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IIpu peakux 0OJNE3HAX Y JETE MOIYT BBISIBISATHCS PA3JMYHbIE MOPOKH PA3BUTHSA, B TOM YHCJE JKEIYI0YHO-KALIIEYHOr0 TPAKTA.
Haomonamm pedenka 9 ser ¢ cunapomom Kopaeauu e Jlanre, y KOTOporo 0bliia BbIsSIBIeHA CTPUKTYPA NMHUIIEBOAA C PA3BUTHEM ra-

cTpo33odareansHoro pedrmokca u 330¢arura.
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230¢haeum.

Children with rare diseases may be found to have various malformations, including those of the gastrointestinal tract. The authors
followed up a 9-year-old child with Cornelia de Lange syndrome, who was found to have esophageal stricture with the development

of gastroesophageal reflux and esophagitis.
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epBbIit ciydait cuHapoma onucaH W.R.C. Brach-

mann B 1916 ©. Crycrsa 17 ner C. de Lange mpen-
cTaBUJia HAaOMIONEHUE 32 TMSTHIO MOA0OHBIMUA OOJIBHBIMMU,
U CUHIpOM OBbLT Ha3BaH ee MMeHeM. B Hacrosiiee Bpe-
M orpenesieHa yactora cuHapoma Kopuenuu ne Jlanre
B nomynsiiiuu — nipumepHo 1 Ha 10000 [1]. Knunuueckast
KapTUHA XapaKTepu3yeTcsl oouiameM cuMInTomoB. Hau-
OoJiee YacTble M 3aMETHBIE MPU OCMOTpe OOJBHOTO —
MUKpoLedanus, cuHoOpU3, MUKPOTEHUSI, «MpaMOpHasi»
KoXa, TUIEePTPUX03, OTCTaBaHWE B POCTe W 3alepiKKa
YMCTBEHHOTO pa3BUTH. [10 TSKECTH TIPUHSTO BBIAEISATH
JIBAa TWTA — C TSXKEJOM W MOTPaHUIHON 3alepKKON pa3-
BUTHS [2]. ¥V OOJNIBHBIX IETEH BBISBISIOT BPOXKIEHHBIE TIO-
POKM BHYTPEHHUX OPTaHOB, HAbOOJIee YaCTO — aHOMAJIMK
CTpOEHMSI TToveK [3].

PaHHsas KTMHUYECKast IMarHOCTHKA CUHIPOMA B psijie
ciyvaeB 3aTpynHeHa. Tak, B pabote [4] mpuBeneHo Ha-
omoneHue pebeHKa, KOTOPOMY B Bo3pacTe 9 mec ObuI
MOCTaBJIeH IHMarHO3 CHUHApoMma TepHepa, B TOCJEIyIO-
M€ MecsIlbl — CUHAPOM Kolllaubero Kpuka (cri du chat)
u B Bo3dpacte 21 Mec ObUIO KOHCTAaTUPOBAHO HaaWuue
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KJTacCHUYEeCKOM KapTUHBI cuHapoMa Kopxenun ae JlaH-
re. B npyroii padote [5] momuepkuBaeTCsi, YTO XapaKTep-
HbIE JIUIEBbIe CUMIITOMBI Y OOJTbHBIX JIeTeil pa3BUBAIOTCS
MO3Hee, B pa3TNnIHbIe TIEPUOIbI HAOMIOICHHSI.
HccnemoBanus  BBISIBUIM  aCcCOLMALIMIO  CUHApPOMa
Kopuennu ne JlaHre ¢ 3HIOKPUHHBIMU 3a00JIeBaHMSI-
MM — caxapHbIM A1Ma0eTOM M OXHUpeHHueM [6]; ¢ omyxo-
JISIMU TOJIOBHOTO MO3Ta — CYNpPACeJUIIPHON TepPMUHOMOM
y 18-neTHel neBylIKM ¢ TOAUypuei u nonuauncueit [7].
B npyrom cooO1ieHrM PUBOIUTCST UCTOPUST OOJIE3HU Jie-
ByIIKM 18 JIeT, muarHo3 KOTOpoil ObUT YCTaHOBJIEH B BO3-
pactre 1 roma. [lammeHTtka, cTpanmaBilasi HecaxapHbIM
nuabetoMm, rorudaa npu JATII. Ha ayrorcuu 6ni1a o6Ha-
pyXeHa OIyXO0JIb, UCXOAMBIIIAs U3 TUTIOTaJIaMyca 1 JOCTHU -
raBIllasl 3pUTEJIBHOTO HepBa 1 3amHell noau rurodusa [8].
Hdnst GompHBIX ¢ cuHIpomoMm Kopuenun ne JlaH-
re XapakKTepHBl YacTble WHQEKIMOHHBIE 3a00JIeBaHusd,
KOTOpBIE SIBIISTIOTCSl Y HUX 3HAYMMOW TIPUYMHON 0OoJe3-
HEHHOCTH ¥ CMEPTHOCTH. [1pr IMMYHOJIOTUYECKOM HCCITe-
noBaHUN y 27 13 45 OOJbHBIX ObUT BBISIBIIEH Psifl TTOATUTIOB
T-KJIETOK 1 OTMeYeHa 3KCIPeCcCUsl aKTMBALIMM MapKepoB
B T-xnerkax. ¥ 12 GofbHBIX Oblla OOHapyxkeHa TpPOIyK-
LIS IUTOKMHOB B OTBET Ha CTUMYJISIIIUIO T-KJIETOK (OTCYT-
cTBOBaJIa y 12 3MOpOBBIX JIUIL TPyMIbl cpaBHeHUs1). Cpenu
9 GOJTBHBIX C TsDKeJol (hopMOIi CMHIpOMa ObUT KOHCTaTH-
poBaH CHMHIPOM JeuInTa aHTUTeN. Bce GoMbHbIe UMen
CHIDKEHHBIN TPOLIEHT PETYIUPYIOINX T-KJIeToK W hoi-
JuKyasipHeIX T-xenmepoB. Y HaOmonmaBiimxcss 45 007b-
HBIX XpPOHUYECKUIT OTUT UMeT MecTo Yy 53%, XpoHU4YecKue
pecriipatopHble MHGMEKIIMOHHbIE 3aboneBaHus — y 46%,
THeBMOHUST — y 42 %, nHEKIMOHHBIE CHHYCUTH — Yy 33%,
KaHAUI03 poTOBOii moytoct — y 13%, cencuc u 6akrepu-
aJibHBIe MHMEKIMU KON — Y 6 1 4% cOOTBETCTBEHHO [9)].
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Apmamonos P.I. u coasm. Cunapom Koprenuu jie JlaHre u CTpUKTypa nulieBoja y pebeHka 9 et

B nocrynHoii muTepaTtype He ynaaioch HailTu cooOlie-
HUit 00 accommaumu cuHapoMa Kopuennu ne Jlanre
€O CTpUKTYypoit uieBona. [TpuBoauM cOOCTBEHHOE Ha-
OntoneHue.

Manpuuk 9 et noctynuia 12.08.2015 . B 12-e ractpo-
SHTEPOJIOTHMYECKOe OTaeIeHue MOpO30BCKOI TOPOACKOM
JNIETCKOM KIIMHUYECKOI OOJIbHUIIBI MOCKBHI C sKajobaMu
Ha aucGharuio, 4actbie 3MU30IbI OTPBIKKHM TYCTOM CITU-
3b10 0e/10-MoJIouHOTrO 11BeTa. [1pu poxxaeHun nmocTaBieH
nuarHo3 cuHapoma KopHenuu ne Jlanre. HaGmomancs
OTOJIAPUHTOJIOTOM, KapAWOJIOTOM, TaCTPOIHTEPOJIOTOM.
[Monyuyan npokuHeTUKH, (pepMeHTHBIE TIpernapatsl. Jluc-
¢darus coxpaHsiyiach.

ITpu ocMOTpe cocTosTHUE CpemHel TSKeCTH. 3aTpy-
HEH KOHTaKT M3-3a Jeduimrta nHTe/utekTa. OTMeuaoTcs
MHOXECTBEHHbBIE CTUTMBI JIU33MOpUOTEHE3a: YeperrHo-
JMLEBON TucMopdusM, aecdopMalmsl YIITHBIX PaKOBUH,
TOHKasi BepxHsisl ryda, cemIoBUIHbBIN Hoc (puc. 1); obpa-
IAIOT BHUMaHUEe MaJeHbKHe KUCTU PYK C TUITOTIIa3uei
TeHapa, TUIIePMOOUIBLHOCTh CYCTaBOB. KOXXHBIE MOKPO-
BBl UMCTBHIE, TYProp He CHVXXEH, MOAKOXHBIN KUPOBOIA
CJIOi pa3BUT HUKE CPEIHETO, pacrpeaesieH paBHOMEPHO,
B JIETKUX JIbIXaHUE TPOBOAUTCS BO BCE OTIENbBI, XPUIIOB
HeT. CepaeyHble TOHBI 3BYy4YHBle. JKUBOT MSATKHIA, IO-
CTYTIEH TJTyOOKOW TajbIalluy, CTYJ 6e3 MaToJOTUIeCKUX
npumMeceit. [Ipu gMHAMUYECKOM HaOIIOACHUN B OTHENIe-
HUU OTMeYeHa JacTash OTPbIKKA C OTXOXAEHUEM TYCTOM
cin3u 6es1oro 1BeTa. AnmneTuT coxpaHeH. [uTtaercs Toib-
KO XUIKOW MTPOTEPTON MUIIIENA.

ITpoBeneHo oOcenoBaHME.

VIbTpa3ByKoOBOE HMCCIEIOBaHUE OPIOIIHOM TOJOCTH
ot 18.08.2015 1. [leyenb He yBenuueHa, nepeaHe3aTHUN
pa3mep mpaBoit moiau 109 MM, JeBoit monu 52 MM, WMH-
nekc I cermenTta g0 30%. IMapeHxuma Te4eHU cpeaHeit
9XOTeHHOCTH, omHoponHas. Kpait meuenu octpslif. Co-
CYAUCTBIN PUCYHOK He M3MeHeH. BummMble hparMeHThI
BHYTPHIICUEHOYHBIX TPOTOKOB HE MUJIATUPOBAHBI, CTEH-
KU UX He U3MeHEHBI. [lnameTp BOPOTHOI BEHBI B IIPOEK-
1y BopoT 10 mm. ZKeTaHBIi TTy3bIph: pa3mep 35x 16 MM,
(opMa 0OBIYHASI, CTEHKU HE YTOJIIEHBI, TTPOCBET IXO-

Puc. 1. Manpuuk 9 jet ¢ cunapomom Kopuesun ne Jlanre
(00BACHEHHS B TEKCTE).

OTpMIATEeNIbHBINA. B Keynke HaToIak 3HAaYUTEIbHOE
KOJIMYECTBO COMAEPKUMOTO. JInaMeTp MUIIEBOIHOTO OT-
Bepctust auadparmel 12 mm (HopMma g0 10 mm). TTomxke-
JynouHad xenesda: 12x8x13 mMm, He yBenuueHa. KoHty-
pHI UeTKHe, poBHBIE. [TapeHXnMa cpeaHel 9XOTeHHOCTH,
onHOponHas. Bunumele hparMeHTBI BUPCYHTOBA TTPOTO-
Ka He TUIaTUPOBAHBbI.

Cene3enka He yBeiandeHa, 116x 50 mm. KoHTypsI yeT-
Kue, poBHbIe. [TapeHXMMa cpenHell 9XOreHHOCTH, OTHO-
pomHast. BumuMele (pparMeHThl BHYTPUTTIApEHXUMATO3HBIX
COCYIOB M COCYIMCTON HOXKHU CeJIe3eHKU 0e3 Mpu3Ha-
KOB JecdopMaluy W AWIaTallid, CTPYKTypa UX CTEHOK
0e3 0COOEHHOCTETA.

Kuireunnk Ha MOMEHT ocMoOTpa 0e3 0COOeHHOCTEI.
Me3seHTepraibHbIe TUMMATUUECKUE Y3TbI MHOXKECTBEH-
HbIe, YMEpeHHO yBeiaundeHHble 10 12 mM. [laTomoruye-
CKHUX OOBEMHBIX BKJIOYEHUM M CBOOOMTHON XMIKOCTH
B OPIOIIHOM TIOJIOCTU HE BBISIBICHO. 3aKIIIOUEHUE: 9XO-
MpU3HaKU JUMGbOATeHONaTUH, YBEIWYEeHWE pPa3MepoOB
MUIIEBOIHOTO OTBepcTUs quadparmbl. KocBeHHBIE TTpU-
3HAaKM raCTPOIyO/ICHUTA.

O3oaroracrponyoneHockonust (BTAC) or 20.08.
2015 . Oupockon Onummyc H-180 nuamerpom 9,2 mm
BBeleH B mmieBon. Ha 20 cM oT pe3noB ompenensieTcs
YUacTOK C BBIpAaXKeHHBIM MepU(OKATbHBIM OTEKOM, Ha-
JIOKEHUEM TJIBIOOK TYCTOro THOSI M (puOpHHA XKEITOTO
1[B€Ta, MPUKPBIBAIOIINI Y3KUI MPOXOA B JUCTaTbHBINA
otaen nuieBoja. beutr 3ameHeH arnmapaT Ha OnumItyc
Q-180 muametpom 7,9 MM, OZHAaKO MPOWTH BbIpaxKeH-
HOE Cy>KeHHUe TuaMeTpoM 4 MM He yaasioch. BeipaxkeHHast
KOHTaKTHAasT KPOBOTOYMBOCTb.

PeHTreHOKOHTpacTHOEe MCCeNOBaHKWE MUINEBOJA
¢ 6apuem ot 21.08.2015 . B cpemgHeit TpeTn muieBoma
Ha ypoBHe Tena VI rpyaHOTO TO3BOHKA yYacTOK HepaB-
HOMEPHOTO CYXeHUs TIPOCBeTa IUPUHOM OT 2 10 4 MM
Ha TIPOTSDKEHUM OKOJIO 13 MM ¢ HEpOBHBIMU KOHTYypa-
MHU. Brlllle cyskeHUs ompenesisieTcsl CyrpacTeHOTHUECKOoe
pacimpeHye MUIIeBoga MaKCUMaIbHO 10 25 MM, 371eCh
COMEPKUTCS CIU3b U KUAKOCTh. HIke Cy)KeHUsT TPOCBET
MUIIEeBOJA COXpAaHEeH, CTEHKU d1acThuuHble. Kapaus 3usi-
eT, He cMbIKaeTcst. OTMeuaeTcst 3a0poc KOHTpacTa U3 XKe-
JIyAKa B TUILIEBOA. B TTpocBeTe MUIIEBOIHOTO OTBEPCTUS
nuadparMbl IIAPOKKE KeJTYTOYHbIe CKIaIKW, HaI Jua-
(dparMoii HETOCTOSTHHO BU3yaJU3UpyeTCs HeOOJbIIoe
BBHIIISTYMBAHE MaKCHUMaJdbHO pa3mepoMm 5x8 mm. XKe-
JIYTOK HEOOJIBIIIMX pa3MeEpoOB, YroJl KejyaKa CriiakeH.
B sxemynke comepXuUTCs XUIKOCTh U CIU3b, TIepeKphIBa-
tomtas peabed. [lepBuuHas aBakyauus B cpok. JlykoBuiia
NIBEHAALATUTIEPCTHON KUIIKKA OObIYHOU (popmbl. [TeTiist
JBEHAIIATUTIEPCTHOM KUIIIKKA Pa3BepHyTa K3aau, peJibed
CITU3UCTOM KUIIKW COXpAaHEH, JIOKATbHBIX CY>KEHUM Mpo-
cBeTa He ormpeaensieTcs (puc. 2). 3akao4YeHUe: CTPUK-
Typa CpeaHel TPeTH MUIIEBOAa, IeKOMIIEHCUPOBAHHBII
cTeHo3 muiieBona. Ilpu3Haku 330¢aruta M TacTpuTa.
Henocrarounocts kapauu. [actpos3odareaabHbIi ped-
mokc. TTpu3HaKy HaJIUYMS CKONB3SIIEH TPHIKK TTHIIE-
BOIHOTO OTBEPCTHS TradparMebl.
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Puc. 2. PenTreHorpaMma nimeBoa M YACTUYHO JKeTyIKA ¢ KOH-
TPACTHPOBAHMEM.

a — Cy}KeHHe NMUILEBOJA B HIXKHEll TPeTH, CyMpacTeHOTHIeCKoe
€ro pacuiMpeHue; 3ussHue Kapanu;

0 — CKOJIb3SI1IIas1 IPbIKA MAIIEBOHOTO 0TBEPCTHS TruadparMbl

Anamus kposu: Hb 95 t/m; remartokput 35,0%.
OcrasibHBIE TIOKA3aTe B HOpMe. buoxumuyeckuii aHa-
JIN3 KPOBU: YPOBEHb 0011Iero 0eka, OuanpyonHa, aMHO-
TpaHcdepas B HOpMe.

Jwnarnos: cunapom Kopuenuu ne Jlanre, ctpukrypa
MUIEeBoa, racTpoasodareaibHblii pedIoKe, 330(harur.
Anemus I creneHu.

Jleuenue: pexum nmanarHeiii. Jluera — cTos OOIIMIA,
MpoTepThiii. [IpUMeHsIMCh KBamaTell, METPOHUIA30II,
LIMTTPUHOJI BHYTPUBEHHO KareJbHO U per 0s.

ITpu BBITIMCKE PEKOMEHIOBAHO:

— TIpUeM TIWIIA MaJbIMU TIOPLUSIMA B KUIKOM
U ImopupoBaHHOM Buje 1o 90 mut kaxnplie 2,5—3 u;

— HyTtpuapuHk no 100 ma 3 pasa Kak AOTOJHEHUE
K mutaHuto win [eauantyp mo 100 M 3 pasa;

— WCKIIOUWUTh M3 pallMOHa SITOIbI C METKMMU KO-
cToYKaMu — KJIIyOHMKa, CMOPOJMHA, rojlyOrKa, MajarHa,
3eMJISTHUKA, eXXeBUKa;

— HekcuyM B caitie 10 Mr yTpom B 8 U U 5 MT BeuepoM
B 20 u 10 gHeit, 3atem yrpoM B 8 4 emne 10 mHeit, maee
2 pa3a B HeJIeJI10 YTpoM B 8 4 2 Mec.

KoHcynbraius xupypra — mnokaszaHo OyXuUpoBaHUE
MuIeBoa, HaOI0IeHUE TIeiuaTpa U Xupypra.
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KJIMHUYECKUE HABJIFO4EHUSA

OOcyxaeHue

CpbeITMBaHMS y JOeTei cTaplle roga MOTYT OBITh BBI-
3BaHbl Pa3HBIMU MMPUYMHAMU, CPEAN KOTOPBIX XUMUYEC-
KW OXOT MUIIeBoJa, 00beMHbBIE 00pa30BaHUs TPYIHOM
MOJIOCTUA, TIETITUYECKash CTPUKTypa BCIEACTBHE ped-
JIIOKCa W BPOXICHHBINA IMOPOK TMHINEBOJAa — CTEHO3.
ITo-BuauMoMy, y HaOitomaBilierocsi OOJBHOTO MO pe-
3yJIBTaTaM WCCJIETOBAHUSI MOXHO WCKITIOUUTh TIEpPBBIE
IBe MpuunHbL. [lenTryeckas CTpUKTYpa MOJTHOCTBIO MC-
KJTI0YeHa ObITh He MOXeT, Tak Kak rnpu DIJIC BbissBIcHA
HEeIOCTaTOYHOCTh KapJuU U racTpoasodarearbHbIil ped-
moke. Kak m3BecTHO, ractpoasodareanbHblii peduitoke
MPUBOIUT K 330(aruty. CiaeayeT moiaraTh, YTO pPa3BUTHE
MEeNTUYECKON CTPUKTYPHI BPSIZI JTU BO3MOXKHO Y pebeHKa,
KoTtopoMy Bcero 9 ner. OgHako B Halllell KJIMHUKE MBI
Habmomany pebernka 11-MecsTuHOTO Bo3pacTta, Yy KOTOpO-
TO OBIJIO BBISIBIEHO MHOPOIHOE TEJIO MUIeBoJa (KOCTOU-
Ka OJIMBKW), YTO BBI3BAJIO OOCTPYKIIMIO TUILEBOAA U €T0
CYMpPacTEeHOTUYECKOEe pacIlIupeHre BbIIIE MecTa 00-
cTpyKiuu. Hesb3st MCKITIOUNTh BEPOSITHOCTDh TAaKOTO XKe
MeXaHU3Ma Pa3BUTHS CTPUKTYPHI TTUILIEBOAA U Y HAIIIETO
marueHTa. MakT momamaHust MTHOPOJIHOTO Tejla B THUIIIE-
Box y peberka ¢ cuHapomoM Kopnenum ne Jlanre, co-
MPOBOXIAIONIMMCS BBIpAXKeHHOW OJUTO(MPEHUEH, MOT
oKa3aTbCs He3aMeYeHHBIM. B 3ToM cliydae BO3MOXKHO
0o0pa3oBaHNe CTOMKOTO CTeHO3a MUIIEeBOIA.

C nmpyroii CTOpOHBI, MPUHUMas BO BHUMaHHUE CBOM-
ctBeHHbIe cuHApoMy KopHenuu ne Jlanre pazHooOpas-
HbIe TTIOPOKM BHYTPEHHMX OPTaHOB, MOXHO CYMUTATh,
YTO y 00CYKIaeMOT0o GOJILHOTO MMEET MECTO BPOXKICH-
HBI XapakTep CTPUKTYphI muiieBoaa. [TopokoM pa3Bu-
THS, TIO-BUIVMOMY, SIBJISIETCST ¥ TPbIXKa MUIIEBOIHOTO OT-
BepcTUs nruadparmbl.
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LIEHMS TTaccaXka MHIIN 1O TTUIIEBOIY.
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