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Pesiome

Cunppom beksuTa — BugemaHa — 310 pegkoe (1 Ha 10 340 »KMBOPOXAEHHbIX) reHeTnYe-
cKoe 3aboneBaHuve, xapakTepu3yioLleecs M30bITOYHbIM POCTOM TKaHel 1 HapylleHeMm
npoLeccoB KneTouHol nponudbepauny ¢ pasBUTUEM Pa3INYHBIX KIMHUYECKUX MPOsB-
neHvn. na AmarHocTMKM UCnosb3yeTca obLlenpr3HaHHaa 6annibHas crcTemMa OLEHKY,
BKJ/IOYalOLLAsA OCHOBHbIE 1 BCMIOMOraTe/bHble MPU3HaKWU. B faHHON cTaTbe nNpepcTaBneH
penknii KNMHUYECKNI Crlyyal YCrewHOoro 1eYeHnsa HOBOPOXKAEHHOro ¢ CMHAPOMOM bek-
BUTa — BugemaHa u 6ununapHoi Kucto nedeHn. O6pa3oBaHuMA NeveHn B COCTaBe CUH-
Lopoma bekBuTta — BugemaHa yalle Bcero npefcraBneHbl NperMyLLecTBEHHO renatobna-
CTOMOW. TakXe OmnucaHbl Clyyay reMaHrMombl NeyYeHn, Me3eHXVManbHOW raMapToMbl,
KanbunduumpytoLen rHe3goBoi CTPOManbHOM 3NUTENNANIbHOIM OMYXONK, reTepoTonmm
TKaHW KOpbl HAMOYEYHNKOB B NMeYeHb C pa3BUTUEM 3/10KaYeCTBEHHOIO NpoLLecca, OfgHa-
KO CnyyaeB coueTaHusa cmHapoMa beksuta — BugemaHa ¢ GunvnapHoi KUCTON neveHn He
BCTpeyanoch. MNpoaeMoHCTPUPOBAH OMbIT HANOXeHUA LMCTOeOHOaHAaCTOMO3a ¢ GopMu-
poBaHMeM NeTnun No Py ¢ NONOXUTENbHbIM KNMHUYECKUM pe3ynbTaToM.

KnioueBble cnoBa: cHapom beksuta — BugemaHa, omdpanouene, o6pasoBaHve neyeHu,
6unmapHas K1cta neyeHn, HOBOPOXKAEHHbIE
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Abstract

Beckwith - Wiedemann syndrome is a rare (1 per 10 340 live births) genetic disorder
characterized by excessive tissue growth and impaired cell proliferation with variable
clinical manifestations. For clinical diagnostic purposes, a generally accepted scoring
system is used, which includes main and auxiliary signs. This article presents a rare clinical
case of successful treatment of a newborn with Beckwith — Wiedemann syndrome in
combination with a biliary cyst of the liver. Liver formations in the Beckwith - Wiedemann
syndrome are represented predominantly by hepatoblastoma. Cases of liver hemangioma,
mesenchymal hamartoma, calcifying nested stromal-epithelial tumor, heterotopia of
adrenal cortex tissue into the liver with the development of a malignant process have also
been described, but there have been no cases of a combination of Beckwith - Wiedemann
syndrome with a biliary cyst of the liver. The experience of applying cystojejunostomy
with a Roux-en-Y loop formation with a positive clinical result was demonstrated.
Keywords: Beckwith — Wiedemann syndrome, omphalocele, liver formation, biliary cyst
of the liver, newborns

B BBEJAEHWE

CvHgpom bekBrTa — BugemaHa OTHOCUTCA K CneKTpy 3aboneBaHui, Xapaktepusyto-
LMXCA M3ObITOYHBIM POCTOM TKaHel 1 HapyLLUEHMEM NPOLIECCOB KNeTouHoN nponndepa-
LUK C pa3BUTUEM Pa3SINYHbBIX KIIMHNYECKUX NPOABAEHUN, TAKNX KaK: MepuHaTasbHbIN 13-
ObITOUYHBIN POCT (MAaKPOCOMUSA), MaKporioccus, omdanouesne, reMurunepniasus, nocTHa-
TasibHasA MMMOMIVKEMUSA U NMOBbILEHHbI PUCK PA3BUTUA SMOPUOHATbHBIX OMYXOJeil B paH-
Hem geTckom Bo3pacTe [1, 2]. Cungpom bekBuTa - BugemaHa ABnaeTca MynbTUCUCTEMHBIM
pPacCcTPONCTBOM r€eHOMHOIO MMMPUHTUHIA CO CIZIOMHOWN reHeTUUYeCKON U MONEeKYAPHOWN
sTronoruen. NpuunHon pa3sutna cnHagpoma beksuta — BugemaHa ABNAOTCA reHeTnYe-
CKMe unuv anureHeTnYeckune gedektbl B 11-11 xpoMmocome, ToKyc p15.52, rae pacnonoxeHbl
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reHbl umnpuHTHra (CDKN1C 1 IGF2), koTopble perynupytoT pocT nnoaa [3]. [JaHHbIN CrH-
LPOM 0ObIYHO AMarHOCTUPYEeTCA B HEOHaTaIbHOM MepUoAe UNu nepuoge paHHero get-
CTBa C pacnpocTpaHeHHOCTbio 1 Ha 10 340 xnBopoxkaeHHbIX [4]. [eHeTuYeckne n anu-
reHeTnyeckme N3MeHeHNA YacTo HOCAT MO3aUYHbIN XapaKTep U NPUBOAAT K Pa3BUTUIO
PasnnyHbIX KNMMHUYeCKUX GeHOoTUMOB. K HUM OTHOCATCA «KNacCUYecKnin cnHpapom bek-
BuTa — BugemaHa» (OMIM 130650), Ana KOTOPOro xapakTepHbl Makpornoccus, gedexTbl
nepenHern 6GPIOLLIHON CTEHKM, Ype3MepPHbI POCT B Npe- U/nnmn NocTHaTalbHOM Nepriofax,
a TakXke NauueHTbl C «M30nMpoBaHHON remurunepnnasven» (OMIM 235000) [5]. Takke
onucaHbl atunuyHble popmbl cHapoma beksrTta — BugemaHa, KoTopble He BNMCbIBAOTCA
B [IBe yKa3aHHble rpynnbl.

B pamKkax KoHCeHcyca no cucteme ouUeHKM cMHApPOoMa bekBuTa — BugemaHa KnuHuue-
CKMe MPOoABNEHNA OeNATCA Ha OCHOBHbIe (6onbluMe), MPY HANNYUN KOTOPbIX NMOATBEPK-
[eHVe JmarHo3a cTaHoBUTCA Gonee BEPOATHBIM, 1 BCOMOraTesibHble (Masble), KoTopble
BCTPEYaloTCA B NefMaTpuyeckon NpakTMKe He3aBUCMMO 1 NOTOMY MMEIOT MEHbLUNI BEC B
[ aHHOW OLleHOYHOoW cncTeme (cm. Tabnuuy) [6].

«Knaccnueckun cuHgpom bekBrTa — BugemaHa» guarHoctmpyeTca npu Hanuuumn >4
6annoB faxe B CJlyyae oTpULiaTesIbHOro pesyrbTaTta MONIeKyIAPHO-TeHeTNYEeCKOro TeCTu-
poBaHus. [pun oLeHKe No Wwkasne >2 6annoB NoKa3aHO reHeTNYeckoe NccnefoBaHune, ecnm
HeT anbTepHaTVBHbIX OObACHEHUI BbIABIEHHbIM HaXof4KaM (Hanpumep, recTauyOHHbIN
caxapHblil anabet 6epeMeHHON NPy MaKpPOCOMUM MNofa/HOBOPOXAEHHOrO). B cnyvae
N30nMpPOBaHHOro oMdanoLene reHeTUYecKoe TeCTUPOBaHKe NPOBOAUTCA NPY HaNNuYmm
BbIABNEHHOW HacneACTBEHHON MyTaumm reHa 11p15 y 0AHOro 13 UneHoB cembu (Hacnea-
CTBEHHbIV XapakTep natonorum onpegensetca B 10-15% cnyuvaes) [7].

[uarHocTnyeckune Kputepuu cuigpoma bekeuta - Bugemana
Clinical features of Beckwith - Wiedemann spectrum

LWkana MpusHak
Makpornoccusa
Omdodanouene (3k3omdanos)

bonblive FeMVerlnepnnawﬂ

KnuHnueckne | MynbstndokanbHaa 1/vnm AByCTOPOHHAA onyxonb Bunbmca nnu Heppobnactomatos
npu3HaKm

[MnepuHcynHM3m (rvnornnkemma 6onee 1 Heflenn 1 HEO6XOANMOCTb BHYTPUBEHHOTO

2 6anna
( ) BBEJIeHNA MMI0KO3bl CO CKOPOCTbIO 28 MI/KI/MUH)
lMcTonaTonornyeckne Haxof4KN: LUTOMEranua Kopbl HaAnoyeYHKoB, NnaLeHTapHas Me3eH-
XVManbHasa AUCNNA3nAa v aBeHOMaTO3 NOAXKeNYA0UYHOW Xene3bl
Bec npu poxaeHun >2 SDS (cTaHOapTHOE OTKIOHEHNE) BbiLle CpeaHero (Makpocomms 60mb-
Lle He OTHOCUTCA K 60NbLIMM Npr3HaKam)
MpocToit HeByC Ha nnLe
MHorosoawue n/unu nnayeHTomeranuns
Maneie CKnagKu n/vnm AMK/ Ha yLiax
KIIMHUYecKne
npU3HaKM TpaH3nTOpHaA HeoHaTaslbHaA MMNOrMUKeMUA (MPOJOIKUTENBHOCTBIO MeHee 1 Heaenu 1 He
(1 6ann) TpebytoLan fanbHeRLX MHTEPBEHLI)

Tunuuxble onyxonu CBB (HelpobnacToma, pabaomrocapkoma, OfHOCTOPOHHSASA OMyXOsb
Bunbmca, renatobnactoma, agpeHoKopTUKanbHasA KapuuHoMa nnv peoxpomoLuToma)

Hedpomeranua n/mnu renatomeranus (srcuepomeranus)

lMynouHas rpbixa u/unu aractas NPAMbIX MblLLL, XKWBOTa
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Henb3a He OTMEeTUTb, YTO, MOMKMO YNbTPa3BYKOBbIX METO40B I'IF)EHaTaﬂbHOVI anarHo-
cTukm [8], BHEJPEHDbI 1 BCe Yallle NCNOoNb3YHTCA MHBA3MBHbIE METOANKN MONEKYJTAPHO-Te-
HETNYECKOro TeCTMpoBaHMA C NCccnegoBaHMEM KNETOK BOPCUH XOPMOHa, KNETOK aMHNOTU-
YeCKOW KNAKOCTU 1 KNEeTOK KpoBu nnoaa. OpHaKo CNOXHOCTb o6Hapy>Keva MO3anuynsma
reHOB, Aana30OH MOJIEKYJTAPHbIX HapyLUEHI/IIZ, 0CcobeHHOCTH XapaKTepa MeTUNnNpoBaHUA
reHOB B KN€TKaX 13 Pa3iINYHbIX TOKYCOB NPMBOAAT K BOSHUKHOBEHWIO KaK JIOXKHOMOJTIOXKN-
TeNbHbIX, TAK N JTOXKHOOTPULATENIbHbIX PE€3Yy/IbTaTOB [91.

B KJIMHWYECKOE HABJTIOAEHWE

PebeHokK oT 3-1 6epemeHHOCTH, 2 ONepaTMBHbIX POAOB Ha CPOKe 37 HeflesNb recTaLun.
Bec npu poxxkgeHumn coctasun 3070 1 (+1 SD no wkane INTERGROWTH), poct - 50 cm (2 SD
no wkane INTERGROWTH). OueHka no wkane Anrap 8/8 6annos. 13 aHamHe3a 1M3BECTHO,
YTO NPV NNIAHOBOM YNbTPa3BYKOBOM CKpUHWMHre (Il) Ha cpoke 6epemeHHOCTN 18,2 Heflenu
BbISIBJIEH BPOX/EHHbIV MOPOK Pa3BUTUA Niofa — B 06/1aCTy NYNOYHOro Konblia 06Hapy-
XeHo rpbikeBoe BbiNAYMBaHUe (omdanouene) pasamepamm 10X7 MM, B cCOCTaBe KOTOPO-
ro onpegenAnucb NeTnu KuweyHnka. MHorosoaue. Takxe cneBa OT NIeErOYHON apTepui
ob6Hapy»eH [oMOoNHUTENbHbIN cocyp — f[obaBoYHaA BepXHAA nonas BeHa. PebeHOK KoH-
CYNbTUPOBaH BPaYOM-TeHETVKOM, BbIMOMIHEH NfaLeHTOLeHTe3 C NocneayoLWmmM MoseKy-
NAPHO-LIMTOreHeTUYECKNM NCCNefoBaHNeM BOPCUH XOPMOHA, onpefenieH »KeHCKU Ka-
puotun nnoga (46 XX). YuntbiBaa pesynbraTbl KapuoTumna 1 OTCYTCTBUE YNbTPa3BYKOBbIX
MapKepoB XPOMOCOMHOW MaTonoruu (TonwrHa BOPOTHMKOBOMO MPOCTPAHCTBA, KONYK-
KO-TEMeHHOW pa3mep, KOCTb Hoca — 6e3 ynbTpa3ByKOBOW NaToNorm), a Takxe oTpua-
TeNbHble pe3ynbTaTbl OMOXMMMYECKUX MapKePOB MaTePUHCKONM CbIBOPOTKU (cBOb6OAHasA
cyobeauHuua XY, PAPP-A — B npepenax pedepeHCHbIX 3HaUYeHWi), XPOMOCOMHas aHo-
Manua 6bina ncknoveHa. Ha 27-in Hegene rectauum y nnofga 6uinv o6Hapy»KeHbl aH3Xo-
reHHble 06bemMHble 06pa3oBaHKA B NPaBbix OTAeNIax 6PIOLWHON NONOCTU U NPaBo Jone
neyeHn pasmepamu 24x18 mm, 8x3 MM 1 8X8 MM COOTBETCTBEHHO, KPOBOTOK MpWu LiBe-
TOBOM [IOMJIEPOBCKOM KapTMpOBaHWM He onpeensanca. Pe6eHOK 3a0UHO KOHCYNbTMPO-
BaH AETCKUM XMPYProm XMPYPruyeckoro oTaeneHna HOBOPOXKAEHHbIX 1 AeTel rpyaHoro
Bo3pacta OrAY «HMWL, 3gopoBbs aetei» MnH3gpasa Poccun, pekoMeHZ0BaHO NPOSOH-
rmpoBaHue 6epemMeHHOCTY, HabnoaeHne 1 pofopaspeLieHre B NPodpruabHOM PoaaoMe,
C nocnepyLe rocnutanmsaumnen pebeHka ana NnpoBefeHNa onepaTMBHOrO NeYeHus B
MHOronpodunbLHOM cneunan3npoBaHHOM CTaLMoOHape.

Ha cpoke 34-35 Heflenb rectaumy 6epemeHHasn noctynuna B F'bY3 MO «MockoBcKui
06/1aCTHON NepuHaTanbHbIi LeHTp» (r. banalwmxa) ansa ganbHenwero HabnoaeHUs u po-
popaspelueHus. MNocne poxaeHnsa y pebeHka Obin ANarHOCTUPOBaH BPOXAEHHbIV NMOPOK
pa3BuUTMA NepefHen OPIOWHON CTeHKN — oMmbanoLene, paciienviHa TBePAOro 1 MArkoro
HEGa. OTMeuUeH 3Nm130[ KPUTUUYECKOrO CHUKEHMA YPOBHA MoKo3bl Ao 0,3 MMonb/n, Ko-
Topoe 6bl10 KYyNuMpoBaHO OJHOKPATHOW MHPY3Mell pacTBopa AeKCcTpo3bl. CocToAHMe pe-
6eHKa ocTaBanocb CTabunbHbIM, B MPOBEAEHUN AblXaTeNbHON NOAAEP KN He HyKaancs,
reMoguHaMmnyecKmnx HapyLeHnn He OTMeYeHo.

B nepBble cyTKM U13HM pebeHoK Obin nepeBefeH B XMPYpruyeckoe otTaeneHme Ho-
BOPOXKAEHHbIX U AeTel rpyaHoro Bodpacta OrAY «HMUL 3goposba peteli» MuH3gpaBa
Poccnn pna poobcnefoBaHvA 1 onepaTMBHOrO neyveHus. MNpu ocMoTpe onpegenseTca
nedeKT nepefHelt 6PIOWHON CTEHKKM, Yepe3 KOTOpbIA Nponabupyet Netnsa KULWKK, Mno-
KpbiTasa MynoBUHHbIMK obonoukamu (MeTna po30oBOro LBeTa, MPU3HAKOB PacCTPONCTBa
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MUKPOLMPKYALMMW HET, NyNoBrHHble 060n0uKmM Lenble). Pazmep omdanouene coctasun
20%20x15 mm (purc. 1). B obnacti niua nmeeTca KanunnapHaa Manbpopmanms, Ha MoUKax
ywein cknagku. Mo gaHHbim ¥Y3W opraHos 6ptowwHol nonoctu B IV cermeHTe neveHu nog-
KancynbHO BU3yanun3mpyeTca KMCTO3HOe obpa3oBaHue pasmepom 26x15X15 Mm, € TOH-
KOW aBaCKyNAPHOW CTEHKOW N aHIXOreHHbIM cofepKUmbiM. Mpr3HakoB BUCLLlepoOMerannm
N gpyrmx o6beMHbIx 06pa3oBaHWI He BblABNEHO. [11A YyTOUHeHNA nokanmn3aumm obpaso-
BaHMA N Hannuua coobuleHna ¢ bunmnapHom cuctemor neyeHn sBoinonHeHa MPT opraHoBs
6ptoLiHon nonoctn, MP-xonaHrnonaHkpeatorpadusa (puc. 2). MogkancynbHo Ha rpaHuLe
IV n VIIl cermeHTOB NnevyeHn onpepenaeTca KUCTO3HOE BKOYEHNE OKPYrnon Gopmbl, pas-
Mepamun 23xX13x20 MM, C pOBHbIMU KOHTypamu, 6e3 nepudokanbHoro oteka. Coobuue-
HUe C XeNYHbIMM NPOTOKaMM AOCTOBEPHO He onpeaenAeTca, BHyTPU- N BHENEYEHOUHble
XeJUHble MPOTOKM He n3MeHeHbl. [1o aHHbIM Ix0-KI' noaTBepXxAeHo Hannure fobaBou-
HOW SIeBOW BEPXHel MOMOoN BEHbl, BHYTPU- 1 BHECEPAEUYHaA reMOANHAMMNKa B HOPMe.

B Bo3pacTe MATU CYTOK XM3HU pebeHKy BbINONHEHO OnepaTUBHOE BMeELLATeNbCTBO.
B xone onepauunu 6binn yaaneHbl smbproHanbHble 060n04Kn omdanouene, Npu pesu-
31K opraHoB OpPIOLWHONM NOMIOCTV ONpeAenAlTca 3MOPUOHabHble CNaiku Mexay Ton-
CTOM KMLUKOW N MneoLeKanbHbIM YrAOM U HaYvanbHbIM OTAENIOM TOHKOM KULWKK. Bbinos-
HeH afresnosnsinc, BbiABIEH He3aBepLUEHHbIV NOBOPOT KULIeYHMKa, obLian Bpbixeika
pacnpasneHa. OTMeuaeTca Bblpa)keHHbIN numdocTas ¢ ymepeHHon numdopeent. Mocne
NorpyeHuna neTesb K1LLeYHrKa B OPIOLLHY0 MONOCTb TONCTasA KMLWKa W 1ieoLeKanbHbIN
yrosn c yepBeobpasHbIM OTPOCTKOM pacrosarainch CieBa, TOHKasA KuLiKa — cnpasa. 1o ne-
penHen NoBepxHOCTY neyeHn B obnactn VIl cermeHTa BM3yanm3npoBaHO KUCTO3HOe 06-
pa3oBaHMe pasmepamu okono 25x30 mm. BbinonHeHa NyHKUMA obpa3oBaHus, NosyyeHa
XKNOKOCTb 06bEMOM 2,5 M/ HaCbILLEHHOrO »XeNToro LiBeTa C 0CalkoM U B3Becblo. VHTpa-
onepawMoHHO acnupat OTnpaBneH Ha broxmmmnueckoe nccnepgoBaHue: ooLwmn unmpy-
6uH coctaBun 147,7 mkmonb/n. O60/104KM KACTbI MCCEYEHbI, OTNPaBAEHbl Ha MMCTONOMM-
yeckoe mccnefoBaHue. YumtbiBad UHTPaoMNepaLiOHHYI0 KapTuHY, a TakKe pesynbTaTbl
6UOXMMMYECKOro nccnefoBaHna, obpa3oBaHMe pacLieHeHO Kak bunmapHasa Kucta ne-
yeHw. MNpuHATO pelleHne o GopmMpoBaHMM NeTnr No Py C HanoXeHrem LUCTOSHTEepO-
aHacToMO3a HernpepbIBHbIM LWBOM MOHOGUIAMEHTHOI HUTbIO ANIUTENIbHOIO CpOKa pac-
cacbiBaHmA 6/0 (puc. 3, 4). CxemaTnuuHoe n3obpaxKeHre BbIMOMHEHHOW onepauumn npeg-
CTaBfIeHO Ha puc. 5. B obnacti 30HbI aHaCTOMO3a 1 B NOSIOCTM Manoro Ta3a OCTaBneHbl
CTPaxoBOYHble peHa)u. BbinonHeHa NocnonHan nnacTmuka nepegHen OPOLWLHON CTEHKN
MECTHbIMU TKaHAMU C GOPMMPOBaAHNEM HEOMNYMKa.

B nocneonepaunoHHoM neprioge pebeHok Habnohanca B oTAeNeHUN peaHUMaunn 1
WHTEHCVBHOW Tepanuy HOBOPOXAEHHbIX 1 fieTel rpPyAHOro BO3pacTta C KPYrOCYyTOYHbIM
MOHWTOPMHIOM BUTaNbHbIX GYHKLMIA. Yepe3 3 yaca nocne onepauuu no CTPaxoBOYHOMY
LpeHaxy 13 0bnacTu LMCTO3HTEPOAHACTOMO3a OTMEYEHO OJHOKPATHOE OTXOXAEeHMe X1-
Ne3HOro oTAeNAemMoro B He6osbLLIOM KONMYecTse (XxapakTep XUAKOCTY Oblin noaTBepaeH
6UOXUMUNYECKN K LuTonormdeckm). lobasneHa Tepanua oktpeotnaom (10 MKr/Kr/vyac) B
TeueHue NATY CYyTOK, Ha GOHe KOTOPOW UCTeUeH e XUNEe3HOM XNLKOCTU NOMHOCTbIO Npe-
KpaTunocb. Ha BTopble nocneonepaunoHHble CYyTKN Maccak Mo KMULLEYHNKY BOCCTAaHOBJIEH,
nonyyYeH CaMOCTOATEbHbIM 06UNbHbBIN OKPaLLEHHbIN CTYN. Ha lwecTble nocneonepawoH-
Hble CYTKU yAaNieH CTPaxoBOYHbIN APEHaX 13 MOIOCTY Masnoro Tasa, pebeHok nepesefeH
13 OTAENEeHMA peaHUMaL M N MHTEHCUBHOW Tepanuy HOBOPOXAEHHbIX B Xpypruyeckoe
oTAeneHve. YuntbiBaa Hanuume perynapHoro CamoCTOATENIbHOMO OKPaLLUEeHHOro CTyna, a
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Puc. 1. BHewHni1 Bug pe6eHka c omdanouene Puc. 2. Pesynbratbl MPT-uccnegoBaHmnsa
ManbiX pa3mepos Fig. 2. MRl scan

Fig. 1. Physical appearance of the child with small

omphalocele

Puc. 3. Kucra neueHu BckpbiTta, cpopmupoBaHa Puc. 4. LincroetoHoaHacTomo3 ¢ popMmpoBaHuemM

netns no Py netnu no Py

Fig. 3. Dissection of biliary cyst, Roux-en-Y loop Fig. 4. Cystojejunostomy with Roux-en-Y loop
formation

Puc. 5. CxemaTuuHoe nsobpakeHue BbINosHEHHOI onepayun
Fig. 5. Operation pattern
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TaKe oTCcyTCTBME NUMdOopen, OTMeHY Tepanny OKTPEOTUAOM 1 OTCYTCTBME 3aCTONHOrO
oTAeNAemMoro Mo efygouyHoMy 30H[Y, HayaTo SHTepanbHOe KOpMieHue cnewlmannsu-
POBaHHOW CMeCbio Ha OCHOBE MOJIHOTO FMAPOSIM3aTa MOSIOYHOro 6enka B Tpoduueckom
obbeme € NocTeneHHbIM paclipeHemM ao Gpusmnonormyeckor Hopmbl. KopmneHue npo-
BOAMNOCH Yepe3 CreLrann3rvpoBaHHY0 COCKY C fOKapMIMBaHUEM Yepe3 »KelyaouHbIn
30Hg. Mo pocTmxeHNn dusmonormnyeckoro obbema pebeHokK Obin nepeBefeH Ha rpyaHoe
BCKapMnBaHue.

Ha cefbmble nocneonepalnoHHble CyTKN Ha GOHe NepeKpbITUA CTPAaXOBOYHOTIO Jpe-
Ha’ka B 06/1acTV LMCTO3HTEPOAHACTOMO3a Mo AaHHbIM ¥Y3W cBob6oHaA XNAKOCTb B OptoLu-
HOW MONOCTUN OTCYTCTBYET, iPEeHaK yaaneH.

3a Bpemsa HabnofgeHnA y pebeHka 6biny oTMeUeHbl 3nn3oabl Taxnkapamm go 200 yaa-
poB B MUHYTY. o pe3ynbrataMm CyTOUHOro MOHUTOPUPoBaHUA SKI Obinn BbiABNEHbI Ha-
pyLweHna putMa 1 NPOBOANMOCTM (HagKeny[oUuKoBan SKCTPACUCTONA, HafKeNydouKo-
BaA MapoKcr3masibHaa TaxvMKapAms), Ha3HauyeHa aHTMapUTMMYecKas Tepanua ceneKkTrB-
HbIM 6eTa-1-agpeHobnokatopom (buconponon 0,05 Mr/Kr/cyT) 1O LOCTUXEHNA LleneBoro
yposHA YCC 130 ya/muH. MNprHMMan BO BHUMaHWeE 3N1304 rMnoriukeMun nocne poxae-
HUA, pebeHOK Obl KOHCYNbTUPOBaH SHAOKPUHONOINOM, MPOBOAUIICA KOHTPOJNb YPOBHA
rNIOKO3bl Mepe KaXkablM KOPMIIEHMEM, MAHMMaIbHbIA YPOBEHb FNIOKO3bI Nepes Kopmie-
Huem cocTasnAn 3,3 MMOsb/ N, MOBTOPHbIX 3MM3040B rMNOrANKeMUmn He oTmeyanoch. One-
paTVBHOE neyeHune pacLlennHbl TBEPAOro Y MArKOro HEGa YeNIloCTHO-NINLEBBIM X1PYProM
6bl10 peKoMeHA0BaHO NPOBECTM B BO3pacTe OT 6 MmecALleB o 1 roga nocne noBTOPHON
KOHCYnbTalun B MiaHOBOM nopsagke. Takxke pebeHOK Obl1 KOHCYNbTUPOBaH BpayoM-re-
HeTVKOM, BbIMOJIHEHO MOJIEKYNIAPHO-TEHEeTMYECKOe 1CcCrieloBaHe, Mo pe3ybTaTaM KOTo-
pOro BblABNEHO aHOMaJIbHOE METUNIPOBaHKE KPUTUYECKOTO parioHa Xpomocombl 11p15,
Bkntovatowero KvLQT (LIT1), nogTBepKaeH amMarHos — cuHapom beksuTta — BugemaHa.

Ha 20-e nocneonepaunoHHble CyTKK (B BO3pacTe 25 AHel) pebeHOK B yOBNETBOPU-
TeNIbHOM COCTOAHMM OblN BbiNMCaH AOMON nof ambynatopHoe HabnogeHue nepmatpa,
XVpypra, 3HLOKPMHOJIOra, KapAnonora u HeBponora.

B OBbCYXIOEHWUE

KnnHunueckne nposasneHus cmHapoma beksuTa — BugeMaHa oueHb pa3HOO6pasHbl, 1
cnefyeT OTMETUTb, YTO KNlaccuyeckas Tprafa npr3HakoB (Makpornoccus, Makpocomus,
nedeKT nepenHen GPIOLWHON CTEHKM) He obA3aTeNlbHa AN1A ANArHOCTUMKMA AAHHOTO CUH-
apoma. Elliott M., Maher E.R. B cBoem nccnefoBaHum o6o6WmMAnN KNMHUYECKe faHHble
91 naumneHTa B NOCTHATaJIbHOM NepUoAe U CAENann BbIBOA O TOM, YTO MaKpOrioccus, Ma-
Kpocomua 1 omdanouene Habnoganucb B 99%, 87% 1 77% cnyyaes cooTBeTCTBEHHO [11].
CnHppom bekBuTa — BugemaHa coctaBnseT 60/blWON KINHNUYECKUI CNEKTP CUMMNTOMOB,
N HEKOTOpPble NMPU3HAKKU, KOTOPble paHee paccMaTprBannCh Kak Knaccmyeckume npossre-
HMA CMHAPOMA, NPUCYTCTBYIOT He y BCeX NaumeHToB [6]. B Lenax ontummusaumm KnmHmuye-
CKOW AMarHocTkn cnHgpomMa beksurta — BugemaHa 6bina pa3paboTaHa 6annbHaa cucre-
Ma OL|eHKW KIIMHUYECKNX MPOABEHWI NIoAa 1 MNaAeHua, Npr3HaHHaA MeX4yHapoaHbIM
KOHCEHCYCOM MO KINHUYECKON 1 MONEKYNAPHOW ANArHOCTUKE, CKPUHWHTY 1 NeYeHuto
aeten c cuHgpomom bekBuTta — BugemaHra [6]. YuntbiBas cOBpeMeHHble BO3MOXKHOCTU fa-
60paToOPHON 1 MHCTPYMEHTaNIbHON ANArHOCTUKM, 3aN0f03puTb cuHpom beksrTta — Bu-
[LeMaHa MOXHO MpeHaTaNlbHO C MCNOJNb30BaHMEM 3xorpadpuin nnoda 1 GMOXMMUYECKIX
TecToB (3-XI'Y, PAPP-A, AQIT), ogHaKo O6LENPUHATOrO anropuTmMa 1 YeTKMX NoKasaHWUin
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K MpeHaTanbHOMY MOJIEKYSIAPHO-TEHETUYECKOMY TECTUPOBAHNIO B HacTOsALLEee BPEMSA HET
[6, 12]. Carli D. ¢ coaBT. NpoBeny peTpoCcnekTUBHOE NCCNef0BaHNE CEPUN MALMEHTOB CO
CnekTpoM cuHapoma beksuta — BugemaHa (n=89) c uenbto KnaccndmumpoBaTb NpeHa-
TaJibHble GeHOTUNUNYECKNE 1N BUOXMMMYECKME NPU3HAKA HA OCHOBAHUN KX cneyuduyHo-
CTV 1 PacnpoOCTPaHEHHOCTU MO CpaBHeHWo ¢ obLel nonynauuen. Mpu obcnenoBaHUK
6epemeHHbIX B 25,8% cryyaeB aHOManuii pa3BuTUA 1N NabopaTOPHbIX U3MEHEeHWIA Bbl-
ABNEHO He Obl10. Y HOBOPOXKAEHHbIX Habnoganuce 6onee nerkme nocTHaTalbHble Npu-
3HaKu, KoTopble He 6blny 0O6HapYKeHbl [0 POXAeHUA (remurunepnnasmns, CKnagkn/amkum
MOUYEK YLUEeW, TMMOrNnKeMusa, Manbli aepeKkT nepeaHen OpIoWHOM CTeHKN). B 3Tux cnyyasax
M36bITOYHBIV POCT MAaeHLa NoYTy BCeraa OTCYyTCTBOBAJ, B TO BPeMA Kak BUCLiepomera-
NNA Y MaKpornoccua 6biv MeHee BblpakeHbl. B ocTanbHbix 74,2% cnyyaeB npeHaTanb-
Hble HaXofKM OblIM NPOTUBOPEUNMBBI, YTO YKa3blBaeT Kak Ha WNPOKUIA GeHOTUNNYECKII
CNeKTp, TakK N Ha MONEKYNAPHYIO reTeporeHHOCTb CnekTpa cMHapoma bekButa — Bupge-
MaHa. [MprmeyaTenbHo, YTo TonbKo B 12,1% cnyyaeB 6bino NpeasiioxkeHo npeHaTanbHoe
MosieKkynapHoe uccnegoBaHve. OctanbHbiM 6epemeHHbIM (57,6%) ¢ Hecneundryecknmm
1 cnabo BblpaXKeHHbIMU MOPGONOTMYECKUMN 1 BUOXMMUYECKMU U3MEHEHUAMMN ObIIO
BbINO/IHEHO UHBA3MBHOE UCCIefoBaHME (XPOMOCOMHbI aHaNn3), HeCNMOCOBHOE BbISBUTb
MOJIeKyNnAPHbIV fedeKT, XapakTepHbl Ana cnHapomMa beksuta — Bugemana. MNpepnoxeHa
KNUHUYeCKana cMcTemMa oLeHKM ANa onpefeneHna nokasaHui K npeHatasbHOMY MOseKy-
NAPHO-TEHETUYECKOMY TECTMPOBaHMIO. [laHHasA OLieHOUYHan cMcTeMa BKIoYaeT 6onbLume,
Manble 1 BCNoMoraTesibHble MPr3HaKuy, NPy 3TOM NpeHaTanbHOe MONEeKYNAPHO-TeHeTnYe-
CKOe 1cciejoBaHve NoKa3aHo B Cllyyae JOCTVXeHUA Tpex 1 6onee 6annos no npepsio-
»eHHol wkane [12]. B Poccniickon Oepepaunm faHHas OLeHOYHaA CUCTEMA B HAacToALLee
BpeMsA He NCnosb3yeTcs.

Cnektp cuHgpoma bekButa — BugemaHa — 370 camaa pacnpocTpaHeHHaa npuynHa
pa3BUTMA MaKPOrI0CCML Y AieTel, KOTOPasA MOXET NPUBECTU K OOCTPYKTUBHO AbIxaTesb-
HOW HefoCTaTOYHOCTW U TPYAHOCTAM NpW KopMmieHun pebeHka. Makporinoccusa moxeT
perpeccmpoBaTb CaMOCTOATENIbHO MO Mepe POoCTa HUXKHEWN YentocTu, ofHako B 40% cny-
yaeB NPU HanUUuMKM NOKa3aHWI MOXeT NoTpeboBaTbCA XMpypruyeckas Koppekuma [13,
14]. MOXXHO NPeAnonoXnTb, YTO B HalLleM HabnoheHU B CBA3M C HANMYMeM COMNyTCTBYHO-
e NaToONOrMN YENOCTHO-NTNLEBON 0651acTK, KOTOpas NpeAcTaB/ieHa pacLleNiHoOM TBep-
[Or0 1 MATKOro HEOA, KNUHNYECKM 3HAUMMOro yBeNMYeHWsA pa3mepa A3blka BbIABIEHO
He 6bIfIo, OHAKO MaKPOII0CCKMA MOXeT OTCYyTCTBOBaTb BoBce. Elliott M. ¢ coaBT. nposenu
KpynHoe peTpoCneKTUBHOE NCCNefoBaHmne, B KOTOPOE BOLWN 76 NaLMEHTOB C NOATBEPK-
LEHHbIM AnarHo3om «cnHapom beksuta — BugemaHna». Cpefm HUX TONbKO y ABYX AeTen
Habnoganach pacwennHa Héba, uto coctaBuno 2,5% [21]. CuHapom beksrTta — BugemaHa
cnepyet auddepeHumpoBaTb OT APYTUX CUHOPOMOB BPOXAEHHOIO U36bITOYHOrO PoCTa
(Hanpumep, cnHgpom CumncoHa — lonabu — bemenb), ANA KOTOPbIX XapaKTePHbI HEKOTO-
pble obuime uepTbl. B cBA3M € 3TMM pacliennHa HEGa MOXeT yKa3blBaTb Ha anbTepHaTVB-
HYI0 CUHZPOMasIbHY0 NATOSIOTMIO U HE BXOAMT B OOLLYH COBOKYMHOCTb KIIMHUYECKUX NpU-
3HaKoB cnHapoMa beksuTta — Bugemana [6, 10, 21].

B TeueHne nepsbix 24-48 4acoB »KU3HW Yy BCEX HOBOPOXKAEHHbIX MpY Mepexoge 13
BHYTPUYTPOOHOI BO BHEYTPOOHYIO M3Hb YacTO HabndaeTcsA TPaH3UTOPHOE CHIUXe-
HWe YPOBHA INIOKO3bl B Mla3Me KPOBM, KOTOPOE, Kak NpaBuio, HOpPManum3syeTca K Tpe-
TbeMy AHI0 Xu13Hu [6, 23]. Tunornukemus npu cnHapome beksrTa — BugemaHa obycnos-
neHa n3bbITKOM UHCYNNHA 1 BCTpeyaeTca y 30-60% petelt [1, 2, 22]. XoTa HeoHaTanbHas
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rMNOrNKeMUA, acCoLMMpPOBaHHasA C cMHAPoMom bekBurTa — BugemaHa, 4acto HOCUT TpaH-
3UTOPHbIN XapaKTep U pa3pellaeTcs B TeUeHre HeCKONbKuX aHer, y 20% HOBOPOXKAEH-
HbIX COXPaHAOTCA ABNEHWUA TMNEPUHCYIMHN3MA NOC/Ie MePBOW HefleNy »KNU3HK, UTo Tpeby-
eT MeIIKaMeHTO3HOrO NleYeHNA UK faxe NaHKPeaTIKTOMUK B bonee TaXenblX cilyyanx
[6, 15]. B Hawem cnyyae nocne poxaeHusa y pebeHKa BO3HMK 3Mn30[ rMnorivkeMmum ao
0,3 MMOnb/N, KOTOPbIV OblT CKOPPEKTUPOBAH OJHOKPATHbIM BHYTPUBEHHbIM BBELEHVEM
LEKCTPO3bl. YUnTbIBaA faHHble KPYroCyTOYHOro 1abopaTopHOro MOHUTOPMHIA, COCTOSA-
HMe pacLieHeHO Kak TPaH3MTOPHasA rMNorfiMkeMrsa HOBOPOXKAEHHOro — 1 6ann no Lwkane
OLEHKN CMMNTOMOB CUHApPOMa bekBuTta — BuaemaHa [6]. Mpu ocmoTpe nommmo fgedek-
Ta nepepfHel OPIOWHONM CTEHKN obpallaeT Ha cebA BHUMaHMe Hanuume CKnagok Moyek
yLIEeW, YTO TakXKe OTHOCUTCA K BCMOMOraTeNlbHOMY NpU3HaKy cuHapoma beksuta — Buge-
MaHa — 1 6ann no wkane oueHku [6]. KanunnapHasa manbdopmauma Ha nuue, B oTanYmne
OT HEBYCOB, He BXOAUT B COBOKYMHOCTb NMPU3HAKOB NpefIoxKeHHON CMCTEMbI OLEHKN, Of-
HaKo Halle KnnHuyeckoe HabniofeHne No3BoNAET CyANTb O BOSMOXHbIX aflbTePHATUBHbIX
npoABneHNAX.

OMb6proHanbHble OMyXony BCTPeYatoTca npumepHo y 8% aeTein ¢ cmHapoMom beksu-
Ta — Bugemana [16]. O6pa3zoBaHuA neyeHy npefcTaBieHbl NPerMyLLecTBEHHO renatobna-
CTOMOW, KOTOpas ABNAETCA BTOPbIM Hanbonee pacnpocTpaHeHHbIM TUNom onyxonu (14%)
npwv AaHHOM naTonorum (Nepeoe MecTo 3aHMMaeT onyxosb Bunbmca - 52%). Puck renato-
6nacTombl y naumeHToB ¢ cuHapomom beksuta — BugemaHa 6onee yuem B 2000 pa3 Bbllue,
yem B obulen nonynaunu [6, 17]. Y3 opraHos 6ptoluHOM nonoct — 310 obcnegoBaHne
nepBO NMHUKN y JeTel C NOoJO3PEeHMEM Ha MOpa)eHue nevyeHu, OAHaKo YyBCTBUTENb-
HOCTb ;AHHOrO MeToAia BO MHOIOM 3aBMCUT OT OMbITa UCMOMHUTENA 1 ToKanu3aymm obpa-
30BaHuA. B cBA3M C 3TUM cpefm cneumanncToB COXKUIOCb MHEHNWE, UTO YNbTPa3ByKoBOE
nccnepgoBaHue crefyet coveTaTb C U3MEPEHUAMU YPOBHA CbIBOPOTOYHOrO anbda-dperto-
npotenHa (ADI), KoTopbI cekpeTnpyeTca renatobnactomor B >95% cnyuaes [17-19].
OpHako B nefmaTpryeckon npakTuke nHTepnpeTauma nokasartenen AQI B cbiBopoTKe
CJI0XHA, 1 €ro ypoBeHb MOXET ObITb Bbille Y MiafeHLeB ¢ cMHApoMom beksuta — Buge-
MaHa 1 6e3 renatob6nacToMbl, MO CPAaBHEHMUIO C KOHTPONbHOM rpynnoi [18, 20]. B Hawem
KNMHMYECKOM HabniofeH Mo JaHHbIM YNbTPa3ByKOBOIO CKPUHMHIA Ha 18- Hepene re-
ctaumm (Il) BbIABNEHO aH3XOreHHOoe 06beMHOoe 0Opa3oBaHMe NeYeHn C TOHKOM aBacKynap-
HOW KancysoMn, KoTopoe yBennunBanoch B pa3Mmepe COOTBETCTBEHHO POCTY Nnoga. Takxe
6b111 06HapY»KeHbl fBa 06bEMHbIX 06pa30BaHMA B MPaBblX OTAeN1ax OPOLWHON NONOCTY C
aH3XOreHHbIM COAEPXKMMbIM U OTCYTCTBMEM KPOBOTOKA, KOTOPbIE perpeccmpoBani CroH-
TaHHO K KOHUY 6epeMeHHOCTU. YunTbiBas xapakTtep obpa3oBaHUN (@H3XOreHHoe, OfHO-
pofHoe coflepXrnmMoe, OTCYTCTBME KPOBOTOKA), Masible pa3mepbl omdanoLene, oTcyTCTBUe
XPOMOCOMHOW NaToNOrny No AaHHbIM MOSIEKYNAPHO-LMTOreHETUYECKOrO NCCeJOBaHNA
BOPCYH MNaLEeHTbl, XEHCKUI KapnoTun nnoga (46 XX), 6epeMeHHOCTb Obl10 peLLeHo Npo-
NOHIMPOBaATh.

HecmoTpsa Ha OTCyTCTBME [OCTOBEPHOro COOOLEHUA KMCTO3HOro obpa3oBaHUA C
BHYTPUMEUEHOUHBIMUN XENYHbIMU NMPOTOKaMM Mo JaHHbIM MPT, uHTpaonepaLMoHHO, B
TOM uncne no pesynbrataM OMOXUMNYECKOrO MCCeloBaHNA COAEPKUMOro KUCTbI, 06-
pa3oBaHMe ObINO pacLeHeHo Kak bunmnapHas Kucta neveHun. B nutepaType Takxe onu-
CaHbl CJlyyan reMaHrMombl NeYeHn, Me3eHX1MMaNbHOM raMapToMbl, KanbumbuumpyoLen
rHe3[10BOV CTPOManbHOW 3NUTENanbHON ONYX0NW, reTepoTONUMU TKaHW KOpbl Hagnoveu-
HWKOB B MeyeHb C Pa3BUTMEM 3/10KaYeCTBEHHOro NpoLecca, OfHAaKO CJlyYaeB CoueTaHuA

352 "Pediatrics Eastern Europe’, 2024, Volume 12, Number 2



KnuHnueckuii cnyyvam .
Case Report

cmHppoma bekBuTa — BugeMaHa ¢ 6uUnapHOM KUCTOM neyeHn He BCTpeYyanoch [24-271].
C uenbto NPodUNAKTUKIN NCTEUEHMSA »Kenumn B CBOOOHYI0 OPIOLLHYIO MONOCTb Y Pa3BUTUA
XeNTYHOro NePUTOHNTA NMPUHATO PeLLeHne O HaNIOXEHNW LMcToetoHoaHacToMosa ¢ op-
MUpoBaHueM neTtnu no Py (puc. 3, 4).

B faHHOM KNMHMYeCKOM MprMepe Mo COBOKYMHOCTU OOHapy>KeHHbIX MPOABNEHMUN
(5 6bannoB cornacHo AMarHOCTUYECKUM KpuTepuam cnHapoma beksuta — BugemaHna), B
TOM UMCie TaKUX CONMYTCTBYIOLMX KIUHUKO-UHCTPYMEHTaNbHbIX faHHbIX, Kak fjobaBoYHasA
neBas BePXHAA Monas BeHa, HafKeNyaoukoBasa NMapoKcu3manbHas TaxnkKapams, 0CioX-
HMBLUAA TeueHre nocneonepaLoHHOro nepruoaa, HesaBepLUeHHbI MOBOPOT KULLIEYHU-
Ka, a TaKXke KanunnsapHaa Manbdopmauna Ha nuue, pacluennHa TBepAOro 1 MArkoro HEbGa,
y pebeHKa Obina 3anofo3peHa reHeTnyeckas naTtonorus. BoinonHeHo MoneKkynsapHo-reHe-
TYecKoe nccnefoBaHre, No pesynbrataM KOTOPOTrO BbIABNEHO aHOMaslbHOE MeTUIMPO-
BaHMe KpUTMYECKOro panoHa xpomocombl 11p15, Bkntovatowero KvLQT (LIT1), nogTeep«-
LeH fmarHos — cuHgpom beksuta - Bugemana.

B 3AK/TKOYEHUE

CuHppom bekBuTa — BrjemaHa xapaktepusyeTca 60NbLINM CNEKTPOM KIMHUYECKMX
NPOABMIEHNI, YTO CBA3AHO C €ro C/IOKHOW reHeTUYECKON U MONIEKYNAPHONW 3TUONOrMeN.
B Hawwem HabnogeHM Mbl CTOSIKHYNINCh C PEAKUM coYeTaHMeM CUHAPOMa 1 GunMapHoOn
KNCTbl NeYeHN y HOBOPOXAEHHOro. AleKBaTHO BbIOPaHHbIN 0ObEM XMPYPrmyecKkoro ne-
YeHUss C OAHOMOMEHTHOW NNIACTMKON NepeaHen OPIOLLHON CTEHKNU, UCCceveHnem bunmnap-
HOW KMCTbl U Hano»KeHnem LMCTO3HTepoaHacToMo3a no Py no3sonun JOCTUYb yCneLHo-
ro KNMHWYeCcKoro pesynbraTta. TpYAHOCTU AMArHOCTMKKM, OCOOEHHOCTU XMPYPruyeckoro
neyeHns 1 nocneonepauioHHOro BejeHMA TakixX NauneHTOB AUKTYIOT HeobxoanMocCTb
KOMMMEKCHOro NOAX0OAa B X IEYEHUU C MPUBAEYEHNEM KOMaHbl CNeLnancToB B yCo-
BMAX CNeLManm3npoBaHHOrO MHOFONPOQUIbHOrO CcTaluoHapa.
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