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Pesiome:

B 0630pe npeacTaBneH aHan3 coBpemeHHbIX JaHHbIX M0 SMUAEMUOOTAN, STUONOTUU U KNTUHUKO-TEHETUYECKM
XapaKTepuCTKaM BPOXAEHHbIX MOPOKOB Pa3BUTUA aHOPEKTaNbHOMO OTAENa NULLEBAPUTENBHOTO TpakTa. 1o AaHHbIM
MEX/1YHAaPOAHbIX PETUCTPOB BPOXK/EHHbIX MOPOKOB Pa3BUTUA NONyAALMOHHasA YacToTa AP BapbupyeT oT 2 o 5 Ha 10000
POX[EHUN. He BbIABNEHO M3MEHEHUA UaCTOTbl aHOPEKTaNbHbIX aHOMaUi BO BpeMeHU (OTCYTCTBIE BPEMEHHbIX TPEH[IOB).
B 60MbWMHCTBE UCCNEA0BaHUI OTMeYaeTCA NpeobnafaHme MyXCcKoro nona cpean 60nbHbIX C aHOPEKTANIbHBIMM NOPOKaMM
(APTT). MpumepHo 40— 70% nauneHToB ¢ APTT UMEIoT BPOXAEHHbIE MOPOKYM Pa3BUTKA APYrUX OPraHos v cucTem. lNpeacTas-
NeHbI iaHHble 00 yuacTumM reHeTUYeCKknx 1 cpeoBbiX GakTopoB B nponcxoxaeHnn APT. [laHa KpaTkaa KnMHUKO-reHeTnye-
CKaA XapaKTepUCTUKa Harnbonee YacTbiX CUHAPOMOB (accoumanii) ¢ APTI.

Kniouesble cnosa: BPOXAEHHbIE MOPOKK Pa3BUTKUA, aHOPEKTAlTbHbIE MOPOKKU, 3NUAEMUONOTNA, STUONOTNA, YaCTOTa.

Summary:

The review presents an analysis of current data on the epidemiology, etiology, clinical and genetic characteristics of
congenital anorectal malformations (AM). According to international registers of congenital malformations prevalence of
the AM varies from 2 to 5 per 10,000 births. There was no change in the prevalence over time of AM (absence of temporal
trends). Most studies have indicated the predominance of males among patients with AM. Approximately 40— 70% of
patients with AM have congenital malformations of other organs and systems. The data on the participation of genetic and
environmental factors in the origin of the AM. A brief clinical and genetic characteristics of the most common syndromes
(association) with the AM.

Keywords: birth defects, anorectal malformations, epidemiology, etiology, incidence.
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BesepeHune

AHopekTanpHble Topoku (APII) — aT0 mupoKuit
CIIEKTP BPOXXHEHHBIX TOPOKOB Pa3BUTUA aHOPEK-
TaJbHOTO OTIe/Ia MUIeBAaPUTENbHON CUCTEMBI. AHO-
peKTanbHbIE MOPOKM XapaKTe€PU3YIOTCA CTEHO30M
WIIY aTpe3Meil aHOPEKTaIbHOTO OT/ena ¢ unu 6e3 ¢pop-
MUpOBaHUA QUCTYNIBI B COCeHMe opraHbl. CTeleHb
medexTa BapbUpyeT OT HEOOIBIIOTO, IETKO KOPPeK-
TUPYyeMOro fiepeKTa ¢ XOPOLIMM IIPOTHO30M [0 TH-
JKeNbIX GOpM HapyleHN A (HepCUCTUPYIOLIas K/I0AKa,
9KCTPOdIsI KI0AKN), MMEIOLIVX II/IOXOif IIPOTHO3 /LS
3poposbA. Hepenko, npumepHo B 40-70% cnydaes,
APII coyeTaloTcs ¢ TIOPOKaMy Pa3BUTUA JPYTUX Op-
raHoB ¥ cucreM. IlonynAanuoHHas 4acToTa IOPOKa
Kone6ercs ot 1 Ha 5000 poxxpennit go 1 Ha 1500 po-
sxpennit. [Iopok, ocobeHHO B 1301 poOBaHHOI hopme,
PenKo BBIABIAETCA aHTEHATAJILHO U B a0COMIOTHOM
6ONBIINHCTBE CIy4aeB 0OHAPY)XKMBAETCs Cpasy Io-
CJle pOXKJeHM, He Tpebys CHelManbHBIX METOJO0B
IMArHOCTUKU. Bce cnydam JaHHOTO MOpoKa pasBu-
THA TPeOYIOT XMPYPrudeckoro gedeHus. Xupyp-
TMYecKoe /ieueHne aHOPeKTaTbHBIX IOPOKOB MIMeeT
TaBHIO uctopuio. [lepBble MONBITKY XUPypTrude-
CKOTO /Ie4eHM A aTpe3ny MPAMOI KMIIKY U3BECTHBI
c7 BeKa H. 9. — BU3aHTuUicKuii Bpad Paulus Aegineta
PEKOMEH/IOBAI XUPYPIUYECKOE Te9eH)E ITUX AHOMA-
nuit (Santulli T. V. Surg Gynec. Obstet. 95,401.1952).
B 1835 r. Amussat BIiepBble TPON3BeT CIIMBaHNE CTeH-
KV TIPAMOJ KMIIKM C KOXKHBIMY KPasMU, YTO MOXHO
paccMaTpuBaTh KaK MepPBbIii IpUMep aHOMMIACTUKI.

B Teyenne XX cronmerusa Xxupypruieckoe jedyeHue
APII nperepreno 3Ha4UTE/IbHbIE M3MEHEHN A, OBIIN
paspabotanbl 3¢ PeKTUBHBIE TOAXOAbI K IeUeHNIO
pasHbIX (OpM BpOXZIeHHOTO fledekTa. B HacTosAmee
BpeM: HaCUMTBIBAETCS HECKONIBKO JIeCATKOB pas/iny-
HBIX METOJJ0B OIIEPATVBHOTO JIe4YeHU A AaHOPEKTa/lb-
HbIX TOpOoKOB. OJlHaKO, HECMOTPA Ha 3HAYUTENb-
HBIJ IPOTpecc B XMPYPTNIECKO TeXHUKE TeIeHIA
APII, He Bcera JOCTUTAETCS IIOTHOE AaHATOMITYECKOE
u GYHKLMOHAIbHOE BOCCTAaHOBJIEHNE OpraHa ¢ ¢op-
MUPOBaHUEM OCNIOKHEHUI, BK/II0Yasd HapylIeHNe
mporeccos AedeKaluy, yporornieckne, TMHEKOO-
rm4ecKye HapyuleHMs, a TAaK)Ke ICUXOCOUMaNbHbIe
po6/IeMBI, CHIDKATOII Ve KaueCTBO )KM3HM Al IEHTOB
" 4eHoB ux cemeit [1]. Ina paspaborku apdexTns-
HBIX METOLOB IPO(QUIAKTUKI HEOOXOAUMO 3HAHME
3TUOJIOT VY, HO JIO HACTOAIIETO BpeMEH) MPUYVHBI
60sblIIel YaCcTU C/IydaeB IOPOKA OCTAIOTCA HEM3-
BecTHBIMU. IIpuMepHO TonbKO B 10% cnyyaes APII
OVATHOCTUPYIOTCA M3BECTHbIE XPOMOCOMHBIE MU
reHHble CMHAPOMbIL. OJJHAKO IPUYMHDI 60/IbIINHCTBA
M30/IMPOBAHHBIX ¥ HECUHIPOMAIbHBIX GOPM J10 Ha-
CTOSAIIETO BpeMEHU OCTAIOTCA HESACHBIMU, HET Off-
HO3HAYHOTO IPEJCTaBIEHNA O POIM I'eHeTUIeCKUX
u cpenoBbIX GpakTopoB. Llenpio HacToAIEro 0630pa
ABJIAETCA NMpeJCcTaBlIeHNe COBPEeMeHHBIX JaHHbBIX
10 3TUOJIOTUY, SMUTEMUOIOTUY Y KTNHUKO-TeHeTH-
YeCKMM XapaKTePUCTUKAM BPOKJ€HHBIX aHOMaNMit
aHOPEKTA/IbHOTO OTHeNA.

Knaccndpumkauma aHopeKTanbHbIX MOPOKOB

AHoOpeKTaJpHble AHOMAJIUU NIPEACTABIAIOT CO60TL
TPYIIY paslIM4IHBIX aHATOMUYECKMX GOpPM Hapylie-
HUJ Pa3BUTHA HUYKHETO OT/e/1a NNILeBapUTENbHOTO
TpakTa. B 3T0I CBA3Y HeobxomMMO KIaccuuIupo-
BaTb 3TV aHOMAJINM, B IEPBYI0 OYepefib, /LA pelleH
BOIIPOCA O BbIOOpE TAaKTUKM JIeUeHUA M IIPOTHO3M-
POBaHMA UCXOJOB M PUCKA OCIOXHeHUIt. IlepBbie
KIaccu@UKauy OCHOBBIBANNCh Ha PACIONIOXKe-
HUY CJIETIOr0 KOHIIA IPAMON KUIIKY OTHOCUTEIBLHO
MBILILBI, IOHMMAlOILe! 3afHMit npoxox. B 1970 r
Ha MeXJIYHapofHOI KoHepeHIun B MenbbypHe
6bI/I0 TIpeJ/IOXKEHO BbIfle/IeHNe BBICOKMX, CPeIHUX
M HM3KMX aHOMaJIMIT pasBUTHU 3a/jHero npoxoza [2].
YpoBeHDb aTpe3unu ABJAETCS KI0UeBbIM GaKTOPOM,
KOTOPBIJ BIMAET Ha IPOTHO3 XMPYPTUYECKOTO JIe-
YeHMS M YCIEeNHOCTb 60PhOBI C Helep)KaHueM Kaja.
Haub6onee pacnpocTpaHeHHOI! B TeYeHe MHOTUX JIET
6b1a Kmaccudukanus, paspaborannas B Wingspread
B 1984 1. [3,4]. CornacHo aroit knaccudukaumm, yuu-
TBIBAIOT ITOJI ITALIME€HTA ¥ yPOBEHDb IIOPa’keH N A: BBICO-
KMe, CpefIHUe ¥ HYDKHUe GOPMBI, a TAK)Ke BblJjelleHa
rpymmna pegkux GopM 1 MepcUCTUpPYIOmas KIoaKa.
ITo3nnee B 1995 roxy A. Pena mpenmoxu knaccudu-
kanyio APII B 3aBUCHMOCTHM OT HATMYIWA VI OTCYT-
CTBMA CBUIIA M €T0 PACIIONIOKEHVA. ABTOD BBIZENAN
IPOMEXXHOCTYIO, BeCTUOYIAPHYIO, 6y1b6apHYI0, IPO-
CTaTMYeCKYIO V1 My3bIPHYIO0 QUCTYIBL; Heepdopupo-
BaHHBII aHyC 6€3 QUCTY/IBI, BarHATbHBIE QYCTYIIBI
U peKTa/lbHYI0 aTPe3NIo NN CTeHO3 [5]. OTa KIaccu-
¢bukanus Oblya MO/Ie3Ha IPU OIPEfie/IeHUN TAKTUKYI

oIepaTMBHOTO BMemaTenbcTBa. Ha Mmexgynapon-
HOI KOH(epeHI NN, TOCBAILIeHHO CTAHAaPTU3ALIUI
OLIEHKY MCXOJIOB JIeYeHMs1 aHOPEKTaNIbHBIX aTPe3nit,
B I. Kpuken6eke B 2005 rogy 6bl/1a pefIo>keHa yco-
BEPLICHCTBOBaHHAA KIaccupUKanmsa, coueTarmas
KpUTEpUM paHee NPeIOKEHHBIX KIacCUPUKALIMIA.
OHa cocTONUT M3 Tpex OTAENbHBIX 3/IEMEHTOB: I1a-
THOCTMYECKNE KaTerOpMUy, TUIIBI XUPYPTUYECKOTO
BMeIIATeNIbCTBA ¥ KAaTETOPUY MOCTIe0NePallIOHHbIX
JCXOTIOB.

VI3 cylecTBYOIMX OTe4eCTBEHHBIX KIaccuduka-
1l Hanbosee M3BECTHOI ABIAETCA KIacCupuKanms,
npennoxenHas A. V. JlentourknusiM [6]. Knaccuduxa-
LM OXBAaThIBAeT BCE BOSMOXKHbIE BAPMAHTHI AaHOPEK-
TAJIbHBIX IIOPOKOB 1 IIOCTPOEHA C y4eTOM MX 9IMOPHO-
noruu v matoreHesa. CoracHo sTo KaccupuKanum,
pasnnyanT crefyouye GpopMbl aHOPEKTATbHBIX I10-
POKOB:

I. OKTOonMA aHaJIbBHOTO OTBepCTUA (IPOMEX-
HOCTHas U BecTubymapuas). CoctasiseT 5% cryda-
€B aHOPEeKTa/IbHBIX aHOManuii. Yauje BcTpeyaercsa
Y ieBOYEK.

II. BpoxxfieHHbIe CBUIM B TIOIOBYI0, MOYEBYIO CH-
CTeMy MM Ha IPOMEXHOCTDb IIPY HOPMaJbHO cop-
MHUpPOBaHHOM 3ajHeM npoxoge (15% cnydaes). Hamie
OBIBAIOT Y IeBOYEK.

II1. BposxaenHsle cyxeHns (10% crydaeB aHOpeK-
TaJIbHBIX aHOMaJINIT) 3a/JHETO POXO/Ia, MPAMON KIIL-
K1, 3aJTHETO IIPOXO/a ¥ PAMOJT KMIIKY OMHOBPEMEHHO.
Yaie BCTpeYaroTCsA y MaTbuyMKOB.
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IV. Atpesun:

A —mpoctsie (17% cry4aeB aHOPEKTa/IbHBIX IIOPOKOB,
Yalle y Ma/Ib4MKOB) B BIfIe TPUKPBITOIO aHAIBHOTO OT-
BEPCTHA, aTPE3NN aHATIBHOTO KaHa/Ia, aTPE3UM AaHA/TbHO-
TO KaHa/a U IPAMOIL KMIIKY, aTPe3uy IPAMON KMIIKM;

nuaemuonorna

OCHOBHBIMM MICTOYHMKAMM JaHHBIX IIO PacIpocTpa-
HEHHOCTM U APYTUM 3IN/IEMUONTOTUIECKIM XapaK-
TEPUCTUKAM aHOPEKTAaTbHbIX TOPOKOB ABIAKTCA
perucTpul BpOXXIeHHBIX IOPOKOB Pa3BUTKA, KOTO-
Ppble [TO3BOMAIOT aHAM3UPOBATD GOJIBIIINE MACCUBBI
IaHHBIX, oOecrieyyBas CTaTUCTUYECKH JOCTOBEPHbIE
OIIEHKJ MOMYIAIMOHHBIX XapaKTepPUCTUK IIOPOKOB
pasBuTHUA, B TOM 4mcie u pegknx. OOuH U3 NepBhIX
0630pOB 10 YaCTOTAM aHOPEKTAIbHBIX aHOMAaINIl
PasBUTHA, HOTYIEHHBIM B 60JIee paHHMX MCCTIe[0Ba-
HUAX, 0611 ciemad Smith E.D. Inanason wacror APII
cocTtaBui ot 1,7 1o 5,7 Ha 10000 gereri [7]. [To maHHBIM
MEX/][YHapOJHOTO UCC/IeJOBaHNA, B X0/le KOTOPOTO
ObUTM TpOaHa/IM3MPOBaHbI TpU 6a3bl JaHHBIX U3 LleH-
TpanpHO-BocTouHOI Ppannny, lIserun n Kanudop-
HUY, CPeJIHAA YacToTa cocTaBmia 3,4 Ha 10000 mereit,
IpuyYeM MeXAY TpeMs HMONMyIALMsIMU Habmogannuch
3Ha4YMMBble pasnn4dusi [8]. PesybraTsl OIHOTO M3 CAMBIX
KPYIHBIX UCCTIeIOBAaHMI aHOMAJINIi aHAJIBHOTO OTAieNIa
KMIIeYHUKa 6511 ory6mukoBans! B 2001 rony. B pabo-
Te OBUIN IIPeACTaB/IEHBI JAHHBIE 33 PETUCTPOB, BXOM -
I[MX B CUCTEMY eBPOIEIICKOro 06be[HEHHOTO Pern-
crpa EUROCAT, 3a nepnop ¢ 1980 o 1994 roasr [9].
O6uiee 41CIO POXKAEHNUIL 32 3TOT NEPUOJ, BpeMEeHN!
cocraBuo 4618840. Crrygan aHOMannii aHOPEKTalb-
HOJ1 9aCTV NNILeBAPUTENTbHOI CYCTEMBI YIUTHIBATNCH
CpeJiy >KMBOPOXK/IEHHBIX, MEPTBOPOXX/IEHHBIX 1 3711~
MUHMPOBAaHHBIX IIOJOB C IOPOKOM, BbIABI€HHBIM
npeHaTaabHoO. TakuM 06pa3oM, YMCIIO CIy4aeB BCeX
AHOMAJINII aHOPEKTA/IbHOTO OTJe/Ia COCTaBmIo 1846
¢ ob6ueit vacroToit 4,05 Ha 10000 poxgennii. B 1174
cny4danx (63,7%), nomumo APII, npucyTcTBOBaMN OfHA
nn 6o7Iee aHOMaINIA IPYTUX OpraHoB U cucteM. Cpepu
9TUX CIy4aeB ObUIN BBISABICHBI T€HHbIE I XPOMOCOM-
Hble CUHJIPOMBI, aCCOLMAlI UM, CTIeICTBUA U HeKJIac-
cuuLMpoBaHHbIE KOMIIIEKCH IOPOKOB PasBUTHA.
OcranpHble 672 (36,4%) cny4as 6bIIV M30MMPOBAH-
HBIMY AaHOMA/INUAMMU C YyacToToit 1,47 Ha 10000 pozmos.
ATpe3us aHaJIPHOTO OTBEPCTHS OB CAMOII MHOTO-
4JCTIEHHOJ TPYIIION 1 OblIa BbIAB/IEHA B 1425 cay4a-
AX, 4To cocraBuio 3,13 Ha 10000 poxxpennit. B atoin
IpyIIle M30/IMPOBaHHAA aTpe3ns 3aJHero npoxoza
NIpUCYTCTBOBaa B 507 cly4asx, 4To cocTaBnseT 75,5%
OT BCEX M30/IMPOBAaHHbBIX AaHOMAJINIA 3aJHEr0 IPOX07ia
1, COOTBETCTBEHHO, 4acToTa paBHa 1,11 Ha 10000 po-
KIeHuit. B janHoi pabore 6blia mpoBefeHa OLjeHKa
YaCTOT PasHbIX TUIIOB IOPOKOB aHA/IbHOTO OTAeENA.
W3 507 ciy4aeB aTpe3uu anyca B 456 cnyyasix (89,9%)
MMeJla MeCTO NOJiIeBaTOpHasA aTpe3ns, a B 51 cinyyaes
(10,1%) — napneBaTopHas aTpesusi. 52,9% HajeBaTOp-
HBIX aTpe3uii u 37,3% IOfi/IeBATOPHBIX aTpe3nil ObIIN
OCTIOXKHEHBI CBUIIOM. JIpyrue aHoOManuu BKIIOYann
CTEeHO3 3aJiHero poxofa (3,4%), 9KTOIMIO 3aTHETO IIPO-
xoza (14,7%), BpOXK/IeHHBIiT aHAJIbHBII CBUIL 6€3 aTpe-
31 MIU CTEHO3a 3aJHETPOXORHOro orBepcTus (5,0%)
U TIepCUCTUPYIOLIYIo K10aKy (1,3%). ITpu cpaBHeHUU
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b — co ceumamu (50% cnydaeB) B IIONOBYIO, MOYe-
BYIO CCTEMY M/IM IPOMEXKHOCTD;

B — kasyuctuka (BpoxxieHHas K/I0akKa, aTpesus
U YABOEHME IPAMOI KMIIKY U [p.).

YaCTOT MeX/y PeTMCTPaMM, IPUHABIIMMY y4acTye
B MICC/IEIOBAHNM, BBISIBIIEHBI KOJIEOAHSI OIIEHOK YaCTOT
aHOMaJIMIT aHA/IBHOTO OTHeNa. Tak, 0611ast YacToTa Bcex
aHOMaJIuI aHaTbHOTO 0T/ea Konebanach o 1,14 (JTrok-
ceMOypr) 110 6,13 (OuunsHAM) Ha 10000 poXKEEeHMIL.
A 4acToTa M30/MpOBaHHBIX POpM aHOMAINII 3af{HETO
npoxopa konebamacs ot 0,42 (peructp 3arpeba) o 3,48
(Meitur) na 10000 poxxgennit. Kpome toro, uccrego-
BaHne A. Cuschieri and EUROCAT Working Group
BBIABIJIO 3HaUMTeTbHble BapMaLlY B OTHOCUTE/IbHOI
ToJle pa3/JIMYHbIX TUIIOB aHOMAJINII pa3BUTNA 3a/[HETO
Ipoxofia Mexy peructpamu. CieyeT OTMeTUTD, YTO
B 9TOM MCCTIeOBAHNY OBIIO BBISIBIIEHO IIpeobiajaHme
JIAL, MY>KCKOTO ITO/Ia CPefiM JIeTeli C aTpe3neNt K CTeHO-
30M 3a/{HETO IPOXOfa U BhIpa’KeHHOe NpeobafaHue
JINL] )K€HCKOTO I10/1a CpefiM JeTell ¢ aHOpeKTaTbHbIM
CBUILOM ¥ 9KTOIIMEN 3aHET0 poxoAa 6e3 aTpesnn.
ITpeobnasaHue MY>KCKOTO 10JIa Haf, )KEHCKUM OBIIO
BbIIIIe TPV HaJIeBaTopHoIt arpesun (6,67M: 1K), uem
IpY IOAIeBaTOpHOI aTpesun (2,25M: 1JK). B ormmnune
OT 9TOTO, IIPM aTPe3NN, OCIOXKHEHHON CBUIEeM (KaK
HA/|/IeBaTOPHOIL, TaK U MOAJIEBATOPHOI), He ObLIIO BBI-
Pa’keHHOII pa3HUIIbI B paclpefie/IeHUH [0 I0JIOBOMY
NIpU3HAKY (1,08 u 1,01 coorBeTcTBeHHO). [TokasaHo,
4TO CpefHAA NPONO/KUTETbHOCTD IeCTal[MIOHHOTO
[epUoyia 1 CPeHsIsl Macca Teja Py POXKAEeHNY ObLIn
3HAYMTEIbHO HIDKE IPU IEPCUCTUPYIOLIEN K/I0AKe, 4eM
NPy JPYTUX U3ONMPOBAHHBIX AHOMANMAX PA3BUTUSA
3aJJHero mpoxoa. BbIcokMii OTHOCUTENbHBIN PUCK
Habmofancs s Marepeit crapuie 35 et B c1y4ae
HaJ|JIeBaTOPHOI! aTpe3Ny, HEOCTO)KHEHHOI CBUIIIOM.

B 2002 rogy 6b111 Ony6NMKOBaHbI JaHHbIE M-
AEeMMUOTIOTUYECKOTO UCCAENOBAHUSA aTPE3UN aHY-
ca (AA) na TaBaitsax [10]. 3a 14-meTHUI Hepuox
(1986 - 1999 roasi) 6s110 BIsIBIEHO 124 cny4yas aTpe-
31U aHAJIBHOTO OTHeNa, YTO cocTaBuiio 4,38 Ha 10000
poxpenuit. Vs Hux 28 cmyvaes nau 23% O6bUIM M30-
MMpOBaHHBIMMU IIOpOKaMu. Pacnpegenenne 4acToT
AA 110 TOfaM He BBIABMJIO U3MEHEHUII BO BpEMEHI,
Ko/me6GaHUsI 9aCTOT HOCU/IN CIyYaifHbIil XapaKTep.
B opHolt 3 mposuHMit Kutas yacToTa aHOpeKTab-
HBIX aHOManuii cocraBuna 4,3 Ha 10000 poxgennii.
B reuenne 12 et ¢ 1998 mo 2009 ropbl yacTOTa HOPOKOB
9TOJ TPYIIEBI OCTaeTcs crabuiabHol [11]. B HepaB-
HO OI'yONMKOBAHHOM MCCIefOBaHNY, IIPOBEEHHOM
B CayoBCcKoOil ApaBun, CyMMapHas 4acTOTa Bcex
AHOPEKTAa/IbHBIX aHOMA/NINI 3a 13-1eTHUI Nepuoy,
(1998 -2010 rr.) coctaBuia 9,94 Ha 10000 po>xgeHMIi
[12], 4TO mpeBBIIIaET OLEHKM YaCTOT, IIONYYEeHHbIE
B cTpaHax EBpomnsl, Amepuku u Kurae.

B 11en1oM, yacToTa aTpe3nii aHOPEKTANbHOIO OTJENA,
KaK [T0Ka3aHO B 60JIBIIIOM YNC/Te TPOBEEHHBIX PaboT,
Ko/e6eTcst B MHTepBase ot 2 0 5 Ha 10000 poxxgeHmit
[9, 13, 14]. Hu B OHOM [;O/ITOBpEMEHHOM MCCIIEf0-
BaHMY He BBIABICHO BPEMEHHBIX TPEH/JJOB YaCTOTHI
AQHOPEKTAJ/IbHBIX aHOMAJINIL.
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Tnonorna NOPOKOB aHOPEKTaNIbHOIo otTaena

OnHOJ 3 OCHOBHBIX 33J]a4 VICC/IeJOBAHUIL 110 U3Y-
YeHNI0 AaHOPEKTAJbHBIX aHOMAJINII ABNAETCA U3Y-
4YeHNe STUOOTUM ITOPOKA, IOCKONbKY 3HaHNMe IPH-
YIH BO3HMKHOBEHNA BPOXK/EHHOI aHOMAJINI BaXXHO
IU1s1 TpOQUIAKTUKY M CHVU>KEHUS PUCKA PasBUTHS
IaHHON BpOXXJeHHOIT aHoManuu. OFHaKo, HeCMOTPs
Ha MHOTOYMC/IEHHbIEe MCCIeJOBAHYS, O HACTOSIIErO
BpPEMEHM 3TOT BOIIPOC OCTAETCS OTKPHITHIM. Kak v s
60/TBLUINHCTBA M30/IMPOBAHHBIX GOPM BPOXKIAEHHBIX
IIOPOKOB Pas3BUTUs, IPeAIONaraeTcs, YTo aHOPeK-
TaJbHble IIOPOKY VIMEIOT MYIbTU()AKTOPUATBHYIO
HPUPOAY, T. €. B VX IIPOVCXOXKEHNN IPUHIMAIOT y4a-
CTMe KaK Hac/le[ICTBEHHBIE, TaK U CpefioBble (PaKTOPHI.
Ponb 1 cTeneHb BIMAHMS TeHeTUYeCKUX (HaKTOPOB
B IIPOVICXOXXAE€HNY IIOPOKA N3yYaI0TCA, KAaK U3BECTHO,
C IOMOUIBIO CEMETHBIX MCCIeTOBAHMIA, 8 TAK>Ke 9KCIIe-
pVMMeHTaNbHBIX PaboT.

Ee B 50-e rogpl XX Beka 6b1J10 IOKa3aHO, YUTO /I
cu6COB IMALMEHTOB C aHOPEKTAIbHBIMYU IIOPOKAMMI
TIOBBIIIEH IIOBTOPHBIN PUCK, KOTOPBIJ COCTaBIAET
npyMepHo 1 Ha 100 10 cpaBHEHUIO C YaCTOTOI B 06-
el nonynAnuy, paBHoi 1 Ha 5000. Landau D. et al
(1997) onncanm cemMbio, B KOTOPOIT B 3-X IOKOJIEHU X
651710 4 60IBHBIX C AaHOPEKTa/TbHBIMM aHOManusmMiu [15].
BeprukanpHas mepejiadya IOpoKa B pAAY IOKOTEHMIT
U Ha/im4me 60/IbHBIX MY>KCKOTO M YKEHCKOTO I1071a 103~
BOJIMJIO CHENATh IIPEAIIONOXKeHMe 06 ayTOCOMHO-/[0-
MMHAHTHOM THIIe Hac/leoBaHKsA. B ogHOM 13 caMbIx
KPYIHBIX MCCTIeLOBaHNUI POIY TeHeTUYeCKUX Pak-
TOPOB B 9THO/IOTM aHOPEKTaIbHBIX MOPOKOB (APIT)
6bLI IpOBeieH ceMeitHblIl aHanu3 1606 manueHToB
¢ APII, cpeau KOTOpbIX 24 NalMeHTa UMEeNN PyTUX
POACTBEHHMKOB C aHAJIOTMYHBIM IOPOKOM Pa3BUTHA,
4yto coctaBuno 2,4%. Kpome Toro, 6p1710 mokasaHo,
YTO Be/IMYMHA IOBTOPHOTO PICKA 3aBUCUT OT TUIIA
MOpOKa: PYUCK BbIIIE IIPU HAIMYUU HIPOMEKHOCTHOM
unu BecTuby/sapHoit puctynsl [16]. B spyrux paborax
nonsa noBTopHBIX cnydaeB APII cpenn popcTBeHHUKOB
[IepBOIi U BTOPOJI CTENeHN POACTBA MPOOAH/OB KOJle-
6amaco oT 2 1o 8%, 4TO BBIIIE, YeM MOXKHO OBIIO ObI
OXUIATh AJIA CITyYaiiHbIX cobbITHMII [13, 16, 17].

IIpAMBIM ZOKa3aTeNbCTBOM Y4aCTI TeHeTUYEeCKIX
¢dakropos B atnonornn APII 6bi1a 651 uaeHTUDUKA-
L[V TeHOB, BOBJICYEHHBIX B Pa3BUTHE NMOpoKa. s
3TOTO IPOBOAATCA UCCTENOBAHNA IO TIOVICKY MYTaHT-
HBIX T€HOB, OTBETCTBEHHBIX 32 Pa3BUTME IIOPOKA, MK
reHeTUYeCKUX MONUMOp(dU3MOB, IIpeAPaCIIONarai-
VX K Pa3BUTHUIO aHOMaMuu. VI3 sKcIepyMeHTaTbHbIX
VICCIE,OBAHMIL U JaHHBIX SMOPUOIOT UM M3BECTHO,
4YTO B 9MOpMOreHe3e BaXXHYI0 POJIb UTPAIOT Oe/IKI
curHanbublx myreit (SHH, WNT, FGF, GLI), a takxe
6enku-mopdorenst (BMP). VIMeHHO reHbl, YIaCTBY-
IolVe B peajy3al My CUTHa/IbHBIX Iy Teil M KOHTPO-
NMUpYIOLMe IpoLeccs nponndepanum, MUrpaLun
u puddepeHunanum, cranm o6beKTaMu reHeTude-
ckux uccnenosanuit APII. Beio nokasano, 4To y na-
nueHToB ¢ APII HabmoaeTcst CHYDKEHHAs 9KCIIpec-
cus redos SHH, GLI u BMP [18]. Bbl1o BBIABUHYTO
HPEefIIONoXKeHNe 06 acconMaluy HeCMHPOMAaIbHbIX
¢opm APII ¢ OfHOHYKIEOTHAHBIMY ONMUMOPPM3Ma-
mu (SNP) B perynsaTopHbIX yyactkax reHoB SHH, GLI
¥ BMP, HO 5TO ITpeJonoKeHye B X0fie UCC/IeOBaHU A
He ogTBepAunock [19]. B pabore Moore n Zaahl (2007)

ObUIM BBIABJIEHBI accoumaryy Tpex SNP ¢ pasHpiMu
¢dopmamm APIT: SNP 178G/A peobnagan y manueHToB
xeHckoro nona ¢ APII ¢ BectubynapHoi gucrymnoir,
SNP 702C/T npeobmafan cpenn manyeHToB ¢ Iy3bIp-
HO-peKTanbHOI ductynoit u SNP 831 G/A — cpenu
manueHToB ¢ 6ynbbapHoit pucrymnoit [20]. OxHako
IIOCKOJ/IbKY 3TY MICC/IE0OBAHM A TPOBE/IEHbI Ha MajIeHb-
KX BbIOOpKaX, HeOOXOA MO IIPOBefieH e Ja/IbHEM X
VICCTIeIOBAHMII [I7IA IO TBEPXKACHNA PE3y/IbTaTOB.

T'eHbI-KaHAMAATDI A1 MONIEKYTAPHO-TEHETUYECKMX
MCCIeOBaHMII OTOMPAIOTCS TaAKXKe Ha OCHOBAHUY
Pe3y/nbTaTOB 3KCIEPUMEHTANbHBIX MCCIeOBAHNI
U M3y4eHMs1 MOHOTeHHbIX cuHfipoMoB ¢ APII n fpy-
TMX BPOXX/IEHHBIX @aHOMA/INI TONCTOTO KMIIEIHN-
Ka C U3BECTHOM 3Tuonorueit. VIspecTHo, 4TO B 3M-
OpuoreHese KMIIEYHON TPYOKM IPUHMMAIOT YIacTHe
roMe06OKCHbIE TeHBI, YTO IOCTYXXIIO OCHOBaHIEM
I/ MX M3Y4eHMA NPV aHOMANNAX KuuedHuka. [Ipn
CeKBeHMpOBaHMM roMeobokcHoro rena CDX1 y 108
60mbHBIX ¢ APIT O6bI1Y BBIABIICHBI MYTAaLUY STOTO
reHa B IeTePO3UTOTHOM COCTOSHUM, KOTOPBIe He ObIIN
obHapy>xeHbl B KoHTpose [21]. CDX1 — aTo daxTop
TPaHCKPUIIIINY, YYaCTBYIOWINI B PeTyIALNUY IPO-
mudepanun u guddepeHunanum sMOpMOHATBHOI
KueyHoit TKanu u perynupyemslit WNT curnann-
HbIM IyTeM [22]. IIpepnonaraercs, 4ToO aHOMaIbHOE
¢yukumonnposanvie SHH u WHT curnanbHbIx myTeit
UT'PaeT poIb B BOSHMKHOBEHNI HECHH/[POMATbHbIX
APIL

Jlns BoIsiBlIeHMs GaKTOPOB, yYaCTBYIOLINX B BO3-
HUKHOBEHNUM 00JIe3HY, OBLIN IPOBEIEHbI MICCTIe0Ba-
HIA C IpUMeHeHVeM ITI0THOT€HOMHOTO CEKBEHNPO-
BaHuA (GWAS). K HacTosALIeMy BpeMeHM U3BECTHA
oxHa He6obIIAs IO 06BEeMY pabOTa, B KOTOPOII B BBI-
6opke 13 175 manuentos ¢ APII, He 6bI/IO BBIABIEHO
Kakux-m6o o6mux SNP, accorumpoBanusix ¢ APIT
[23]. OpHako 6bIM OOHAPY>KEHDI IIOTEHIMaJIbHbIE
PerMoHbI-KaHAMAThI Ty TeM BHISB/ICHM A OBBIIEHHO
YacTOTBI fiefienuii u fyrnukanuii. Hecmorpsa Ha npepi-
BAapUTENbHBIN XapaKTep pe3y/NbTaTOB MPOBEEHHbIX
UICCTIe/IOBAHMIT, OHYM YKa3bIBAIOT Ha y4acTMe TeHeTH-
qyeckux ¢pakTopos B atnonoruu APII.

Topasgo 6onbliiee BHUMaHME OBUIO YHeT€HO POIU
cpenoBBIX pakTOpOB pucka B stuonoruu APII. B nep-
BYI0 O4Yepe/ib M3y4anoch BIUAHNE TaKUX HaKTOPOB
KaK BO3PAcCT pojuTesie, IOPALKOBbII HOMEP POJIOB,
Macca Tea Ipu poxxeHun. OTHOCUTENTLHO BO3pacTa
ponuTeneit B 60JBUIMHCTBE PabOT He BBIABICHO YBe-
nudenns pucka APII ¢ BospacToMm popuTerneit [24].
OpnHako B IBYX pab0Tax MOKa3aHa acCOLMALIVA MEXY
APII n crapuiuM Bo3pactoM Marepi (25, 26]. B To xe
BpeMsi B psifie paboT ObUT IIOKa3aH MOBBILIEHHBII PUCK
APII npu nepsoit 6epementoctu [27, 28]. Omncansl
acconuauuy Mexnay APII u npe>xxieBpeMeHHbBIMHU PO-
JaMM ¥ HU3KOJ MaccCOJl Te/la IpU pOXIEeHUN [29, 30],
XOTA 3TU PaKTOPBI BPAM M ABIAOTCA IPUIMHOI pas-
BUTHS OPOKA, HO OHJ MOT'YT OBITH CBSI3aHBI 0OIIIMY
MaTOTeHEeTUYECKMMM Ny TAMU. B HeCKONMbKUX Mcce-
HOBaHMAX OBIIO IIOKAa3aHO 3HAYMMOE IOBbIIICHE
pucka APII npu ncnonb3oBaHMM BCIIOMOTATEe/IbHBIX
penponyKkTuBHbIX TexHonoruit (BPT) [31, 32, 33, 34].
OpHaKo ecTb ¥ paboTbl, B KOTOPBIX IIOBBIIIEHNE PUCKa
APII ipu BPT He BRIABNACTCA.
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Bo MHOI'MX MICCTIeIOBAaHMAX IPOBOANIOCH M3y YeHMe
BIMsHUA 6onesHelt Matepy Ha puck APII. IToBblieH-
HBble PUCKM OBUIY BBIABIICHBI /I MaTepell C OXKMPEeHN-
eM, ¢ caxapHbIM auabeToM [30, 35, 36, 37]. Ponb npyrux
3abomnepanuit MaTepu B pa3suTuy APII n3ydyeHa MeHb-
11Ie ¥ pe3yabTaThl HOCAT HPOTMBOPEUNBBIiT XapaKTep.
9TO KacaeTcA TAKUX COCTOAHMI, KaK XpPOHUYECKasd
TUNIEPTOHNUA MaTepy, IPEeIKIaMIICUA, TUIIePTEPMUS,
npocTynHble 3abonesanns u OP3 Bo Bpems 6epeMeH-
HocTH [24]. B ogHOM KpynHOM nccnegoBanuu B EBpore
6b110 TOKa3aHo nosblieHye prucka APII mpu mare-
puHCKoI anutencun [28].

Be3ycmoBHO, 0c060e 3HaUeHME MEIOT MICC/IEfOBaHNA,
HaIpaBJIeHHble Ha BbIAB/IEHME BIVAHUA PasINdHbIX
JIeKapCTBEHHbIX IIPenaparoB Ha puck passurusa APIL
[Tpuem MaTepbIo TAKMX IpeNapaToB, KaK aHATbIeTUKIA,
AHTUNMPETUKY, AaHTUOMOTUKY, AaHTUTMICTAMVHHbIE
IIpemapaThl, IPOTUBOrPUOKOBLIE IIpeapaTsl, 6apou-
TypaThl He IIPUMBOANT K moBblLIeHN 0 pucka APII [38,
39,40,41,42]. Broxe BpeMs B TpeX pa60Tax BBISIBJIEHO
noBpiiieHye pycka APII npyu npueme )XeHIHON 6eH-
30/jMasennHa B KpUTUIECKIe IePUOJbl aMOp1oreHe3a
[43, 44, 45], HO B ABYX ApPYruX paboTax He BLIABIEHO
[46, 47). Kak BupuM, IpaKTUIeCKY BCe JaHHbIE HOCAT
MIPOTUMBOPEYNBBIIl XapaKTep, HEBBICOKA HaJIeXXHOCTD
IIOJTy4eHHBIX PE3y/IbTaTOB, IIOCKOIbKY OOMBIIIHCTBO
U3 MCCIeOBaHNUIT 6asupyeTcs Ha OONbHMYHBIX 3aIIN-
CAX ¥ PeTPOCHEKTUBHO COOpPaHHBIX JaHHBIX. B 1e-
7IOM, OLIeHWUTDb BANMAHME JIeKapCTBEHHBIX IIPerapaToB
Ha pucK Bo3HMKHOBeHMs APII ocTaToyHO CIOXKHO.

He MeHee Ba)KHBIM AB/IAETCA U3Y4YeHNUE BPEIHOTO
BO3[IEIICTBMA IPOU3BOJICTBEHHBIX U OBITOBBIX PaKTO-
poB. B psajsie paboT 6bII0 MOKa3aHO BpeJHOE BIAHME
TIpPEeHaTaTbHOTO BO3/e/ICTBMA MPOMBIIIIEHHBIX U1~
CTALIVIX CPeACTB, pacTBopureneir. Tak, Herdt-Losavio
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Y COABT. OOHAPY>KM/IM 3HAYMMO HOBBIIIEHHBII PUCK
poxpenns peberka ¢ APIT y marepeit, paboTarouux
y6opmunamu (OR, 1,82; 95% CI, 1,06 - 3,10) [48].
B 60nbIIMHCTBE UCCTIEAOBAHNIT CBA3b MEX/Y Kype-
HUEM MaTepy IO UM BO BpeMs O6epeMeHHOCT! U po-
xpenueM gereit ¢ APII He o6HapyxeHna [13, 27, 49,
50,]. VI3 geTbIpex paboT, 3yUaBUINX yIOTPpebIeHNE
MaTepblo aJIKOTr0JIs, TOJNbKO B UCCe0BaHNN Yuan
¥ coaBT. [49] o6Hapy>KeHa 3HauMMas cBsi3b ¢ APIT (OR,
4,77; 95% CI, 1,39 - 16,38). Tonpko B ogHOI paboTe
6bl1a BBISIB/ICHA CBA3b MEX/Y pucKoM passuTus APII
U IPMEMOM MaTepbl0 HapKOTUKOB. Forrester u Merz
06HAPY>KIIU 3HAYVMMOE IIOBBIIIEHIIE OTHOCUTETBHOTO
pucka npu yrnorpebnenun mapuxyasst (OR, 10,57; 95%
CI, 2,87 -38,96), a Takxxe kokauna (OR, 6,01; 95% CI,
1,05-34,27) [29].

Takum o6pasom, k pakTOpaMm, A1 KOTOPbIX BO MHO-
IMX MCCTIeIOBAHMAX TOKa3aHa CBA3b C BOSHUKHOBEHM-
€M IIOPOKa, OTHOCATCA UCIIO/Nb30BaHMe BCIIOMOTaTe b~
HBIX PENPOJYKTMBHbBIX TEXHOIOI M1, MHOTOIUIOJHbIE
6epeMeHHOCTH, MPEe>XeBpeMEeHHbIE POJbI, HU3Kas
Macca Tefa IIpy POXKAEHNM, U30BITOYHBII BeC MaTepH,
caxapHbIil AuabeT y MaTepy, a TaKxKe BO3JIeliCTBIE
Ha MaTePUHCKMI1 OPraHN3M IPOQeCcCUOHATbHBIX Bpef-
HocTelt (pacTBopuTtenn). [IpoTnBopeynBbie CBeleHN A
o cBsi3u ¢ APII mony4dens! Ais Takux pakToOpoB, KakK
IpYMeHeH)e TOPMOHA/IbHBIX IIPENapaToB A CTUMY-
JIALMU OBY/IALMY, IPOTUBOTPUOKOBBIX IIPENapaToB,
a TaK>Ke IepBbIe POJbI, TUIIEPTEpMUs BO BpeMA Oe-
pemeHHOCTH. PAKTOPBI, A/ KOTOPBIX HE BBIABIEHA
acconuanus ¢ APII, BKI04aloT IpOTUBO3aYaTOYHbIE
cpencTBa, fuabeT 6epeMeHHbBIX, XPOHMYECKas TUIep-
TEH3M, IPMMEeHeHJe aHTYMMKPOOHBIX NIpeNapaToB
U aHTUOMOTHUKOB, KypeHe BO BpeMs 6epeMEeHHOCTI
" BeUIMT MACChI Te/la MaTePH.

KnnHunko-reHeTu4yeckasa xapakrtepuctuka APIl

AHOpeKTaJbHBIE IOPOKY PAa3BUTUS NPECTABIAIOT
c060I11 CIIOXKHYI0 TPYIITY BPOXXAEHHBIX aHOMAJINIA
C LIVPOKYUM CHEKTPOM PeHOTUNINYECKNX IPOSIBIIEHNUI.
Boigensitor nsonuposanubie popmbr APIT u aHoMa-
JINM QHOPEKTa/IbHOTO OTJie/a, COYeTaHHbIe C IPYTU-
MU OpOKaMu pasBuUTH. VI3onupoBaHHbIe POPMBI
pasmensIoT IO CTEIIeHM BBIPAXKeHHOCTH JedeKTa —
OT YMEPEHHOTO CT€HO3a 33aJJHeTO IIPOX0fia, aTpe3nn
3aJ/Her0 IPOXOfa C WK 6e3 CBUIIA, A0 MePCUCTUPY-
IOLIeNl KJIOaKM MM 9KCTpoduu Kmoaku [51].

Kak y>xe 65110 OTMeYEHO BbIIle, H0JIee YeM B [0I0-
BuHe cnydaeB APII BcTpeuaroTca B codyeTaHUM C Off-
HUM 1y 60J1ee IOPOKaMM PasBUTH APYTUX OPTaHOB
u cucreM [52]. Cnydan cogeranuit APII ¢ gpyrumu
TOPOKAMM Pa3feN AT Ha C/IefyIollye IPYINbl: CYH-
ApomainbHble GOPMBI, BK/TI0OYasI CUH/POMBI XPOMOCOM-
HOJT ¥ TEHHOM 3TUOIOTUY, aCCOLMALINN U HEK/TaCCH-
¢$uLMpoBaHHbBIE KOMIIJIEKCHI BPOXX/IEHHBIX IIOPOKOB
PasBUTHA.

XpoMOCOMHBIe CMHAPOMBIL. XOPOIIO I3BECTHA ACCO-
ynanusa APII ¢ cunppomom layna (TpucomMms Xpo-
mocomsl 21). TTo pasHeiM fanHbIM YacToTa APIT mpn
cunppoMe [layHa konebyercs ot 2 1o 5%. ViHTepecHo,
4TO B a6COMIOTHOM GONBIINHCTBE crTy4aeB (95%) cuH-
apoMa JlayHa BcTpedaeTcs aTpesus aHyca 6e3 cBuIa.
C menbureii yactoToit (o 1%) APII Bctpevarorcs mpu

TpucoMusix xpomocoMm 13 u 18 (cuHgpOMBI IMaray n 9x-
Bapfca). AHa/Iu3 MUTepaTypol U 6a3 JaHHBIX 110 XPO-
mocomuoir natonoruu (ECARUCA) mokasai, 4to
APII onmcaHbI Ipy MHOTOYMC/IEHHBIX CTPYKTYPHBIX
XPOMOCOMHBIX IIEPECTPOIIKaX MPAKTUYECKM BCEX I1ap
xpomocowm. IIpennonaraercs, YTo 3T XpPOMOCOMHbIE
aHOMaJ/IM¥ MOTYT OBITH MCIIONIb30BAHBI J/Is MOVCKA
Te€HOB, YYaCTBYIOLIVX B GOPMUPOBAHUM aHOPEKTATIb-
HOro KaHana [53].

Tennble cuappoMbl. K HacToAIeMy BpeMeHN U3-
BeCTHO 6oree 40 CMHAPOMOB, IIPU KOTOPBIX BCTpe-
YaIOTCSA aHOMAJIMY aHOPEKTaJNbHOTO oThena [54]
(www.omim.org). APII 6b11M ONMCaHBbI IPU CUHAPO-
max Kypapuno, Taynca-Bpokca, Visemapxka, ITannu-
crepa-Xomn, Kaybmana-MakKblocuka n gpyrux mo-
HOTeHHBIX cMHApoMax ¢ MBIIP.

Hamnbonee n3BeCTHBIM IIPUMEPOM CUHIPOMAlb-
Hoit popmbl APII sBnsercsa cunpgpom Kypapuso, xa-
PaKTepu3yIOUNiicsa TPUafo CMMIITOMOB: areHe3 s
KPeCTI0BOII 06/T1acTI, HaIM4ye IpecaKpaabHOTO OI Y-
X0/1eBoro o6pasoBaHus (mepefHee MEHMHTOLIENE VTN
TepaToMa MU JePMONJ) M aHOPEKTa/IbHble aHOMATTVM.
JIpyrue aHOManuy BK/IIOYAIOT PeKTO-BaTMHATbHYIO
bucTyny, yrBoeHUe MOYETOUHNKA, TUAPOHeDPO3, ITy-
3bIPHO-MOYeTOYHMKOBBIIT peIIIOKC, ABYPOT'YI0 MATKy
U HelfpOTeHHbIiT MO4eBOI1 Ty3bIpb. TUI HacIeOBaHMU A
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CMHJPOMa — ayTOCOMHO-IOMMHAHTHBIIl. Y HalleH-
TOB KaK C yHac/lIeflOBaHHOJI, TaK U CIIOpafN4ecKoil
¢dbopmamny cunpgpoma KypapuHo BblsBIeHa MyTalys
romeobokcHoro reva HLXB.

Cunppom Taynca-bpokca, mpu KOTOpOM BCTpedaeT-
sl coyeTaHMe aHOMa/INII YIIHBIX PAKOBMH CO CMELIaH-
HOI1 GOPMOIT TYTOYXOCTH, TOPOKY PasBUTHSA KUCTEN
(aHOManMMM 60IBLIOTrO MAIbLA, HOMUAAKTUIN U [P.)
U CTEHO3 W/IM aTpe3Nsl aHOPeKTaIbHOTO OTHena. Tumn
Hac/IefjOBaHNA — ayTOCOMHO-JOMUHAHTHBIJL.

Cunppowm ITannucrepa-Xomnn. IIpu aTom cuHApome
omycaHa raMapTo6/1acToMa rMnoTazaMyca, yepen-
HO-JIMIeBble AHOMAINY, CUHIAKTU/IUA U TIOCTAKCH-
aJIbHaA MONMUAAKTUINA, IOPOKM Pa3BUTUSA MOYEK
U JIETKUX, aTPe3N s aHOPEKTAIbHOTO OT/e/Ta KMIIeTH-
Ka. Ty Hac/leTOBaHM s — ayTOCOMHO-TOMMHAHTHBII.

Acconmanuu ¢ APII. Kak n3BecTHO, accommammus
BIIP — 3T0 ycToliuMBOE COYETaAHME ONPENENEHHBIX
MOPOKOB Pa3BUTHUS, HO TUONOTUSI STUX COCTOSHUII
HesicHa. Hanboree n3BecTHOI accorualiyeit ¢ mopa-
>KeHMeM HYDKHETO OT/ieNa MIeBapUTeTbHO CUCTeMBbI
asnsiercst VACTERL-acconmanusa. OCHOBHBIMU ee
CHMIITOMaMM SIB/ISIIOTCS QTPe3NM aHaJIbHOTO IPOXO0-
na (80%), anomanuu Mo3BoHKOB (70%), aTpe3un mu-
mweBoza (70%), moOpoKu pasBUTHSA KOHeYHOCTE (65%),
BpPOXK/ieHHbIe TOPOKU cephua (53%) u aHOManuu
nouex (53%). Accounanus OEIS — ouyenp pepkas

3aKknwyeHune

AHanus IUTepaTyphl CBUJI€TEIbCTBYET, YTO HECMOT-
ps1 Ha 60JIbIIIOE YVCIIO IPOBEEHHBIX MCC/IeLOBaHNII
npuunHbl APII, 0co6eHHOCTN MX pacpocTpaHeH-
HOCTM OCTAIOTCS JO KOHLla HEM3BeCTHBI. BmecTe
C TéM KOMIJ/IeKCHbIE UCCIeIOBAHU A npoéneM APII,
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