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TAKTUKA AMBYJIATOPHOI'O
HABJIIOAEHNA 3A NMALUMEHTOM
Cc ciHOPOMOM BEKBUTA - BUAEMAHHA

bekButa - BupemaHHa cuHapom (kog no MKB-10: Q 87.3) - BpoxaeHHoe 3a6oneBaHue, KOTOPOe XapaKTepusyeTcs MaKpoCoMM-
ei, MaKporioccuei, rpbkei NynoYHOro KaHaTuKa, YpesMepHo GbICTPbIM POCTOM B MIAALEM AETCKOM BO3pacTe, aCUMMETpuUei
Tena v NoBbIWEHHbIM PUCKOM pa3sBUTMS 3MOpUOHanbHOM onyxonu. Bnepsbie 310 3a6oneBaHune 6bin10 onucaHo B 1963 r. amepu-
KaHCKMM natonoroaHatomomMm J.B. Beckwith u, He3aBucumo ot Hero, B 1964 r. Hemeukum neguatpom H.R. Wiedemann, B yectb
KOTOpbIX U 6bI0 Ha3BaHO cuHApoMoM BbekButa - BupaemaHHa B nocnenyrowme roapl [1-4].

KntoueBble cnoBa: ceHemuyeckoe 3ab6onesaHue, cuHopom beksuma - BudeMaHHa, KnuHU4eckud cay4ad, npakmuyeckue pekomeHoauuu.

E.A. KASHIRINA?Y, A.A. RUBTSOVAL2, PhD in medicine, N.M. YUGAI*, 0.B. KARABANOVA?, O.V.CHERNOKOZHEVA?, S.G. ZAGIDULLINA!
1Children’s city outpatient clinic No 110 of the Moscow Health Department

2Pirogov Russian National Research Medical University of the Ministry of Health of Russia, Moscow

OUTPATIENT MANAGEMENT OF A PATIENT WITH BECKWITH-WIEDEMANN SYNDROME (CASE REPORT)

Beckwith - Wiedemann syndrome (ICD-10 code: Q 87.3) is a congenital disease characterized by macrosomia, macroglossia, hernia
umbilical cord, overgrowth in the first few years of life, asymmetry of the body and a predisposition to embryonal tumor development.
The disease was first described by American pathologist J.V. Beckwith in 1963 and, independently of him, by the German pediatrician

H.R. Wiedemann in 1964. Thereafter, it was named the Beckwith-Wiedemann syndrome to honor of these scientists [1--4].
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ekBuTa - BupemanHa cuigpom (BBC) - ato 3abo-

NleBaHMe CO C/IOXKHOM reHeTUYecKoW 3TUONOTUEN.

pwu atom 6onee 85% cnyyaes bBC aBngtoTcs cno-
pagMyeckmMm u Tonbko Oo 15% - cemeliHbiMU. M3BecTHO
Heckonbko npuynH BBC, koTopbie 06bIYHO NPUBOAST K U3Me-
HEeHMAM 3KCMPEeCCUM OAHOrO WU HECKONbKMUX FEHOB B OMpe-
[leneHHOM Nnokyce KopoTkoro nneva 11 xpomocomsl (11p15),
ABNAOWMMCSA KpUTUYecknm permoHom ang BBC. dedekTbl
LLleHTPOB MMMPUHTMHIA Ha KOPOTKOM Mfeye XxpomMocombl 11
3a CYET HapyLUEHNS METUAMPOBAHUS ABAAKOTCS CAMOW YacTow
npuunHoi BBC (50-55% cnyyaes). B aTom pervoHe Haxoaat-
cs aBa ueHtpa umnpuHtuHra (IC1 n IC2), koTopble perynmpy-
10T AnddepeHUnpOBaHHOE NPOSBIEHNE reHOB MaTePUHCKO-
ro u oTUOBCKOro npoucxoxaenwms. IC1 perynupyeT skcnpec-
cuto reHoB IGF2 u H19, a IC2 perynupyeT 3KCNpeccuio reHos
CDKNIC n KCNQI1OTI. MNpn 3TOM B HOPMasbHbIX YCIOBUSAX
reH /GF-2, onpefnenset CTUMyNSAUMIO poCTa U pa3BUTUS Opra-
HOB M TKaHew, a reHbl CDKNI1C n H19, HaobopoT, 0TBEYatoT 33
CUHTE3 MHIMBUTOPOB KNeTouHOM nponundepaunu. Npu Hapy-
WEeHMN LLeHTPOB WUMMPUHTMHIA NMPOUCXOAMT U HapyLlleHue
dyHKUMK reHoB IGF-2, CDKNIC n H19, 4to n gaBnseTcs npu-
YMHOM M3OBLITOYHOTO pOCTa TKAHeN U NponudepaLmMm KNeTok.
Hapywerune metunmnposanus IC1 accoummpyeTcs C Makcu-
MasibHbIM PUCKOM pasBuTus onyxonu Bunbmca. B 20% cnyya-
€B CMHAPOM 00YyCNoBMEeH OLHOPOAWTENbCKOM OTLLOBCKOW
nmcomment no 11p15,8 5% - mytaumsamm B reHe COKNIC w B
1% - cny4aeB XpPOMOCOMHbBIMM HapyLWEeHUSMM  yyacTKa
11p15 (peneumn, oynavkaumm, TpaHcaokaumm) [5, 6].
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MonynsaunoHHas Yactota bBC, no pa3HbIM AaHHbIM, Kone-
6netcs ot 1 Ha 10 000 go 1 Ha 13 700 HOBOPOXAEHHbIX,
XOT$ UCTMHHAs YacToTa MOXET ObITb M Bbile 33 CYeT Heamna-
FHOCTMPOBAHHbIX C/Ty4aeB C HEMONHbIMU UK MATKMMU DEHO-
TUMMYECKMMU MPOSIBIEHMAMM CMHAPOMA [3, 4].

KnuHunyeckn 3anopo3putb BBC MoxHO B Tex cnyyas,
Korga y pebeHka MMEKT MecTo cieayllime GeHoTunuye-
CKne 0COBEHHOCTU: TUraHTU3M MpU POXAEHUM, TMNOTINKe-
MUWS B NMepPBbIe LHU XU3HU, BPOXKAEHHbIE AedeKTbl 3aKpbITUS
nepenHein OpHOLWHOM CTEHKM, MAKpPOrNOCCUS, Ype3MepHO
ObICTPbIM pOCT B MAaALWeM AEeTCKOM BO3pacTe, reMurunep-
nnasus, Bucuepomeranus (mabs.).

Kpome 3toro npu BBC MoryT oTMeuaTtbcs: MHOroBoAMe
BO BpeMs OepeMeHHOCTH, NpexAeBPEMEHHbIE POAbI Kpym-
HbIM MIOAOM, TMMNOMNAA3Us CPpeAHeN TpeTU AnLa, reMaHrno-
Mbl, KHACEYKM» HA MOYKE YLIHOM PaKOBWHbI, KAMUANSPHbIE

Tabnuua. KnuHuueckue nposiBneHus npu CMHApOMe
beksuta - Bunemanua

e [UraHT13M Npu poXaeHNUM

« [Unornukemms B NepBble AHM XU3HN

* BpoxneHHble aedeKTbl 3aKpbITUA nepeaHen OPOLIHON CTEHKM
(3MBpMOHanbHas NyNoYHas rpbixa, AMACTa3 MPSMbIX MbILUL, XMBOTA)

 Makpornoccus

* YpesmepHO ObICTPbIV POCT B MIAALIEM AETCKOM BO3paCTe, 0COBEHHO C
acMMMeTpueit Tena (remurunepnnasus)

« Bucuepomeranus (yBennyeHue B pasMepax noyek, neyenm, ceneseHkm)



ManbGopMauumM Ha TYNOBULLE WM BHYTPEHHUX OpraHax. B
psne cnyvyaeB MMelT MecTo MHOXECTBEHHbIE TeMaHrMoMbl
B MeyeHW, cBOeobpa3Hble MUIrMEHTHblE SpKWMe Mblnatolne
NSTHA TEMHO-BWIUHEBOTO LIBETA, TENEAHIMIKTA3UN. Y Masb-
YMKOB — KPWUMTOPXM3M, YBENMYEHME FMYEeK W MONOBOrO
uneHa.Y AeBOYeEK - r’MNepniasus MaTku, INYHUKOB U KNUTO-
pa [3-7].

CBoeobpa3ne 3MMreHeTUYeCKUX MyTauui, nexalmx B
ocHoBe bB(C, co3patot onacHble NpeanocbIkKK AN pa3BuUTUS
y 3TUX OeTeln Takux 3MOPMOHaNbHbIX OMyXONen Kak renato-
6nactoma, Hedpobnactoma, pabaoMuoKapuUMHOMa, aLeHo-
KapuuHoma [3-7].

Y4nTbIBas 3HaUMUTENbHbIN pUCK pa3sutng npu bBC oHko-
JIOTMYECKOM MAaTONOMMM U BbICOKMIA YPOBEHb NETANILHOCTH (1,0
20%), kno4eBoe MeCTo B AMCMAHCEPHOM HabnoeHuM 33
TakMMU NaumMeHTaMu 3aHUMAET paHee W aKTUBHOE BbisiBNe-
HWMe yKa3aHHbIX MATONOMMYeckMx nposBieHui. B kayectse
npuMepa NpuMBOLMM COBCTBEHHOE HabnaeHMe.

B metckyto nonmkanHumky (buavan N1 M Ne110 43M)
non ambynatopHoe HabniogeHne noctynuna gesoyka B. ¢
onardosom «Q87.3 (cuHppom beksuta - BuaoemanHa)». A3
aHaMHes3a M3BEeCTHO, YTO AeBoyka oT 1-i BepeMeHHOCTH,
npoTekaBwen Ha GoHe mMHoroeoams (¢ 20 Hen. rectaumm).
Popabl 1, camocTosTenbHble, Ha 34 Hep., Macca Npu poxae-
Hum 3390 r, poct 49 cm. OueHka no Anrap 6/7 6annos.
CocTosiHMe NpW POXAEHMU THKENOoe 3a CYET AbIXaTeNbHOWM
HepgoctatoyHoctM M yrHeteHns LIHC. leyenne: CPAP 6
4acoB, MpU HapacTaHWUU AbIXaTeNbHOW HEeLOCTaTOYHOCTU —
MBJ. JkctybuposaHa uepe3 5 cytok. ObcnepoBaHa B
poannsHom gome — IXoKT (AaHHbIX 33 BPOXKAEHHbIA MOPOK
cepAua HeT). HeoHaTanbHbI CKPUHWMHT: AAHHbIX 33 Hacnen-
CTBEeHHble 3aboneBaHna NO CTaHAAPTHOMY CKPWUHMHTY HET.
Ha ocHoBaHWM AaHHbIX 0O6bEKTMBHOMO 0CMOTpa (Makpoco-
MMSl, MaKpOrNOCCHS, KHAaCEUKM» HA MOYKAX YLIEN, reMaHrm-
OMBbI, KBUHHOE NATHO®» Ha NMue) BblN 3aN0A03peEH CUHAPOM
bekBuTa - BuagemarHa. InarHo3 noLTBepXaeH Monekynsp-
HO-TEHETUYECKUM unccnegoBaHneM - metogom MY-TLP
(6bInn BbIIBAEHBI MyTaumu B reHax IGF2 mn H19, a Takxe
HapyweHue Metunmposanmsa KvLQT (LIT1).

Mpu nepBOM MaTpOHAXe Y4acTKOBbIM BpavyoM-nenma-
TPOM B BO3pacTe 3 HeLeMb XM3HM, MPU OCMOTPEe BpavaMu-
CNeuManucTamMu MOAMKIMHMKK, 3 TaKkKe Mo pe3ynbraTam
npoBefeHHOro 1abopaTopHOro WM MHCTPYMEHTaNbHOro
obcnenoBaHng B aMbynaTopHbIX YCIOBUSAX Obln BbISIBAEHDI:
1. Ha koxe nuua — «BuHHoe natHo» 10 x 10 MM, KaBepHO3-

Has reMaHrMoma B MOSICHUYHOM 06nacTu.

2. Makpornoccus.

Onepexatolee BO3pacT Gu3nyeckoe passuTue.

4. Temurnnepnnasms (okpyxHocTb beapa cnpasa — 20 cm,
cnesa — 17 cM), yannHeHue NpaBoOi HUXKHEN KOHEYHOCTU.

5. HapyxHble nonosble opraHbl: CQOPMMPOBAHbLI NPaBU/Ib-

HO, BbIIBIeHO 06pa3oBaHWe MeaTaNbHOro OTBEPCTUS —

BbIpOCT AeBcTBeHHOM nnebl 0,3 x 0,5 cm.

6. TpoM6BouuTos (769 - 780 x 10° /n) B KAMHMYECKOM aHa-

NIN3e KpOoBM.

7. Tunornunkemums (rnokosa 2,1-3,5 mmons/n).
[emaHrnoma B 061actm cnuHbl.
9. Mpu ynbTpa3BykoBOM nccnegoBanum (Y3M):

W

®

o4aroBoe 0b6pa3oBaHMe MOYEBOrO MNy3bIpst (TMNep3XoreH-
Hble BK/KOYEHUS, pazmepoM 2,5 MM x 2.5 mm, npu LUK B 06-
pa3oBaHMU ONpefenseTcs KpOBOTOK),

[LBYXCTOPOHHSIS Hedpomeranus,

yBENMYyeHne pa3mMepoB NpPaBOro HagnoyeuHuka — 30 x 12
x14 MM (KpOBOM3AMSHWE B MPaBbIM HALNOYEUHMK? ageHOoMa?).
10./lerkoumnTypums (BCE NONS 3pEHUS), NPOTENHYPUS B 0OLLEM

aHanuse mMouu.

B cBs13n c 0BHapyXeHHbIMU Ha Y3 n3MeHeHnsIMU (ape-
HOMa? KpOBOW3NMAHME B HaLMO4YeYHUK? obpazoBaHue
MOYEBOTO MNy3bIps), @ TAKXKE M3MEHEHUSAMM B 00LL. MOYe 3KC-
TPeHHO HanpaeneHa B Mopo3osckyto AMKE O3M Ha rocnu-
Tanusaumio, rae ObiiM AMArHOCTMPOBAHbI MUENOHEePPUT,
akTMBHaa dasa; obbeMHoe 06pa3oBaHWe MOYEBOro My3bips
(nepexonHO-KNETOUHbIM noaun). Mocne CTUXaHWs akTMBHO-
CTM nuenoHedpuTa 6bINO MPOBEAEHO 3SHOOCKOMUYeCcKoe
yaaneHue obpa3oBaHmne B MOYEBOM My3bipe.

Mpw panbHernwem ambynaTopHoM HabnwaeHun 3a
pebeHKOM B LETCKOM MOAMKIMHMKE MO MECTY XMTeNbCTBa
6bin cocTaBneH nnaH obcnefoBaHWs pebeHKa, KOTopbIi yuu-
TbIBaN PUCKM Pa3BUTUS OHKONOTMYECKMX U APYrUX Cepbes-
HbIX 3aboneBaHuit. Mpu 3ToM B Bo3pacTte 1,5 Mec.y pebeHka
6bI10 BbISBNEHO 3HAYMTENbHOE MOBbILIEHME B CbIBOPOTKE
KpOBW ypoBHel anbda-detopotenHa (48616 Hr/mn) n 17(0H)
nporectepoHa (10,73 Hr/mMn), B CB43M C 4yeM pebeHOoK 6bin
HanpaBfeH Ha KOHCY/JbTalLMI0 AETCKOro OHKOMOra W 3HAO-
KpuHonora

B ®IBY POHL, um. H.H. bnoxmnHa B Bo3pacte 1,5 mec.
npoBeAeHbl NMOBTOPHble Y3-McCneaoBaHMs OpraHoB OptoL-
HOM NON0CTH, 3aDPHOLLIMHHOIO MPOCTPAHCTBA U CPEAOCTEHMS,
MPT 6ptoWwHOM NONOCTU 1 3abpPHOWMHHOrO NpocTpaHcTaa. 1o
pe3ynbTataM WCCNeNoBaHWS BbISIBNEHbl renaTtomMeranuns c
MHOXECTBEHHbIMK 04aramu (ManbbopMaLMmn? reMaHrMombl?)
ot 0,2 no 1,3 cM, aKTMBHO HaKanJMBaKWMUMMN KOHTPACTHbIM
npenapar, npenMyLLEeCTBEHHO B apTepuanbHyto Gasy; Hedpo-
Meranug. YbeauTenbHbIX AaHHbIX B NOMb3Y ONYyX0NEeBbIN NpO-
Llecca Ha MOMeHT 06cneoBaHUS BbISBNEHO He Bbino.

MonynayuorHasa yacmoma BBC, no pasHbiM 0GHHbIM,
konebnemcs om 1 Ha 10 000 do 1 Ha 13 700
HOBOPO)XXOeHHbIX, XomA UCMUHHAA Yacmoma Moxem
6b1mb u Bbiwe 3a cvem HeAUA2HOCMUPOBAHHBIX
c/1yyaes ¢ HeNoJIHbIMU UJU MAKUMU
eHomunu4eckuMu nposBAeHUAMU CUHOpoMa

B cBa3u c Makpornoccueit pebeHoK Obll MPOKOHCYAbTU-
pOBaH CTOMATO/I0rOM, pEKOMEHA0BAHO MHOr03TanHoe OpTo-
[loHTUYeckoe neveHue. B Bospacte 5,5 mec. nposeneHa
penyKUMOHHAs Tepanus no noBoay Makpornoccun (6e3
OC/NIOXHEHWI). B Bo3pacTe 7 Mec. HayaTa Tepanus nponpaHo-
JIOIOM MO NOBOAY reMaHrnoM (6e3 0CNOXHEHMIA).

B ycnosusax [eTckoi roponckoi monnkamHukm N2110
[O3M dunuan N21 pebeHok HabntopaeTcsa perynspHo. [naH
[MCnaHcepHoro HabnaeHns 3a pebeHKoM Bbin BKIKOYEHDI
exeMecsyHoe UccnenoBaHMe KIMHMYECKOro aHanmn3a KpoBu,
o6, aHanusa mMouu, BUOXMMMYECKOrO aHanm3a Kposw, Y3
OpraHoB OpHLWHOM NONOCTU M 33a06PHOWMHHOTO NPOCTPaH-
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cTBa. Kpome 310ro B AMHaMMKe NpPOBOAMTCS MUCCIeLOBaHMe
Ha OHKOMapkepsbl, anbda-detonporenH. [py NOBTOPHOM
MCCNeoBaHUM BbLISIBNEHO 3HAYWUTENbHOE CHMXEeHWe anbda-
tdetonpotenHa: 1324 ME/mn B 5 mec., 300ME/mMn - B 7 Mec.

B HacToswee Bpems coctosiHue pebeHka yAoBIETBOPU-
TenbHoe. KnuHnyeckuii amarHos: (087.3) Cunapom beksuta -
BuaemarHa. femurunepnnasus. Hedpomeranus. Makpornoc-
€U, COCTOSIHWE NOC/e ONepaTUBHOrO neveHus. [MuenoHedpur,
HeakTMBHas asza. CocTogHMe nocne ypaneHus noauna
MOYeBOro ny3bips. [ematoMeranus C MHOXECTBEHHbIMU
ManbdopMaLmMsaMu. leMaHTMoMa KOXK CMMHbI.

HecmoTps Ha yaoBneTBOopuTeNbHOE COCTOSHME pebeHka
B HaCToOSILLEee BPeMs, 33 HWUM MpoLo/mKaeTcs HabnwpeHue
[LeTCKOro OHKOJ/0ra, Y4WUTbIBAS MOBbILEHHbIA PUCK Pa3BUTUS
3MBPUOHANbHBIX ONYyX0Nel Npu AaHHOW NaToONOrMN.

Takum 06pa3oM, NCXOAN U3 AaHHBIX IMTEPATYPbI, @ TaKxKe

COBCTBEHHOIO KAMHMYECKOTO OMbITa HAbNOAEHUS 33 AETbMU
¢ BBC Ha neamaTpuyeckoMm yyacTke, CuuMTaeM Lenecoobpas-
HbIM MPeanOXWTb HEKOTOpble Creaytlolne npaKTuyeckue
pekoMeHaaLuu:
B nnaH aucnaHcepHoro HabnioneHus 3a pebeHkom ¢ BBC
0653aTenbHO AO/MKEH BKIKOYATb METOAbl PaHHeR AMarHoCTu-
KM OHKONOTMYyeckux 3abonesaHuit. [ing 31oro HeobxonmMMo
LWMpe MCMonb30BaTb AMHAMMYECKOE YNbTPa3BYKOBOE McCie-
[l0BaHME OpraHoB 6PIOLLHOM NONOCTM M 3aBPHOLWMHHOIO Npo-
CTpaHCTBa, onpeaeneHune anbba-beTonpoTemHa B CbIBOPOTKE
KPOBW, NCCNeaoBaHMe Ha OHKOMapKepsl 1 ap.;

B HeobX0AMMO CBOEBPEMEHHO MpUBAEKATb CTOMATONOrA K
KypaLuu OeTen C Makpornoccuen Ans peleHus Bonpoca o
BbIOOpE paLmMoHanbHOro cnocoba neyexus;

B npu BbISBNEHUM MHOXECTBEHHbBIX MM OBLWMPHbLIX remMaH-
TMOM TaKTWKY BeAEHMS MauMeHTa LenecoobpasHo cornaco-
BaTb C AETCKMM XMPYProM M AETCKUM KapLMONOroM.
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