METOI0JIOTUN
cbopa TaHHBIX (pa3Iuyus B JUATHOCTHKE, YUETE Pa3HBIX BAPUAHTOB MOPOKA U CIIOCO0ax
otOopa). [IpuHuMas BO BHUMaHUE BBIABISIEMbBIC PA3IWYUS TMOMYJISIMOHHBIX YacTOT
MOPOKOB Pa3BUTHUSI, KEIATEIbHO, YTOOBI JJIsi KaXXIOW MOMyJSIMKA ObLIU TMOJYyYEHBI
COOCTBEHHBIE OIEHKH YaCTOTHI MOPOKA. ITO JACT BO3MOKHOCTD OIIPEACIIATh OKUIaEMbIC
YaCTOThI I PETHOHOB, a TAKXKE OMNpPEENsaTh IMIMPUUYECKUE OIEHKH PUCKA aTpe3uu
MUIIEBO/IA C YUETOM PETHOHATBHBIX OCOOEHHOCTEM.

IIpoBenenne monuropunra BIIP B P® mo3Bonmio OUEHUTh 4acTOTy aTpe3vu

NUIIEBOA B Pa3iMuHbIX pernoHax Pd, 4yTo HEBO3MOXKHO OBUIO caenaTh paHee.
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Pesynbrartel pabOThl yKa3bIBAlOT HAa CYIIECTBOBAHWE MEKPETHOHAIBHBIX Pa3IAduil
yacTtoT All B pernonax P®. Jluanazon konebdanuii coctaiser ot 1,37 (95% CI 0,74-
2,56) 1o 2,84 (95% C12,36-3,41). Cpenusiga yactoTa aTpe3uu nuuieBoja coctaniset 1,96
(95% CI 1,87-2,06) na 10000 poxaenuit nnu 1 ciyuait Ha 5102 poxnenuii cpeau 30
pernoHanbHbIX peructpoB P®. 13 30 pernoHoB B 16 pernoHax nomyJssiliHOHHAs 4acTOTa
ATl Hrxe cpeliHel, COOTBETCTBEHHO B 14 permoHax — BbllIe CpeAHEN YaCTOThI (PUCYHOK

10).
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Pucynok 10 — Pacnipenenenue pernoHoB 1o yactore All mo oTHomeHuto k

CpEeaHEN 4acToTe

Mb1 uMeeM BO3MOXHOCTh CPAaBHHUTH MOJYYEHHBIE B HACTOSIIEM HCCIIEIOBAHUN
JAHHBIC C JAHHBIMH JAPYTUX CTPaH, BXOISIINX B CUCTEMBI MEXIYHAPOIHBIX PETHCTPOB
EUROCAT u ISBDSR (International Clearinghouse birth defects surveillance research).
Tak, mo nanueiM EUROCAT o6m1as yactrora atpe3uu numieBoga (Q39.0 u Q39.1) 3a
2001-2012 roner cocraBmia 2,36 Ha 10000 (1 Ha 4237 poxKaeHuUiil) C y4ETOM CIIy4acB

MOPOKA Y JIIMMHUHUPOBAHHBIX TUI0A0B U 2,19 Ha 10000 unu 1 Ha 4566 poxxneHuit 6e3 ux
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yueta. Pazmax konebanuii cocraBui ot 0,58 B ogHo# u3 obnacteit Upnanauu 1o 3,99 B
CrpacOypre (Opaniun) [64].

B 2012 rony 6pu11 0ommyOGIMKOBaHBI JaHHBIC IO aTPE3UH MUIIEBO1a U3 18 perucTpoB
ISBDSR 3a 10-netauit nmepuoxa ¢ 1998 mo 2007 roast (N. Nassar et al., 2012) [134]. B
3TO uccheaoBaHue ObutM BKIOYeHBbI perucTpbl EBpomnbl, CIIA, Kanaasl, Jlatunckoit
Awmepukn 1 ABctpasimu. Beero 3a aTot mepuona ObUIO 3apeructpupoBaHo 2943 cimydas
aTpe3uu MUIIECBOA.

B cpennem uvactota cocraBuia 2,44 va 10000 ¢ yyeToM IJIOAOB C JUAa3OHOM
yacTtoT oT 1,77 B Benrpuu u Atnante no 3,68 B Oxuoii Amepuke. [Ipu uckiaoueHun
IJIOJIOB OOINas YacToTa CHMXKAeTCs HE3Ha4yuTelbHO M cocTaBiser 2,37/10000. Oto
CBSI3aHO C TEM, YTO SIMMHHHUpOBaHHbIE M0l ¢ All cocTaBisaroT Becero 3-5% ot Beex
CJIy4aeB MOpOKA.

Pedersen u coast. (2012) npoananu3upoBalid JaHHbIE 23 pETUCTPOB, BXOASIINX B
EUROCAT, 3a 20-netnuii nepuoxn (1987-2006) [67]. Cpennsisi 4dactoTra aTpe3uu
numieBoaa cocrasuia 2,43/10000 (95%CI 2,30-2,57). MexperuoHaiabHble pa3Indus
BapeupoBaiu ot 1,27 10 4,55 na 10000. [To nanusiM HanmonanbHoM cet npodUIakTUKU
BpOXAEHHBIX MMOpokoB vactora All cpenn 14 mporpamm 3a nepuox 2004-2006 rozasr
coctaBuia 2,12 na 10000 [159]. B uccnenoBanuu, oxBaThiBaromieM nepuoa ¢ 1965 no
1989 rr., no ganueM 9 nporpamm ISBDSR, onenka wacrorer All cocraBuia 2,56 Ha
10000 [16]. OngHako B 3TOM UCCIIEIOBAHUH YYUTHIBAINCH U CIIy4au CTEHO3a MHUILEBOAA.
Cxo/iHbIE OIICHKU YacCTOT aTPE3H MUINEBO/Ia HAOIIOAAINCH U B IPYTUX UCCIETOBAHUSX
[54].

[Tonyuennast B HacTosimeM uccinegoBanuu yactora All (1,96 va 10000 unu 1 Ha
5102) ke oneHok yacToThl mopoka nmo nanubiM EUROCAT u ISBDSR (ta6numa 20).
Hanbonee Ommszkas orenka udactotrel All (1.8 na 10000) momyueHa Qpaniry3ckumu
uccienoBarenssiMu Ha ©0a3e nmanHbix HammonansHoro lleHTpa aTtpesum mnwuiieBoja,
cobOuparoniero cBefeHus o0 HoBbIX ciydasx All cpenu )KUBOPOXKACHHBIX 1O BCEH CTpaHe
[58]. Ckopee Bcero HHM3KHE 4YacTOTbl MOPOKOB OOYCJIOBJIEHBI HX HEIOYyYE€TOM B
peructpax. XoTs OpH aHAJIN3€ YaCTOThl MOPOKAa OUYE€Hb BayKHO 3HATh I THUUYECKUI COCTaB

nonyysiiuu. B uccneqoanun N. Nassar u coaBT. (2012) HU3KHE YaCTOTHI MOJYyYEHBI B



nByx mrarax: Atmante u Texace (1,77 m 1,81 ma 10000), uT0 aBTOpPHI OOBACHSIOT
CXO0XHUM dTHUYECKUM COCTaBOM TMOIYJISIIIUU B ATUX IITaTaX, rae oosee 2/3 nereil UMEIOT
adypoaMeprKaHCKOE U HCMaHCcKoe mpoucxoxaenue [134]. Panee Obl1o MmokazaHo, 4TO

KCHIITMHBI a(bpoaMepHKaHCIcoro WM UCITAHCKOT'O IMPOUCXOKIACHUA HMCIOT MCHBIITNM
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OTHOCHUTEJIbHBIN pUCK poxkaeHus aereit ¢ All [51; 75].

ITo maraepiM Pedersen u coast. (2012) B peructpax ¢ 4acTOTOM IMOpPOKa HIKE 2 Ha

10000 H1KE 1 ypoBeHb HEM30IMPOBaHHBIX (hopM All [67]. Bo3MOXKHO, UTO UMEET MECTO

HCOOYUYCT CIIy4acB All B ClIydac MHOXCCTBCHHBIX HOp&)KCHHﬁ.

Ta6Jmua 20 — Yacrora ATPC31H ITNIICBOAA 110 JaHHBIM PA3JIMYHBIX PCTUCTPOB

BIIP
Perucrpsl Ccbuika Yucao Yacrora | 95% CI IIpumeuanue
perucTpoB
PO Hacrt. gannnie 30 1,96 1,87- be3 yuera nmonoB
(2000-2012) 2,06
EUROCAT WWwWw.eurocat/ 40 2,36 2,16- C y4eToM 1J10/10B
(2001-2012) 2,56
EUROCAT WWwWw.eurocat/ 40 2,19 1,97- be3 yuera nmonoB
(2001-2012) 2,41
ISBDSR (1998- | Nassar N. Et al. 18 2,44 2,35- C yuetoM 1107108
2007) (2012) 2,53
EUROCAT Pedersen R. et 23 2,43 2,30- C y4eTroM 1m0/10B
(1987-2006) al.(2012) 2,57
ISBDSR (1998- Nassar N. et al. 18 2,37 2,28- be3 yuera mnonoB
2007) (2012) 2,45
ISBDSR (1965- Robert et al. 9 2,56 -
1975) (1993)
NBDPN (2004- | Parker SE (2010) 14 2,12 - -
2006)

MBI Takke CpaBHUIM ITOJIyYEHHbIE TAHHBIE C PE3YyJIbTaTaMH OTACIbHBIX PETUCTPOB
eBponenckux crpat, Bxoaamux B cucremy EUROCAT 3a TOT e BpeMEHHON MEPHUOJT C

2000 o 2012 roxs! (Tabmuma 21).
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Ta6muna 21 — YactoTs! arpe3un numieBoja (Ha 10000 poxaenuii) 3a 2000-2012

rojibl B peructpax crpan EBpomnsi [64]
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2,23 1,35 | 2,17 | 2,60 | 2,02 | 241 | 2,96 | 2,19 | 3,11 | 2,13 | 3,11 | 2,56 | 1,96

W3 Ttabnuubl BHAHO, YTO B Ipelenax BceX OOBEAMHEHHBIX MPOrpaMM
HAOJIIOJAI0TC MEXIOMYJISIIMOHHBIE KoJieOaHust 4acTtoT. KonebaHusi 4acToT mopoka
HAOJIOAAIOTCA U B PETMOHANBHBIX peructpax P®. OnHako, HECMOTpPS HAa pa3Iudus
reorpa)yecko JOKaJu3aluu HCCIENAYEMBIX BBIOOPOK M H3Y4aeMbIX IE€pPHOJIOB,
cpaBHeHue ob6mieil yactotel All B pa3Hbix nmporpamMmmax mMoHutopuHra BIIP BeisiBriIO
CXOJIHBIE PE3YyJIbTATHI 10 YaCTOTE aTPE3UM NUIIEeBoa B npeaenax or 1 Ha 4099 no 1 na
4608 HoBOpOK)IEeHHBIX [134]. CaegoBaTenbHO, BCE MPOBEACHHBIE PAHEE UCCIEAOBAHUS
YKa3bIBalOT HAa OTHOCHUTENBbHOE IMOCTOSHCTBO 4dacToThl All. Kak momuepkuBaercs B
pabote N. Nassar u coapT. (2012) [134], BO BceX MEKIYHAPOIHBIX HCCIICIOBAHHUAX HE
BBISIBJICHO KakOW-IMOO 3aKOHOMEPHOCTHM B pacmnpenenaeHuu yactoT All mexny
COCEIHUMHM IlITaTaMd WM cTpaHamu. HeGosbmme Bapuanuu B uyactore All moryr
BO3HUKATh CIIy4allHO, BO3MOKHO, OHH SIBIIAIOTCA CIIEACTBUEM PA3JIU4YUN B ONMCAHUH,
Metonax peructparuu ciydaeB All. Hampumep, Gonee Bbicokue yactoThl All B
CesepHoit Amepuke u Mzpaune (3,68 u 3,54 na 10000 poxaeHUl COOTBETCTBEHHO)
CKOpee BCero OOYyCIOBJIEHBI TEM, YTO MPOTrPaMMbl KOHTPOJIS TOPOKOB pPa3BUTHUS
OpraHU30BaHbl HA OOJLHUYHOW OCHOBE, B KOTOPBIX MCHOJIb3YETCS aKTUBHOE BBISIBIICHUE
CllydaeB CIIeLUaINCTaMU B KaX10M rocnuraie. OgHako 60s1ee BHICOKUE YaCTOThI MOTYT
OTpaXxaTh JEUCTBUTENIBHO OoJiee BbICOKUI ypoBeHb All B uzywyaemoit nonynauuu. U B
TaKoOM cllydae HE0OXOIUMO MPOBEACHUE NAAIBHEHIITUX HMCCIICIOBAHUMN JJISI BBISICHEHUS
cutyanuu. HanpoTus, npu Oosiee Hu3kux yacrtorax All, B mepByro ouepesb, HEOOXOAUMO

PACCMOTPETL BOIIPOCHI HECIMOJIHOTHI BBISABJICHHUA M YUC€Ta ITOPOKA. Paznuunbie (baKTOpBI
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MOTYT BIIMSTh Ha yudeT W peructparuio All, BkItoYass OPUHIUIIBI OpraHU3alUuU
MpPEHATAIbHOTO CKPUHHUHTA, OMNBIT Bpaueil, BO3MOXKHOCTh JJIMMHUHAIMU IUIOJIOB C
BBISIBIICHHBIMU aHOMAJIUSMHU pa3BUTHS, BO3MOXHOCTH IPOBEICHHUSI
MIaTOJIOTOAHATOMUYCCKUX UCCICAOBAHNUM U T.JI. MBI IToj1araeM, 9To HU3KHE 4acToThl All
B perruoHax P®D MoryT ObITh CBSI3aHbI C JIOKAJTLHBIMU MPOOJIEMaMHU, BIUSIOMIMMU HA YUET
WJIU PETUCTPALIMIO CITyYaeB aTPE3UH MUIIEBOA, U HYKIAIOIUMHUCS B U3YUYCHUH.

B Hacrosmem nccie10BaHu MBI MIOKA3aJIM OTCYTCTBUE U3MEHEHNH 9acTOThl All
B JMHaMuKe 3a 13 yier HaOmofeHWl. AHAIK3 3apyOeKHBIX JAHHBIX 32 Pa3HbIC T'OJIbI
TaKke MoKaszal, 4To B mocieanue 3-4 necstuietusi cpeansisi yactora All ocraercs
ctabuinpHON. Tak, B oaHON W3 Haumbosee paHHUX padotr Fraser m coaBT. (1987)
OTIpEJICIIUIIA YacCTOTy aTpe3uu nuiieBoia B bpuranckoit Konym6uu, kotTopasi coctaBuia
2,79 na 10000 poxnenuii [77]. Depaepe u coaBt. (1993) 3a nepuoa 1980-1988 romas
BBIABUIIM 442 cilydast aTpe3uH MUILEBOAA, YTO cocTaBuio 2,86 Ha 10000 poxnenuit [54].
B pa6ote Pedersen u coaBt. (2012) mpu cpaBHEHUH TaHHBIX 23 PErUCTPOB €BPONEHCKUX
CTpaH MOKa3aHo, YTO YacTOTa aTPe3UH IMHUIIEBOA 3a JIBa eCATUIICTHUX nepuoaa (1987-
1996 u 1997-2006) cocraBmia coorBeTcTBeHHO 2,37 1 2,46 Ha 10000 poxxnenuii [67].
Paznuuust Mexay JByMsl JeKaJaMud HE JOCTUrald CTAaTUCTUYECKOW 3HAYMMOCTH.
AHanoruyHble BBIBOIBI ciesianbl B padbote Sfeir u coant. (2013) [58]. ABTOpHI OKa3zau,
yTto yactoTa All coctaBuna 2,12 va 10000 3a nepuos 1980-1995 (nanubie 27 perucTpon)
u 2,08 wva 10000 B mepuon 1995-2009 (mannwie 47 peructpoB). Takum oOpazowm,
pE3yNbTAaThl HAIIETO UCCIEIOBAHUS COTJIACYIOTCS ¢ MHOTOYUCIEHHBIMH 3apyOeKHBIMU
paboTamu U YKa3bIBaIOT HA OTCYTCTBUE BPEMEHHBIX TPEH/IOB, T.€. CTAOMJIBHOCTh YACTOThI
MIOPOKa BO BPEMEHH.

Kax nouepkuBanocs Bbillie, HA OCHOBAaHUU OOBEAMHEHUS TAHHBIX PErMOHABHBIX
PETUCTPOB CTAJI0 BO3MOXHBIM HM3Y4YCHUE KIMHUYECKUX U DMUAECMHUOJIOTUYECKUX
XapaKTEPUCTHK BPOXKJICHHBIX MOPOKOB Pa3BUTUS HAa OOJBIIIOM MAaCcCHUBE JTaHHBIX. B
pe3yJibTaTe MPOBEACHHOTO MCCIIEIOBAHMS, TOMUMO MONYJISIIUMOHHON YacToThl All, MbI
MOJTYUYUIIU PSIA APYTUX SMHUAEMHUOJIOTHYECKUX XapaKTEPUCTUK IMMOPOKA U CPABHUIIU UX C

JAaHHBIMU 3apyOeKHBIX HccienoBanuii. Kak ObUIO Cka3aHO BHIINIE, MO HAIUM JAHHBIM
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HaOmoaeTcsi HeOoblIoe TMpeodiaJaHue MYKCKOTO Tojla Cpeau MOPaXKEHHBIX
(1,3M:12K). AnanmorudHoe pacrpe/esaeHre 1Mo mory HaOro/1aeTcs U B ApYyrux padborax.
AHanu3 KIMHUKO-aHaTOMUYECKOM CTPYKTYpbl MOpOKa IMOKa3ajl, 4TO BO BCEX
UCCIIEIOBAaHUSIX OTMEYaeTCsl MpeoliIajaHue aTpe3ny MHILNEBOAAa CO CBHILEM (Talmuiia
22). Tak, yxe B yIIOMSHYTOM paHee HauOosiee KpynmHoM ucciieqoBanuu N. Nassar et al.
(2012) m3 2943 cyuaes 2020 (68,6%) — coyuau All ¢ puctymnoit, 749 (25,5%) — AIl 6e3
buctynst u 174 umm 5,9% cnydaeB — HeusBecTHO [134]. Ilo HammM gaHHBIM B OO0IIEH

rpynne Takxe npeodnanaer All co cBuem, cocrapiss 57,3%.

Tabmuua 22 — XapakTepUCTHUKUA aTpe3ud MUIIEBOJA MO JaHHBIM Pa3HBIX
HCCJIETOBAHUN
HUcrounuk CooTHomEeHHUE ATtpe3us Hoast
TAHHBIX 110J10B (%) NUIIEeBOAA CO HU30JIMPOBAHHbIX
ceuiem (%) dhopm AIl
CoOcTBeHHBIC JaHHBIC M -56
- 44 57,3 68,2
Depaepe A et al., 1993 M —-62
- 48 67 50
Sfeir R. et al., 2013 M - 57
- 43 87 47
Pedersen et al. (2012) M-5773
T-423 72,2 44,7
Forrester MB, Merz RD i 67.2 i
(2005)
Stoll C et al., 2009 - - 53,5

Heo6xoaumo oTMETHTb, UTO B OOILEH TpyMIe aTpe3nuid MUILEBOA MPEACTaBICHbBI
KaK M30JMPOBAaHHBIE CIIydad MOPOKA, TaK U COUYETaHHbIE (POPMBI C IPYTUMHU MOPOKAMHU
pa3BUTHS (MHOXKECTBEHHbIE HapylieHus ). [Io HalM TaHHBIM YPOBEHb U30JMPOBAHHBIX
dbopm AIl mpeBsbInTan ypoBeHb HEM30IMPOBaHHBIX PopM (68,2%). B psae uccnenoBanmit
JI0JIl COYETaHHBIX (OPM IMPEBOCXOJIUT TPYMIY H30JIMPOBAHHOW aTpe3uu MNUIIEBOA
(tabmuma 22). B oTy rpynmy BXOAST Kak CHHIApoOMaibHble (OpPMBI, Tak U
HEKJIaCCU(PHUIIMPOBAaHHbIE MHOKECTBEHHbIE TOPOKH pa3BUTHs. B 3TOM miane nHTepecHoe

U TIOJPOOHOE HCCIIeIOBAHUE CTPYKTYPHI aTpe3uil muieBoja o110 mposeaeHo C. Stoll u
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coaBT. (2009), xoTopoe OBUIO MOCBSIIEHO AHAIM3Y ACCOLMHUPOBAHHBIX MOPOKOB Yy
nanueHToB ¢ arpesueit numieBoaa [30]. Cpeau 99 maruentoB ¢ All 46 (46,5%) umenu
JpyTUE MOPOKH pa3BUTHA. B 3Toi rpymme ObLIM BBISIBIEHBI XPOMOCOMHBIE CHHIPOMBI
(8%), cuHIPpOMBI MOHOTE€HHOU 3THONOTHH (4%), BKITIOUast aHeMUt0 DaHKOHU, CUHIAPOMBI
®punca, Onuia, CHARGE, VACTERL-acconmanuto (10%) u npyrue cuHIpoMalibHbIE
dopmpl. B TO ke Bpems y 21 mamueHta ObUIM BBISBICHBI HECHHIAPOMATLHBIC
MHOKecTBeHHble KoMmIulekchl BIIP. Cpenn Hux HamOolsiee 4acTbIMU OBLIM MOPOKHU
cepllieyHo-cocynucTon  cucrembl  (24%),  mouenosoBoit  cuctembl  (21%),
nuieBapuTesbHoN cuctemsl (21%), ckenetHo-MbieuHol cucteMbl (14%). B npyrux
UCCJICIOBAHMSIX TakXKe TIOKa3aHo, 4YTO Haubosiee 4vacto couertaromumucs ¢ All
AHOMAJIUSMH SBJISIFOTCSI TIOPOKHU CEPACYHO-COCYIUCTON CUCTEMBI (IIPUMEPHO TPETH OT
BCEX CJIy4yaeB), 3aTEM MUIIEBAPUTEILHOW U MOYENOJOBON cucteM [58; 67]. B Hamieit
pabote HaOMIOAETCsl Takas € CTPYKTypa COYETaHMM MOPOKOB pa3BUTHs: Hauboiee
YaCcTO BCTPEYAINCh COUYETAHHUS C BPOXKIACHHBIMU TOPOKAMHU CEPACUHO-COCYAUCTOMN
cuctembl (35,6%), mopokamu MouenojoBoi (24,3%) W NHILEBAPUTETHLHON CHCTEM
(20,7%). 1o HamMM JaHHBIM YaCcTOTa aTPEe3WH aHOPEKTAJIBHOTO OT/eNa Yy MaIMeHTOB C
AIl BO MHOro pa3 MOpEBBINIACT MOMYJISIHOHHYIO YAaCTOTYy aTpPE3Ud AHOPEKTAIBHOTO
OTIIeNla, YTO YyKa3bIBa€T HA HECIydailHble KOMOMHAIMU MopokoB. M3 sToro ciemyer
B)KHBIA BBIBOJI O TOM, UTO HEOOXOJIMMO MPOBEJACHUE NATbHEUIIUX UCCICTOBAHUM ISt
BBISICHEHUSI TIPUYUH COUYETAHUN BPOXKJICHHBIX aHOMAJUW, BO3MOXKHO C MPHUBJICYECHUEM
COBPEMEHHBIX  METOAOB  MOJIEKYJISIPHO-IIUTOTEHETHYECKOTO U MOJIEKYJISIPHO-
Tr€HETUYECKOro uccieaoBanuii. KpoMme Toro, ¢ mpakTUueckol TOUKH 3peHus peOeHKa ¢
AIl HeoOxommmo o00cCienoBaTh Ha MPEAMET BBISBJICHHUS WM HWCKIIOUYEHUS JAPYTHUX
MOPOKOB Pa3BUTHUS B IPYTUX CUCTEMAxX OPraHoB, KakK B IIEJISX YTOUYHEHHS JUArHO3a, TaK
Y OKa3aHUs CBOEBPEMEHHOW MEIUIIMHCKON TOMOIIH.

BnepBble HamMu MOJy4€HBI OLEHKHM OTHOCUTEIBHOIO PUCKA B 3aBUCHMOCTH OT
neMorpaduyeckux rnokaszareneil, peructpupyembix npu mouutopunre BIIP. Puck All
CTATUCTUYECKH 3HAYMMO BBIIIE JIJII MYXCKOTO TI0JIa, YTO COIJIAaCyeTcsl U C JaHHBIMU

JIpyTrux uccienoBanuii. Tak, My>XCKOH 101 Kak (pakTop pucka BbIABICH B pabotax Robert
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u coanT. (1993), Lary u coaBt. (2001), Haeusler u coast. (2002) u npyrux paborax [16;
102; 130].

K daxTopam pricka OTHOCUTCSI U BO3pacT MaTepu crtapiie 35 JieT, B 3TOH rpyre
BBISIBJICHBI 3HAYMMBIE OTJIUYUS B YACTOTE MOPOKA MO OTHOIIEHUIO K IPYTHUM BO3PACTHBIM
rpymmaMm (RR=1,51). BeisBieHHbIN HAMH XapaKTep 3aBUCUMOCTH aTPE3UH MUIIEBOIA OT
BO3pacTa MaTepu OTMEUEeH W B Jpyrux paborax [54; 86; 134]. B kpymHOM
MONYJISIITUOHHOM HccieaoBanuu [lIBeackoro HalMOHaNBHOTO perucTpa 3a nepuoy 1984-
2004 ronpl, BkimrouaBiieMm 722 ciaydas All, 6p110 Moka3aHo, 4To JIs KeHIIUH 35-40 et
puck All B nBa pasza npesbimaeT nonyssuuoHHbI (OR 2,09), nis sxenumn crapiie 40
aet — B 3 paza Beime (OR 3,04). Tlocne uckitoueHust U3 3TOM TPYMIbI XPOMOCOMHBIX
anoMainii ¢ AIl BeIsIBII€HHAs accoumalys coxpansiiach [92].

B naHHOM ucclieToBaHUM TOBBIIIEHUE OTHOCUTEIHLHOIO PUCKA OTMEUAETCs MpHU
nepBbix posiax (RR = 1,36). [ToBeimennsiii puck 11t Al mpu nepBbIX pojax MoiayyeH u
B uccienoanuu Robert u coaBt. (1993) [16]. B pa6ote Oddsberg u coast. (2008, 2012)
6onee yeM 30% cHmwkenue pucka AIl oTMedeHO IJIsi BTOPBIX U TPETBUX POJIOB IO
CPaBHEHHIO C IIEPBBIMU POJAMU.

MakcuMalibHasi OlleHKa OTHOCUTEIIBHOTO PUCKa MOJydeHa JjIsl HU3KOW MacChl Tena
(R=4,82). AHanmoruuHble pe3yJbTaThl ONMMCAHBI U B 3apyOekKHBIX HCClieqoBaHUsAX [16;
134]. CnenoBaTenbHO, IMOTYYEHHBIE HAMHU 3aKOHOMEPHOCTH PACIPENEIICHUS CIy4acB
aTpe3Uy MUIIEBOIA B 3aBUCUMOCTHU OT U3y4aeMbIX ITapaMeTPOB B OCHOBHOM COTJIaCYIOTCS
C JAHHBIMU APYTUX UCCIEAOBAHUN.

[IpoBeneHHbIC K HACTOSIIEMY BPEMEHU MOMYJISIIIMOHHBIC UCCIIEI0BaHUS BBISIBUIIN
CYILIECTBOBAHHE DPA3JIMUMK B YPOBHSX MOIMYJISIUOHHBIX YAaCTOT MOPOKA, OTMEYAIOTCS
sTHUYEeCKMe u reorpaduueckue Bapuaruu dvactor All [134], uro MoOxkeT ObITh
oOycioBiaeHO MHOrUMHU (aktopamu. B 4YacTHOCTH, ATO MOXET OBITh CBS3aHO C
METOJ0JIOTUYECKUMU pa3nuuusiMu. Hampumep, perucTpsl pa3inyaroTcss B 3aBUCUMOCTH
OT TOTO, SIBJISIETCS JIX CIIOCOO BBISIBJICHUS TOPOKOB aKTUBHBIM UJIM MTACCUBHBIM. JlpyrumMu
MPUYUHAMH, OOBACHSIOIIUMH Pa3IMYHbIE YAaCTOThl aHOMAaJIMW, MOTYT OBITh BpeMms, B
TEYEHUE KOTOPOTO BeIeTcs HaOMoIeHne, BKIIOYAIOTCA JU MEPTBOPOXKIACHUS U

npepBaHHble OepeMeHHOCTH. Ho B TOoXe BpeMs €CTh WCTHUHHBIE pa3dyus,
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O6YCJ'IOBJ'ICHHBIG KaK TCHCTHYCCKNMU XAPAKTCPUCTUKAMHU UCCIICAYCMbIX HOHynHHHﬁ, TakK
Hn CpCaAOBbBIMHU Q)aKTOpaMI/I. CJ'ICI[OB&TCJ'II)HO, HN3Yy4CHHUC  SIHUIACMHUOJIOTNYCCKHUX

XapaKTEPUCTUK MOPOKA MOKET ITOMOYb B U3YUE€HUU €ro dThoioruu [118].

O0cy:kaeHne pe3yabTaTOB HCCIEA0BAHUS M0 MOPOKAM AHOPEKTAJBLHOI0 OT/IeJa

HecMoTpst Ha TO, 4TO aTpPEe3UU/CTEHO3bl AHOPEKTAIBHOTO OT/AENA MPEICTABISIOT
co0Ol peaKue MOPOKU Pa3BUTHUA 3aJHETO MPOXOJa U MPSIMOM KUILKH, OHU COCTaBIISIIOT
3HAUUTEIBHYIO JIOJII0 B TPYIIE BPOXKIECHHBIX MOPOKOB MHUIIEBAPUTEIHHOTO TPAKTA.
[Toutn Bce aHopekTanbHble TOPOKU (APII) TpeOyroT paHHEro XUPypPrudyecKoro Je4eHusl.
K coxanenuto, He Bcerjja MpoBEACHHOE JICUEHHE MOTHOCTHIO BOCCTAHABIMBACT (PYHKITMU
MOPaKEHHBIX OpPraHoB, OOYCJIOBIIMBAsl BBHICOKUN YPOBEHb OCJIOXXHEHUU Yy OOJbHBIX.
Takum o0Opa3oMm, O5TH TOPOKU MPEACTABIAIOT COOOW 3HAYMMBIE COLMAIBHO-
HPKOHOMHUYECKHE M MEIUIMHCKHE TPOOJIEeMbl, 3aKIIOYalolMecss B KOMIUICKCHOM,
MYJIbTUAUCIUIUIMHAPHONW TIOMOIIH, BBICOKO CHEIHAIN3UPOBAHHOM XHPYPTHUYECKOM
JICYEHUU U JTUTEIBHON peadbmInTaIluy Kak10ro MalueHTa.

Takke Kak W B clly4ae aTpe3uH IMHILEBOJA, STUOJIOTUSI AHOPEKTAIbHBIX MOPOKOB
(APIT) ocraercs mano wu3zydeHHOW. B H30JMpOBAHHBIX Cily4asx MpeanoaracTcs
MYyJIbTU(PAKTOPHAIBHOE TPOUCXOXKJIEHHUE TOopoKa. B 3Toi cuTyaruu st U3y4eHUS
O0COOEHHOCTEHW pacmpocTpaHEHUs TTOPOKa, TIOMCKA CBS3EH CO CPelOBBIMU (haKTOpamH,
OIICHOK  TIOBTOPHBIX  PHUCKOB  HEOOXOJMMO  HU3YYEHHE  SIHIAEMHUOJOTHYECKUX
XapakTepucTUK aHoMainuu [48]. B HacrosieM HCCIEAOBAHUHU IMOJYYEHbl JTAHHBIE IO
yactoram APII B 30 permonax P®. /Iuanazon konebGanuii yactor coctaBuia ot 0,80
(Huxeropoackass o6macts) 10 2,89 (PCO-Ananus) ma 10000 poxnenuit ¢ oOuiei
yacToToM, paBHO 1,66 mnu 1 Ha 6024. [Ina cpaBHEHUs Mbl IPUBOAUM 4acToThl 30
peructpoB EUROCAT (nonHomnpaBHble wieHbl) (Tabnuua 23). Jlnanason kosieOaHuit
yacToT B cTpaHax EBpombl coctaBmi ot 1,46 (3arpe6, Xopsarus) no 4,86 (Melini,
['epmanus) ¢ oOme yactoroit 2,97 wiu 1 Ha 3367. [lo gaHHBIM HCCIIEIOBaHUN Ha
oTneNbHBIX BbIOOpKax wactoTa APII komeGnercs or 1 nHa 2500 mo 1 nma 5000

HOBOPOXKJICHHBIX [52]. boiiee BBICOKME YACTOTHI MOJYYEHBI B SMHAEMHUOJIOTHYECKOM
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MCCIIEIOBAaHUM aTPE3UH aHOPEKTANBHOTO oT/iena B ['aBaiisix 3a 14-netHuii nepuoa (1986-
1999 roawr) [74]. O6mas yactota coctabuia 4,38 nva 10000 poxxnenuii. B Kurtae yacrora
APII cocraBuna 4 na 10000 [158]. Camas Beicokasi dactota APII mosydyeHna B
CaynoBckoil ApaBun (IO JAaHHBIM OJHOTO W3 MEIUIMHCKUX IIEHTPOB), KOTOpas
coctaBuiia 9,9 Ha 10000 poxnaenuii [13]. Takum oOGpazoM, Bo Bcex paboTrax, BKIHOUas
HACTOSIIEE HWCCICAOBaHWE, KaK W JUIsl aTpe3ud MHINEeBOJa, HaOJIOMAr0TCS
reorpadUyeCcKue WM MEKPETHOHAIBHBIC pa3nuuus 4acToT. OgHako yactotel APIT B
3apyOEKHBIX HUCCIEAOBAHUSIX IMPEBBIIIAIOT YaCTOThl PErMOHAIBHBIX peructpoB PO. K
COXKQJICHUIO, TPYJHO ONPEIETUTh MPUUUHBI pa3inunuii. MOXKHO MpenonaraTh BIUSHUE
Pa3IMYHBIX IPUYHUH 00JI€€ HU3KUX OIICHOK YacTOT B perruoHax P®: HeMmoiMHbIN ydeT uiu
HETIOJHOE BBIABJICHUE CIy4aeB MOPOKA, MO3AHSSA TUATHOCTUKA WIIM IPyTHe TPUYUHBL. B
TO *€ Bpems, o MHeHuto Cocchi u coast. (2010) monyasLMOHHBIE YAaCTOTHI IPYOBIX
BPOXKJICHHBIX TOPOKOB Pa3BUTHs, OCHOBAHHbIE HAa OOBEIWHEHHBIX JAHHBIX, CIIyXKaT
pedepeHCHBIMU 3HAYEHUSIMU JJISI OLIEHOK YacTOT, MOJIYy4aeMbIX B PETHOHAJIBHBIX WU
HAIMOHAIBHBIX MPOTPAMMAaXx, a TAKXKE JUIsl BBISIBJICHHS PETHOHOB ¢ 00JIe€€ BBICOKUMHU UITU
HU3KUMH IO CPABHEHUIO C OKHUIA€MBbIMHU YaCTOTaMU TOPOKOB [95].

JImuTenpHBIN Tepuosl HAOIIOIEHHUS TMO3BOJUJ OLICHUTh MOBEJCHUE IMOpPOKa B

JTMHAMHKE.

Ta6nuna 23 — YacToTsl aTpe3uit anopektanbHoro otaena (Q42.0-Q42.3) na 10000

POXKICHUI
Peructpslt EUROCAT Yacrora Perucrpsi Yacrora
Antwerp (Belgium) 3,7 Apxanrenbckas 00J1acTb 1,95
Hainaut (Belgium) 3,66 bamkoprocran 1,75
Zagreb (Croatia) 1,46 Bbpsnckas obmacts 1,38
Auvergne (France) 3,34 Bonrorpanckast o6macth 1,81
French West Indies (France) 1,47 Upkyrckast o6mactb 1,75
Isle de la Reunion (France) 3,73 Kamyxckas o6mactb 1,59
Paris (France) 3,35 Kuposckas o6mactb 1,43
Mainz (Germany) 4,86 KpacHosipcknii kpait 2,46
Saxony-Anhalt (Germany) 4,72 Kypckast o6nactb 1,36
Cork and Kerry (Ireland) 4,21 JIunenxas o0macTe 0,93
Dublin (Ireland) 2,85 MockoBckas 00J1acTh 1,67
SE Ireland 3,32 Hwxeropoackas obmacts 0,80
Emilia Romagna (Italy) 2,47 HoBocubupckas o6macts 1,01
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Tuscany (Italy) 2,29 Omckast 06J1acTh 1,88
Malta 34 OpenOyprckast 00macTb 1,77
N Netherlands (NL) 4,33 ITepmckast o61acTh 2,33
Norway 3,17 Psa3anckas oOiactn 1,66
Wielkopolska (Poland) 2,85 Camapckast 001acTh 1,66
S Portugal 1,55 Cankrt-IlerepOypr 0,99
Basque Country (Spain) 2,9 CaparoBckas 00JacTh 2,42
Valencia Region (Spain) 2,51 Caxa (Sxytus) 1,43
Vaud (Switzerland) 3,47 CaxanuHckasg 001acThb 1,51
Ukraine 2,24 CepanoBckasi 001acTh 1,96
South Yorkshire (UK) 1,92 PCO-Ananus 2,89
N W Thames (UK) 3,47 CTaBpOMOIbCKUH Kpaid 1,57
Northern England (UK) 3,73 TamboBckas 061acTh 1,29
South West England (UK) 2,58 TromeHckast 001acTh 1,66
Thames Valley (UK) 2,24 Y amyptckas pecrnyOnuka 1,67
Wales (UK) 4,27 Yysamickas peciryoamka 1,33
Wessex (UK) 3,04 SpocnaBckast 061acTh 1,39
Bcero 2,97 BCEI'O 1,66

B pabote MbI BbIsIBUITN TeHAEHITUIO pocTa 4acToThl APII ¢ Teuennem Bpemenu. Jljis

cpaBHeHUs1 Mbl ucnoib3oBasid JaHHble EUROCAT 3a tot e nepuoa Bpemenu (2000-

2012 ronpr) (Tabnuia 24 u pucyHok 11).

Tabmuna 24 — Cymmapubeie yactoThl APII mo romam B 6a3ze maHHbIX PO u
EUROCAT

2000 | 2001 | 2002 | 2003 | 2004 | 2005 | 2006 | 2007 | 2008 | 2009 | 2010 | 2011 | 2012
P® 0,62 | 1,82 | 1,50 | 1,60 | 1,68 | 1,82 | 1,62 | 1,80 | 1,56 | 1,30 | 1,81 | 2,00 | 2,19
EURO
CAT 2,89 12,60 | 299 | 1,42 | 2,64 | 2,47 | 2,63 | 2,88 | 2,94 | 2,90 | 2,96 | 3,05 | 2,61

B peructpax EUROCAT wu B npyrux 3apyOeXHBIX HMCCIEAOBAHHIX OTMEUYACTCs

CTaOWJIbHBIN YPOBEHBb TTOPOKOB PA3BUTHUS aHOPEKTAIHLHOW 00JIaCTH B TEYCHHE BPEMEHH

[64; 74; 13].

B To ke Bpems B Oosiee paHHeM uccienaoBaHuM Yang U coaBT. (1994) Owuto

OoOHapyXeHO BO3pAaCTaHHME YaCTOThl aHAJILHOW aTpe3nu B TeueHue BpemeHu [46]. Mul

npeaiojaaracM, 4YrToO BBLISIBJICHHBIM HaMM TPCHA IIOBBIMICHUA 4YaCTOTBI IIOPOKOB B
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JUHaAMHKE 00BsACHSAETCS YIYyHYIICHUCM OpPraHu3alu y4€Ta M pPErucrpanvi IIOPOKOB
Pa3BUTHA. OI[H&KO HJIs1 BBISICHCHUS IIPpUYHH Ha6JIIO,Z[a€MOFO SABJICHHA HCO6XOI[I/IMO
I[aJ]LHef/'Hllee Ha6J'II-OI[eHI/I€ 3a I[I/IHaMI/IKOI?I YaCTOThI IIOPOKA KaK B OTACJIIBHBIX PCTHOHAX,

Tak u B ienoM o PO.

3,50
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Pucynok 11 — Ilunamuka yactor APII 3a 13 ner B peructpax P® u EUROCAT

bnarogapst Oonbiiomy pa3mepy BBHIOOPKHM B JaHHOM MCCJIEIOBaHUU BIIEPBbHIC
MpPE/ICTaBJICHA TOBOJILHO MOIpoOHas onucaTenbHas snuaemuonorus APII, Bkirovasias
KaK OMHCaHWE KIWHUKO-aHATOMUYECKOW CTPYKTYphl 3TOW TpYMNINbl MOPOKOB, TaK U
aHau3, U OlIeHKY cBs3u Mexy APII u HekoTOophIMU TeMorpadruecKuMu Mmoka3aTeasiMu
(ToJioBasi MPUHAJICKHOCTh MOPAKEHHBIX, BO3PACT MaTEpH), a TaKKE Macca Tejia Mpu
pPOXKIACHUM U TIOPSIAKOBBIM HOMEp poaoB. Hago oTMeTuTh, YTO aHAJIOTUYHBIX
MCCIIEIOBAHUM, N3BECTHBIX U3 JIUTEPATYPhI, HE TAK MHOTO, KPOME TOr0, KaK MPaBUIIO,
n3ydyaeMble BBIOOPKHU MEHbBIIIEro oobemMa. J[aHHbIE MO HEKOTOPHIM MapaMeTpaM MOopoKa

IpeCTaBIICHbI B TabauIe 25
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Tabmuma 25 — DOnuaemuosiorudeckue xapaktepuctuku APII w3  pasHbIx
HUCCIeI0BaHNHN
Hcrounuk Crpana Yucio CooTHomIeHHE Kuso- H30mmpoBaHHbIE
cly4yaeB 110JI0B pOKIeHHbIe ciayuyau (%)
APIT (%)
Hacrostmee P 1348 1,7M: 1K 94,3 85,3
HCCIICIOBAaHHE
Cuschieri A. EBpomna
(2001) 1846 M>XK 91,9 36,3
Wijers CHW etal | Espoma )
(2013) 1417 1,8M:1K 86,7 45,7
Moore SW et al Ctpanbl _
(2008) Adbpuc 1401 2M:1K - 81
Forrester MB ["aBaiin )
(2002) (CLLIA) 124 1,5M:1K 92,7 23
De Blaauw I etal | Espomna )
(2013) 203 IM: 1K - 28
Almaramhy H Cayn. i
(2012) Apasus 188 1,OM:1K - 61,2

Kak BugHO W3 TaOnuIlbl, HE3aBUCUMO OT MECTa MPOBEICHUS UCCIEIOBaHUS, BO
BCEX MCCJIEIOBAHUAX HaOIII01aeTcs npeobdiagaHue My>KCKOro 1oJjia Cpeiu MopaKeHHBIX.
[To pa3ubiM nanHbiM cooTHomenre M:JK konebnercs ot 1,2:1 mo 2:1 [119; 44]. na
00BsICHEHUS TIPeo0IalaHusi MY>KCKOTO T10JIa BBIIBUTAIOTCS Pa3IUYHbIC TUIIOTE3bI, OJHA
13 KOTOPBIX 3aKJIFOYAETCS B Pa3IUYHOM BIUSHUM M0JIa BO BHYTPUYTPOOHOM MEPUO/IC Ha
Pa3BUTHUE HE TOJBKO MOYETIOJIOBOM CUCTEMBI, HO M KEITYAOYHO-KUIIIEYHOTO TpakTa [ 102].

B namem wuccienoBaHuu, Kak W B JIPYTUX HM3BECTHBIX padOTax, aOCOIIOTHOE
OOJIBIIMHCTBO CJIy4aeB BCTPEUACTCS] CPEAM KUBOPOXKICHHBIX JI€Te. DTO KOCBEHHO
TaK)Ke yKa3bIBaeT Ha TO, 4TO Oouibinas yacth ciiydaeB APII BcTpewaercst uzonupoBaHHO
U HE SBISIETCS TPUYMHOW MEpTBOPOXKAeHUs. OOBIYHO CIy4yau MEPTBOPOKICHUMN
OTMEUAIOTCS TP MHOKECTBEHHBIX MOpaKEHUsIX, BKiItouas APIL.

Kaxk nokazano B JaHHOM UCCJIEIOBAaHUU, U3 YETHIPEX (POPM B CTPYKTYpE TOPOKOB
QHOPEKTAJILHOTO OT/AeNa OOJBIIYI0 JIOJI0 COCTaBJISIIOT aTPE3UM/CTEHO3bl aHAJIBLHOTO
otBepctus 6e3 cruta (45,4% oT Bcex ciiydaeB MOPOKa), B TO KE BpeMsI aTPE3UN/CTEHO3bI
MPSIMOM KHIIKK CO CBUINEM MPEICTaBISIOT cOO0W camyro peakyro ¢gopmy (8,16%). B
LEJIOM Yallle mopaxaeTcsi aHainbHbIl oTaen (77,45%) 1o CpaBHEHHUIO C PEKTAIbHBIM

OTACJIOM KHIICYHHUKA. CXOI[HBIG pPE3YJbTAThl MOJYYCHBI B OSIHUACMHOJOTHICCKOM
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WCCJICIOBAaHUH aHOMAMK aHopekTanbHoro oTmena Cuschieri m coast. (2001) [52].
CoryiacHO 3TOMY HCCJIEIOBAHUIO TaKke OOJBIIYI0O YaCTh MOPOKOB COCTABIISLIA MOPOKH
HUKHEro otaena (aHanbHoro) (87,1%). Cpenu Bcex ciiydaeB MOpoKa OOJBIIYIO JOJTIO
COCTaBIISIIOT CJIy4yau aTtpe3uil 0e3 CBUIlla, HAIPUMEDP, B HACTOAILIEM HCCIIEI0OBAaHUU OHU
coctaBui 59,79%, B pabore A. Cuschieri (2001) — 69,7%. Ho ectb nccnenoBanusi, B
koTopeix APIl ¢ ¢ucrynmammu BcTpewanuch wamie, yem 6e3 ¢uctynsl [155]. Kak
npennonaraetr A. Cuschieri, 3T pa3nuyusi MOTyT OBITH Kak apredaxkTamu, TaKk U
peanbHbIMU. ApTe(aKTHbIE Pa3IUUUs CBA3aHbI C TOUHOCTBIO IMArHOCTUKH, OMUCAHUS U
KOJIUPOBaHMS aHOMaIu. HO BO3MOYKHO, YTO pa3inuus B TaHHBIX OTPAXAIOT peaibHbIC
reorpauyecKkue OTIWYUS YacTOT TIOPOKOB. BakHO NPOBOAUTH JalbHEUIINE
UCCJICIOBAHUS JIJII W3YYCHHUS TOMYJISIMOHHBIX XapaKTEPUCTUK OTICIbHBIX THUIIOB
aTpe3uM.

[IpoTBOpeUYMBLIE JAHHBIC TMOJTYYEHBI JUIsI COOTHOIIEHUS W30JIUPOBAHHBIX U
aCCOIMMPOBAHHBIX CJIY4aeB MOPOKA; B Pa3HBIX HCCICAOBAHUSX JOJISI U30JMPOBAHHBIX
ciydaeB kosebnercs oT 85% mo 23% (Tabnuna 25). S. R. Saha u coast. (2005) nposenu
neTanbHOE o0ciieoBaHue MouenojoBoi cuctembl B 220 ciuywasx APIT (VY3U,
peHtreHorpadusi, peHtreHorpadus goMO0-cakpanbHoil o6mactu) [143]. ITlopoku
yporeHuTanbHOU cepbl OblTU BbIsBIEHBI B 24,54% ciydaeB. YYUTBIBask BBICOKYIO
YaCTOTy TaKWX aHOMAaJWM, aBTOPHI MpeJjlaratoT cieiaTh KIMHUYECKOE O0CIeTOBaHUE
yporeHuTaJlbHOM cucteMbl y gereid ¢ APIl oOsi3atensHbIM. BBICOKHIT  ypOBEHB
COYETAHHBIX CIy4aeB oTMEeUeH B ucciaeaoBanuu Stoll u coart. (2007), B kotopom u3 174
MAIMEHTOB C TOPOKOM COYETaHHbIE ciydau coctaBuiu 49,4%, a u30JupOBaHHBIC
cootBeTcTBeHHO 50,6% [29]. B pa6ote Cho u coant. (2001) gomnomHUTENIbHbIE AHOMATTUU
ObLH BeIsIBICHBI y 71% neteit ¢ APII, a uzonupoBaHHbIe ciiydan coctaBuin 29% [44].

G. Casaccia u coapt. (2009) noxazanu, uto APII uwacto (B 64% ciydaeB)
BCTPEYAIOTCS B COYCTAHUM C OJTHAM WM 0OJiee MOPOKAMHU Pa3BUTHS JAPYTUX OPTAaHOB U
cucteM [41]. IIpenpiaymme ucciueaoBaHus yKa3blBalOT HA TO, YTO COYETAHUE MOPOKOB
yarie BO3HUKAECT MPU «BBICOKUX)» AHOMAJHUAX, KOTOpHIE SIBISIOTCS OO0Jee CI0XKHOM
MAaTOJIOTHEH, ¢ TPYJIOM TOAIAIOTCS JICUEHUIO U UMEIOT TJIOXOM MPOTHO3 B OTHOIICHUH

(GyHKUIMH, YEM TIPU «HU3KUX» aHOMAJIMIX, KOTOPbHIE BBI3BIBAIOT MEHbBIIE TPYIHOCTEMH,
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JydIie MOAAI0TCS JICYCHUI0 M MMEIOT XOPOIIWK MPOTHO3 BOCCTAHOBJICHUS (PYHKITUU
MOPaXEHHOTO OpraHa.

Takum 00pa3om, B HaIlIeM KCCIIEIOBAHUU J0JIs1 M30JUPOBAHHBIX CIIy4aeB aTpe3uu
AHOPEKTAJIbHOTO OT/eJIa MO JaHHBIM MOHUTOPHUHTA TMPEBBINIACT JaHHBIE JIPYTUX
ucciaenoBanuit  (85,3%), uTO, CKOpee BCEro, CBS3aHO C HEIOBBISBICHUEM
ACCOLIMMPOBAHHBIX AHOMAJIMU. ODTH pa3inyusl MOXKHO OOBSICHUTH Pa3HOM IIIyOMHOM
oOcyeIoBaHNsI HOBOPOKICHHBIX, JUIUTEIHPHOCTHIO HAOMIOACHUS, IUATHOCTUYCCKUMU
BO3MOXHOCTSIMU oOcienoBanus. [loMuMo 3Toro, pa3inuuus B ypOBHE HEU30JIUPOBAHHBIX
dopm APII B ompeneneHHON CTENEHW CBS3aHBI C PA3HBIMH METOIOJOTHUYECKUMHU
MoAXoJaMHU. B HEKOTOPBIX HCCIEIOBAHUSAX YYHUTBHIBAIUCH TOJBKO KPYIHBIE MOPOKHU
pa3BuTHS, B APYTUX, KaK, HarpuMep, B pabote Cho u coant. (2001) ydyuThiBaNIKCh Kak
rpyObI€ MOPOKH Pa3BUTHS, TaK U Majible aHOMaKH [44].

AHanmu3 COYETaHHBIX CIydyaeB TIOKa3al, 4TO HauboJee YacTo BCTPEYAIUCH
coueranuss APII ¢ BpoXJIE€HHBIMU NOPOKaMH CepJeYHO-cocynucTtor cucteMbl (30%),
nuiieBapuTenbHon  (26,7%) u mouenonoBoit (20,3%) cucrem. Ilopoku KOCTHO-
MBIIIIEYHON U HEPBHOW CUCTEM BCTPEUYAIMCh COOTBETCTBEHHO B 12,9% u 6,1% ciiyyaes
couetanuit ¢ APII, B octanpHbIX ciydasx (4%) oTMeYalUCh COUETAHUS C MOPOKaAMU
pPa3BUTHSI OpPraHOB Jpyrux cucteMm. M3ydeHue crnekTtpa acconuupoBaHHbIX ¢ APII
aHOMaJIui MPOBEJICHO B PsJIE 3apyOeKHBIX UCCIEAOBAHNM, AHAJIOTUYHBIE OTEYECTBEHHbIC
uccienoBanust Ham Hen3BecTHbL. B 2001 rogy Cho u coaBT. mpoBean peTpoCHEeKTUBHbBIN
ananmu3 103 nereit ¢ APII [44]. B otnuune oT HaIIero UCCieI0BaHUsI HA TIEPBOM MECTE
o yactote couetanusi ¢ APIl Haxonutcs mouenosioBas cucrema (49%), Ha BTOpoMm —
KOCTHO-MbIIIIeYHas cuctema (43%), Ha TpeTheM MeCTe — YEePEIHO-JIMIIEBbIE AaHOMATTUU
(34%). AHOMaMM CePACYHO-COCYAUCTON CUCTEMBI coCcTaBMIH 27%, MUIIEBApUTEILHON
cuctembl — 18%, npixatenbHOM U HepBHOM cucteM — 13 u 12% cootBercTBeHHO. Stoll u
coaBT. (2007) BBISBWIM, YTO HaAWOOJIEE YACTO COYCTAIONUMHUCS AHOMAIUSIMH Y
nanueHToB ¢ APII sBusitoTcs mopoku pa3BuUTHS Mo4enosioBoil cuctemsl (81,1%) u
ckelieTHOU cuctembl (45,5%) [29]. B MyabTHUIIEHTPOBOM HCCIICIOBAHUM MAI[MEHTOB C
APII wu3 eBponeiickux peructpoB (EBpomelickuii KOHCOPLMYM aHOPEKTaJbHBIX

anomasiuii — ARM-NET) BeisiBneno, uro y 72% mnanuentoB ¢ APIl umerorcs
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aCCOLIMMPOBAHHBIE AHOMAJIMKA Pa3BUTHs: AHOMAJIMU CKeJleTa BCTpeTwinch B 36%
ciayyaeB, mopoku cepana B 31% wu anomanuum mnoyek B 29% cnywaeB [73]. B
uccienoBanun u3 CaynoBckoil ApaBuu Ha BbIOOpke u3 188 cimyuaeB APII cambrit
BBICOKHI MpoLeHT coueTanuii (34%) Habnroaancs aJjis MOPOKOB MOYEIOJIOBOM CUCTEMBI,
Ha BTOPOM MECTE — MOPOKH Pa3BUTHUS CepACUHO-cocyaucTon cuctemsl (19%) [13].
OnHo M3 camMbIX KpyIHBIX UccienoBanuid nposeaeHo B 2008 rogy Moore u coaBT.
B Adpuke, koTopoe Bkirouano garabie 0 1401 mamuente ¢ APII. CornmacHo ux qaHHBIM
HanOoJIee YaCThIMU aCCOIMAIMAMU SIBIISIOTCS COUYETAHMSI C MOPOKAMU MOYEIOJIOBOM
cuctemsl (30,7%), 3aTeM UIYT MOPOKU KOCTHO-MbIIEYHOU cuctemsl (20,2%), cepaedno-
cocyauctoit cuctemsbl (19%), numeBapurensuoit (17,2%) u HepBHOU (8,6%) cuctem
[111]. B pabore Ratan u coaBt. (2004) comyTCTBYIOIIME AHOMAJIUKU B OCHOBHOM
MPECTaBICHbl TOPOKaAMU MOYENoJIoBOM cuctembl (21%), MO3BOHOYHHKA M CHIUHHOTO
Mmo3sra (8%), Apyrux otaenoB numieBaputenbHoro tpakra (10%) u cepaua (20%) [28]. B
pabotax Nah u coast. (2012) u Balanescu u coast. (2013), B oTiIM4YMe OT HACTOAIIETO
UCCJICIOBAHUSI, BBISIBJICH OYEHb BBICOKHMN YpOBEHb COYETaHHBIX aHoMaiuh (68-78%
cinydaeB) [18; 32]. CnenyeT OoTMETUTh, UTO ITH MCCIEIOBAHUS ObUIM IIPOBEIACHBI Ha
BbIOOpKax HeOobIIOro pazmepa (99 u 50 ciiyyaeB cooTBeTcTBeHHO). Hanbosiee BbICOKHIA
nporeHT codetanuid APIl ¢ papyrumu mopokamMu pa3BUTHSL OTMeEYascs s
nuuieBapuTenbHoi (36%), mouenonoBoi (28,28%-24%) u ckenetnoi (26,26%) cuctem.
Ho B oTiMuue OT HAIIEro MCCIEIOBAHUS aHOMAIMHU CEPACYHO-COCYJIUCTON CHUCTEMBI
BBISIBIICHBI Bcero B 16% ciyuaeB. bonee 6im3kue K pe3yiabTaTaM HaIIero UCCaeA0BaHus
pe3ynbrarel mojydeHsl B pabore Ciongradi u coaBtr. (2016), B KOTOpOW
aCCOLMMPOBAaHHbIE AHOMAJIMM BCTpeTWwinuch B 26,02% caydaeB, u3 Hux B 9,58% —
aHOMAJIUM MOYETIOJNIOBOM CHCTeMbl (TUApoHedpo3, rumocnajus W KPUNTOPXH3M), B
7,53% — aHomanmuu cepAedYHO-cocyaucTol cucrtembl (TeTpaga Damno, nedexTs
MEePEropoyoK, KoapkTanuus aopthl) [22]. HHTepecHO OTMETUTh, 4YTO AaTPE3UH
aHOPEKTAJIHOTO oTJena B 7,2% cilydaeB COUETAIOTCS C aTpe3ueH MUILEBOa U HA00OPOT.
Bricokuii ypoBenb couetanuid APII ¢ arpesueii numieBona (9% u 5,47%) BbisiBiieH
B pabotax de Blaauw u coant. (2013) u Ciongradi u coast. (2016) [73; 22]. Takum

oOpa3oMm, 4YacTtoTa aTpe3uid Jpyroro OTAeNa 3HAYUMO BBIINIE  OXHUJAEMOU
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(MOMyJISITUOHHON) YacTOThl. JTO MOXKET YKa3blBaTh HA HECIYyYalHOE COYETAHHE STUX
MOPOKOB, Ha OOLIHOCTh WX ATHOMATOreHeTHYecKuX (akTopoB. JlJis OoTBeTa Ha OSTHU
BOIPOCHI HEOOXOIMMO MPOBEJICHUE JANbHEHIIINX UCCIIeI0BAHUM.

Moore u coaBt. (2013) B 0030pe nuTepaTypsl MO acCCOLMAIUAM aHOPEKTAIBHBIX
MIOPOKOB MHILET, YTO JOMOJHUTEIbHbIE aHOMaInK pa3Butus npu APII BctpeuaroTcs B
28-72% cnyuaeB [111]. Takoi mupokuil nUana3oH COYETAHUN M3y4aeMOTO MOpOKa ¢
npyrumu BIIP ompenensercs, mo MHEHUIO aBTOpPAa, BO3MOXHOCTSMHU U TIIIyOMHOHN
oOcye0BaHus, 1 TOYHOCTHIO UAarHOCTUKU. B OCHOBHOM 3TH Cily4aW MpPE/ICTABIICHBI
MHO>KECTBEHHBIMU TOpOKaMU pa3BUTHSL (ABa W 0ojiee), HO HE OTHOCAIIUMUCS K
M3BECTHBIM CHHJIPOMAaM WJIM accoluanusM. B CBSI3UM ¢ BBICOKHM YPOBHEM COYETaHUU
BIIP aBTOop mpeamnosiaraet, 4To0 aHOPEKTAIbHBIE MMOPOKU MPEJICTABISIOT HE JIOKAIBHOE
HapyllEeHUe, a SBISIIOTCA YacThlo OOJiee€ IMIMPOKOTO CHEKTpa Ae(PEKTOB «IOoJeH
Pa3BUTHS», BOZHUKAIONIUX B dMOpHOTEeHE3e. ACCOIMUPOBAHHBIE aHOMAJIMK HE TOJBKO
SBJISIIOTCSL IPUYMHON CMEPTU TaKUX OOJIBHBIX, HO U ONPEIECTSAIOT UX KaueCTBO >KU3HH.
Moore u coaBt. (2013) yka3bIBaeT, 4To B OOJIBIIMHCTBE UCCIICIOBAHUN Ha IIEPBOM MECTE
cpenu apyrux couetaHHbix ¢ APII mopokoB HaXOIATCsI TOPOKU MOYETIOIOBOM CUCTEMBI,
XOTS U TIOPOKH CEPACUYHO-COCYUCTON U MUIIEBAPUTEIBHON CUCTEM TaKKE€ BCTPEUAOTCS
Hepenko [111]. B HammeM ucciienoBaHUM Ha IEPBOM MECTE HaAXOISITCSA MTOPOKU CEPJICUHO-
cocynuctoit cuctemsl (30%), a TOPOKH MOUYETIOIOBOM CUCTEMBI 3aHUMAIOT TPEThE MECTO
(20%). Bo3MOXHO, 3TO SABJISIETCA  PE3yJbTaTOM  HEMOJHOTO  00CieI0BaHUs
HOBOPOXKJIEHHBIX AeTed ¢ APII, yTo He MO3BOJIAET BBISIBUTH JAOMOJHUTEIbHBIE TOPOKU
pa3BUTHSL.

Pe3tomupys 3Ty 4acTh HCClE€AOBaHUs, CIEAYET MOAYEPKHYTh, UTO BBISIBIICHHbBIC
4acTOThl M CHEKTp accouuupoBaHHbiXx ¢ APII anomanuii BapbUpYIOT B pa3HbIX
MCCJIEIOBAHUSIX, HO B 1I€JIOM YPOBEHb aCCOLMUPOBAHHBIX COCTOSIHUI JOCTATOYHO BHICOK.
B oroit cBmu y nererr ¢ APIl (He3aBucMMO OT THNa TOpPOKA) JOJKHO OBITh
NPELyCMOTPEHO TIIATENbHOE 00CIe0BaHNE HAMOOJIee YaCcTO MOPaKaeMbIX OPraHOB U
CUCTEM.

N3BecTHO, YTO M3YyYECHHE SIMUIEMHUOJIOTHUECKUX XapaKTEPUCTUK 3a00JeBaHUN

BaXHO I IMOHHMMAHHA IPUPOAbI MX BO3HHKHOBCHHS, BLISIBJICHHA q)aKTOpOB pHUCKa U
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BBIJICIICHUSI TPYII TOBBINIEHHOTO pucka. [IpoBeneHne KPyMHBIX TMOMYISITUOHHBIX
UCCJIEIOBAHUM B COYETAaHWU C JIAaHHBIMU II0 PA3JIUYHBIM JeMOTpadUyecKuM MU
KJIIMHAYECKUM (PaKTOpaM IMO3BOJIAET BBIABIATH (PAKTOPHI PUCKA PA3BUTHUSI M3y4aeMbIX
BPOKJICHHBIX AHOMAJIWM.

B cBoeit pabore Mbl TOKa3ajd, 4YTO U3 PETUCTPUPYEMBIX IOKa3aTeseu
MOBBIIIIEHHBIE OLIEHKW OTHOCHUTENBHOTO pucka APII BbIABIEHBI JIsi MY>KCKOTO TOJIa
(RR=1,28) u maccer Tena amxe 3000 T (RR=1,69). [Ipeobnaganme MyKCKOTO IO U
HU3KOM Macchl Tena (BHYTpUYTpOOHas 3a/iepKa pa3BUTHs) BBIABICHBI U B JIPYTUX
uccnenoBanusix [3; 52; 74; 21; 38; 22; 136]. Takoe enuHooOpa3ue pe3yibTaToOB
MO3BOJISIET HAM CUMTATh, YTO IOJI U HU3KAsg Macca Teja sSBISI0TCS PakTopaMu pyucka Jjis
MOPOKOB aHOPEKTAIBHON 00JIaCTH.

[To maHHBIM HACTOSIIIEIO MCCIEAOBAHUS MJI1 OCTAIBHBIX MAapameTpoB (BO3pacT
MaTepy U MOPSJIKOBBIA HOMEP POJIOB) OTHOCUTEIIbHBIC PUCKHU HE TOBBIIIEHBI. [[aHHbIC
JIPYTUX HCCIENOBAaHUN IO STUM I[apaMeTpaM HE TakK OJHO3HauHbl. Hampumep, B
uccienoBanun Wijers u coaBT. (2013) B oTiuune OT HAIIMX JAHHBIX OOHAPYKEHO
npeo0JaaHue MepBhIX POJIOB C OTHOCUTENIBHBIM pUCKOM, paBHBIM=1,6 (95%CI 1,4-1,8),
HE3HAYUTEIbHOE Mpeodiaganue matepeit 0osee Mosiogoro Boszpacra (28,9 npotus 32,2
rojia B KOHTPOJIE), a Macca TeJia MpHu POKICHUH HE OTIInYanach oT KoHTpods [21]. Bonee
MOJI0JI0M BO3pacT Matepeit oOHapy:xkeH U B padote Ciongradi u coant. (2016) [22]. Takum
o0pa3oM, Ha OCHOBaHUU W3BECTHBIX K HACTOAIIEMY BPEMEHHU HaHHBIX, MYXCKOU MOJI
MOPaKEHHBIX, BHYTPUYTPOOHAs 3a7ep>KKa Pa3BUTHSI, MOJIOJONW BO3pPACT MaTepu MOTYT
OKa3bIBaTh BIIMSHUE HA PUCK BO3HUKHOBEHUS APII.

JIist mpencTaBieHrs MPOCTPAHCTBEHHOW KapTHHBI YAaCTOT M3Y4aeMbIX MOPOKOB
COBMECTHO C JJabopaTtopueit reHomMHoM reorpadun MuctutyTta obmieit renetrku um. H..
Basunosa PAH (3aB. 1.6.H. O.I1. banaHnoBckuif) ObLIM MOCTPOEHBI KAPThl HACTOT aTPE3UU
MUIIEBO/IA W aTPE3WH AHOPEKTAIBHOTO OT/AeNa. BuU3yanbHbIN aHaIW3 yKa3bIBaeT Ha
OTCYTCTBHE €IIMHOTO «IIEHTpa BJIUSHHSA», XapaKTep KOTOPOro  OMpenesseT
pacopoctpanenusi BIIP. K coxanenuto, OrpaHUY4€HHOE KOJHUYECTBO JAHHBIX HE

ITO3BOJIIET MPOBOJUTH KAaKOW-THOO0 aHAIN3 IMTPOBEICHHONW PaOOTHI.
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B To xe Bpems ceifuac MpOCTPaHCTBEHHAs] SMUAEMHOJOTHS MPHOOpETaeT Bce
OoJbIIIee 3HAaUCHHE B U3YYEHUHU HE TOIBKO MH(PEKIIMOHHBIX, HO U APYTHUX 3a00JIeBaHUN U
B YaCTHOCTH, BPOKJICHHBIX MTOPOKOB pa3BUTHUs. ['eorpaduueckue HakTopbl MOTYT OBITH
BXHBIMU JIETEPMUHAHTAMU pHCKa BpOXIACHHBbIX nAedexToB. I[loaToMy BaxHO
UCCJIEIOBAaTh Teorpauyeckoe pachpelesiecHne BPOXKIACHHBIX J1e(PEeKTOB, YTOObI
OTNpEeNENTuTh (PAKTOPBl, OTBETCTBEHHBIC 3a BBIABICHHBIE 3aKOHOMEPHOCTH. Takas
uHbopMaIusi MOXKET OBbITh IMOJIe3Ha B pa3paboTKe MEpONpUATHN TO MPOo(UIAKTUKE
BPOXKJICHHBIX aHOMalluid. B Hacrosiiiee BpeMs 3TO HampaBlieHHE pa3paldaThIBAaeTCs B
CIIA. B 2010 romy S. Gebreab, ucnons3ysi reorpapuieckyro HH(OOPMAIHOHHYIO
CUCTEMY M CTaTUCTHUYECKHE [aHHbIE, MOKa3aJl Ha IPUMEpE JMIEBBIX PaCIIECIVH
HEeOOJIbIIINE TPOCTPAHCTBEHHBIE pa3iIMuus B pacupeeneHun yactoT B mrare FOra, HO
0e3 4eTKOW MPOCTPAaHCTBEHHOM KjacTepu3aluu. ABTOp MPEANoiaraet, 4To OTCyTCTBUE
KJIACTEPU3ALIUN MOKET YKa3bIBaTh HA OTCYTCTBHE OOIIETO SKOJIOIMUECKOro (pakTopa Kak
IIPUYMHBI MTOBBIIIEHHOTO PHUCKA JIMLEBBIX paciienvH [79]. BaxXHbIM SBISIETCS BBIBOJ
aBTOpa O TOM, YTO JaHHbBIE O BPOXKIECHHBIX MOPOKaX pa3BUTHs, COOpaHHbIE CHCTEMaMU
MOHHMTOPHUHIA B COUETAaHUM C METOAAMM reorpaduyeckux MH(GOPMALMOHHBIX CUCTEM,
MOTYT OBITh ITOJIE3HBIMU B KAYECTBE MPEBAPUTEIHHOTO U SKOHOMUYECKH IP(HEKTUBHOTO
MeToja onucarenbHor snuaemuosiorud BIIP. A opranbsl 3apaBOOXpaHEHHS] MOTYT
UCIIOJIB30BaTh 3Ty HMH(POPMALMIO ISl ONTUMM3AUUU NPOPUIAKTUYECKHX MPOrpam,
HaIlpaBJIEHHBIX HA CHI)KEHHE YPOBHS BPOXKIECHHBIX TOPOKOB B MOIMYJIALIMH.

HNHuTtepecHbIM sBsieTcs uccnenoBanue A. Mburia-Mwalili, A. Odoi (2016), 1iensto
KOTOPOro OBLIO M3YyYE€HHE MPOCTPAHCTBEHHOro pacmpoctpaHeHus BIIP. Matepuanom
MOCIYXUiu 1aHHble MoHuTOpuHra BIIP B mrare HeBaga u connanibHO-3KOHOMUYECKHUE
nokazarenu mrarta [109]. [lonyyeHHble NaHHBIE CBUAETEIBCTBYIOT O 3HAYUTEIBHOU
MPOCTPAHCTBEHHOW KJIACTEpHU3allMM BPOXKIEHHBIX nedektoB B Hemane. JlanpHelue
UCCIIEIOBaHMSI, TI0 MHEHHUIO aBTOPOB, JOJKHBI OBITh COCPENOTOYEHBI Ha OOJACTIX C
BBICOKMM YypoBHeM pactnpocTpanenust BIIP (kmactepax) myis BbIsicHEHHs (DaKTOpPOB
pucKa.

Takum oOpazom, kak mnomuepkuBatoT Sfeir u coaBt. (2013), momoOHBIE

VICCJIEIOBAHHUS MOKA3bIBAIOT BBICOKYIO 3h(HEKTUBHOCTH MONYJISIIIUOHHO-
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OpraHW30BaHHBIX PErucTpoB [58, 61]. Peructpbl oOecrnednBaiOT BO3MOXKHOCTH JaTh
opraHam 3/IpaBOOXpPaHEHHUS BaXHYI0 HH(POPMAIMIO OTHOCUTEIBHO JMUIEMHUOJIOTHH
peaKux 3a00JIeBaHMM, B TOM YHUCJE aTPe3uil MUIIEBAPUTENBHOIO TpakTa. Pe3ynbTaTsl
aHalln3a Takux 0a3 JaHHBIX TAKXKE MOJIE3HBI MPEHATAILHONW U HEOHATATILHOU CITYKO0 11
uH(OpPMAIUU U ONITUMAJILHOTO KOHCYJIbTUPOBAHUS POIUTENEH TTOPAKEHHOTO peOCHKA.

Jlnsa Oosee moOAPOOHOTO U3YYEHUS KIMHUKO-TEHETHYECKUX XapaKTEPUCTUK
aTpe3uy NHIIEBOJAA W AHOPEKTAIBHOTO OTAeNa B pabore Obutum obOcnemoBanbl 106
npoOaHJOB ¢ JaHHBIMU Topokamu: 39 mpobaHIOB ¢ aTpe3ueid nuiieBojga u 67 — ¢
aTpe3uel aHOpEeKTanbHOro oTaena. [loBTOpHBIN ciyuail (1Ba MOpa)KEHHBIX cHOca)
BCTPETUWIICS TOJBKO B TPYIIE aTPe3uid MUINEBOJA, 4TO cocTaBwio 2,6%. Ilo naHHBIM
JUTEPATYPHI, HACTOTA MOBTOPHBIX ciydaeB kKojebsercs ot 1% mo 4% [122]. YuuteiBas
HU3KYI0 4aCTOTy NMOBTOPHBIX ciydaeB All, mpenmonaraercs HU3KWKA MOBTOPHBIM PUCK
IIOPOKA Il POJCTBEHHUKOB IIEPBOM CTENEHM pOJACTBA. TeM HE MEHee, CyIIECTBYIOT
JI0Ka3aTesIbCTBa O TEHETUYECKOW MPEAPACIIOI0KEHHOCTH K BOSHUKHOBEHHUIO TTOpoKa: 1)
JUTs U30IMpoBaHHON ATl KOHKOPAAHTHOCTD /1711 MOHO3UTOTHBIX OJIM3HENOB BhIiIe (67%),
yeMm JUIg JU3UrOTHBIX (42%); 2) pe3ynbTaThl AKCIEPUMEHTAIBHBIX HCCIEIOBaHUM,
BBISIBUBIIUX T'eHbI-KaHauaathl; 3) All — Hepeakuil CUMIITOM pa3IMYHbIX MOHOT€HHBIX U
XPOMOCOMHBIX CHHAPOMOB; 4) Hanuuue cemelnbix ciaydaeB All [45]. Cpenu aTpesuii
AHOPEKTAJIbHOTO OTJEJIa B Halleil BbIOOPKE HE BCTPETUIIOCH HU OJHOTO MOBTOPHOIO
cilydasi, 4TO, CKOpEee BCEro, SIBISETCS Pe3yJIbTaToOM Majoro pasMepa BbIOOpku. OaHAKO
0 JJAHHBIM JIMTEPATYpPhl 4ACTOTa CEMEUHBIX CITy4aeB Mopoka konediercs ot 1,4% mo 8%
[91; 111]. Ilo mMHEeHHIO aBTOPOB, ATH [aHHBIE YKAa3bIBAIOT HA POJIb I'E€HETUYECKUX
(bakTOpOB B pa3BUTHHU MOPOKA U UX HEOOXOJMMO YUYUTHIBATH TIPHU MIPOBEICHUN MEINKO-
T€HETHYECKOr0 KOHCYJIbTUpOBaHus cemen ¢ arpesusimu JKKT.

Ocoboe BHHMMaHHE HEOOXOAMMO OOpAaTUTh HA COYETAHHBIE Cllydyad aTpe3uid C
JPYTUMU IOPOKaMU Pa3BUTHSA, IOCKOJIBKY YaCTOTA TAKUX COUETAaHUM O4eHb BbICOKA. [1o
JaHHBIM MOHHMTOpUHTa coueTanus All ¢ npyrumu nopokamu Bctpevanuch B 31,8% Bcex
CJIy4aeB MOpPOKa, B TO K€ BpeMsl B BLIOOPOUYHOM MCCIICIOBAaHUU KOMOMHAIIUU TTOPOKOB
BeTpeTwinch B 39,3% coyuaeB. M3 Bcex coueTaHHBIX CiIydaeB HamOoliee 4YacTo

BCTPCYAIUCh COYCTAHUA C BPOXACHHBIMH IIOPOKaAMH cepnequ—cocyszCToﬁ CHUCTEMBI
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(35,6%), mopokamu MouenonoBoil (24,3%) u nuieBaputenbHoil cucteMsl (20,7%).
HNuTepecHO OTMETHUTB, UTO B 7,6% aTpe3us MUILEeBOJa COYETAIaCh C aTpe3reil aHaIbHOTO
oTnena, T.e. OTMEYAIOTCS MHOXECTBEHHbBIE aTPEe3Wu MHUIIEBAPUTEIBHOTO TpaKTa.
CoueraHHblE TIOPOKM KOCTHO-MBIIIEYHOM ¥  HEPBHOM CHUCTEM BCTpPEUYaIUCh
COOTBETCTBEHHO B 6,9% u 4,5% cnyuyaeB AIl. B BriOOpke mpoOGaHIoOB C arpesueit
NUIIEBOIA W3 COYETAaHHBIX CIIy4aeB NOpPOKH cepaua BeisiBIeHbI B 20%, MOpPOKH
MUILEBAPUTENBHON cucTeMbl — B 26,7%, MouenonoBoit — B 13,3% ciyuyaeB. 3BecTHBIC
CUHAPOMBI M accollMaluu BbIsiBIIeHBI B 20% ciiyuaes.

Panee Chittmittrapap u coaBt. (1989) momyumnm ciemgyromiee pacmupeaeicHue
acCOIMMPOBAaHHBIX MOPOKOB pa3BUTUA B rpynne arpe3uid numieroga: BIIP cepaeuno-
cocyaucTon cucteMbl — 29%, MmodenonoBoi cucteMol — 14%, numeBaputenbHoit — 13%,
ckenetHou cucteMbl — 10%, npixarensHou cucteMbl — 6% [124]. B 2010 roxay mBeackue
uccleoBaTeny mnokazand, 4ro okoyio 50% nereit ¢ All mmenu accouuMpOBaHHBIC
anomanuu [122]. I[To maHHBIM OJTHOTO M3 MOCJIEAHUX UCCICIOBAHMM, BKIOYaBmuX 116
cinyuyaeB All noinst couetanHbIxX ciydaeB coctaBmiia 46,6% [27]. B 3Toii rpynmne nopoku
CCC cocraBunu 23,4%, mouenosioBoit — 20,1%, nuieBapurtenbHoit — 20,9%, ckeneTHoOM
—13,7%, nepBHoii cucteMbl — 7,3%. Ha ocHOBaHUU NpUBEJECHHBIX pa0dOT, BKJIKOYAs HAIIIE
UCCIIEIOBAaHUE, BUJHO, YTO, HECMOTpPsS Ha pa3linuusg B MPOLEHTHBIX OTHOIICHHUSX,
CTPYKTYypa COYETaHHBIX TOPOKOB BE3/I€ OJIMHAKOBA: CAMBIMU YaCThIMU SIBJISFOTCS IOPOKU
cep/ia, MTOPOKU MOYETIOIOBOM U MUIIEBAPUTEIILHONU CUCTEM.

JI1s1 MOPOKOB aHOPEKTAJIBHOTO OTAENa IO JaHHbIM MOHUTOPUHIA COYETAaHHBIC
ciydyan HaOmoganuchk B 14,74% ciayyaes, B TO e BpeMs J0Jsl COUYETAHHBIX CIy4yaeB B
BBIOOpKE MpoOaHI0B ¢ AA Obuta 3HAUUTEILHO BbIIE: 37,3%. MBI pearnoaoXuim, 9To
HU3Kasl 10JIs1 COUYETAHHBIX CIIy4aeB aTPE3UH aHOPEKTAIBHOTO OT/IeJIa B MOHUTOPHUHTOBOM
pPErucTpe MOXET ObITh OOBSICHEHAa HEOBBISIBICHHEM WM HEMOJIHBIM OMHCAHUEM
(dbeHOTHNOB JeTel ¢ mopokaMu pa3BuTHsA. Hambomee 4acTo BCTpeHaMCh COUYETAHUS C
BPOXKJICHHBIMU TIOPOKaMH cepJieuHo-cocyauctoi cuctembl (30% mo mporpamme
MoHuTOopuHra u 20% B BBIOOpKE MPOOAHIOB), MUILEBAPUTEIBLHON cucTteMbl (26,7% B
cuctemMe MoHHTOpUHTA U 32% B BBIOOpPKE C aTpe3ueil MUIIEBOJAA), MOPOKAMH

mouenosoBoit (20,3% u 12% cooTBeTcTBEHHO). B peTpoCneKTUBHOM HCCIEOBAaHUU
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Saha u coast. (2005) yacToTa acCOLMUPOBAHHBIX C aTpe3ueil aHyca MOPOKOB Pa3BUTHUS
coctaBuiia 24,54%, TOPOKH MOYEIOJIOBOM crucTeMbl cocTaBuiid 24,99% [143]. Stoll u
coaBT. (2007) moguepKUBaeT, YTO MPAKTHUUECKU KaXKIIbIii BTOPOW MAI[MEHT C aTpe3uei
AHOPEKTAJIbHOTO OTJelda MMEET COYETaHHbIe MOPOKU pa3BuTus [29]. B menom mno
pe3ynbTaTaM pa3HbIX UCCIEAOBAaHUI YaCTOTa COUETAHUN C IPYTUMU MOPOKAMU Pa3BUTHUS
IIPU AaHOPEKTAJIBHBIX aTPE3UsAX BbICOKAs U KosieOaeTcst B uHTepBaie 28-72% [111; 78].

HecMoTps Ha HEO0IBIIION pa3Mep BBIOOPKH, TouTh B 10% ci1ydaeB B MPOBEACHHOM
UCCJICIOBAHUM BBISBICHBI HU3BECTHBIE cUHApoMalbHblie (Gopmbl MBIIP: VACTER
acconuanus (6,6%), cuaapom Jlayna (1,9%) u cungpom Iamnuctepa-Xosm.

Hcxons u3 moaydeHHBIX pe3yJIbTaTOB, OCHOBHOM BBIBOJ 3aKJIIOYAETCS B TOM, YTO
JUTSl HOBOPOJKJICHHBIX C aTpe3uel aHOPEKTAIBHOTO OT/eNa 00CiieJOBaHNE Ha BHISIBIICHUE
JPYTUX MOPOKOB JIOJKHO CTaTh PYTUHHBIM CKPUHUHTOM, & CEMbH JIOJKHBI HAPABIISATHCS
Ha MEIUKO-T€HETUYECKOE KOHCYJIHTUPOBAHHE B OOJBIIMHCTBE OCIOXKHEHHBIX CIIy4acB

TIOpOKa.

[Hosmumop(pu3M reHoB riayraTuoH-s-TpaHcdepas y aerei ¢ H30J1MPOBAHHOM

(¢opmoii aTpe3un nuueBoaa

Takum 00pa3oM pe3yabTaThl MPOBEAECHHOTO MCCIEIOBAaHUS, HAMPABICHHOTO Ha
uccienoBanue accouuanuu noiguMmoppusma reHa GSTMI w GSTTI y pereit c
BPOXXJICHHBIMU aTPE3UsIMU MHUIIEBOJA ITOKA3IM CTATUCTUYECKH 3HAYMMYKO CBSI3b C
nonuMmopduzmom resa GSTM1 n otcyTcTBUE CBA3U ¢ noaumMopduszmom rena GSTT1.

B psine uccnenoBanuii, MOCBSIIEHHBIX OIEHKH CBsi3U reHoTurnoB GST matepeii ¢
pa3TUYHBIMU MTOPOKAMH Pa3BUTHUSL y JeTel, ObUTa BBISBIICHA 3HAUMMAsl acCOIUAIUS C
nonumopduzmom resa GSTM1 [31].

[TockonbKy paHHHE J3Tambl Pa3BUTHS HSMOPHUOHA MPOUCXOMIT B YCIOBUSX
OKOJIOTUIOJHBIX BOJ, OOpPa30BaHHBIX IJIABHBIM 00pa3oM MPOMOTEBAHUEM IJIa3Mbl U3
KPOBEHOCHBIX COCYJOB MAarepu, MOJUIFOTAHTBl BHEIIHEH CpeApl C KOTOPBIMH MaTh
HAaXOJMJIaCh B KOHTAKTE MOTYT COJAEPKAThCS B €€ CBIBOPOTKE M OKA3bIBATh HETaTUBHOE

BO3JIeiicTBUEe Ha SMOpUOH WM Twiof. Jlyis Takux (hakTOpoB Kak KypeHue Tabaka u
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noTpebiieHue MaTephi0 ajJKOroysi Oblla MPOJAEMOHCTpUpPOBaHa CBs3b ¢ yactoToi All
[107; 80]. M3BectHo, uTO HOpManbHas auddepeHUanus MNepeaHEH KUIIKH Ha
BEHTPAIbHYIO YacTh (Tpaxerw) W JOpCalbHYI0 YacTh (MHILEBOJ) HAYMHAETCS Ha
YETBEPTOU HEJENE U 3aBeplIacTcs Ha 6-7 Hefene KU3HA SMOpHUOHA. B 3TOH CBSA3M BaXXKHO
OTMETHUTh, 4TO B uccienoBanun Raijmakers u coaBtopsl (2001) Obl10 MOKa3aHO, YTO
depment GSTMI B OCHOBHOM COJEPKUTCS B TKaHAX HMOpPHOHA, OMBIBAEMBIX
AMHUOTHYECKOM XKUIKOCTBIO: TKAHIX MUIIEBOAA, TOHKON KUIIKU U JIETKUX, TOT/Ia KaK BO
BCEX JIPYTUX UCCIIEIOBAHHBIX TKaHSIX €ro CoJep:KaHue Ob10 MUHUMaNBHBIM. Vcxons u3
TOT0 MOXHO NPEANOJOKUTh, YTO B KOHKPETHBI MEPUOJ PAHHETO Pa3BUTHS
nomumoppusmsel  GSTMI wmatepu MOTYyT HMETh Ba)KHOE 3HAYEHHE B Ipoleccax
JETOKCUKAIIMM HEKOTOPBIX KJIACCOB KCEHOOMOTUKOB.

Bmecte ¢ TeM u3BecTHO, yTO 4YacToTa HyJseBoro (del) ammenss B momyssiiuu
eBporieon1oB jgocturaer g0 50-75%. VYuuTeiBas Bce BO3pacTaroOLIEe 3arps3HEHUE
OKpYXaIOIEl Cpeibl, CBI3aHHOE B TOM YHUCJIE U C AHTPONOTEXHOT€HHOM JAESITEIbHOCTHIO
YeJI0BEKa, MOXHO ObUIO OBl OXHJAaTh 3aMETHOTO MPHUPOCTA YaCTOThI M30JIMPOBAHHBIX
¢dopm All. Opnaxo gake B MPOMBIIIEHHO Pa3BUTBHIX pErMOHAaX JaHHOM TEHJCHLUU HE
otMmeuaercs [132; 134].

VYuuteiBass OOHapyKEHHYI0 B HAacToOslleM uccienoBaHuu accouuanuio All c
reTepo3uroTHOCTHIO Mo ins/del momumopdusmy GSTM1 y nereii v JaHHbIE MOTYyYEHHbIE
B IPYruX HcclieqoBaHusax no noaumoppusmy GSTMI y marepeid nereit ¢ All, MoxxHO
IPEIOJIOKNTh, YTO (POPMUPOBAHUE JAAHHOTO MOPOKA Pa3BUTHS NMPEACTaBISAET COOOU
MHOTO(AKTOPHBIN MpOIECC, SBIAIONIMICT pe3yJbTaTOM KyMYJISTUBHOTO 3(dexTa
O0COOEHHOCTEH reHOTHIA U MaTepH U TUI0/1a, MPUBEANINNA K CHIP)KEHHON DKCIIPECCUU WU
OTCYTCTBHIO KAaTAIUTUYECKOW aKTMBHOCTU ()€pPMEHTA B TKAHSIX HYMOPHOHA OMBIBAEMBbIX
AMHUOTHYECKOM KUJKOCTHIO, B YACTHOCTH MHILEBOJA.

Jliia 6oree moJHOTrO MOHMMAHUSA MEXaHHW3MOB B3aUMOAECUCTBUS OJUMOP(HU3MOB
rena GSTM1 wmatepu W mIoAa, a TAKKe BIUSHUS CPENOBBIX (DAKTOPOB, CIIOCOOHBIX
HapylaTh MEXaHW3Mbl U depeHIauy MePBUYHON KUK HE0OOX0AUMO MPOBEICHUE

I[ElJ'IBHCfIHIHX KIIMHUKO-I'CHCTHUYCCKHUX M SITMACMHNOJIOTHYCCKUX HCCHGHOB&HHﬁ.
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3AK/IIOYEHUE

Lenpro HacTOsIIENH AMCCEPTALMOHHON PAOOTHI OBLIO KOMIUIEKCHOE H3y4YeHHeE
BPOXJICHHBIX aTPE3Wil IHIIEBOJA W AHOPEKTAIBHOTO OTIENA, BKIIOYAKONIIEE
ANUJEMHUOJOTUYECKAE W  KIMHUKO-TEHETUYECKHE uccienoBanus. OnucarenbHas
SIUJIEMUOJIOTHSI TTOPOKOB OCHOBaHAa HA aHAIW3€ JaHHbIX MoHuTOpuHra BIIP 3a 13-
netHuii nepuoa HaomoaeHui (2000-2012 roast) B 30 peruonax Poccuiickoii denepanuu.
Jmurensubiit mepuon HaOmogenuid BIIP mo enuHol yHubuUuMpoBaHHOW ¢opme
MMO3BOJIMJI ONPEAEIUTh HE TOJIBKO CYMMAapHBIC, HO U PETHOHAIBHBIE OLEHKH YacCTOT
M3Yy4aeMBbIX MTOPOKOB (aTPEe3UH MUIIEBO/IA U aTPE3UU aHOPEKTAIBHOTO OT/ENa), KOTOPhIE
paHee He MOTJIM OBITh MOJY4YEHbI U KOTOPhIE MOTYT MCIOJB30BAThCS B PETHMOHAX Kak
OKHMJIA€MbI€ YACTOTHI MOPOKA, YTO BAXKHO JUISl IUIAHUPOBAHUSI OOBEMOB MEIUIIMHCKOM
nomor  getssM ¢ BIIP. OdeBumHO, YTO 9TO oOmpeAeiseT IeJIeco00pa3HOCTh
CYILECTBOBAaHMs cUCTeMbl MoHUTOpuHra BIIP kak yacTu cucTembl NpOPUIAKTUKU
BPOXKJIEHHBIX aHOMaluil. B pabote mokazaHo, 4to 3a 13-meTHuil mepuoj, HeCMOTps Ha
eXeroJHble KOoJeOaHUs YPOBHS MOPOKOB, /I aTPEe3Wd MUIIEBOJA HE BBISBICHO HHU
MOJIOKUTEIIBHOTO WJIM  OTPULATEIBHOIO BPEMEHHOIO TPEHAA, YTO COOTBETCTBYET
W3BECTHBIM 3apyOeKHBIM JaHHBIM. B TO ke Bpems i aTpe3uu aHOPEKTAILHOTO OT/IeNa
BBISIBJICHA TEHJCHIIUS POCTA YaCTOTHI MOPOKA 32 UCCIAETYEMBIN MEPUOI.

N3ydyeHne B3aMMOCBSI3M MOPOKOB C PETUCTPUPYEMBIMU B XOJ€ MOHUTOPUHTA
neMorpaUuecKuMH  TOKa3aTesIMU  TO3BOJIUJIO  BBISIBUTH  Cpelid  HHUX  (aKTOPHI,
MOBBIIIAIOIINE OTHOCUTENIBHBIE PUCKU Pa3BUTHUS MOPOKOB. JlJisi aTpe3uy mMUIIEBOJA K
TakuM (pakTopamM OTHOCHUTCS HU3Kas macca Tena npu poxaeHun (RR=4,82), Bospact
matepu Bbime 35 ner (RR=1,51) u mnepseie poast (RR=1,36). [dns arpe3un
AHOPEKTAJILHOTO OT/AeNa K (DaKkTopamM pHUCKa OTHOCSTCA Macca Teja HOBOPOXKICHHOTO
ke 3000 r (RR=1,69) u myxckoit mon mpobanma (RR=1,28). Takum obpazom,
M3y4YECHUE U OINHMCAHUE SMUIAEMHOJIOTUYECKUX XapaKTEPUCTUK BPOXKICHHBIX MOPOKOB
Pa3BUTHUS BAXHO JJIs 00JIE€ YETKOTO MX MOHUMAaHUS, BBISBICHUS TPYIIN MMOBBIIIEHHOTO
pHUCKa U BISBIEHUS (DaKTOPOB pUCKA MX Pa3BUTHA. Tak WM HHAYE, TIOJyYCHHbIC HAMU B

paboTe AaHHBIE HYXJAIOTCAd B Oojiee TIyOOKOM M3ydeHUU U oObsicHeHuu. Ho Ham
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MPEACTABIACTCS BAXXHBIM YUYUTHIBATh IOJYYEHHBIC MOKA3aTENu MpPH KOMIUIEKCHOU
OILICHKE pUCKA POXKACHUS peOCHKa C BPOXKJIECHHBIMHU MOPOKAMHU Pa3BUTHs, OCOOEHHO B
CJIy4asiX MPOCHEKTUBHOIO KOHCYJIbTUPOBAHUS CEMEM.

BakHO moA4epKHYTh, YTO aHAJIU3 CTPYKTYPhI KaXA0U TPYIIIbI IOPOKOB MOKa3aJl,
YTO, HAPSAY C M30JUPOBAHHBIMH (pOpMaMU, OOJIBIIYIO JOJII0 COCTABIISIOT COYETAHHBIC
(b OpMBI, MPU KOTOPBIX Y OJHOTO OOJILHOTO BCTPEUAIOTCS /IBAa U 00JIEE TOPOKOB Pa3BUTHS.
B nuccepraninoHHOM HCCIIEIOBAHUM MOKAa3aHO, YTO KAaK B TPYIIE aTpe3ui MUILEeBOJA,
TaKk U B TPYIIE aTpe3uil aHOPEKTAIBHOTO OT/ENa BBICOK BKJIAJ COYETAHHBIX (POPM.
[Ipuuem Hanbosiee YaCTO M3yyaeMble MOPOKU KOMOMHHUPYIOTCS C TOPOKAMH CEPAECUYHO-
cocynuctoit (35,6% s AIl u 30% nns APIT), mouenonoBoit (24,3% mis AIl u 20,3%
st APIT) u numeBaputenbHoii cucteM (20,7% nnst Al u 26,7 nna APII). [outu y 10%
BCEl BBIOOPKU O0OCJIEIOBAaHHBIX MAIMEHTOB BBISBICHBI HW3BECTHBIC AacCOILMAIUU
(VACTER-accouuanus) # HacJleACTBEHHbIE CHUHAPOMBI (cuHApombl JlayHa u
[Tanmucrepa-Xomn). Ilpenmonaraercsi, uyto BbicOkas uyactota arpesuit KKT B
KJIIMHAYECKON KapTUHE T€HETUYECKH OOYCIIOBICHHBIX CHHAPOMOB SIBIIIETCS KOCBEHHBIM
yKa3aHUEM y4acTHus HACIEACTBEHHBIX (DaKTOPOB B MIPOUCXOXKJICHUU U CAMUX TIOPOKOB.

JU1st n3y4eHusl TeHETUYECKOM OCHOBBI MTOPOKOB MYJIbTU(AKTOPUATIEHON TPUPOABI
B HACTOSILIEE BPEMSI MPOBOJATCS UCCIECIOBAHMS 110 BBISIBICHUIO T€HOB-KAaHIUJIATOB WIIH
IC€HOB, YYacTBYIOIIMX B (OPMUPOBAHUM HACIEJICTBEHHOW MPEapacioiOKEHHOCTH K
Pa3BUTHIO MOpoka. B MaHHOM uCcCleAOBaHUM BIIEPBBIC ObLIa MPEANPUHSITA MOIBITKA
BBISIBJICHUSI TE€HOB MPEAPACIOJIOKEHHOCTH IMYyTEM aHajlu3a acColUaluil aTpe3uu
MUIIEeBOJIa C MOJUMOP(HBIMM  BapuaHTaMU TE€HOB  IJIYTaTHOH-S-TpaHcdepas.
[TonyueHHbIE TaHHBIE TTOKA3bIBAIOT, YTO OTHOCUTENbHBINA puck pa3Butusa All B 4 pa3za
BBIIIIE y TETEPO3UTOTHBIX HOCHUTENEW JeNeTauroHHOW amnenu reHa GSTMI, uyto
MO3BOJIIET paccMmaTpuBarh mnoauMopdusm reHa GSTMI B KkadecTBe OJHOTO U3
TeHETHYECKUX (PAKTOPOB MPEAPACIIONOKEHHOCTH PA3BUTHS aTpe3uit muiieBoaa. OaHako

9THU JAHHBIC HYKIAIOTCA B )IaHBHefIHlHX HCCIICAOBAHUAX.
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BbIBO/1bI

1. Ha ocHOBe maHHBIX snujaeMuojorudyeckoro Monutopunra BIIP 3a 13-
JeTHUA Tepuoa HaOMIOACHHUS BIEPBBIE [JIsI pPa3HBIX pPErnoHOB P® moiryueHsl
MOMYJISIITUOHHBIE YACTOThHI BPOXKJACHHBIX aTpe3uid MUIIEBOJA U aHOPEKTAJIBLHOIO OT/Iea.
OO6o0011eHHast yacToTa aTpe3uu nuiieBoja no peruonam P® cocrasuna 1,96 (95% CI
1,87-2,06) na 10000 poxaeHuid, 4yactoTa aTpe3uil aHOPEKTAILHOTO OTAEja COCTAaBUIIA
1,66 (95% CI 1,57-1,75) na 10000 poxnenuii.

2. Jlns aTpe3uun NUIIeBO/1a HE BBISIBICHO U3MEHEHUN YacCTOThI MMOPOKA 34 BECH
nepuo]i HabmoaeHul. B To jke BpeMst 71l aTpe3uu aHOPEKTAIBLHOTO OTJIeja BhISIBICHA
TEHJIEHIIMST POCTa YacTOThl TMOpoKa BO BpeMeHu. Kaprorpaduueckuili anHamus
CBUJIETEIBCTBYET 00 OTCYTCTBUM  €AMHOTO  «IIEHTpa  BJIUSHUSA», XapakTep
pacrpoCcTpaHEHUsI KOTOPOTO OMPENEISAET U3yUaeMble€ BPOXKIECHHBIE TOPOKU PA3BUTHSL.

3. [lokazaHo, dYTO aTpe3Wd THUINEBOJAa M AHOPEKTAJIbHOTO  OTHEJa
MPEACTABISAIOT COOOW CIIOKHBIE, TE€TEPOTCHHBIE TPYIIBI TOPOKOB, BKIIIOYAIOIIWE
M30JIMPOBAaHHbIC, COUETAHHBIC U CUHApPOMaNIbHBIE (PopMbl. J0J1s1 n301upoBaHHBIX (PopM
B TPYINIE aTPE3U MUIIEBOAA COCTABIAET 08,2%, B rpynne aHOPEKTAIBHBIX aTPE3UM —
85,3%. B cTpykType coueTtaHHbIX (HOpM MpeodIiaiatoT MOPOKU CEPACUHO-COCYIUCTON
(35,6% nns AIl u 30% st APA) u mopoku ModenoJioBor cucteMsl (24,3% nnsa All u
20,3% nns atpe3uit aHOPEKTaIbLHOTO OT/ENA).

4. Bnepsele  BpIsBiIeHAa  B3auMoOCBA3b  yactorel  arpesund  JKKT ¢
neMorpadUuecKuMH  MOKa3aTeNsiMU, JUII  KOTOPBIX  PACCUUTAHbl  BEJMYUHBI
OTHOCUTEJIBHOTO pucka. JlJis aTpe3nu nuiieBoia K hakTopaM pucKka OTHOCSTCS HHU3Kasl
Macca Tena pedenka npu poxxaeHuu (RR=4,82), u nepssie poast (RR=1,36), Bo3pacT
matepu ctapiie 35 net (RR=1,51). Jlns arpe3un aHOPEKTaIbLHOTO OT/IeJa TOBBIIIICHHbBIE
OIICHKH OTHOCHUTEIHLHOTO PUCKA BBISABJICHBI JIsl HU3KOW MacChl Tejla HOBOPOXKECHHBIX C
nopokom pazputusi (RR=1,69) u myxkckoro nona npodanga (RR=1,28).

3. Pe3ynbpTarhl MPOBENCHHOTO HCCIEAOBAHMS, HAPABICHHOIO HAa W3yYE€HUE
accormanuu nosmmopduzma reHoB GSTMI1 u GSTTI1 y npereit ¢ BpOXIAECHHBIMU
aTpe3UusIMU TUIIEBOJA MOKA3aIM CTATUCTUYECKH 3HAYUMYIO CBSI3b C MOJUMOP(HU3MOM

reHa GSTMI1 u orcyrcTBHE CBs3u ¢ monumopduzmom rera GSTTI.
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INPAKTUYECKHUE PEKOMEHJIALIUN

l. [lony4yeHHBIE OIIEHKH PETrMOHAIBHBIX MOMYJALUOHHBIX YacTOT IOPOKOB
Pa3BUTHUS MUIIEBAPUTEIILHOTO TPAKTa CJIEIYET UCMOJIb30BATh KaK 0KUJAEMbIE YACTOTHI,
KOTOpbIE HEOOXOUMO YUYUTHIBATh TPHU pa3pabOoTKe MPOPUIAKTUIECKUX MPOTPaMM U MIPU
TJIAHUPOBAHUH O0BEMa JICUCOHBIX MEPOTPHSITHI I BPOXKICHHBIX TTOPOKOB PA3BUTHS
Ha PETHOHAIIBHOM YPOBHE.

2. @akTOpbl, MPU KOTOPHIX BBISIBJIEH MOBBIIMICHHBI OTHOCUTEIBHBIA PHUCK
BO3HUKHOBEHHUS aTPE3Ui MUILEBAPUTEIHLHOTO TpakTa (BO3pacT MaTrepu crapiie 35 JeT,
HU3Kas Macca Teja pedeHKa MpU POXKIACHUH, MYXXCKOU T0J), CIEAYeT YYUTHIBATh MPHU
MEJIUKO-T€HETUYECKOM KOHCYJIbTUPOBAHUHU.

3. Bricoknil ypoBEeHb accolMalldM aTPEe3Wil MHUIIEBOJIA U AHOPEKTAIBHOTO
oT/eNa C TOPOKaMHU pa3BUTHUSL JAPYTMX OpPraHOB YKa3blBa€T Ha HEOOXOAMMOCTD
TIIATEILHOTO0 KOMIUIEKCHOTO 00CII€I0BAHUSI HOBOPOXKIEHHBIX JE€TEN C STUMH MMOPOKAMH,
MIOCKOJIBKY aCCOIMMPOBAHHbICE AHOMAJIUM SIBIIAIOTCS NPUYUHOW BBICOKOTO YPOBHS
3a00J1eBa€MOCTH U cMepTHOCTH JieTel ¢ atpe3usimu JKKT.

4. ITomyyeHHbIE MaTEpHUaNIbl PA0OTHI MOTYT OBITh UCIIOJIB30BaHbI B METOJUYECKHUX
PEKOMEHJAIUSAX JIJIsi TTOCJIEIUIIIIOMHOTO OOYYEHUsI Bpadyei-reHeTUKOB, HEOHATOJIOTOB,

NEINaTPOB, JETCKUX XUPYProB, a TAKKE CTYAEHTOB MeIUIIMHCKUX BY30B.
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NEPCIIEKTUBHI JAJIBHEHIIENA PASPABOTKH TEMbBI

B coBpeMEHHOM OTEUECTBEHHOM 3/IpaBOOXPAHEHUU HEOOXOOUMO JajbHeiee
U3YYEHUE M ONUCAHUE SMHUIEMHOJOTMYECKUX XaPAKTEPUCTUK BPOXKICHHBIX IMOPOKOB
pa3BuTHA Ui 00Jiee YETKOTO UX IOHUMAaHUs, BBISIBJICHUS TPYI HOBBIIIEHHOTO pUCKa U
BbISIBJICHUST (DAakTOpOB pucKa uX pa3BuTus. llomyueHHble HaMU B paboTe JaHHBIC
HY)KJAIOTCsI B OoJjiee TIIyOOKOM H3y4YE€HHH M OOBICHEHHH. BaXHO y4YUTHIBaTh
IIOJIyYEHHBIE II0Ka3aTead IpU KOMIUIEKCHOM OIIEHKE pHCKa POXKIEHUS peOeHKa ¢
BPOKJICHHBIMU MOPOKAaMHU PA3BUTHS B CIydasX NPOCIHEKTUBHOTO KOHCYJIbTUPOBAHUS
cemel. Takxe, B CBSI3U C TE€M, YTO aCCOLMMPOBAHHBIE AHOMAJIMU SIBJIIFOTCS IPUYNHON
BBICOKOI'O YPOBHsI 3200J1€Ba€MOCTU U cMepTHOCTH jieTel ¢ atpesusmu JKKT, To Beicokuii
YPOBEHb acCOLMALMU aTpe3uil IUIIEBOJAa M AHOPEKTAIBHOIO OTAENAa C MOPOKAMHU
Pa3BUTHSA IPYTUX OPraHOB YKa3bIBa€T HA HEOOXOJUMOCTb TIIATEIBHOIO KOMILJIEKCHOTO
oOcye0BaHKsl HOBOPOKIEHHBIX JETEH C 3TUMHU MOPOKaMHU

Jliia 6oree NoJHOTO MOHMMAHUS MEXaHW3MOB B3aUMOAECUCTBUS OJUMOP(U3MOB
reHa GSTMI1 martepu W IJI0Ja, BIUSHUSA CPENOBBIX (PAKTOPOB, KOTOpPbHIE HapyLIArOT
MexaHu3Mbl U @depeHuranu  MEepBUYHOM  KHMIIKM  HEOOXOJWMO IPOBEACHUE
JNANbHENIINX KIIMHUKO-TEHETUYECKUX U MUIEMUOJIOTMYECKUX UCCIEIOBAaHUM.

Takum 00pa3oM, KOMIJIEKCHOE U3YYEHHE BPOXKACHHBIX MOPOKOB pa3Butus KKT
Ha 3MUJIEMHUOIIOTMYECKOM, KIMHUYECKOM U MOJIEKYJISIPHO-T€HETUYECKOM YPOBHE BaXKHO
JUIsL TIOHUMaHHUsI OCOOEHHOCTEN HMX paclpoCTpaHEHUs], BbIABIEHUS (DaKTOPOB pHCKa,

MMPpHUPOJAbI 1 MCXaHU3MOB BOSHUKHOBCHUS BPOKACHHBIX IIOPOKOB Pa3BUTUS
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CIIMCOK COKPAIIIEHUH U YCJOBHBIX OBO3HAYEHUI

AA — ananbHas atpe3usd

AIl — aTpe3us nuieBoia

APII — aHOpeKTanbHBIE TOPOKH

APM — aHOpekTanabHbIe Malib(popMaru

BIIP — BpoK1€HHBIE IOPOKH PA3BUTHS

BIIC — BpoxaeHHBIE TOPOKH CEPLIA

BPT — BcnomorarenbHbIe pENPOLYKTUBHBIE TEXHOJIOTUN
MBIIP — MHOX€CTBEHHBIE TTIOPOKH PAa3BUTHS

[1L{P —monmMepa3Has nenHas peakius

KKT — kemyq0o4HO-KUIIEYHBIA TPAKT

TOC — TpaxeossodaraabHbIi CBHUIIL

CI — confidence interval — qoBepuUTeNbHBIN UHTEPBAI

RR — relation risk — oTHOCUTEIBHBIN pUCK

ICBDSR — International Clearinghouse for Birth Defects Surveillance and Research
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BJAT'OJAPHOCTH

ABTOp 0J1ar0AApUT CBOUX YUUTEIICH, IaBIIUX €/ BOMTH B HAYKY U 32 TOMOIIb Ha BCEX
dTamax BBIMOJIHEHUS TUCCEPTAMOHHON paboThl, I.M.H., mpodeccopa AcaHoBa Amus
FOpbeBuua u 1.m.H. [lemukoBy Hatanuio CepreesHy.

ABtOop Takke Omaromaput kKoywiektmB ['BY3 MO "MockoBckoro o0JIacTHOTO
HAy4YHO-UCCIIEI0BATEIbCKOI0 KIMHUYECKOro HHcTHTyTa M. M.D. Bnagumupckoro" Bo
IJIaBe C 3aBEAYIOIIUM OTACNICHUs eTCKOM Xxupypruu MarmikoBa Anekcanapa EBrenbeBuua,
1 0cOO€HHO, AeTckoro xupypr @umomkuHa FOpus HukonaeBrya, moMOraBIyx MpoBOIUTh
KJIMHUYECKYIO pabOoTy ¢ MallMeHTaMU U BCECTOPOHHIOIO TOMOIIIb.

W ckpeHHI010 NpU3HATEIbHOCTh aBTOP BhIpaxkaeT HallnoHabHOMY MEAULIMHCKOMY
uccnenoBarensckomy Llentpy 3noposbs [ereit (HI3/] PAMH), B3sBiiemy Ha ceOst Tpya U
MOJJICPKKY  JIaOOPATOPHBIX HUCCIENOBaHMA. A Takke OTaelny HHGOPMAIMOHHBIX
texHonorud u wmonuTopunra (I[UTuM) "HaydHo-ucclienoBaTeNbCKU KIMHUYECKUM
WHCTUTYT nieauatpun umenu akagemuka FO.E. Benptumesa" ®I'60Y BO PHUMY um. H.
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