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Pe3rome

B HayuHOM 0030pe 4UMTaTeNIo MpeICcTaBIeHbl AaH-
HBIE O COUETAHUH aTPE3UH C TEHETUIECKUMH 3a00JIeBa-
HUSIMH, KOTOpPBIE JOJDKHBI OOCYKAAThCS B 00s13aTeIb-
HOM TIOPAJAKE 10 XUPYPrudcCKOro BMCHIATCIILCTBA,
YTOOBI MMPABUWIIBHO PACTIOPAIUTHCS JabHEHIIEH Cyab-
0ol manMeHTa ¢ aTpe3uei MUIIeBo/a.

Knroueenole cnoea: ampes3us nuu;e@oda, codvemaH-
Hble aHomaluu, ceHemuvecKue 3abone8aHusl

Beenenne

CoueTaHHble aHOMAJUM PA3BUTHs Y HOBOPOXKACH-
HBIX C arpe3uedl MUILEBOAa BCTPEYAIOTCS C YaCTOTOM
1o 60% [1-7]. B ocHOBe BO3HMKHOBEHHS COYETAHHBIX
AHOMAJIUH JIEKUT NATOJIOTMYECKUI MEXaHU3M JIETICHUS
NepefHel KHUIIKM Ha BEHTPAJIBHO PACIIOIIOKECHHYIO
Tpaxew U JAOP3aJbHO Pa3MEIICHHBIN NUIeBoA. ToMb-
ko y 6—10% mnainueHToB 3a00JieBaHHE HOCHT I€HETH-
yeckyto npupoay [8—11]. [Ipoucxoxknenrne aHoMaIuu
y octaBmmxcst 90% OOIBHBIX NMeeT HEeU3BECTHBIN Xa-
pakrep [12, 13].

Bce pasnooOpasue KiaMHHYECKHX (GOpPM aTpe3uu
MUILEBOAA MOKHO pa3eiNuTh HA JIBE OCHOBHBIC TPYII-
nel [14-16]:

1. N3onupoBanHbIe HOPMBI aHOMAJIHH.

2. Couerannpie GopMbI 3a00eBaHus (PUCYHOK 1;

Tadauna 1).

Cpenn mocieaHuX HEOOXOMUMO BBIAEIUTH TI'eHe-
TH4ecKue (OopMBI, OOYCIIOBIICHHBIE XPOMOCOMHOMN
WJIM MOHOTEHHOW MPHUPOION, U cropanudeckue (op-
Mbl. BHyTpH criopamudeckux (opM arpe3ud MHIle-
BOJIa BBIJIEJISAIOT COMYTCTBYIOIINE BPOXKIEHHBIE TIOPO-
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Abstract

The scientific review presents the data related
to the combination of atresia with genetic disorders
that must be discussed before the surgery to make
a correct decision on the fate of the patient with
esophageal atresia.

Key words: esophageal atresia, combined ab-
normalities, genetic disorders

KM Pa3BUTHUS, KOTOPHIC HOCST XapaKTep MOHOIOPOKA
NN MOI‘y’I' aCCOHI/II/IpOBaTBCH 158 O6p330BI>IBaTI> KOM-
TJICKCHI aHOMauni, Takue Kak cuHAapombl VACTERL,
Goldenhar u Martinez-Frias.

OpHako 1eNTh HAYYHOTO 0030pa COCTOMT B OIHCA-
HUU TCHETUYECKUX (OPM aTpe3uH MHIIEBOAA, K U3JI0-
JKECHHIO KOTOPBIX MBI IEPEXOIUM HETIOCPEIACTBEHHO.

MoHoreHHbIe 3200/1€eBaHuS,
CONMPOBOKAAIOIINECS aTpe3uell MUIeBoaa

Cunopom @eitnzonvoa

Cunpapom Deitaronpaa (Feingold), ere n3BecTHbIH
KaK OKYJIO-AUTUTO-330(hareaabHO-Ay0/IeHAIbHBII CHH-
npom (ODED cuaapom), siBisieTcs KpaitHe peIKuM 3a-
OoyieBaHrEM, XapaKTEPU3YIOIUMCS MUKpoledaInei,
MalnbIMH pa3MepaMu Teja U OOJBIIMM KOJIHMYECTBOM
aHOMaJIMi KUIIEYHMKAa M TaibleB. Pa3nuuaior asa
noATuna cuHapoma: FS1 — nHaumbGonee mnonnas op-
ma; FS2 — HemonHas ¢opma, XapakTepU3yrOIIascs
OTCYTCTBHEM aTpe3Wil KUIICYHHKA B CBOEM COCTaBe.
DEeHOTHII CHHIpPOMA XapaKTepU3yeTCs accolanuen
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Puc. 1. Knacoudvkaus KnmHu4eckux opM aTpesuyt nLLEBOAA B 3aBUCUMOCTM OT COYETaHHBIX aHOMAMMIA PasBUTUs

MPU3HAKOB: MHUKpoueQanus pa3HOW CTENEeHH BbIpa-
JKEHHOCTH, TIYOOKO pPacrojOKEHHbIE KpbUIbs HOCA,
aHOMaJINH YITHBIX PAKOBUH, MUKPOTHATHS, aHOMAIIH
PYK U HOT, a TakXe aTpe3us MUIIEeBO/Ia U IBEHA/IIATH-
MEePCTHON KUIIIKH.

AHOManMu KHCTEH PyK HpOSBIAIOTCS B BHIE Je-
¢dopmanuu crudareneil cperHero nanbla U KIMHOJAK-
THJIMH BTOPOTO MaJIblla, 0TMEYAETCSI TAK)KE TUIIOTLIA3US
cpennelt dananru (Opaxumesodaianrus) u ciaadbo pas-
BUTHIE OOJIBINNE MATBIBI (THIOILIA3HS OOIBIIOTO Mab-
11a). AHOMAJIUM CTYIHEH MPOSIBISIOTCSA B CHHAAKTHINH
2-3-ro u 4-5-ro maneneB. ['acTpouMHTECTHHAIBHBIE
aHOMaJIM{ BCTPEYAIOTCS Y KaKIOT0 BTOPOro peOCHKa.

Tounass pacnpocTpaHeHHOCTh cuHjapoma Deitn-
TOJIbJ]a TOCTOBEPHO HEW3BECTHA. JTOT CHHIPOM BBI-
3p1BafoT MyTaruu B reie MYCN [17, 18]. OdeBugHo,
yto MYCN-reH nponuceiBaeT HHPOPMALIUIO IS BbI-
paboTku Oenka, KOTOpBIH UrpaeT BaXXHYIO pojb B (hop-
MHUPOBAaHUM TKaHEH U OPTaHOB BO BpeMsi SMOPHOHAIIb-
Horo pa3Butus. MccnenoBanust y >KUBOTHBIX ITOKa3aly,
YTO 3TOT OeJTOK HEOOXOINM JIJIs1 HOPMAJIbHOTO Pa3BUTHSA
KOHEYHOCTEH, cepalla, oueK, HEPBHOM CUCTEMBbI, IH-

IeBapUTENbHON cucTteMbl u Jerkux. MY CN-nipoTens
pETYIHpPYET JAeSTeNbHOCTh APYTHX TEHOB, OYIy4YH CBS-
3aHHBIM C ompeneneHnHbiMu obnactamu JIHK. Ha oc-
HOBE ITOTO CBOWCTBa OEOK SBISETCS TPaHCKPHIIIIN-
OHHBIM (DPaKTOPOM.

Myranuu B reHe MY CN, KOTOpbI€ BBI3BIBAIOT CHH-
apom DeifHronpaa, CrocoOCTBYIOT (HOPMHUPOBAHHIO
OJTHOW KOTIHMHU T'€Ha B KaXJOW KIIETKE JJIsi BhIPAOOTKHU
moboro ¢gyuknuonaasHoro MY CN-ipotenna. B pe-
3yJIBTaTe€ TOJBKO MOJOBMHA HOPMAaJbHOTO KOJIMYECTBA
9TOro OejKa AOCTYIHA, YTOOBI YIIPABIATH AEATEIBHO-
CTBIO OIPEICTICHHBIX T'€HOB BO BpeMsSl SMOpHOHAIb-
Horo pa3BuTHsA. OgHAKO MOAPOOHBIN MEXaHU3M 3TOTO
Iporecca J10 KOHIIa HEU3BECTEH.

Hetu ¢ cungpomoM DeiHTONIBAA YaCTO POXKIAIOT-
Cs C BPOXKJICHHOHM KHUIIIEYHON HENMPOXOAUMOCTBIO, BbI-
3BAaHHOM aTpe3ueil pa3IUYHBIX CETMEHTOB KHILIEUHOU
TpyOku. B GoibIIMHCTBE CilydaeB aTrpe3us BO3HHKAET
B BEPXHHMX CEIMEHTaxX MHILIEBApPUTENIHHOTO TpPaKTa —
B THIIEBOAe (arpe3us NHINEBOAA) WM JIBEHAAIA-
THTIEPCTHOW KHIMKE (aTpe3us ABEHAAIMATHIICPCTHOU
KHIIKK). ATpe3ns MUIIEBO/Ia Y OOIBHBIX C CHHIPOMOM

[
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Ta6nu|.|a 1. TeHetnyeckue CUHLPOMBI, XPOMOCOMHbIE aHOMaIuu 1 acCoLmaLm, BKNKOYaLLMe aTpesnio N1LLEeBoaa U TpaxeonuiLeBoaHY0 Q)VICTyJ'Iy

MOHOIEHHbIE 3ABOJIEBAHUA

MecTo
3aboneBaHue leH pacnonoxenus OedekTbl
CuHgpom Feingold MYCN 2p24.1 ATpesns KULLIEYHUKA, HU3KWIA POCT, aHOManmmn KOHe4YHOCTEN
Cungpom CHARGE CHD7 8q12 Kono6oma, BpoxXaeHHbIE MOPOKY cepaLia, aTpesusi XoaH, 3agepkka
NCUXOMOTOPHOIO M (OU3NYECKOTO Pa3BUTUS, TMMNONasuvs NnomoBbIX
OopraHoB, aHOMasnuu yLLIHbIX PaKoBWH
CuHgpom AEG SOX2 3926.3-927 AHOManuu rnas — aHogTanbMusi, Konoboma, aTpesnm KULLIEYHMKa,
aHoMarnumu yLIHbIX PpakoBUWH, rorionpo3aHuedanus
CuHgpom Pallister-Hall GLI3 7p13 [Mnotanammyeckasi ramaptoma, nonu- U CUHAAKTUNNS, aTpe3uns
aHyca, yABOEHNE HaaropTaHHUKa, rMnonuTyuTapusm
Cunapom Opitz G MID1 Xp22 vneptenopuam, napuHrotTpaxeoasodareanbHas pacilienuHa,
rmnocnagmust u aTpesnm KULLeYHuKa
AHemuns Fanconi FANCA 16924.3 'Mnonnasmsa KOCTHOrO Mo3ra Y NaHUUTONEHUS, OCTPbIA MUENONOHbLIN
NENKo3, HapyLUEeHWs NUTMEHTaLMMN KOXKN
CuHapom FANCC, 9g22.3 (V) = N03BOHOYHbIE aHOManuu;
VACTERL+hydrocephalus | FANCD1, 13912.3 (A) = aHanbHas aTpesus;
FANCD2, 3p25.3 (C) = cepaeuHble gedekTbl;
FANCG, 9p13 (T) = TpaxeonuLLEBOAHBIV CBULL;
FANCB Xp22.31 (E) = aTpesuns nuwieBoa;
(R) = noyeyHble aHOManuu;
(L) = aHOManuu KoHeYHoCTEN;
+ (hydrocephalus) = rugpouedanus
XPOMOCOMHbIE AHOMAUU
MecTo
Sl pacnonoxeHus Aecbexr
Tpucomus (cuHgpom JayHa, Xpomocombl 13, | PasanuyHble 6onblume aHoManumn passuTus, CONpoBOXAALLMECS
cuHgpom lMaTay, cuHapom 18, 21 3a4epPXXKOM YMCTBEHHOMO PasBUTUS, aTPe3un KULeYHnKa
OpBapaca) 1 xapakTepHble eHOTUMbI
CwuHpgpom DiGeorge TBX1 22q11.2 BpoxaeHHble NOpPoKkK cepaua, rmnepTenopuaMm, paclienmHa Heba
(cvHapom pgeneumnn 22911) 1 BepxHeW rybbl, runocnaguvsi, cpeavHHble AedeKTb
CuHagpom geneumn 13q — ZIC2 13922 MukpodTanbmus, runeptenopmam, 3agepxka pocta, CpeAnHHble
cuHapom Op6ennu AedeKTbl U KLIeYHble aTpesun
CuHgpom geneummn 17q — RARa 17921.3-g24.2 3apepkka yMCTBEHHOTO pas3BuUTHst, NMULIEBON AN3MOPEN3M,
cuHapom Cmut-MareHuc NOG rMnonnasus nuua, UHTECTUHanbHbIE aTpPe3nK, 3KCTPOUsi MOYEBOIO
TBX4 ny3blpsi
CuHgpom 16q24 FOXF1 16924.1 B3agepxka pasBuTusi, TPOMBOLMTONEHNS, aHOManuu nuua
CuHgpom Opitz-Kaveggia FGS 1-5 ? 3agepxka pasBuTUS, MblLLIEYHAs MMNOTOHWS, aTpe3ns aHyca
ACCOLIMALIUN AHOMATIU
MecTo
leH pacnonoxeHus AedexTt

VACTERL accoumnauus

CwuHppom Goldenhar

CwuHpgpom Martinez-Frias

(V) = N03BOHOYHbIE aHOManuu;
(A) = aHanbHas aTpesus;

(C) = cepaeyHble gedekTbl;

(T) = TpaxeonuMLLEBOAHBIV CBULL;
(E) = aTpesusa nuwesoaa;

(R) = noyeyHble aHomanwuu;

(L) = aHOManumn koHe4HoCcTeN

HenonHoe pa3sBuTue yxa, Hoca, MArkoro HéGa, rybbl 1 HUXHEN
YErCTM Ha OfHOI CTOPOHE Terna, AepMouabl Ha Tene

Accoumaunsi BHene4eHOHYHoM hopMbl aTpe3nm XenyeBbIBOASALLMX
nyTe|7| narpes3nn ﬂBeHa,D,LlaTI/II'IepCTHOVI KULLIKKX, rmnonnasmm
I'IO,D,)KeJ'Iy,EI,O‘-iHOﬁ xXenesbl U ManbpoTaunun KULLIEeYHUKa
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Oeitaronpaa Berpedaetcs B 30—40% ciydaeB 3a0ome- y pa3HBIX YICHOB CEMbH CYIIECTBEHHO BapbHPYIOT.
BaHus. CoIyTCTBYIOLIME aHOMAJIMK, MaJeHbKUH pocT B mocnenHee BpeMsi OOe3Hb CBS3BIBAIOT C MyTallusi-

1 MHKpoIledanrs He BIUSIOT Ha 3aKuBJIeHHe aHacto- MU reHa CHD7, koaupyroiero XpoMomaoMeH-coaep-

MO3a IIMIIEBOAA. skanquii JJHK-cBsi3piBaronuii 0€0K ¢ TeIHKa3HOH aK-

TUBHOCTHIO [19, 20]. Canuraercs, 4To TaKue IPOTCHHBI

Cunopom CHARGE unu cunopom Xonna- YYacTBYIOT B paHHEM SMOpHOTEHEe3e, Perylupys dKC-
Xummnepa TIPECCUIO TEHOB.

00 accommaumi CHARGE ctamo wu3BecTHO OTMeuaeTcsi CXOACTBO MEXKAY AacCOLMalUIMU

B 1981 r, korna Ha ocHoBaHuM aHanu3a npenmectsy- CHARGE u VACTERL no crektpy mOpokoB pa3Bu-
IOLIel TUTepaTypsl ObUIO OTMEUEHO HEOOBIYHO YacToe  THS — 00€ acCOIMalii MHOTIA MOTYT OBITh BhIpaKe-
coyeTaHue Mex 1y coboli koooomel riasa (Coloboma),  HHEM OIHHUX U TeX ke Ae(EKTOB pa3BUTHS OPraHHU3Ma.
nopokoB cepaua (Heart disease), arpe3nu xoaH (Atresia OTHoOIlIeHHe JETCKOTO Xupypra K OOJBHBIM
choane), 3anepxku ¢usndeckoro u ncuxomoropHoro ¢ CHARGE cunapoMom 3akitoyaercsi B 3HAaHHU CIIEK-
pasButus (Retarded growth and development), runmo-  Tpa COMyTCTBYIOIIMX aHOMAJIWH, KOTOpbIe MOTYT IIO-
Tu1a3uu nostoBbIX opranos (Genital hypoplasia), aHomMa-  BIMATH Ha TEYCHHE IOCIICONEPAIOHHOTO IEpUOa,
JMH YIIHBIX pakoBUH w/miu TyxoTel (Ear anomalies/ B OCHOBHOM TOPOKOB pa3BUTHsSI cepliia U HOCOBBIX
deafness). Takum oOpa3zom 00pa3oBajiCsi aKPOHUM, CO-  XOZOB. J[pyrux 0coOEHHOCTEH OpraHu3Ma y 3TUX Ma-

CTOSIILUM U3 IepBbIX OYKB COOTBETCTBYIOIMX aHDIUI-  IIMEHTOB OOBIYHO HE cymiecTByeT. B mrobom ciyuae,
CKUX TEpMHHOB, U Ha3BaHue — acconnanust CHARGE,  momuuupyromeit manbpopmarueid sBisieTcss arpesus
MIPOYHO 3aKPENUBIIEECS B IUTEPATYPE. MUINEBOJIa, KOTOpas HYXJIAeTcsi B IEPBOOUYEPEIHOM

B Hacrosimiee BpeMs 3aperuCTpHpOBAHO JOCTa-  KOPPEKIHMH. PEKOHCTPYKIMS aTpe3un XO0aH MOXKEeT
TOYHO OOJIBIIOE KOJIMYECTBO CIIy4YaeB TAKOW accolMa-  ObITh BBIMOJHEHA depe3 1—2 Hemenu IOCje BBIIOJ-
IIUH, XOTS] MUHUMAJIbHbBIE THAarHOCTUYECKHE KPUTEPUN  HEHHs 330(harealbHOr0 aHaCcTOMO3a, KorJa peOeHOK
JI0 CUX IOp He pa3paboTaHbl U BONPOC O TPAKTOBKE  OyAeT HY>KAATbCA B CIIOHTAHHOM JBIXaHHH, KOTOPOE,
HETIONIHBIX (OPM OCTaeTCsl OTKPBITHIM. Acconuanys  €CTECTBEHHO, OyleT 3aTpyAHEHO H3-32 OOCTPYKIHH
CHARGE Bctpeuaercs gocratodHo 4dacto. Ilo gaH-  BepXHHUX ABIXaTENbHBIX MyTeil.

HeIM G. Enriquez, u3z 306 OonbHBIX ¢ aTpe3ueil xoaH

OTMEUEHBI COIYTCTBYIOIINE MOPOKU pa3BUTHs, B ToM  Cunopom AEG (cunopom SOX2-anogpmanvmus)
yrcine y 41 — mopoku cepana, a y 24 — konoOoMbl pa- ['MaBHBIMH OTJAMYUTENEHBIMH TTPH3HAKAMH CHHAPO-
JTYKKH. Ma SIBIISIIOTCSI aHOMAJINH TJ1a3 — MUKPODTaIbMU, aHO(-

ITaronorus yumiHbIX PakOBHH 3aKJIIOYACTCS B aHO-  TaJbMUS, TUIIOIUIA3Us 3pUTEILHOTO HEpBa, KolloOoMa.
MasusaxX (opMbl (BIUIOTH 10 aTPE3UH HAPYXKHOIO CiIy- Y YacTH MAalHeHTOB ONPENeNSIeTCs aTpe3us MUIIeBO-
XOBOTO IIPOX0Jia) U B IIIyXOT€ HEHPOCEHCOPHOTO TUMA.  [1a /WA M30JIMPOBAHHBIA TPaXEOMHIIEBOAHBIN CBHUII.
Y HEKOTOpBbIX OOJBHBIX OTMEYAIOT MUKPOTHATHUIO, a-  HaOmromaroTcsi aHOMaJIMU CTPOSHHS YITHBIX PaKOBHH,

pe3 JIMIEBOro HepBa, pacuieHbI TyObl U HEOA, aCUM-  MOPOKH PAa3BHTHS CEP/Iia, KPUIITOPXU3M, PACIIHPEHUE
METPHIO JINIA, KOJOOOMBI, MUKPO(TAIIbM, MOMYTHE-  OOKOBBIX KEIYIOYKOB TOJJIOBHOTO MO3Ta M TOJIOMIPO33H-
HUS pOTOBHIIBI, KATAPAKTY. nedanus.

VY mnanuentoB ¢ CHARGE cunapomom otmeua- AEG cunmpom 3arparusaet kaxmoro u3 250 000 pox-

I0TCSl HAapyIUICHHsI CTPOSHUS Mo3ra (apuHAHICans,  ACHHBIX JKUBbIMH jaerei. IlpuOmmsurensro 10-15%
pexe — runpornedaniis), KeayIToqYHO-KHIISYHOTO Tpak-  JroAei ¢ aHOPTaNbMHEH UMEIOT 3TO TeHETHYECKOe OT-
Ta (Jaire aTpe3us MUIIeBO/a, XOTs ecTh U HaOmoaeHns  kioHeHne. AEG cuHIpoM BO3HWKAeT B pe3yabTare My-
aTpe3nH MPSMON KHUIIKH W MHJIOPOCTeHO3a), mopokn  Tamuu B reHe SOX2 (3q26.33) — nannbie J. Que [21]
nmo4yek (OJHOCTOPOHHSS aruia3usi, moakoBooOpasHas — u K. Williamson [22]. DTOT ren npomnuckiBaeT uH(Gopma-
MOYKA U T. IT.). LU0 /ISl TOTO, YTOObI CHHTE3UPOBATh OCJIOK, KOTOPBIH

Otuonorus acconuanuu CHARGE nescna. Oxkoo  urpaer BayKHYIO pPOJib B (QOPMHUPOBAHUN MHOTHX Pa3iTid-
80% cny4aeB SIBISIIOTCS CIOPaAMYECKUMH. B TO kK€  HBIX TKaHEH M OPraHoB BO BpeMsi SMOPHUOHATIBHOTO pa3-
BpEMsI U3BECTEH PsiJi CEMEHHBIX CIIy4aeB, B KOTOpbIX  BUTHA. benok SOX2 perynupyeT A€ATENbHOCTb IPYTHX
T€ WU WHBIE TPU3HAKH NEePEeNaroTCs M3 TMOKOJICHHWS  T'€HOB, 0COOCHHO TEX, KOTOPhIC BAXKHBI JIJIsl HOPMAJIBHO-
B TIOKOJIEHHWE. BBIpakeHHOCTh M CHEKTp aHOMAaIWK  TO Pa3BUTHS IJia3.
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Myrtamum B rene SOX2 mpemnoTBpaIiaroT MPOou3-
BOJICTBO (PyHKIHOHANBHOTO Oenka SOX2. OTcyTcTBrE
3TOr0 O€llKa TPEMSATCTBYET NeATENFHOCTA TE€HOB, KO-
TOpBIE BaKHBI Ul Pa3sBUTUS Va3 M JIPYyTruX yacTei
Tena. HenmpaBuiibHOE pa3BUTHE STHX CTPYKTYD BBI3bI-
BaeT npusHaku cunapoma SOX2-anodpransmus. AEG
CHH/IPOM HACIIEAYEeTCs 10 ayTOCOMHO-JOMHUHAHTHOMY
THITY, 9TO O3HAYAeT, YTO OMHOW KOIMU M3MEHEHHOTO
TeHa B K&KJOU KJIETKE TOCTAaTOYHO, YTOOBI BHI3BATH 3a-
OosieBaHue. BOJBIIMHCTBO CllydaeB CHHAPOMA BO3HU-
KaeT U3 HOBBIX MyTanmii B reHe SOX2 U mpouCcXoauT
y moned 0e3 mpemuiectsyoomei ucropun AEG cun-
JIpoMa B UX CEMBbE.

Hetn ¢ AEG cuHIpOMOM OOBIYHO pPOXKIAFOTCS
0e3 ma3HbIX 050K (aHO(TANBEMUSL), XOTS Y HEKOTOPBIX
HOBOPOXKICHHBIX MMEIOTCSl MajlieHbKHE Tia3a (MUKpPO-
¢dranemust). TepMuH aHOPTATBMUS 4aCTO UCIONIB3YETCS
MOTMIEPEMEHHO ¢ MUKPOQTaIbMHUEH, TIOTOMY YTO Y Ia-
IIUEHTOB 0e3 BUAWMBIX TJAa3HBIX SOJIOK, KaK IpaBH-
JIO, CyIECTBYyeT HEOOINBIION OCTAaTOK IIa3HOH TKaHH
WM THUIOIUIa3UpOBaHHbIe TIa3Hble s0moku. [Tpobnemsr
C IMIa3aMH MOTYT BBI3BIBATh 3HAYUTEILHYIO IOTEPIO 3pe-
HUSI, TaK Kak 3a00J1eBaHUe OOBIYHO 3aTparuBacT 00a ra-
3a, XOTSI MOTYT CYIIIECTBOBaTh ACHMMETPHYHBIC (JOPMBI.

AHOManmMM HapyXHBIX TIOJIOBBIX OPTraHOB dYallle
BCTPEYAIOTCS Y MAIBYUKOB U BKIIFOYAFOT KPUTITOPXU3M
W MaJICHbKUH MONOBOH wiieH. B 3aBucumoctu ot cre-
MIEHH TSHKECTH aHOMAITUH, TIPOAOIIKUTEIILHOCTD KU3HH
MOXET OBITh HOpPMAIIbHOW, OJHAKO YacTh IMaIUCHTOB
yMHpaeT B TEPHOA HOBOPOXIeHHOCTH. Hexoropsie
aHOMAJIMH, TaKWe KaK IMOPOKU CepAla, MOTYT OBITh
yCTpaHEHbl XUPYpruyecKuM myreM. OJJHaKo Ha ceros-
HSIIHUM J€Hb HE CYLIECTBYET aJleKBaTHOTO JICUEHHS
TTOPOKOB TJ1a3 /11 BOCCTAHOBJICHUS 3PEHMUSL.

YacTh MalMeHTOB POXKAAETCS C HEMPOXOIUMOCTHIO
MUIIEBO/Ia — aTpe3neil, KOTopasi COMPOBOXKIAETCS Ha-
JUYAEM COOOIIEHUS MEXKIy NHIIEBOJOM U Tpaxeei.
[IporHo3 Teuyenusi 3a0o0jeBaHUsl y MALMEHTOB C IIO-
POKOM DPa3BHTHS MHIICBOJA 3aBUCHT OT COIYyTCTBYIO-
IIETO MOpaKeHUs HEPBHOU cucTeMbl. Y pereli ¢ AEG
CUHJIPOMOM TaKX€ BO3HHKATh MO3TOBbIC OTKJIIOHCHHUSI,
MEJIEHHBIH POCT, OTCPOYEHHOE Pa3BUTHE MOTOPHBIX
HAaBBHIKOB (TakHe Kak XoAp0a) U cepbe3Hble MPOOIeMbl
¢ o0y4eHueM.

Cunopom Pallister-Hall

YV GoNBIINHCTBA HOBOPOXKICHHBIX C ATHUM 3a0oire-
BaHMEM CYIIECTBYIOT AHOMAIHWU Pa3BUTHS TMAaJbIICB
KUCTEH M CTOM B BHJC MOMUJAKTHINM M CHHIAKTH-

74

POCCUMCKMWH BECTHUK 2017 Tom VII Ne 1

muu. J[pyruM OTIMYUTENEHBIM TIPU3HAKOM SIBISIETCS
raMaproma runoTtanamyca. ¥ MHOTHX AeTed HOBOOO-
pa3oBaHHE TOJIOBHOTO MO3ra HE BBI3BIBACT MpOOIEM
CO 3JI0POBBEM, OJTHAKO HEKOTOPBIC TUIIOTAIAMHICCKHE
ramMapToOMBbl MPHUBOAAT K TOPMOHAIBHBIM OTKJIOHEHH-
SIM, KOTOPBIE MOTYT OBITh OMTaCHBIMU JUIS XKHU3HH. O 110-
BBIIIEHHOM DPHCKE 3JI0KQYECTBEHHOI'O IEpPEepOKICHHS
raMapToM B JIUTEpaType He cooOmIaeTcs.

Hpyrue ocobennoctu cuniapoma Pallister-Hall 3a-
KIIIOYAIOTCST B HAIMYWMU AHOMAIIM HaJIropTaHHUKa
B BUJIEC €r0 pacIIeIUIeHus, aTpe3uH MUIIeBO/Ia 1 aHyca,
a TaK)Xe MOPOKOB Pa3BHUTHUS MOYEK.

Cungpom Pallister-Hall BrisBnsieTcst 04eHb pefKo,
W ero pacmpoCTpaHeHHOCTh HeusBecTHa. Pa3Butue
3a0oneBaHus BbI3bIBaeT MyTanuu B rene GLI3, xoto-
pBI OTBETCTBEHEH 3a CHHTE3 OeiKa, HeoOXOIMMOTO
JUTSE. HOPMaJbHOTO (HDOPMHUPOBaHMS MHOTHX OpPraHOB
Y TKaHeW 70 POXKICHHUS.

MyTtauuu, KOTopbie BbI3BIBAIOT cuHApoM Pallister-
Hall, xax mpaBuio, IpUBOAAT K MPOAYKIMHU Hempa-
BUJILHOM, KOpoTKOM Bepcuu Oenka GLI3 [23, 24]. B ot1-
Tugue oT HopMasibHOTO Oemka GLI3, koTophlii MOKeT
BKIIFOYHThH II€NIEBbI€ TEHBI, KOPOTKUH OEIOK MOXKEeT
TOJBKO TONABIATH LeNieBble TeHbl. VccrnemoBarenu
J0 CHX MOp paboTaroT Hal TeM, YTOOBl ONpPEAEIUTH,
KaK 9TH M3MEHEHHs B CTPYKType Oellka 3aTparuBaroT
pannee pasputue. Cunapom Pallister-Hall nacienyer-
s TI0 ayTOCOMHO-TOMUHAHTHOMY THITY.

Kak ormeueHO BbINIEe, raMapToMa TUIOTaIaMyca
MOKET NPUBOANTE K HAPYIIEHUSIM MO3TOBOH JIesSTEIb-
HOCTH, KOTOpbIe H3BeCTHHI Kak Epilepsy Gelastic. Tep-
muH Gelastic MPOUCXOMUT U3 rPeYeCcKOro ciosa gelos,
YTO 03HaYaeT cMeX. IHTepecHo, uTo 3a00eBaHme mpo-
SBIISIETCSI OOBIYHO CMEXOM, KOTOPBIM YacTO OTHCHIBA-
€TCs KaK «ITyCTOM» M HEe OYCHD MPHUSTHBIM.

[Tporxo3 3a001eBaHMsI 3aBUCUT OT MPOSIBIICHU CHH-
npoma. JleueHne paciieruieHusi HaAropTaHHUKa Yaile
BCEr0 CHMIITOMaTH4YecKoe. Tepamus SHIOKPUHHBIX
HapyIIEHUH 3aKIII0YaeTCs B HOPMAIM3alW{ KOHIICH-
Tparyy TOPMOHOB (KOPTH30J1a) B KPOBH, TaK Kak cama
ramMapTomMa He TMOJUIeKHUT PE3CeKINU W3-3a PHUCKA XH-
pyprudeckux ocioxkHeHu. Koppexkuus anoManuii
MaJIBIEB MOXKET OBITh IPEIPUHATA Ha H30UPATEIBHOM
OCHOBE Y 3aBHCHUT OT aHATOMHYECKUX BAPUAHTOB.

[IpucoennHenne aTpe3ny MUIIEBOAA W/ UITH aTPE3NN
aHyca MPeCTaBIsIeT CePhe3HYI0 MPOOIeMy IS Taln-
enToB ¢ cuaapomom Pallister-Hall. TIporno3 mis pe-
OcHKa ¢ 3TUM 3a00JIeBaHUEM OYIET ONPENeNsIThCS pe-
3yJlbTaTaMy IUTACTHKY MTUIIEBOA U aHyca.
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Takum 06p2130M, OTCYTCTBUC ONACHBIX HJIA XU3HH Yy HNanueHTOB MYIXKCKOIO II0JIa € THICPTCIOPU3MOM
COYETAHHBIX COCTOSHHI (B OCHOBHOM MaHI'MIIOIHNTY- 1 OAHUM M3 APYTUX NPU3HAKOB 3a00J1€BaHUS — JIapuH-
I/ITapI/I3M) ACJIacT IMPOrHOo3 1A MAIlUCHTOB C ane3I/Ieﬁ ro-Tpaxeo-330¢)areaanaﬂ pacuieiimia, arpe3us Mmuiic-

MUIIEBOIa OIarONPHUSITHBIM. BOJIa M aHajbHas arpe3us. UneHrudukanus MyTanuu
MID1 wmm genenmm 22q11.2 moaTBepaaeT AWMArHO3

Cunopom Opitz G u Opitz; BBB [26].
Cunapom Opitz G/BBB (OS) sBnserca reneru- s nedeHus 3Toro cuHApoMa TpeOyeTcs ydacTue
YECKUM CHHIPOMOM, MPOSBISIOMIAMCS aHOMAIUSAMH  MYJIBTUIUCIMILIMHAPHOW KOMaHBI, KOTOpasi JOJIKHA
CpelHEeW JMHUHU, KOTOpBIE BKIOYAIOT THIIEPTENO-  BKIKOYATh HEOHATAIBHOI'O XUPYPIa, YepPeIHO-TUIICBOTO

pHU3M, JTApUHTO-Tpaxeo-330(areajbHyl0 pacllelnHy,  XHpypra, opTaabMoora, meauarpa, ypoiora, Kapaiuo-
TUNOCHIAJUI0 U aTpe3uto kumedHuka. CyllecTByeT — JIora ¥ MEAMIMHCKOro reHeTuka. JleueHue mpeamnona-
JIBa KIIMHMYECKW HEPA3INYNMbIX T€HETUYECKHUX MOA-  TaeT XUPYPru4ecKue BMEIIaTelbCTBa, HalpaBICHHBIC
tuna Opitz G/BBB: cBs3anHbIli ¢ X-XpOMOCOMOM  Ha KOPPEKLHUIO aTpe3rH MUILEBOAA, aHAIBHON aTpe3uu
cuaapom Opitz G/BBB (XLOS) u ayTocOMHO-I0- ¥ JApUHIO-Tpaxeo-330¢arcalbHON pacileuHbL.
MuHaHTHBIH THn cuHapoMa Opitz G/BBB (ADOS). [IporHo3 BappUpyeTCs B 3aBUCHUMOCTH OT TSDKECTH
XLOS BeBan myrauusimMu B rene MID1 (Xp22), anHomanuii, KOTOpblE HMEIOTCS Y TAIMEHTOB C CHHJIPO-
KOIMPYIOIIEM CUHTe3 OeyikoB, oTBeTcTBeHHbIX MoM Opitz G/BBB. Koppekuus arpesum muiieBona
3a ¢opMmupoBaHue cpexHedl nuHMH Terna. OTHAKO W JapHHTO-Tpaxeo-330¢areaabHON pacIIeNnHbI HO3BO-
Yy HEKOTOPBIX MALUEHTOB C KIMHUYECKH TUArHOCTU-  JISIET YIYyYIIMTh COCTOSHHE TallMEHTOB, U JalbHelIIee
poBanHbIM XLOS He oOHapyXUBalOTCAd MyTaluH  pa3BUTHE peOeHKa MPOTeKaeT OJIaromnoiayvHo.

B MIDI, Ha OCHOBaHHUM YE€TO MOXKHO MPEATIONIOKUTS,

YTO ApPYTUe TeHbl MU MYTallud MOTYT OBITh BOBIe-  Anemus @aunxonu (Fanconi)

4yeHsl B 3TOT nporecc. ADOS, naubonee BeposATHO, Anemuss daHKOHM — 3TO KpallHE peaKoe Te-
BbI3BaH jenenmeit 22ql1.2 [25]. Curzmpom mpe-  HeTHYeckoe 3a00JeBaHUE, KOTOPOE BCTpeYaeTcs
JKII€ BCETO 3aTparuBacT HOBOPOXKAECHHBIX Myxkckoro y 1 u3 350000 HoBopoxxaeHHbIX [27]. Beicokas gacTo-
nona. Pacnpoctpanennocts XLOS Tuma konebieT- — Ta 3TOro 3a00sieBaHMs HAOMIONACTCS Y €BpEeB alllKeHa-
cs ot 1:50000 mo 1:100 000. PactipoctpaneHHocts 31 U xkurtened FOxuoi Adpukm.

ADOS neusBectHa. [lonararot, 4To 3TOT CUHAPOM — B ocHoBe anemuu ®DaHKOHU JIEKUT HACIIECTBEH-
yacTh cUHApoMa nenernuu 22q11.2, pacnpocTpaHeH-  Has 0Ooie3Hb, XapaKTepPHU3YIOMIascsd THUIIOILIa3nei
HOCTH KoTOpoTro coctasiser 1:4000. KOCTHOI'O MO3ra U nma"nnutoneHueid. Auemusa @aHkoHu

Opitz G u Opitz BBB (B Ha3BaHHAX HCIIOIB30Ba- B OONBIIMHCTBE CIy4aeB UMEET ayTOCOMHO-PELECCHB-
Hbl MHHMLHUAJBl NEPBOHAYAIBHO OINMCAHHBIX CEMEH)  HBIH THUI HACIEAOBAHUS. DTO O3HAYAET, UTO JIBE KOIIHH
ObUTH OITyONMKOBAaHbI KaK pa3iW4yHble (JEHOTHUIBI, HO,  TeHa (OJHa OT MaTepd W OJHa OT OTIa) HECyT B cede
KaK BIIOCIIEICTBUH OOHAPYKHJIOCH, OKAa3aJIUCh OMHUM  MyTanuu. [Ipu 3ToM BepOsSTHOCTH POXKICHUS OOIBHOTO
u tem ke cunapomom. s cunapoma Opitz G/BBB  pebenka y Takux poauteneit cocrasnseT 25%. B pen-
XapaKTepHbI JIULEBbIC Ne(PEKThI, BKIIOYAs BBIAAOMIMNA-  KHUX cliydasx aHemuss PaHKOHU nMeeT X-CLEeIUIeHHBIH
cs1 1100, THUIEPTENOpU3M, LIMPOKYIO MIEPEHOCHILY, pac-  PELECCHBHBIM THN HacienoBaHus. [Ipu 3ToM TONbKO
LIEJMHBI BEpXHel TyOrl 1 HEOA, a TaK)Ke THIOCIagUI0,  MarTh SIBIISETCSI HOCHTEIEM MYTAllMH, a BEPOSTHOCTH
KPUITOPXU3M U TMIIOIUIACTUYHYIO MOIIOHKY. Y 3Ha4M-  3a0ojeBaHHsA y CHIHOBEil coctaBmger 50%. Anemus
TEJIbHOW 4acTH MAlMEeHTOB BBIABISIETCS JIApUHIO-Tpa-  PaHKOHM BO3HMKAET IPU HalW4uH Aedekra B Kiacrte-
xeo-330(hareanpHas pacilelnHa, aTpe3us MUIIeBoAa  pe OenkoB, oTBewarommx 3a penapanuto JJHK. B pe-
U aHajbHAs aTpes3usl, CUHIAKTHINSA, BPOXKACHHBIE 110-  3ynbTare 3Toro B cpeaHeM K 30—40 rogam y O0mbHBIX
POKHM ceplilia, TAKUEe KaK CeNTalbHbIe Ne(EKThl, JIeBask  Pa3BUBACTCS HEOIUTACTHUYECKHUI Mpoliecc (Yalle BCero
abeppaHTHasl BepXHss MMoJiasi BEHA U OTKPBITBIM apTe-  ocTpas MUENIOWIHAsS JICHKeMHs1) U alutacTHYeCcKasl aHe-
pUaTBHBIA TPOTOK. BONBIIMHCTBO manueHToB cTpaga-  Mmusa. Ha ceromnst m3BectHo 13 renoB [28, 29], myTa-
0T 1e(DUIUTOM HHTEIJIEKTA CO CHIDKCHHEM BHUMAHHS,  IIMHM B KOTOPBIX BBI3BIBAIOT pa3BHTHE aHeMHun PDaHKo-
3aTpyOHEHHUSAMH B yuebe U HapyIICHUSIMH PEUH. nu: FANCA, FANCB, FANCC, FANCDI1, FANCD?2,

Cungpom Opitz G/BBB mmarnoctupyercst Ha oc-  FANCE, FANCF, FANCG, FANCI, FANCJ, FANCL,
HOBe oleHKU (eHoTHNAa W MOxeT ObITh 3amogo3peH  FANCM u FANCN. FANCB M0XHO cCUUTaTh HCKITIOUE-
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HUEM, TO €CTh KOIZla IIPOUCXOJUT MyTalllsd 3TOI0O IeHa,
TO OOJIe3Hb HE CUMTAETCSI AyTOCOMHO-PELECCUBHOM,
TaK Kak 3TOT I'eH HaxoauTcs Ha X-xpomocome. [Toato-
MY B JaHHOM ciIy4ae 3T0 Oyaer X-cueruieHHOe perec-
CHUBHOE HacienoBaHue. JlaboparopHylo AHArHOCTUKY
MIPOBOJIAT, HCCIEAYSI ITperapaTbl XpOMOCOM M3 TrMdo-
LIUTOB WM aMHHUOLMTOB, BBIPALIECHHBIX B IPUCYTCTBUU
MUDIIOKCUOYTaHa, — B KJIETKaX OOJHHOTO OOHAPYKUBA-
IOTCSI pa3phIBBI XPOMOCOM.

Oxono 60-75% mnanveHTOB UMEIT MHOXECTBEH-
HBIE BpOXKAEHHBIE NIeeKThl. OOBIYHO ATO pa3NuvHbIC
AHOMAaJIMU CTPOCHUS KOXKH, PYK, T'OJIOBBI, INIa3, ITOYEK,
yIel, HapyIIeHUs] MUTMEHTAMU KOXKH, a TaKXe OT-
KJIOHCHHS B Pa3BUTHH.

OnHUM W3 OCHOBHBIX METOIOB JICUECHHS TSDKEJIOH
arIacTUYeCKO aHeMUH OCTaeTcs Iepecanka KOCTHO-
r0 MO3ra OT JIOHOPOB, NoJ00paHHbIX Mo cucteme HLA
u MLC. HauGonee OmaronpusTHa TpaHCILIAHTALIUS
OT OZIHOAHNIEBBIX ONn3HENOB. B 3Tux cinywasx nHorga
yaaercsl TpaHCIUIaHTauusl 0e3 MpenBapuTeNbHON HM-
MYHOJETIPECCUH, 00s3aTeNIbHOI mepe] TpaHCIUIaHTa-
nyei koctHoro mosra. KocTHbIi MO3r 00bIMHO OepyT
y OparbeB Wiu cecTep OONBHOTO.

Y dgactu HOBOPOXAOCHHBIX € 3THUM CHUHAPOMOM
BCTpeyaeTrcs arpe3us mnumeBoga. OObIYHO XHUpPYp-
TMYECKOe BMEILIATEIbCTBO (AHACTOMO3 IHIIEBOJA)
HE CONPOBOXKAAETCS IMOSABICHUEM JOMOIHUTEIBHBIX
npobieM B TocieonepandoHHoM nepuoae CpenHss
MPOAOIKUTETHFHOCTD )KM3HH COCTaBIsAET oKoso 30 JerT.
Y MHOTMX Jro/ieil B KOHEYHOM UTOre aHeMusi @aHKOHU
NPUBOIUT K BO3HUKHOBEHHIO OCTPOTO MHEIOUIHOTO
neiiko3a. IlanmeHTrl, KOTOpeIM OblIa OCYIIECTBIICHA
yCHelHasi TpaHCIUIaHTalMsg KOCTHOTO MO3ra W OHHU
TaKuM 00pa3oM BBUICUMIIUCH OT 3a00JIeBaHUH KPOBH,
JIOJDKHBI PETYISIPHO 00CIeI0BaThCS U TPEIyTPeK-
JICHHS U CBOCBPEMEHHOIO BBISIBIICHHUS Pa3BUTHS PaKo-
BBIX 00pa30BaHUM.

Cunopom VACTERL+zuopouepanusn
(VACTERL+hydrocephalus)

Cama no cebe VACTERL — n3BecTHas acconnanus
BPOXIEHHBIX aHOMAJIMH Pa3BUTHSI, KOTOPast BKIIFOYAET:

(V) = MO3BOHOYHBIC aHOMAJIHH;

(A) = aHAJIBHYIO aTPE3UIO;

(C) = cepneunbie nepEKTHI;

(T) = TpaxeonuIIEBOIHBIN CBHIIL;

(E) = aTpe3uto numeBoa;

(R) = moueuHbIc aHOMAIHIH;

(L) = aHoMaJInu KOHEYHOCTEH.
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Okazanoch, YTO MalUEHTHl C TUMMYHBIMU IpU3HA-
kamu accormanuu VACTERL, nHo compoBoxnaromiu-
ecst ruapouedanuein (H), popMupyror reHeTniecku
u peroTunuyecku otinuHbiii o VACTERL cunapoma
MOPOK Pa3BUTHUA, KOTOPBI HOCUT UMSI CUHJIpOM bpu-
apna OBanca (Briard Evans) wmm VACTERL-H. 3tor
CUH/IPOM OOBIYHO HACIIEAYETCsI 10 ayTOCOMHO-perec-
CHUBHOMY THITY.

beulo  ompezeneHo, YTO TPUYMHON  OOJIE3HU
VACTERL-H sBnsiercsa myTanusi TeHa, pacroioKeH-
Horo B Jokyce PTEN [30]. Ilogo6HOE MecTomomoxe-
HUE MyTaIlluX 3aMedeHo Takxke rpu cuaapome Cowden
u cuagpoMe Bannayan Riley Ruvalcaba. TpeOyercs
JalbHEWIMK YITyONeHHBI aHalIu3 3TOro JIOKYyca,
YTOOBI ONPENEIUTh KOHKPETHBIN T'eH, OTBETCTBEHHBIN
3a Bo3HHKHOBeHHE cuHapomMa VACTERL-H.

VYV mnauuentoB ¢ cuHapomom VACTERL-H wacto
€CThb JBYCTOPOHHHME U CHUMMETPUYHBIC AHOMAJIHUH JIy-
YeBOM KOCTH B BHJIC aIUIa3uu, arTpe3us IMUILEBOMA
W aHajJbHas arpe3us, ruapouedanus, paciierieHue
BepxHel TyObl 1 HEOA, aHOMAJIMU YIIHBIX PaKOBHH.

OTHonoTHsA THApOIEealun IpeacTaBiIeHa CTe-
HO30M BOJOINPOBOJA MO3ra, HO MOXET BKIIOYaTh
U JpyTUe NPUYUHBI, HAIPUMEP aHOMAIUIO APHOJb-
na-Kuapu.

VACTERL c¢ ruapouedanueii — dYpe3BbIYAiHO
penKoe TEeHETHYEeCKOe OTKIOHEHHE, OTIMYAIOIIeecs
ot nipocroit accormmarui VACTERL, xotopas siBisier-
Csl CITy9aifHOW accolaIieid BpOXKICHHBIX 1e(DEeKTOB.

IIporno3 manuentoB ¢ cunapomoM VACTERL-H
HEYTEIIUTENICH H3-32 CEPhE3HOCTH aHOMAJIMM pa3-
BUTHSA. BBDKMBaeT TONBKO HEOOJbIIAs 4acTh HOBO-
poxneHHbIX. OMHAKO JKW3Hb BBEDKUBIITUX MIIACHIICB
YCHOXKHSETCS MOCIEICTBUSIMU MHOXECTBEHHBIX I10-
POKOB W CBsi3aHa C OTPAaHHYEHUEM HX (PUIUYECKUX
BO3MOXKHOCTEH. TakuMm 00pa3oM, MPOTHO3 IS KHU3-
HU TIAIMEHTOB C aTpe3ued MUIIEBONA, CTPaJArOIIIM
VACTERL-H, ocTaeTcs HeOIaronpusTHBIM, JaXKe He-
B3upas Ha d((OEKTUBHBIN aHACTOMO3 330(¢arcaIbHBIX
CErMEHTOB.

XpoMoCOMHBIE AHOMAJIMH, COMPOBOKIAIOLIHECS
aTpe3ueil NuIeBoaa

Tpucomuu 13, 18 u 21-it xpomocom

B HOpMe "enoBek WMeeT AMIIIONIHBINA HaOop Xpo-
MOCOM, TO €CThb B Ka)JOW KIIETKE CONEPKUTCS ABOM-
HOM KOMIUIEKT Kaxkaoit u3 23 xpomocom. Ho ects cu-
Tyall#, B KOTOPBIX KJIETKH COIEP)KAT aHOMAaTbHBIU,
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He KparHblii 46, HaOOp XpOMOCOM, YTO Ha3blBaeTCi  JI00, Cy)KEHHE IJIA3HOW IIEeNH, YMEHBLICHHE DPaccTo-
aHeymouauedl. OAMH W3 BapuUaHTOB AHEYIUIOMOUM  SHHUS MEXKAY IMa3aMu, MHUKpoQTaibMus U KoJoOoma,
MOXET BBIPAXAThCs B HAUINYMU 100ABOYHOM XpoMoco-  Ae(OopMUpOBaHHBIE YIIHBIE DPAaKOBUHBI, pacIlelnHa
MBI — TPEX BMECTO 2 XpOMOCOM Iaphl. DTO COCTOSHNE  BepxHeil TyObl u HEOa, momumaktwma. Y 80% HOBO-
Oyzet Ha3bIBaThCsl TpucoMueil. Hanbonee yacto y 4e-  pOXKIEHHBIX BCTPEYAIOTCS IOPOKH PA3BUTHUS CepALa:
JIOBEeKa BcTpeyaroTcst TpucoMuu 1o 21, 13 u 18-ii mape  medekThl MeXxOKeTyI0UYKOBOH M MEXIpPEACepAHON Te-
XpOMOCOM. ATpe3usl IUIIEBOJA MOXKET COIyTCTBOBAaTh  PETOPOJOK, TPAHCIO3UIMU MarkuCTPaJbHBIX COCYIOB.
IPAaKTHYECKU KaXA0M (opMe XpoMOCOMHON aHoMa-  HaOmiomaroTcst Takxe aTpesusi IMHUILEBOAA, (PHOPOKH-

JIMM, BCTpeYasich Yalle Ipu CHHApoMe DIBapca. CTO3HbIE M3MEHEHUs IMOKETYIOYHON jKee3bl, 100a-
Cunopom (bonesmv) [ayna — cunopom mpucomuyu  BOYHBIE CEIC3CHKH, oMdalolee.
21 — camas yactas gopMa XpOMOCOMHOMW TMaTONIOTHH BonbmmaCcTBO 60NMBHBIX ¢ cuHApOoMoM [laray ymm-

y genoBeka (1:750). Hurtorenernuecku cunapom /lay-  patoT B Bo3pacte A0 1 roma. AnmexkBaTHasi KOPPEKIHS
Ha TIPENCTaBIeH MpoCToil Tpucomuei (94% ciaydaeB), aHOMAIHMU Pa3BUTHS IHINEBOJAA BPSJI U CMOXET U3-
TPaHCIOKaIMOHHOW (opMoil (4%) uiau MO3auLU3MOM  MEHHTH 3TOT Mporuo3. [loatomy HE0OX0AMMO Pa3yMHO
(2% cnygaes). OLICHUBATH 11eJIECO00Pa3HOCTh HCKYCCTBEHHOTO ITOJI-
Jiss GONBHBIX XapaKTepHBI OKPYIVIOH (OPMBI To-  JiepKaHUs KHU3HU peOeHKa, KOTOPBII UMEeT MOPOK pas-
JI0BA C YIJIOMIEHHBIM 3aTBUIKOM, Y3KHi JI00, IMUPOKOE  BUTHS MUIEBoAa Ha (oHe Oonesnu [laray.
TUIOCKO€ JIUIO. TWITMYHBI AMHKAHT, 3aMaBiias CIIMHKa Cunopom D0eapoca — cunopom mpucomuu 18 —
HOCa, KOCOH (MOHTOJIOWIHBIN) pa3pe3 MIa3HbIX mmeneld,  Bcrpedaercs ¢ yactoroi 1:8000. IlpuyrHa BO3HUKHO-
naTHa bpymduibna (cBermible mATHa Ha pagyXke),  BeHHs 3a00JeBaHUS — HATMYUE TPEX XPOMOCOM BMECTO
TOJICTBIC TYOBI, YTOJIIEHHBIN SI3BIK C TIIyOOKMMH 00-  nByX B 18-if mape XpoMOCOMHOro Habopa dYeoBe-
po3/aMu, BBICTYNAIOIIMN W30 pTa, MaJE€HbKUE, OKPY- KA. YBEIMYEHHE KOJIMYECTBA XPOMOCOM ITPOUCXOIHT
0¥ ()OPMBI, HU3KO PACTIONOKEHHBIE YIIHbIE PAKOBH-  BCJICACTBUC HAPYIICHHUIA HA CAMBIX PAHHHX dTamax pas-
HBI CO CBUCAIOIUM 3aBUTKOM, HEJIOPA3BUTAsl BEPXHAS  BUTHSA wioaa. GakTopamul prUcKa MOSBICHUS CHHIPOMA
YeJ0CTh, BBICOKOE HEOO, HEMPaBWIbHBIN POCT 3y00B,  DaBapica sSBISIOTCSA HEOIaronpusTHAsK 3KOJIOrHYeCKast
KOPOTKas IIesl. o0cTaHOBKa, Opaku MEXAy pOACTBEHHUKAMH, Hall-
W3 nopokoB BHYTPEHHUX OPraHOB HauOoJee Xapak-  YMe HACIEJCTBCHHBIX 3a00JIEBAaHUH B TMPEIBIAYIINX
TEpHbI aHOMAJINU cepALa (Ae(DEKThl MEXOKETYJOUKOBOH  MTOKOJICHHUSAX POIUTENECH, MOKIIONH BO3PAcT MaTepH.
WIN MEXIIPEACEepAHONH Meperoponok, ¢pudposnacto3)  3aboieBaHHE MOKHO 3alOI03PHUTH JI0 POXKICHUS pe-
U OPraHOB IHIIEBApEHUs (ATpe3us JBEHAAUATUIIEpCT-  OeHKa HAa OCHOBAHWM OMOXMMHMYECKHX CIABHIOB KPOBH
HOMW KHIIKH, aTpe3ust NHieBona, 6one3ns [ upmmnpyH-  marepu (CHM)KEHHE YPOBHS XOPHOHHYECKOTO TOHAJI0-
ra). ATpe3usl NHILEBOAA BCTPEYACTCS CPeAd MAalueH-  TponuHa). [Ipy Hamuuuu APYrHX NMPU3HAKOB Haciell-
TOB ¢ Oose3nbpto Jlayna He vame, ueM B 10% ciiydaeB.  CTBEHHBIX HapylleHHH (Hampumep, o JaHHbM Y3U)
OCoOCHHOCTH T€UEHHUS OCIEONEePAllMOHHOTO [Ieproia  HeoOXOoaMMa KOHCYJIBTALUsT MEIMIIMHCKOTO TeHEeTHKa
orcyrcTBytoT. Cpenu OONIbHBIX ¢ cuHApoMoM JlayHa — IJis peLIeHus BOIIPOca O MPEpPhIBAHUK OEpeMEHHOCTH.
¢ OoJiee BBICOKOH 4acTOTOM, YeM B MOIYJSLUH, BCTpe- s MOATBEpKAEHHs AWarHo3a peliaioliee 3HaueHHe

Yal0TCs CIIydau JeHKeMUH U Tunotupeosa. [Iponowku-  uMmeeT uccinenoBanue XpoMOCOMHOTo Habopa (ompene-
TEJIbHOCTD JKU3HU NpHU CUHApoME JlayHa 3HAUUTENBHO  JIEHWE KapuoTwma). [lomomHuTensHbIe METObI 00ce-
HIDKE U COCTaBIIET B CpeHEM 36 JIET. JOBaHMs BKJIIOYAIOT YJIBTPAa3BYKOBOE HCCIIEIOBAHUE

Cunopom Ilamay — cunopom mpucomuu 13 —BCTpe-  cepAla ¥ BHYTPSHHHX OPTraHOB, KOMITBIOTEPHYIO TOMO-

gaerca ¢ gactotor 1:6000. imeroTcs 1Ba IUTOTEHETH-  Tpaduio TOJIOBHOTO MO3Ta, OCMOTP JETCKOTO XHPYpra,
YyecKux BapuaHrta cunapoma [laray: npocras Tpucomust ~ HeBposora u odraipmornora. Jluarno3 cuHapoma -
1 poOEpPTCOHOBCKAsI TpaHCIoKauus. 75% ciay4aeB TpU-  BapAca JOBOJIBHO TPYAHO MOCTAaBUTh HA OCHOBAaHHWH
comun 13- XpoMOCOMBI OO0YCJIOBIECHO MOSBICHHEM  OCMOTpa pe0CHKa, TaKk KaK OOJBIIMHCTBO MOPOKOB
JIOTIOTHUTEIBHONH XPOMOCOMBIL. 25% CilydaeB CHHAPO-  Pa3BUTHS, BCTPEUAIONTUXCS IIPH TpucoMmum 18, BCTpe-
Mma [laray — ciencTBUe TpaHCIOKAlMK C BOBJIEUEHUEM  YalOTCS U MPH APYTHX BPOXKICHHBIX 3a00JIEBaHMSAX.
xpomocoM 13-ii mapsl. IIpu 3ToM 3a001eBanuu HaOmo-  Yarie BCero perucTpupyroTcs HapyLIEHHUs CO CTOPOHBI
JAIOTCS TSDKENbIE BPOXKIEHHbBIE MOPOKH: MHUKpoueda-  OMOpHO-ABHIaTENILHOTO ammapara M KOCTeH uepera,
nusi, Hapymenue pa3Butus [IHC, HU3KMI CKOIIEHHBIH  KOTOpBIE BKJIIOYAIOT HEJOPa3BUTHE HU)KHEW YEIIOCTH,
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POTOBOTO OTBEPCTHS, Y3KHE IJIa3HBIC MM, CpallleHUE
MaibIeB, HENIOPa3BUTHE MOAKOKHO-XKHPOBOTO CIIOA.
[Janee creayroT aHOMaIUU TOJIOBHOTO MO3Ta, CBSI3aH-
HBIE C OTCYTCTBHEM WM HEIOPAa3BUTHUEM CTPYKTYD
TOJIOBHOTO MO3Ta (MO30JUCTOE TEJI0, MO3KEUOK), KO-
TOpPBIE BBI3BIBAIOT B IANbHEHIIIEM IITYOOKYIO 3aJepPIKKY
(hM3UYECKOTO W TICHXMYECKOTO pa3BuTHs (onmrodpe-
HUS). 3HAHUE O COMYTCTBYOIINX ITOPOKAaX BHYTPEHHHUX
OpraHoB 0COOCHHO Ba)KHBI JIJIS IETCKOTO XHPYPTa, TaK
KaK OHH BKJIIOYAIOT Ae(DEKTHI IEPEropoaokK cepia, Ma-
THCTPaJbHBIX COCYAOB, aHOMAJIMH Pa3BUTHS MUIICBOA
(arpe3us), KeTIEBBIBOJAIINX ITyTeH (aTpesus), THAPO-
He(po3 U yIBOCHHE TTOUEK, PACIICITHHBI TyOsl 1 HEOA.

JleueHnne manueHTOB ¢ CHHAPOMOM JaBapjca 3a-
KIIIOYAETCs B XUPYPTUIECKOH KOPPEKLUH TIOPOKOB pas3-
BUTHUSI BHYTPEHHUX OPTaHOB, KOTOPBIE MPEISTCTBYIOT
JKU3HEIESITETbHOCTH MilajieHIa. [IporHo3 asist BBI3OO-
POBJIEHUSI OCTaeTCsl HeONaronpusITHLIM. B OobInH-
CTBE CIly4aeB OOJBHBIC ACTH THMOHYT OUYEHB OBICTPO
(B mepBbIit TOx ku3HM). CMEpTENbHBIA HCXO]| Yarllle
BCET0 HACTYMAaeT B pe3y/bTaTe HapyIICHUH CepACUHOM
nesitenbHOCTU. [Ipy HanmWuMy HacjaeqCTBEHHBIX 3a-
OosieBaHHM B MPEABIAYIINX TTOKOJICHHAX WA JIPYTUX
(hakTOpOB pHICKA HEOOXOAWMO MEAMKO-TEHETHYECKOe
KOHCYJIFTUPOBaHHE POAUTEIEH.

TakThka XWpypra TMpH COYSTAHWH aHOMAIIUH
BHYTPEHHUX OPTraHOB C CHHAPOMOM OjBapica 3a-
KJIIIOYaeTcsi B ONpENeNeHUH CTPaTerud TOCieaoBa-
TEJILHOTO MCTPABJICHUSI OTUX aHOMAaIMid. ATpe3usi Mu-
IIEBO/Ia TTOJBEPTAETCS MEPBOOUEPETHON KOPPEKIIHH.
Oco0OEHHOCTBIO TEUEHUS Tephofa MOCiIe HaJOKEHHUS
330(hareasbHOTO0 aHACTOMO3a SIBISICTCA HPUCOEAMHE-
HUE CHMIITOMOB HapyIICHUH TeMOJMHAMUKH Ha OHE
BPOXKJCHHBIX TIOPOKOB Pa3BUTHUS cepiua (CenTaibHbIe
MOPOKHU), KOTOpbIE MOTYT CTaTh NPUYMHOH CMEpTH
OonpHBIX. [IprHUMas BO BHUMaHWE WHAWBHIyaJbHBIE
0COOEHHOCTH KaXKI0TO peOeHKa U OTHOBPEMEHHO YyB-
CTBa poauTesied, HeoOXOAUMO NMPHHUMATH Pa3yMHOE
pellieHue B OTHOIICHUHU MPOJIOHTUPOBAHUS KU3HU ITy-
TE€M HMCKYCCTBEHHOTO 3aMEIeHHs] )KU3HEHHBIX (yHK-
1ui y O0IBHBIX ¢ TpUcoMUei 18.

Heneyuu 13, 17, 16 u 22-ii xpomocom
CTpyKTypHBIE XpOMOCOMHBIC aHOMAJIMH B BUE Je-
Jeuuid U AYTUITMKAaIWi HeOONbIIOro pa3Mepa COoCTaB-
JISFOT 3HAYUTENBHYIO JIOJI0 XPOMOCOMHOI MaToioTuu
cpenu meTeu ¢ 3aiepiKKOU pa3BUTHSA, OOJNBITUMH I10-
pOKaM¥ Pa3BHTHS W/WIW MajbIMU aHOMadusaMu [31].
Crenyer OTMETHTh, YTO SUHCTBEHHO 3(PHEKTUBHBIM
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METOJIOM HCCIIEIOBAaHUS B MOJOOHBIX CITydasx sIBIISI-
ercs meton arrayCGH — monexynsipHOoe KapuOTHUIIU-
poBaHue.

Cunopom Opbenu (cunopom oeneyuu 13- xpomo-
comor). Ommcan B 1962 romy. [{uToreHeTnaeckue Bapu-
aHTBl MOTYT OBITH pa3nuuHbl. Hanbomnee wacto BcTpe-
yaeTcsl KoiblieBass XxpoMocoma 13, pexe — MpocCThIe
JeNelny, HO BO BCEX Ciydasx HaOIrogaercst yTpara
cermenta 13q14. letu ¢ cunapomom OpOenu poxia-
FOTCS C HU3KOM Maccoit Tena. OCHOBHBIMHU JHUATHOCTH-
YECKUMHU MTPU3HAKaMU 3200JI€BaHUS SBIISIOTCS: MAKPO-
nedanus ¢ Mpu3HaKaM#i KPaHHOCTEHO3a; aCHMMETPHS
JUIA; MHAPOKAsi, BBICTYMNAIOIIAs IEPEHOCUIIA; TUTIEPTE-
JIOPU3M, SMHKAHT; MaJIeHbKUI 1of00pook. Mmeert me-
CTO TJIa3Has ITATOJIOTHS, BKIIOUYAIONIAs MHUKPOQTab-
MUIO, KarapakTy U cTpabm3Mm. CKeleTHBIE aHOMAaJluu
MpeACTaBIEHbI TUIOIUIa3uen 1-ro nanbia KUCTU U 1-i
MSCTHOM KOCTH, KIMHOAAKTUINEH. 113 BHYTpEeHHHUX MO-
poxkoB passutus Habmronarorcst BIIC, Hapyuienue mo-
BOPOTa KUIIEUYHUKA, TUMOILIA3Us U TTOTUKHUCTO3 TIOYEK.
Berpeuaetcs arpe3us nuieBoja U aHyca. Y MajlbdH-
KOB YacTO BBISBISIETCS KPHUIITOPXW3M, THITOCIIAINA.
BonbHBIE OTIIMYArOTCS PE3KMM OTCTaBaHWEM B (hu-
3MYECKOM M IICUXMYECKOM pa3Butuu. HaOmromaercs
YMCTBEHHAsl OTCTAJIOCTh B CTaJUX HMOCIMILHOCTH
Wik uauotud. Jletu ¢ TpyObIMH TTOpOKaMU YMHUPAIOT
JIO TOJa, XOTS OTMEUEHBI IMAIIMEHTH B BO3PACTe CTap-
me 40 net. IIporHo3 3aBUCUT OT pa3MeEpPOB XPOMO-
comHOro nedekra. Jlemenuss MpOKCHMAaJIbHON YacTH
JUIMHHOTO IUleda A0 cerMeHTa 32 MposBIAeTCS Ma-
JBIMU aHOMAJIHMSIMU Pa3BUTHUS. BrimazeHue cerMeHra
ql4 cyuiecTBEHHO MOBBIIIAET PUCK PETHHOOIACTOMEI.
Bonee nucranbHbIE nenenuy, 3aXBaThIBAIOIINE YacCTh
cerMeHTa 32, IpUBOJAT K TSXKEJIbIM aHOMAJIUSAM pa3-
BUTHS, BKITIOYAs aTPE3UI0 MHIIEBOA, KOTOPAas, OTHAKO,
HE BIIUSET HAa UCXOJ OCHOBHOTO 3200JIeBaHMSI.

Cunopom Cmum — Maeenuc (Smith — Magenis
syndrome) — cunopom Oeneyuu 17-ii xpomocomvt —
TEHETHYECKUH CHHIPOM, 00YCIIOBICHHBIN ITaTOIOTHEH
17-i1 xpoMocoMmbl B BHuAE Aeneuuu Jokyca 17pll.2,
XapaKTepU3YIOMIHICS 0COOEHHOCTSAMHU CTPOSHUS JIHIA
U Tela, a TaKkXe IMOBEICHUYECKUMHU PAacCTPOCTBAMU
CO CKJIOHHOCTBIO K ayTOarpeccuu 1 yMCTBEHHOU OTCTa-
JIOCTHIO, HAPYIIEHUSIMH LIMKJIA COH — OOIPCTBOBaHHE.
Jlst 6ONBHBIX C CHHAPOMOM JeNIennu 17-i XpoMoco-
MBI XapaKTepHBI OITPE/IeICHHBIC YePTHI JINIIA: ITUPOKOe
KBaJpaTHOE JIMIO, Opaxuuedanusi, BBIITYKIBIH J100,
cpocuiecst OpoBH, MOHTOJIOMIHBIN paspe3 Iiias, TiIy-
0OOKO MMOCaKeHHBIE IM1a3a, INUPOKast IEPEHOCHIIA, THIT0-
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IUIa3Usl CpeJHEN TPeTHU JIMIA, KOPOTKUI HOC C OTKPbI-  CTBIO M T€HETHYECKOH reTeporeHHOCThI0. OCHOBHBIMHU
TBIMH BIIepel HO3ApsIMU. [1aTOIOTHs CO CTOPOHBI MOYEK  KIMHUYECKUMHM NMPU3HAKAaMHU CHHJIpOMa SIBJIAIOTCA 3a-
(0cOOEHHO YacTo — yABOCHHE YALICYHO-JOXAaHOUYHOW  JIep)KKa YMCTBEHHOTO Pa3BHTHS, MBIIIEYHAS THIIOTO-
CHCTEMBI) U MOYEBBIX IyTeH KoHCTaTtupyeTcs y 35%  Hust u Oonbmioi 106. JJoBobHO "acTo ompesensercs
OonmbHBIX. BO3MOXKHBI Takue aHOMAJIUM, KaK aTpe3usl  aHaJbHAas aTpe3usl M BPOXKICHHAS HETPOXOTHMMOCTH
IUIIEBOAAa U BPOXKICHHAs HEIPOXOIUMOCTh TOHKOM  mumieBoza. Jlist maHHOTO 3a00JeBaHUSI KapTHPOBAHO

KHIIKH, SKCTpodus modeBoro my3sips. ComyrcTByto- 5 jokycoB (FGS 1-5) ma X-xpomocome. [Tpubnuzu-
i€ AaHOMAJIMH BBIIETUTEIHHON CHCTEMBI OyAyT OMIPe-  TEJIbHO OJIHA TPETh JETCH MOTH0AET OT JbIXaTeIbHOMN
JIENATh TeYEeHUE TIeproia MOCIe PEKOHCTPYKIIUHN aTpe-  HEAOCTATOUYHOCTH B IEPBBIC TP Ioja >KU3HH. ATpe-
3WHU TUIIEBO/IA. 3usl THMIIEBOJA M aHycCa HE SIBJISIOTCS MPOTHOCTHUYE-

Cunopom oeneyuu 16q24.3 — CMHIAPOM, CBS3aHHBIM  CKH IUTOXUMH (haKTOpaMH ISl BBDKABAHUS HAIllMEHTOB
C 33JICP)KKON pPa3BUTHsI, JHIEBBIM Au3MopduaMoM, ¢ cunapomom Omura-Kasemxua.
ayTu3MoM, TpoMOonmronenueit. Kpaiine peako BcTpe-
Yaloniascs XpOMOCOMHAsI aHOMAIMsl. AHOMAalNK JUIa  3aKJYeHue

BKIIFOYAIOT BBICOKWHU JI00, OONBIINE YIIW, MIUPOKUAN Takum 00pa3om, arpe3us MUIIEBOAA — ATO Yalle
poT. MoryT BCTpeuarbCsi aHOMAJIMU MUIICBO/IA 110 TUITY ~ BCEro CIOpajnyeckoe 3a0oJieBaHUE, KOTOpOE, OdYe-
€ro arpes3uH, KOTopasl He BBI3BIBAET YXYAIIEHHUS T€4e-  BUIHO, TONBKO B PEOKUX CIyYasX, 4aCTOTa KOTOPBIX
HUSI OCHOBHOT'O TTIOPOKa pa3BUTHSL. He mnpeBbimaetr 10%, sSBISETCS YaCThIO MOHOTE€HHOMN

Cunopom Oeneyuu 22qll.2 — seno-xapouo-gpayu- WM XPOMOCOMHON 0OJIE3HU. ACCOLIMMPOBAHHBIC aHO-

anvHuli cunopom, cunopom u ocopoxcu (DiGeorge).  Maluil CHUKAIOT BBDKMBAEMOCTH MareHToB. OQHAKO
Bri3Ban genenued JIMHHOTO 1ieda 22-i XpOMOCOMBI. WHHOBAIIMOHHBIE TEXHOJIOTHUH JIEUECHHUS M BBIXa)KWBa-

HacnenoBanue 3aboneBaHHs HPOUCXOMUT IO ayTO-  HHUS HOBOPOXKICHHBIX M3 TPYII PUCKA 3HAYUTEIHHO
COMHO-IOMUHAHTHOMY Tully. CHHAPOM 3aTparuBaeT  YyIyYIIHJIM MCXOJBI JIGYSHHMs 3TOro 3aboneBanus. [1po-
1 u3 4000 HOBOpOXKIEHHBIX [32]. THO3 BapbHpYyeT B 3aBUCUMOCTH OT TSKECTH I'€HETH-

CuHzapoM mnposiBisieT ce0d MHOKECTBOM aHOMAa-  YEeCKHX aHOMAalli, KOTOpbIE MMEIOTCA Y MalleHTOB
JIMi, BKITIOYAIOIIMX ITOPOKH ceplila, pacuieNHbl HEGa ¢ aTpesueil numesona. [lpu oguux (cunapom DaiiH-
Y XapaKTepHbIE YEPTHI JIULA, OTKPHITUS B HEOE (Bomubs  romnbaa, cuaapoM CHARGE, cunapom AEG, cuaapom
nacte). [lanmentsl ¢ cuaapomom aeneruu 22q11.2 ga-  Pallister-Hall, cuaapom Opitz G u Opitz BBB) — pexon-
CTO CTpajaloT OT PEUUIUBHPYIOIMX WH(EKIHA,  CTPYKIHS aTpe3uH MHIIEBO/A IPUBEIET K BBKUBAHUIO
BBI3BAHHBIX IPOOJEMaMd C KMMMYHHOH CHCTEMOH.  NpHU YCIOBHU KOPPEKLUH COIMYTCTBYIOIIUX aHOMAJIUH.
Hexkotopsie netn 3a00eBatoT ayTouMMYHHBIMH Hapy-  [lpu npyrux (cunapowm Ilatay u cuaapom DnBapaca) —
LICHUSIMH, IPU KOTOPBIX UMMYHHAsl CHCTEMa aTaKyeT  BBIIIOJHEHHAs Onepanus He U3MEHHUT OOIIMi MPOTHO3

COOCTBEHHBIE TKAHH W OPraHbl TeJa. XPOMOCOMHOTO IIOPOKa.

VY pszna NanMeHTOB BCTPEUAIOTCS aHOMAIMU IHUIe- OTHOIIEHHE JETCKOTO XUpypra K OONbHBIM C I'eHe-
BapUTEJIbHOIO TPaKTa B BUJIE aTpe3uH NuIeBoaa. bo-  THUECKUMM aHOMaNMSMH JOJDKHO 3aKITI0YaThCs B 3HA-
Jiee TIOJIOBMHBI JieTell yMUpaeT B IEPBBI MECALl )KU3-  HUH CIIEKTPa COMYTCTBYIOLINX 3a00JI€BaHHH, KOTOPbIE
HU. JleTaabHOCTH CBA3aHA C BPOXKIACHHBIMU IOPOKAMH ~ MOTYT TOBJHMATH Ha TEUEHHE IOCIEONEePAllHOHHOTO
cepaua. nepuofa. TakTHka Xupypra NpH COYETAaHHMH aHOMa-

3HauuTeNnbHAs YACTh IALUEHTOB C aTPE3UEH MUIlle-  JIMU MUIIEBOAA C T€HETUYECKUMHU MOPOKAMH COCTOMT
BOZIa, BO3HUKIIEH Ha (pOHE JeNeIii XpOMOCOM, UMEET B OINpPEICICHUH CTPAaTerHu MOCIIEA0BATEIbHOTO HC-
HEeOJIaronpusTHBIN MIPOrHO3. B GONBIIMHCTBE ciiydaeB  IpaBJICHUs 3TUX aHOMaJIMU. B mobom cityyae 1oMUHH-
BCE CTapaHMs XUPYpra, HalpaBJICHHbIC HA BOCCTAHOB-  PYIOIIEH Maab(popMalueit SBIETCs aTpe3us MUIIEeBO-
JIeHWEe TPOXOAMMOCTH NHILIEBOAA, OKAa3bIBAIOTCS HAa-  Jia, KOTOPas HYXKIAeTcs B IEPBOOYEPEAHON KOPPEKIIUH.

MPacHBEIMH — 0OOJiee MOJIOBHUHEI JIeTe ymupaeT B niep-  OCOOCHHOCTBIO TEUSHHS MEPHOAA ITOCIE HATOKEHUS

BBIC MECSIIbI JKU3HHU. 330(hareaTbHOTO0 aHACTOMO3a SIBJISETCSI MPUCOCIMHE-

HUE TIOJIMOPTaHHBIX HApYIICHUH Ha ()OHE BPOXKICHHBIX

Cunopom Onuua-Kaseoxncua (Opitz-Kaveggia) MOPOKOB Pa3BUTHUSI )KU3HEHHO BaXKHBIX OPraHOB, KOTO-

Penxoe X-cremieHHOE peliecCUBHOE 3a00J€BaHUE,  PBIC B ONPCACICHHBIA MOMEHT CTAHOBATCS NMPUYHMHOMN
XapakTepusylomieecss KIMHUYECKOW BapwaOellbHO-  CMEPTH OOJIbHBIX.
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