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Ieas ucciaexoBaHus: H3yUeHHE KINHUYECKOT0 PA3HOO0PA3HS U HO30JI0THUYECKOH CTPYKTYPBI ATPe3Uil
aHOpeKTaabHOro oraena (AAQ) nuneBapuTeabHOro Tpakta. Marepuaiasl 1 METOABI HCCIEOBAHMS:
I OTIPe/ieJIeHUS TOIYJIAIMOHHON YacTOThI U CTPYKTYPhl AAQO GhLIH IIPOAHAJINM3UPOBAHEI JaHHBIE
30 permoHaJbHBIX PETHCTPOB BPOKIEHHBIX MOPOKOB passutus (BIIP) 3a 2000—2012 rr. O6iee

yuciio cocraBuio 1348 cxyuaes AAO. [[1a onpenesreHus Ho30ornueckoii crpyktypsl AAO u ipoBe-
IeHN S KINHUKO-TeHeaJJOTHUYeCKOoro aHaan3a 06111 00ciiemoBanbl 67 nereii c AAO B Bo3pacre ot 1 mec
mo 17 ner. Pesynsrarsl: 001as 4acTOTa IPYIIBI MOPOKOB AHOPEKTAJbHOTO OTHEJa, BKJIIOYAIOUIA
aTpes3uu M CTEHO3bI NMPAMON KMIIKK U AHAJIHLHOTO OTBepceTusd, coctasuiaa 1,66 (95% CI 1,57—1,75) na
10 000 posxnenuit uau 1 Ha 6024 po:xgenuii. Han6oapiryio rpymniy CoCTaBJISIOT aTPe3WH/CTEHO3BI
3aaHero npoxoma — 77,45%, arpesun u cTeHo3sl mpaMoil kumku — 22,55% . BeiaBiaeHo, 4yro uamge
Berpeuaroreas AAO pasubix oTnenoB 6e3 ceuma (59,79% ), B To BpeMsa KaK MOPOKH aHOPEKTAJIBLHOTO
oraena co ceumom cocrasuiau 40,21% . Cpeau coueTaHHBIX IMOPOKOB HauGoJjiee YaCTO BCTPEYAINCH
BIIP cepaeuno-cocymucroin cucremsl (30% ), nuuieBapuTeabHoil cucremsl (26,7% ) 1 MOYenoa0BOi
cucremsl (20,3%). B BoiGopke gereit ¢ AAO B 28% cayuaeB BBISBJIEHbI U3BECTHbIE CHHAPOMAJIb-
ueie opmbr: VACTERL acconunanus, cuaapom layHa, MoHOTeHHBINH cuHapoM Ilammncrepa—Xooi.
3akmrouenue: AAQO mpeacTaBIAAIOT cO00il KINHUYECKN Pa3HOOOPA3HYIO M ITHOJOTHYECKH TeTepo-
TeHHYIO IPYIIy IMOPOKOB passuTua. BoasmuncTeo ciyuaes AAQ coueraercs ¢ IPyruMu IMOPOKaMM
pasBuTuA (HeM30IUPOBaHHBIE (DOPMBI), BXOAAT B COCTAB XPOMOCOMHBIX U I'eHHBIX CHHAPOMOB. {isa
CBOEBPEMEHHOI0 BBHIABJICHHS COYETAHHBIX IOPOKOB PA3BUTHS M CHUKEHHUS PUCKOB OCJIOKHEHWIL
Heo0X0AUMO KOMILIeKCHOe 00cjiefoBaHNe HOBOPOKAEeHHBIX AeTeil ¢ AAQ ¢ yuacTueM HEOHATOJIOTOB,
eaUaTPOB, JeTCKMX XUPYProB U FeHETHKOB.

Knrouesvle cnoga: ampesus aHOpeKmaavbHozo omoena, 8pox0eHHvle NOPOKU PA3BUMUS, ACCOUUUDO-
6AHHbLE NOPOKU PA3BUMUSL.

Hum.: H.C. Jemurosa, M.A. ITodonvras, A.C. Jlanuna, A.JO. Acanos. Kaunuyeckoe pasnoobpasue u
HO30J02UYecKas cmpyKkmypa ampesuil anopekmanvhozo omadeaa. [leduampus. 2018; 97 (6 ): 63—69.
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CLINICAL DIVERSITY AND NOSOLOGICAL STRUCTURE
OF ATRESIAS OF ANORECTAL REGION
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Objective of the research — to study the clinical diversity and nosological structure of atresias of
anorectal region (AAR) of the digestive tract. Materials and methods: to measure the population
frequency and structure of AAR, data of 30 regional registers of congenital malformations
for 2000—2012 were analyzed. The total number was 1,348 cases of AAR. To determine the
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nosological structure of AAR and perform a clinical genealogical analysis, 67 children with
AAR aged from 1 month to 17 years were examined. Results: the total frequency of anorectal
malformations including atresias and rectum and anus stenosis was 1,66 (95% CI 1,57—1,75) per
10 000 births or 1 for 6024 births. The largest group is anusa tresias/stenoses, accounting for
77,45% , rectuma tresias and stenoses — 22,55% . It was revealed that AAR of different regions
without a fistula are more often (59,79% ), while anorectal malformations with fistula are 40,21%.
Among the congenital malformations, the most common are congenital malformations of the
cardiovascular system (30% ), the digestive system (26,7% ) and the genitourinary system (20,3% ).
In the sample of children with AAR in 28% of cases, known syndromic forms have been identified:
VACTERL association, Down syndrome, monogenic Pallister—Hall syndrome. Conclusion: AAR
are a clinically diverse and etiologically heterogeneous group of malformations. Most cases of
AAR are combined with other malformations (uninsulated forms), are part of chromosomal and
gene syndromes. A comprehensive examination of newborns with AAR with the participation of
neonatologists, pediatricians, pediatric surgeons and geneticists is necessary to timely identify
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AHopeKTaNbHBIE TIOPOKY MIPEACTABJISIIOT COO0M
MIUPOKUI CIEKTDP aHOMAaJHWIl PasBUTUA HUKHUX
OTZIeJIOB IIUIIeBAPUTEIbHOTO TPAKTa, BKJIIOUAIOITUHI
CTEeHO03/aTPe3nio aHOPEKTAJIbHOTO OTIeJIa, SKTOIINIO
aHyca, BPOKIEHHYIO (DUCTYJYy aHaJIbHOTO OTIeja,
MIEePCUCTEHIINIO U SKCTPO(UIO KaoaKu. B aToii rpym-
me HamboJiee YaCTBIMU MOPOKAMHU SABJIAIOTCA aTpe-
3uu a"HopeKTasbHOTO OoTxena (AAQO) KumreuHHKA.
ITomynamumonHasa dacToTa mX Kojebaerca or 1 Ha
1500 poxgenuii 1o 1 ma 5000 poxkgenwmii [1]. B
mpenesiax 9TOW TPYINbl TOPOKOB Pa3BUTHUSA OTME-
YaioTCA BhIPaKeHHAas (DeHOTUITNYEeCKaAa Bapuadeb-
HOCThL ¥ pasHooOpasue. Bo-TIepBBIX, CYIIIECTBYIOT
pasiInuyHble aHATOMUYECKHe (OPMbI HAPYIIEHUHN
PasBUTUSA HUIKHETrO OT[esia ITUIeBaAPUTEJIbHOTO
TpaKTa, B YACTHOCTHU, BHIIEJIAIOT BBICOKUE, CPeIHIE
U HUBKWE aHOMAJWU Pa3BUTUSI AHOPEKTAJIbHOTO
orzesia, 6e3 cBuilia u ¢ (OPMUPOBAHUEM CBUIIA B
cocenHIe OpraHbl. B 9Toii ¢cBA31 HEOOXOAMMO KJIac-
cuuIUPOBATh 9T aHOMAJWU, B MEPBYIO OUYepelb,
IIs1 pellleHusT BOIIPOca O BLIOOPE TaKTUKU JIEUeHUA
¥ TPOTHO3UPOBAHUSA MCXOJOB U PUCKA OCIOKHEHUHN
[2]. IToMmuMO pas3IMUHON aHATOMHYECKOU JIOKAJIM-
3aIUu ITOPOKAa, BAPHUPYET U CTEeIIeHDb eT0 BhIPAKEH-
HOCTU OT HEOOJIBIIIOTO, JEeTrKO KOPPEKTUPYeMOTo
gedeKTa ¢ XOPOIINM IIPOTHO30M, 4O TAMKeIbIX (hopM
HapyIIeHnA, UMEIOINX IIJI0X0H MPOTHO3 IJA 3710-
poBba. Kpome Toro, AAO BcTpeuaioTcsi He TOJBKO
B MB0JIMPOBAHHOM BHE, HO, IO PA3HBIM JAHHBIM,
B 40-70% cayuaeB AAO coueralTCs C BPOMKIEH-
HbIMU Topokamu pasButua (BIIP) mpyrux opra-
HOB W CHCTEM, YTO 3HAUUTEJIHHO YTAKEIIeT obIiee
cocTosHmMe GoibHOTO pebeHKa. B mcecimemoBanum A.
Kumar et al. (2005) 651710 TOKa3aHO, YTO BHIXKUBAE-
MocCTh cpenu getreii c AAO 1 HaaTnuneM IBYX U 6oJjiee
BIIP ngpyrux opranoB 3HaUUMO HUKeE, UeM Y JeTeit ¢
M30JIMPOBAHHBIM TOPOKOM aHOPEKTAJHLHOTO OTAesa
(58,3 1 97,1% coorBercTBenHO) [3].

AAQ BXOIAT B cOCTaB N3BECTHBIX HACJIEACTBEH-
HBIX ¥ TePaTOTeHHO OO0YCJIOBJIEHHBIX CHUHIPOMOB,
CIeICTBUI M accomualiuii, a TaKyKe HEeCUHIPO-
MaJbHBIX KomiiekcoB BIIP. Ommako mo HacTos-
IIeT0 BPeMEeHU aHOPEKTaJbHbIe TOPOKW OTHOCATCS

co-morbid malformations and reduce the risks of complications.
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K TeM IIOpOKaM Pa3BUTHUA, AJSA KOTOPBIX BTHUOJIO-
TS OCTaeTcA B OOJIBIIIMHCTBE CAyUYaeB HEM3BECTHOM.
IIpenmosiaraercsi, UTO U TeHeTUYECKNE W CPEIOBbBIE
(haxTOpPHl BHOCAT BKJAJ B PA3BUTHUE ITOPOKOB 3TOM
rpynnbl. [TomynanoHHbIe 1 BHIOOPOYHBIE MCCIIEN0-
BaHUA CIIOCOOCTBYIOT BBIABJICHUIO IIPEIPACIIOIATAIO-
mux (paKTOPOB PUCKA, UBYUYEHUIO (DEHOTUIUYUECKOMN
BapuabesbHOCTH TIposABIeHU B rpymnme AAO. B aroit
CBSIBM OCHOBHOM IIEJIbIO ITPOBEIEHHOTO UCCJIEeN0Ba-
HUA OBLIO M3yYeHUe KJIMHUYECKOT0 PAa3HO00pasusd u
HOB0JIOTUYECKOI CTPYKTYypbl AAQ muIreBapuTesnb-
HOTO TpaKTa.

MaTepHaJII:I 1 MeTOJAbl HCCJIeTOBAHUA

Marepuamom gasa uccIeI0BaHU

IIOCHYyXHUJIN MOaHHBbIEe 3B3INAEMHUOJIOTUYECKOI'O MOHMUTO-

HACTOSIIEero

punra BIIP 30 perunoHaJbHBIX PEruCTPOB, OTHOCAIIIUX-
csl K MONYJSAIMOHHBIM PErucTpaM M COOTBETCTBYIOIIUX
aAMUHHUCTPATUBHO-TEPPUTOPUAIBHBIM enuHunam Pd:
Apxanrenbckaa obJsiactb, BamikoprocraH, BpsHckas,
Boarorpaackasa, Upkyrckasa, Kany:kckas, KupoBckas
obsmactu, KpacHoapckuii Kpaii, Kypckasa, Jlumenkasd,
Mockosckas,
Openbyprckasd,

Huxeropoackas, HoBocubupckas,

Omckasda, ITepmckasa, Psasauckasda,
Camapckaa o6aactu, Caukt-IlerepOoypr, CapaToBckas
obsacth, Pecnybsmuka Caxa (fAxkyrusa), CaxanmHckad,
CaepaiioBckasa obnactu, PCO-Ananusa, CTaBpOnoabCKUNA
Kpaii, TamOoBckasi, TroMmeHCKaa obJyacTu, ¥YAMYpPTCKasa
pecuybauka, Yysamickas pecnybauka, SlpociaBckasd
obsiactb. OCHOBHBIE NPUHIUNIBI OPTaHU3ALUYN MOHUTO-
punra BIIP 6v11u nsinoskeHns! pauee [4, 5].

O0BEeKTOM JAaHHOT'O WCCJIELOBAHUS OBIIM HOBO-
po:knenubie getu ¢ AAO. [na KomgmpoBaHUA ITOPOKOB
ucnoab3oBanau MKB 10-ro nepecmorpa. Perucrpupyemsbie
B CHUCTeMe MOHUTOPUHIA aHOPEKTAJIbHbIe IIOPOKU BKJIIO-
vanu 4 BUAa IOPOKA: BPOXK/EHHBIE OTCYTCTBUE, aTPEe3usi
¥ CTEHO3 MPAMOU KuMKu co cBumoMm (Q42.0); BposKaeH-
HbIe OTCYTCTBUE, aTPe3usa U CTEHO3 IPAMOII KUIIKU 6e3
cuia (Q42.1); Bpo:KIeHHBIEe OTCYTCTBUE, aTpPe3Uusi U
CTEeHO03 3aJHero mpoxojga co cBuinoM (Q42.2); BpokIeH-
HbIe OTCYTCTBUE, aTPe3Usd U CTEHO3 3aJHero Impoxozaa 6es
ceumia (Q42.3). B ananus BKJIOueHBI Bce cayuau BIIP,
3aperucTPUPOBAHHbIE HA U3ydyaeMbIX TEPPUTOPUAX, 3a



mepuoj HaOGJIOAeHUA MPOAOJIKUTENILHOCTRIO 13 JeT — ¢
2000 1o 2012 rr. Beero 3a anausupyeMblii mepuo/ B 6ase
IaHHBIX cofep:karca cBegeHus o 1348 cayuasax AAO.
O0111e€e YMCI0 POKACHUN 3a 9TOT IEPUOJ BPEMEHH COCTa-
Buo 8 124 158.

Kpome ToOro, aas ompeneleHHs HO30JOIMUYECKON
cTpyKTyphsl AAQO U IpoBeIeHN S KINHUKO-Te€HEaIOTUIECKO-
ro MCCaeN0BaHuA Oblaa 00c/iefoBaHa BBHIOOPKA IAIIMEHTOB
¢ AAO u3 IeTCKMX XWPYPTUUYECKUX OTACNCHUN KJINHUK
Mockssr 1 MOHHWKMN. Beero 6bL1u BKJIIOYEHBI B aHAIN3 67
cayuaeB AAO y mereit B Bospacte or 1 mecsra go 17 jet.
g monyueHn A KINHUKO-TeHeaJJOTHUECKUX JaHHbBIX ObLIN
o0cJieoBaHbl poAUTEN 1 cubChl mpobau 0B ¢ AAO.

CraTHCTUUYECKNH aHaJIN3 IPOBOAUIMN C IIOMOIILIO
nakera cratucrudyeckux mnporpamm SABER (Statistical
Analysis Battery for Epidemiologic Research), npexna-
3HAUEHHBLIX [JIA OIEHKHU JAHHBLIX SIUAEMHOJOTMUYECKUX
HCCJIeqOBAHIA.

PesyabTaTsl

Kak 0Ob10 ormeueno Bwimne, Bcero 3za 2000—
2012 rr. 6vuIn 3apeructpupoBaHbl 1348 cayuaen
AAOQO numeBapuTeabHOTO TpakTa. Takum odopasom,
00II1asi 4acToTa IPYINBl MOPOKOB aHOPEKTAJIBHOTO
OT[eJIa, BKJIIOUAIOAA ATPE3UN U CTEHO3BI IPAMOI
KUINKYA ¥ aHAJIbLHOTO OTBepCTusd, cocraBuja 1,66
(95% CI 1,57-1,75) ma 10 000 posxmenmit mau 1
Ha 6024 poxxgenwnii. U3 Bcex cayuaeB AAO 94,3%
3apPerucTPUPOBAHLL CPEIN KMBOPOKICHHBIX IeTeil
u 5,7% cayuaeB — cpeau MEPTBOPOKIEHHBIX IETEMH.
B 62,5% ciyuaeB IOPOK AHOPEKTAJILHOI'O OTZEJia
HabgoHaIca v MadbuuKoB U B 37,5% Yy JeBOUeK.
Taxum 00pasoM, oTMeuaeTcsa IIpeobaJaHue MYK-
CKOI'0 II0JIa CPenu IIOPasKEHHBIX C COOTHOIIEHHEM
1,7 M:13K.

Pacnpepenenne KINHUKO-aHATOMHYECKHUX
dopm AAO B o611l IpyHIIIe IpeacTaBaeHo B Tabu. 1.
Kax BuaHo, HauOOJIBIIYI TIPYIIY COCTAaBJI-
IOT aTpe3uu/CTeHO3bI 3amHero mpoxoza (Q42.2 u
Q42.3), cocraBasgsa B cymme 77,45% . Atpesuu u
cTeHo3bl mpAMoi Kumku (Q42.0 u Q42.1) cocras-
asror 22,55% . B Hailem ncciaeqoBaHUU BEISABJIEHO,
yro uyaine BcTpeuaiorcsa AAQO pasHBIX OTAENIOB 0e3
ceuria (59,79%), B To BpeMs KaK IIOPOKU aHOPEK-
TAJIBLHOTO OTAeJia co cBuIrioM coctasuau 40,21% .

Ilo HaHHBIM MOHHUTOPHHTA, OOJBLIIHHCTBO
BCEX CJIyYaeB IIOPOKOB AHOPEKTAJLHOI'O OTHesa
(85,26% ) mpemcraBasio co00M M30JIUPOBAHHBIN
TOPOK, W TOJBbKO B 14,74% ciayuaeB oTMeUaIoCh
coueTaHue C IOPOKAMU PA3BUTHUA IPYTI'UX OPraHOB.
CiieyeT OTMETUTD, UTO CPEA N30JINPOBAHHBIX CJIY-
vyaeB AAO gonu aTpe3uii IpAMOM KUIIKY U aTPe3uit

anyca cocrtaBiaaau 18,9 u 81,1% cooTBeTCTBEHHO.
B 10 :xe Bpema B rpynne AAQO B coueTaHUU C IPYTHU-
MU MTOPOKAMH PA3BUTHUSA vallle BCTPEUAIOTCS aTpe-
3UM PEeKTaJbHOTO OTAeJa, cocTaBaamomue 32,9% , a
aTpe3uy aHAJBLHOTO OTBepcTuUsA coctaBuiau 67,1%.
HawuGosee uacto BcTpeuanunch coueranus c¢ BIIP
cepaeuHo-cocyaucToi cucrembl (30% ), muimeBapu-
TeJbHOU cucTeMbl (26,7% ) M MOUYEIoJIOBOIT cucTe-
MbI (20,3% ). Ilopoku pasBUTUA KOCTHO-MBIIIIEYHOMN
¥ HEPBHOM CHCTEM BCTPEYAJIUCH COOTBETCTBEHHO B
12,9 u 6,1% cayuaeB coueranuit AAO ¢ apyrumu
BPOYKJAEHHBIMY AHOMAJIUSIMU, B OCTAIBHBIX CAYUATX
(4% ) oTMeuanuCh COUETAHUSA C TIOPOKAMU PA3BUTUA
OPraHoB APYrux cucreMm. I1o JaHHBIM HACTOSIIETO
WCCJIeJOBAHUS, CPeIU MMOPOKOB MHUINEBAPUTEIHLHOMN
CHCTEMBI YaCTBIM COIIYTCTBYIOIIIUM IIOPOKOM Y JIHII,
C aHOPEKTAJIbHLIMU aTPEe3UsIMU/CTEeHO3aMU SBJIA-
eTcsd aTpesus MuUIeBoga ¢ uiau 6e3 cBuira. JoJsa
TaKUX CJAy4Yaes, [0 JaHHBIM MOHUTOPUHTA, COCTABU-
aa 7,2% , 9T0 3HAUMMO BBIIIIE 0KUIAaeMOTO YPOBHS,
WCXO/A U3 MOMYJISIMOHHON YaCTOTHI IIOPOKA.

B BnI6opouHOM HccienoBauuu (67 mpobGaHIOB)
COOTHOIIIeHNE M30JIUPOBAHHBIX U COYETAHHBIX CJY-
YaeB OTJIMYAJOCHh OT JAAHHBIX MOHUTODPUHTA: M30-
aupoBaHHble (popMbl AAO cocraBuiu 42 ciaydas
uiu 62,7% , a B 25 cayuaax (37,3% ) umesnn MmecTo
MHOJKECTBEHHBIE MOPOKHU pasutusa. Takum obpa-
30M, moJsia cayuaeB AAO B coueTaHUM C IPYTUMU
MMOPOKaMU 3HAUYUTEJIbHO BBIIIIE [0 CPDABHEHUIO C JaH-
HbIMu MouHHuTOpUHTa (14,7%). CTpyKTYypa pasjaud-
HBIX popMm AAO B mccienyemMoit rpyimne mpobaHI0B
mmpeacrasyieHa B Tabu. 2.

B wmcciemoBaHHOl BBIOOPKE OBLIN BBISABJIIEHBI
7 ciyuaeB WM3BECTHBIX HO30JIOTHUYECKUX (opm: 5
cayuaeB VACTERL accornuaruu, OqUH caydaii CHH-
npoma JlayHa, ofuH cJiydyail MOHOT€HHOT'O CUHIPO-
ma ITannucrepa—Xonan. HecurnapomanbHble (hOPMBI
MHOJKECTBEHHBIX HAPYIIEHUH IPeJCTaBICHBI coUe-
rauuamu AAO ¢ anmomanuavu JKKT (4 cayuas —
aTpes3ud MUIEBOJA, 2 caydas — aTpesud 12-mepct-
HOM KUIIIKY U 2 cJIydyasi — IOPOKU PA3BUTUA TOJICTOMN
KUIKA), C BPOKIEHHLIMU IOPOKaMu cepara (3 cay-
vasg — nedeKThl CePAEeUHBIX MePeropooKk u 2 CIy-
yasi — TUIIOILJIA3Us JIEBOTO MPeACepAns), ¢ IOPOKa-
MU Pa3BUTHUSA MOYEBBIIEINTEIbHON crucTeMbl (OLUH
caydail — ONHOCTOPOHHSSA areHesusi MOYKU, OJUH
cayuail — MOAKOBOOOpasHasd MOYKA U OAUH CJIY-
yail — aHOMAaJUs ypeTphl), ¢ TOPOKAMU Pa3BUTUSA
CKeJIETHOU cucTeMbl (OAWH cJy4Yyail — THUIONJIA3UA
OOJIBIIIOTO TaJIbIla U JIYYEBON KOCTU U OJUH CJIydai
— CUHAAKTUJINSA TaJIbIEB PYK).

IToBTOpPHEBIE caayuan nsonupoBauuoit AAO ObLIN

Tabauua 1

CrpykTypa KIMHUKO-aHaTOMUYeckux ¢opm AAQO

Kaununueckas popma Yucao ciyuyaeB %
Q42.0 BposkaeHHBIE OTCYTCTBUE, aTPE3US ¥ CTEHO3 MIPAMON KUIITKU CO CBUIIIEM 110 8,16
Q42.1 BposkeHHbIE OTCYTCTBHE, ATPE3Us ¥ CTEHO3 IPAMOI KUIIIKY 0e3 CBHUIIA 194 14,39
Q42.2 BposkeHHbIE OTCYTCTBUE, aTPE3Us ¥ CTEHO3 3aJHEr0 IIPOX0/a CO CBUIIEM 432 32,05
Q42.3 BposkieHHbBIE OTCYTCTBHE, ATPE3Us U CTEHO3 3aHer0 Mpoxo/1a 0e3 CBUIIa 612 45,40
Hroro 1348 100
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Tabauua 2

Crpykrypa HeuzoJaupoBaHHBIX (hopm AAQ

Kaunuueckas popma Yucao ciayuaes %

Hewusonuposauusie cayuan AAQ, n3 HUX: 25 100
CUHIPOMBI 11 aCCOIMAIINN, U3 HUX:

VACTERL accomuamus 5 20

cuazapom ayHa 1 4
Cungpowm Ilannucrepa—XoJa 1 4
Hexrnaccugumnupopauusie MBIIP, us Hux:

coueranue ¢ BITP ;KKT 8 32

coueranue ¢ BITP CCC 5 20

coueranue ¢ BITP MmoueBbIAeINTETbHO CUCTEMBI 3 12

coueranue ¢ BITP KOCTHO-MBIIIIEUHO# CUCTEMBI 2 8

KT - sxenynouno-kuiieunsiit tpaxkt, CCC — cepaeuno-cocyaucras cucrema, MBIIP — muo:xecrBenubie BITP.

BBISIBJIEHBI B OJHOII ceMbe, I'Jle ObLI IIOpaskeH IIPo-
6aun u ero cubc, uro coctaBuyo 2,38% .

Takum o0pasoM, pes3yJabTaThl HPOBEIEHHOTO
WcCaeIOBaHUS YKasbIBalOT Ha TO, uTo AAQO mpexacraB-
JISTIOT OO0 KIMHUYECKHU U STHOJOTMYECKH CIOKHYIO
TPYIIIY, BKJIIOUYAKOIIYIO KaK M30JIUPOBAHHbBIE (DOPMBI
IIOPOKA, TaK M KOMOMHAIIMU C IOPOKAMM Pa3BUTHUA
IPYTIUX OPraHoB.

Oo6cy:xmeHne

Cpenu BIIP arpesuu aHOpeKTaJbHOTO OTZAesa
OTHOCATCS K OTHOCHUTEJHHO YACTBIM BPOIKIEHHBIM
agomanuaM. Ilo mamaeiMm EUROCAT (European
surveillance of congenital anomalies), cymmap-
Hasg gacrtora AAO 3a mepuox ¢ 2000 mo 2012 rr.
B peructpax BIIP ctpan EBpomsbl cocraBuia 2,96
Ha 10 000 poxmenuii ¢ Kosebanumem ot 1,55 B
ITopryranuu no 6,83 ma 10 000 B peructpe ABcTpuu
[6]. HacToTa aHOPEKTAJIbHBIX ITOPOKOB PAa3BUTUA B
mexkayuapoguoi cucreme ICBDSR (International
Clearing house for birth defects surveillance and
research) Bappupyer ot 2 no 6 ma 10 000 poxxme-
Hua [7]. Cymmapuasa uyactora AAO, 1Mo JaHHBIM
MOHHUTOPHUHTA, B peruoHax P® cocraBuia 1,66 Ha
10 000 poskmeHmii, YTO HUIKE CYMMAPHON YACTOTHI
no panabiM EUROCAT. Teorpadguueckue pasiu-
YU B YACTOTAX IOPOKOB PA3BUTHUS AaHOPEKTAIHLHOTO
OT[eJia MOTYT OTPaskaTh UCTUHHBIE reorpaduyecKme
¥/WJIN TOMYyJISAINOHHbBIE BApUAIIUY, & TAKMKe MOTYT
OBITH CBSBAHBI C PABIUUYUAMU PETUCTPAIIMOHHBIX
CHCTEM B OIIpeJieJIeHNN, KOTUPOBAHUY U KPUTEPUEB
BKJIIOUEHUS PErucTPUPYEMBbIX MOPOKOB. IIpUUmMHEBI
0oJiee HIBKOTO YPOBHS YaCTOT MOTYT OBITH CBA3aHbI
Y C HEIOJHBIM BBISBJICHUEM WM HEIOJHON peru-
cTpalueil cayyaeB MOPOKOB 5TOM IPYHIbI, 0COOEHHO
B JIETKUX CJIy4YasiX IIOPOKA Pa3BUTUSI.

Ananua coorHomeHusA pasHbIX TUOoB AAO
IMOKAa3aJ, uTo U3 4 PerucTPUPyeMbIX B MOHUTOPUHTE
BIIP ¢opm AAO B cTPpYKType ITIOPOKOB AaHOPEKTAJIb-
HOTO OT/eJia IIOUTHU IIOJIOBUHY CJIYYaeB COCTABIIAIOT
aTpesnuu,/CTeH03bl AaHAJBHOTO OTBEPCTHU 0e3 CBUIIA
(45,4% ot Bcex caydyaeB IIOPOKAa), B TO K€ BpeMs
caMoOil penKoil (GopMOi ABJIAIOTCA aTPEe3UU/CTEHO-
3bI IPAMOY KUIIKHU co cBuiioMm (8,16%). B memom
yale mopakaercsa aHadbHbIN ormen (77,45%) mo
CPAaBHEHHUIO C PEKTaJbHBIM OTAEJIOM KHUIIEUHUKA.
Cxonmuble Pe3yJabTaThl MOJYUYEHBI B SIIUAEMUOJIO-

TMYEeCKOM WCCJIeIOBAHUHN aHOMAJUNl aHOPEeKTaJb-
HOoro orgaena, mpoemeHHoM A. Cuschieri et al.
[8]. CorsmacHO BTOMY HMCCIEZOBAHUIO TaKiKe 0O0Jb-
IIIYI0 YaCTh MIOPOKOB COCTABJIAJIN IMOPOKU HUIKHETO
(amaspHOTrO) orTmena (87,1%), u cpemu Bcex CIIy-
YyaeB IIOPOKA OOJIBIIYIO TOJII0 COCTABUJIM CJydau
arpesuii 6e3 caumia — 69,7% . Ho ects ucciaemora-
HUA, B KoTopbix AAO c ducryjiamMu BCTpeUaNCh
yarie, yeM 6e3 ¢ductynwl [9]. Kaxk mpeamomaraer
A. Cuschieri, s pasnununs MOTyT OBITh KaK apTe-
dakTamMu, Tak 1 peaJbHbBIMU. ApTe)akTHBIE PA3JIU-
YU CBSI3AHBI CO CTEIIeHBIO TOUHOCTU JUATHOCTUKU,
OIMCAHUA U KOAUPOBAaHUS aHoMaauu. Ho BOSMOK-
HO, UTO Pa3JUUUA B JAHHBIX OTPAYKAIOT PeajbHbIe
reorpadguyecKkue OTJUUUS UYACTOT PA3HBIX TUIIOB
mopoka. BasKHO IIPOBOAUTH HAJIbHEHIIINE MCCIeno-
BaHUS AJIS U3YUEHUS MONYIAIUOHHBIX XapaKTepu-
CTUK OTHeJbHBIX TUII0oB AAOQ.

B manmoM wmcciieoBaHUU IIOBTOPHBIE CJIydyau
IMOPOKAa BCTPETHJIMChL B OJHON CeMbe, UTO COCTa-
uio 2,38%. Ilo maHHBIM JUTEPATyphI, YacCTOTAa
ceMelHBIX ciyuaeB Kojebsercsa ot 1,4 mo 8% [1,
10, 11], uro mpesBsIaerT yactory caydaeB AAO B
nonyadanuu. Haluure MOBTOPHBIX CEMEMHBIX CJIY-
YyaeB MOJKET YKas3bIBaTh HA yJacTHe reHeTUUECKON
KOMIIOHEHTHI B IPOMCXOKAeHUU TTopoka [11].

Bo mMHOrumx mcciaegoBaHUSAX OTMEUAETCS BBICO-
Kuit ypoBeHb coueranuii AAO ¢ IpyruMu IIOPOKa-
Mu pasBuTud. [lo pasHbIM HAaHHBIM, YaCTOTa COUe-
TaHHBIX cayuaeB BIIP koseGierca or 20 mo 72%
[12-14]. 3HauuTesbHBIEe PA3JIUYUSA B COOTHOIIIE-
HUU M30JIUPOBAHHBIX U COUETAHHBIX ciayuaeB AAO
00'BACHAIOT Pa3HOl IIyOMHON 00CJIeJOBaHUS HOBO-
POKIEHHBIX, NJIUTEJIbHOCTHIO HAOJIOJEeHWs, oUa-
THOCTUYECKUMU BO3MOKHOCTAMU OOCJIeIOBAHUS.
IToMuMO 5TOT0, PA3AUUYMNS B YPOBHE HEU30JIUPOBAH-
HBIX (opMm AAO B ompeesieHHOII CTEeIIeHUW CBS3a-
HBI C Pa3HBIMM METOJOJIOTMUYECKUMU ITOAXOJaMU.
B HEKOTOPBIX UCCIETOBAHUAX YUUTHIBAINCEH TOJIBKO
KDPYIIHbIE IIOPOKY Pa3BUTUS, B IPYTUX, KaK, HAIIPU-
mep, B padore S. Cho et al. (2001), yuursiBaiuch
Kak rpyOble IIOPOKU PAa3BUTHUSA, TaK W MaJible aHO-
masum [12].

Broicokuii ypoBeHb COUETAHHBIX CJAYYaeB OTMe-
uen B uccaegosanuu C. Stoll et al. (2007), B KoTo-
poMm u3 174 mamueHTOB ¢ IIOPOKOM aHOPEKTaJIbHOT'O
oTaeJsia coueTaHHbIe ciayuau cocraBuau 49,4%, a



uzonupoBanusie — 50,6% [15]. B padore S. Cho et
al. (2001) gomoTHUTEIbHBIE AHOMAJINY OBLIN BBISAB-
aeusl y 71% nereit ¢ AAO, a n3oaupoBaHHBIE CIY-
yam — 29% [12]. G. Casaccia et al. (2009) nokazanu,
uto AAO B 64% ciyuaeB BCTPeUarOTCA B COUETAHUH
C OJHUM WM 0oJjiee TTOPOKAMU PA3BUTHUS APYTUX
opraHoB u cucteM [16].

B mpoBeseHHOM HaMHU WCCJIEIOBAHUU TaKIKe
BBIIBJIEHA OOJIbINIASA MOJSI COUETAHHBIX CJIydYaeB
AAOQO. Oguako pe3yJabTaThl IO COUYETAHHBIM CJIY-
yasiM, MO0 JAaHHBIM MOHUTOPWHIA U B BBIOOPOUHOI
rpymme npobaHaoB, pasanyaioresa. [1o pesyiabraram
MOHUTOPHUHTA, yacToTa coueranuit AAO ¢ gpyrumu
mopokamu cocraBuja 14,7% , a B BLIGOPKe ITpodaH-
moB ¢ AAO Hen3oJMpPOBAHHBIE CIYyYaW COCTABUJIN
37,3% . Takoe 3HAUNTEIHbHOE PA3IUYNE MOYKET 00'b-
SICHSITHCS, BO-IIEPBBIX, TEM, UTO Y HOBOPOIKJEHHBIX,
CBeIeHUs 0 KOTOPBIX HAIPABJIAIOTCA B 0a3y JaHHBIX
mouutopuara BIIP, He Bce mMOpPoKM MOTyT OBITH
BBISIBJIEHBI B II€PBble THU JKU3HU; BO-BTOPBIX, OT
TOYHOCTU MAUATHOCTUKU U, HAKOHEI[, MOTYT OBITh
CBSI3aHBI C HEIOJHBIM ONMCAHWEM BBISIBJIEHHBIX
cayyaeB. OueBUAHO, UTO JAaHHBIE BBIOOPOUHOIO
uccienoBaHUA 060Jiee TOYHO OTPAKAIOT CUTYAIIUIO
10 YPOBHIO ACCOIMAIMK ITOPOKOB AHOPEKTaJbHO-
ro oTjesia ¢ MOPOKAMU Pa3BUTHUA NPYTUX OPTaHOB
W CHCTEM, IIOCKOJIBbKY [JEeTH 3TON TPYIIbl OBLIN
IeTaJbHO 00CJIeOBAHBI B CBA3U C IMOATOTOBKON M
MIPOBeJIeHNEeM XUPYPruUecKoil omepanun.

Yarrne Bcero coueranue BIIP He yKJiagbiBaeTcs
B KapTUHY M3BECTHBIX CUHApPOMOB. Tem He MeHee
A. Cuschieri (2002) Boigenui 4 KIUHUYECKUE TPy~
IIbI COYETAHUI TTOPOKOB PA3BUTUSA C AaHOPEKTATbHBI-
Mu mopokamu [17]:

1) HexkJaccuGUIMPOBAHHBIE WJIU HECUHAPO-
maabHble hopmbl MBIIP (koMOuHAIIMY ABYX U 60JIee
BIIP, me oTHOCAIIECS K U3BECTHBIM CUHIPOMAaM);

2) VACTERL u apyrue accoiualinm;

3) CHUHAPOMBI C U3BECTHOII ATUOJIOTHEHN (XPOMO-
COMHBIE€, MOHOTE€HHBIE, TePATOTeHHBIE);

4) u3BeCTHBIE CUHAPOMBI U CJIEJCTBUS C HEsIC-
HOM 9THOJIOTHEN.

CorytacHO JaHHBIM HAIIIETO BBIOOPOYHOTO MCCJIe-
IOBaHUS CPEIU HEKJIACCUDUIINPOBAHHBIX KOMILIEK-
coB BIIP B rpymnme gereit ¢ AAO caMbIMU pacmpo-
CTPAaHEHHBIMU SIBJISIOTCS IOPOKU MUIIEBAPUTEIb-
HOM u ceppeuHo-cocyauctoii cucteMm (32 u 20%
COOTBETCTBEHHO), 12% COCTABIAIOT COUETAHUS C
aHOMAJUAMU MOYEBBIJEJIUTEIbHON CHUCTEMBI U
8% — ¢ TopoKaMH KOCTHO-MBIIIIEUHOII CUCTEMBI.
Wsyuenue cueKTpa accornmupoBaHHBIX ¢ AAO aHo-
MaJIMi IPOBEJEHO B Psfe 3apyOesKHBIX HCCJem0Ba-
HU, aHAJOTMYHBIE OTEUECTBEHHBIE WCCJIENOBAHUSI
Ham mHeusBecTHBI. B 2001 r. S. Cho et al. mpoBenu
PEeTPOCIIEKTUBHBIN aHaIn3 TOPOKOB pa3Butuda y 103
nmereit ¢ AAO. B orsinume oT HAIlero MCCJIeJOBAHUS
Ha IIepBOM MecTe IO dYacTore couertanua ¢ AAO
HaxoguTCcA MouemojoBas cuctema (49%), Ha BTO-
poM — KocTHO-MbINIeuHasa cuctema (43% ), Ha Tpe-
ThbeM MeCTe — UepemHo-auIeBbie anomaauu (34% ).
AHoManuu CepaeYHO-COCYAMCTON CHUCTEMBI COCTA-
Bunau 27%, muineBapuTeabHOW cucteMbl — 18%,
IbIXaTeJbHOI 1 HepBHOU cucteM — 13 u 12% coor-
BercTBeHHO [12]. B pa6ore S.K. Ratan et al. (2004)

COIYTCTBYIOII[IEe aHOMAJINY B OCHOBHOM IIPe/ICTaBJIe-
HBI IIOPOKaMU MOUEeI0JI0BoM crucTeMsI (21% ), mo3Bo-
HOYHUKA W cnuHHOro Mosra (8% ), Ipyrux OoTAesioB
nuineBapureabuoro TpakTta (10%) u cepama (20%)
[18]. S.R. Saha u coast. (2005) mpoBesu feTaabHOE
obciemoBaHMe MOYETIOJI0BOIT cucTeMbl B 220 cayua-
ax AAO (Y3U, peuorpadus, peHTreHorpadus JoM-
60-ckapaJyibHOM o0sacTu). IIopoKy yporeHuTaaIbHOMN
cteps! ObLIN BBIABIEHHI B 24,54% ciayuaes [13]. C.
Stoll et al. (2007) BeIABMIIM, UTO HamboOJee YACTO
CcOUeTaIUMICI aHOMAIuAMHI y marnueHToB ¢ AAO
SABJISIOTCS MOPOKM PA3BUTUSA MOUYEIOJIOBOM CHCTe-
mbl (81,1%) u ckenerHoii cucremsbl (45,5%) [15].
OnHO 13 caMbIX KPYIIHBIX UCCJIEIOBAHUI TPOBEIEHO
B 2008 r. S.W. Moore et al. B Adpuke, KoTopoe
BKJIouaso naHuble o 1401 mamuenTte ¢ AAO [19].
CorstacHO pesyJabTaTaM HCCJIEIOBAHUA HamboJiee
YaCTBIMHU AaCCOIMAIUAMU SABJSIIOTCSA COUETAHUSA C
mopoKamMu MouernoJioBoi cuctembl (30,7%), saTem
UIYT IIOPOKU KOCTHO-MBITIIeUHOM crucTeMsI (20,2% ),
cepaeuHo-cocyauctoit cucrembl (19%), muresa-
purensnoit (17,2%) u HepBHOU (8,6%) cucrem.
B MyJIbBTHIIEHTPOBOM MCCJIE€IOBAHUM IIAIIIEHTOB C
AAO us espomeiickux peructpoB (EBpomneiickuii
KOHCOPIIUYM AaHOpPeKTaJbHbIX aHoMmaauii — ARM-
NET) BrisiBsIeHO, uTO ¥ 72% mnamuenToB ¢ AAO ume-
FOTCSA acCOIMUPOBAHHbBIE AHOMAJIUY PA3BUTHUA: aHO-
MaJInM cKeJjieTa BCTPeTUauch B 36% ciayuaes, IIOpo-
Ku cepana — B 31% u aHomasmuu nouek — B 29% [14].
B uccnemoparnuu us CaymnoBckoii ApaBuu Ha BBEIGOD-
Ke us 188 cayuaes AAQO caMbIii BLICOKUU IIPOIEHT
coueranuii (34% ) HabIomaICsa OJIS MTOPOKOB MOUe-
MIOJIOBOM CUCTEMBI, Ha BTOPOM MeCTe — IOPOKH pas-
BUTUA cepAeuHo-cocynuctoii cucrteMbl (19%) [1].
B pa6orax S.A. Nah et al. (2012) u R.N. Béldnescu
et al. (2013), Takike IpPOBeIEHHBLIX Ha BBLIOOPKAX
HeboabIoro pasmepa (99 u 50 ciyuaeB cooTBeT-
CTBEHHO), B OTJINUME OT HACTOSAIIErO WCCJIeJ0Ba-
HUSA, BLISIBJIEH OU€Hb BEICOKUI YPOBEHb COUETAHHBIX
anomauuit (68—78% cayuaeB). Haubosee BBHICOKUIt
mpoiieHT couetanuit AAO ¢ IpyruMu IOPOKaMU pas-
BUTHUSA OTMeUaJICA AJA TulleBaputeabHoit (36%),
MouetnoJioBoit (28,28—24% ) u ckemetHoii (26,26%)
cucreMm [20, 21]. B uccienoaunu I. Ciongradi et al.
(2016) accomuupoBaHHBIE AHOMAJIHUU BCTPETUJIUCH
B 26,02% ciyuaeB, u3 HUX Uallle BCeT0 aHOMAJIUU
MOUYEIOJIOBOM cucTeMbl (rugponedpos, Tumocmagus
U KPUNTOPXM3M) I AHOMAJINU CEPIEUHO-COCYANCTOM
cucrembl (Terpaza Panno, medeKThl Meperopoox,
KoapKranud aopTsl) [22].

Takum o6pasoM, BO BCe€X WCCIEIOBAHUAX
BBISIBJISIETCS BBICOKas yacTorTa accormanuit AAO
C TMOPOKaMU Pa3BUTUSA APYTUX OPraHOB W CUCTEM
OpraHmMsMa, OJHAKO YacTOTa COUEeTAHWI pasjinua-
eTcs B pasHBIX uccaenoBaHuax. S.W. Moore (2013)
B 0030pe JIUTEepaTyphl II0 aCCOIMAIUSAM AaHOPEK-
TAJBHBIX TOPOKOB OTMEYAeT, YTO HOMOJHUTEJb-
Hble aHoMaauu pasButusa npu AAO BcTpeuarTcsA
B 28-72% cayuaeB [23]. Takoit mwupokuii gua-
Mas30H COYeTAHUI M3yyaeMoro IIOPOKa C APYTrUMU
BIIP ompepnensercs, M0 MHEHUIO aBTOPA, BO3MOK-
HOCTAMEN U TJIYOMHOH 00CJeI0BaHUSI, TOUHOCTBHIO
OIUArHOCTUKMW. Bapuwamuu B YacTOTe OTMEUaloTCs
¥ IJIs1 OTAENbHBIX BUJOB IIOPOKOB pasBuTud. Tax,

=
~
Ay
[
<
=
<
[54]




<)
ol

HaAMpUMep, MOPOKKU MOYEIIOJIOBOM CHUCTEMBI BCTpe-
yaioTcA, IO PasHbIM JaHHBIM, B 38—74% cayua-
eB [24]. AHomanuu NOYeK IIPeCTaBJIEHBI dYallle
Bcero ruapoHedpo3oM, areHe3nel moYeK, 00CTPYK-
nuell JOXaHOUYHO-MOUYETOUHMKOBOTO COENUHEHUS.
VuurbiBas BBICOKYIO YaCTOTY COUETAHUN STUX aHO-
MaJinii, HEKOTOpbIe MCCJeJ0BATEIN PEKOMEHIYIOT
cIenaTh KIMHUUECKOe 00caeoBaHNe YPOTE€HUTATIb-
HoOI1 cucTeMbl y gereit ¢ AAO o6sa3aTeIbHBIM U IIPO-
BoauTh BceMm marmentam ¢ AAQ mucroyperporpa-
duto [13]. HacToTa MOPOKOB PasBUTUA CEPAEUHO-
COCYIUCTOM cucTeMbl Kojiebserca ot 17 o 27% [3,
12]. TIopoKu cepeuHO-COCYAUCTON CUCTEMBI IIPEN-
CTaBJIEHBI B OCHOBHOM Jle(peKTaMu CepeuHbIX Iepe-
ropomok m Terpamour Passmo. Hacrora coueTaHUH
AAO c amoManuAMU TTHUIIEBAPUTEILHOTO TPaKTa,
KoTopas B Hallleii BLIOOPKe Oblja caMOii BBICOKOM
(32%), B pasHBIX HCCJIEZOBAHUAX KoJjebaeTcsa oT 9
o 24% . HauboJsiee 4acTHIMU acCOIMUPOBAHHBIMU
aHOMAJIUAMY PA3BUTUSA SBIAIOTCS aTPEe3us IMUIIle-
Boma MM 12-TIepCTHOM KUIIKHU, a TaKiKe 00JIe3Hb
T'upmnpysura.

S.W. Moore (2013) ykasbIBaeT, YTO B OOJIBIIINH-
CTBE MCCJIeJOBAHUM HA IE€PBOM MECTe CPeIU APYTUX
coueTaHHBIX ¢ AAO TOPOKOB HAXOAATCA MTOPOKU
MOUYEI0JI0OBOl CHCTEMbI, XOTSI U IMOPOKYU CePAeYHO-
COCYIUCTOM ¥ MUINEBAPUTEJIbHON CHCTEM TaKKe
BCTpEUAIOTCs HEPEJKO. B CBA3YU C BEBICOKUM YPOBHEM
coueranuit BIIP aBTop mIpexamojsiaraer, 4To aHO-
PEeKTaIbHBbIE TOPOKU IIPEACTABIAIOT HE JIOKAJbHOE
HapyIlleHue, a ABJAIOTCA YacThI0 0oJiee IIUPOKOTO
criekTpa nqe)eKTOB «II0Jel PasBUTUA», BOSHUKAIO-
mux B aMb6puorenese [23].

Takum o00pasoM, BBISIBJEHHBIE YaCTOTHI U
CIeKTp accornuupoBauubIx ¢ AAO aHOMAaINH Bapbu-
PYIOT B PasHBIX HCCJIENOBAHUAX, HO B IEJIOM yPO-
BEHb AaCCOIMUPOBAHHBIX COCTOSHUN JOCTATOUHO
BBICOK. B »sTo#1 cBaAsu miusa gereil ¢ AAO moJIsKHO
OBITH MPEJYCMOTPEHO TIIaTeJbHOE O0CJIeLOBaHUe
HaunboJiee YacTo IOPaKaeMbIX OPraHOB U CHUCTEM.

IToMmuMo HeKJacCUPUIIUPOBAHHBIX KOMILIEK-
coB BIIP, moutu y 30% pmereit ¢ AAO BBISBIAIOT-
csl M3BECTHBIe CUHAPOMBI M accormuanum [12]. Us
Bcell o0ciemoBaHHON HaMu Tpynnbl gereirt ¢ AAO
(67 ueIOBEK) M3BECTHBIE aCCOIMAIINU W CUHIPOMBI
BBIABJIEHBI B 7 cjaydasax, uTto cocrasuio 10,5% ot
Bcell BBIOOPKU U 28% B rpyIne HeM30JIUPOBAHHBIX
cayuyaeB AAO. Cpenu CUHAPOMAJBHBIX CJIy4YaeB
Haunbojiee YacTo BCTPEUYAIOTCS XPOMOCOMHBIE CHH-
IpoMbl. B BEIOOpKe 00C/IeJOBAaHHBIX HAMU TAI[AEH-
TOB OBLT BBIABJEH OAWH cayuaii cuaapoma llayHa
(rpucomus 21), uro cocraBaser 1,5% . Ilo pasubiM
JaHHBIM, ypoBeHb coueranuit AAO ¢ cuHAPOMOM
Hayua xosnebdaercs ot 1 1o 5% [25, 26]. UuTepecHo,
4TO B a6COJIOTHOM OOJIBIIIMHCTBE CJAy4YaeB CHUHAPO-
ma JlayHa BcTpeuaeTcs aTpe3us aHyca 0e3 cBUIIA.
C wmenbmreit uacroroir (o 1%) AAO BcTpeuaror-
ca npu Tpucomuax 13 u 18 (cungpomsr Ilaray u
9nBapaca). AHanus JUTEpaTyphl U 0a3 JaHHBIX II0
xpomocomuoit marogoruu (ECARUCA) mokasau,
uro AAO omnucaHbl IPU MHOTOUMCIEHHBIX CTPYK-
TYPHBIX XPOMOCOMHBIX AHOMAJUAX HPAKTUUECKU
Bcex map xpomocom. IIpeamnosaraercsi, YTo 3T XPO-
MOCOMHBIE AHOMAJWU MOTYT OBITh HCIIOJIH30BaHBI

JLJIsI IIOMCKA M'eHOB, YYACTBYIOIIUX B (DOPMUPOBAHNIY
aHOpeKTaJIbHOTO KaHaua [27].

AAO BcTpeuaroTcs U B cOCTaBe TeHHBIX CUHIPO-
moB. Cpenu o6cienoBaHHBIX HAMU IMAITEHTOB OBLI
BBISIBJICH CJIyuail pegkoro cuuapoma Ilamamncrepa—
XoJ11 — reHeTUYeCKUY CUHAPOM C ayTOCOMHO-T0MU-
HAHTHBIM THUIIOM HacJefoBaHUsA. IIpu sTOM CHH-
IpoMe OIMCAHBI IaMapTo0JacToMa I'HUIoTaaMyca,
YepenHO-JIUIEeBble AaHOMAJINN, CUHAAKTUINA, IIeH-
TpaJbHAA WJIN IOCTAKCUAJIBHAS IMOJUIAKTUJINSI,
IMOPOKY PA3BUTHUS IIOUEK U JIETKUX, ATPE3UsI AHOPEK-
TAJBLHOT'O OTJe/Ia KUIIeuHuKa. Tull HacjieJoBaHUA
— ayTOCOMHO-ZOMHUHAHTHBIA. K Hacrosaimemy Bpe-
MeHU U3BecTHO 6ojiee 50 CUHIPOMOB, IPU KOTOPBIX
OIMMCAHBLI AHOMAJNU aHOPeKTaJabHOTO oTaena. AAO
BCTpeuarTcs Ipu cuHapomax Kypapuno, TayHca—
Bpokca, FG, Bemapka, Kaypmana—Mak Kbpiocuka
U OIpYyTUX MOHOTeHHBIX cuHgpoMax ¢ MBIIP.

B mposemennom wucciaemoBaHuum 5% ciaydaen
B rpymnmne HeusoaupoBaHHBIX AAQO mpeacTaBIAOT
coooii VACTERL-accoumumanumo. Accomuanusa BIIP
— HTO YACTO BCTPEUAKINAACST HeCJHydailHas KOM-
OMHAIMs OIpPeeIeHHBIX IIOPOKOB Pa3BUTHUSI, HO
STUOJIOTUS dTUX coctoAHuil HescHa. VACTERL-
accoIraus ABJIseTcsa HandoJiee N3BeCTHOMN acCoIu-
anyel ¢ mopaskeHrueM HUKHEro OTAela IUINeBapu-
TeJbHOU cucTeMbl. 110 JaHHBIM JUTEPATYPHBI, HOJIA
VACTERL-acconuanuu cpeagu AAQO cocraBiaseT
4-9% [2]. OcHOBHBIMU €€ CHUMIITOMaMU SABJIAIOTCA
aHoMmaiauu mMo3BOHKOB (70%), aTpe3uu aHAJIBHOTO
npoxoza (80% ), arpesun nutiesona (70% ), Bpok-
IeHHbIe TOPOKU cepana (53%), MOPOKU pas3BUTUSA
KoHeuHocTel (65%) m amomanuum mouexk (53%).
ITomumo VACTERL-accomuamuu, AAO BcTpeua-
eTcsl Ipu 0oJiee pefKUX acconuanuax. Hanpumep,
accormuanusg OEIS — oueHb pemxas KOMOMHAITHSA
MIOPOKOB, BKJOUAOIasa oMmbasoresae, 3KCTPOPUIO
KJIOAK’, HemepOpUpPOBAHHBIA aHYC W JAe(EeKThI
IIO3BOHOUHUKA.

3aKJaroueHue

Takum o0pasoM, Ha OCHOBAHUU COOCTBEHHBIX
JaHHBIX U aHaJN3a JUTepPaTypbl MOMKHO CKa3aThb, YTO
AAO mpencTaBiAOT co00I 9THOJOTUUYECKU HEOTHO-
POAHYIO ¥ KIMHUYECKU CJIOKHYIO I'PYIIY ITOPOKOB
pasBuUTHA. BOJIBIITMHCTBO MCCACTOBAHUMN ITOATBEPIK-
IaeT BBICOKYIO uacToTy coueTaumuiit AAO ¢ mopokamMu
pasButusa apyrux opranoB. AAQO BXoAAT B COCTaB
pAla TeHeTUUYEeCKU AeTePMHUHUPOBAHHBIX CHUHIPO-
MOB, UTO KOCBEHHO MOATBEp:KIaeT ydacThe TeHe-
TUUYECKUX (PAKTOPOB B PasBUTUU IIOpOKa. Hammuue
ACCOIMUPOBAHHBIX aHOMAJNWI MOKET IIPUBOAUTH
K YBEJIUUEHUIO PUCKA OCJOKHEHHH W CMEePTHOCTH
nmereit ¢ AAO. B 9T0ii cBA3U A1 CHUKEHUSA PUCKOB
Heo0XO0AMMO KOMILJIEKCHOe O0CJieoBaHIIe HOBOPOIK-
meHHbIX mereit ¢ AAO ¢ yuacTmeM HEOHATOJIOTOB,
TeNAaTPOB, JeTCKUX XUPYProB 1 TeHETUKOB.
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