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Pesiome
* Wnnwoct auun B cTatbe n e[lCTaB/ieH K ATKNIN 0630 AKTYanbHbIX aHHbIX 06 3TNONOrnK, NaToreHese, ANarHOCTUKeE N nevyeHnn 60)'Ie3Hl/I
p
K CTaTbe — BunbcoHa-KoHoBanosa. bonesHb BunbcoHa-KoHoBanosa (60ﬂe3Hb BVIJ'IbCOHa, I'eI'IaT()J'IEHTVIKyJ'IﬂpHaﬂ AereHepauyna, rena-
Ha L|BeTHOI7I Touepe6paanaH ,D,VICTpO(I)VIﬂ) peakoe TAXENOE HacnegCcTBeHHoe ayTOCOMHO-peLLeCCI/IBHOE 3a6OJ‘IEBaHl/Ie, O6yCJ‘IOBJ‘IEHHOG

BK/EilKe B KypHan  FOMO3UTOTHBIMY U KOMMAyHA-reTepo3UroTHBIMU MyTalUAMY (Hanuumem ABYX PasHbIX MyTaHTHbIX anneneld) B reHe ATP7B,
(ctp. D). KoMpytoLLemM TpaHCMeMbpaHHyio Meib-TpaHcnopTupytoLyto ATMasy, onocpeayiollyto BbiBeAeHe MEAM B XeNub 1 JOCTaB-
NALYI0 Meab ANA CUHTE3a LepynonasmMyHa. Takke B CTaTbe NPUBEAEHO KIMHWYeCKoe HabmnioaeHne Monoaoi nauneHTkun

C HepPaCno3HaHHbIM Ae60TOM 3ab0neBaHNs B BUAE NCUXMATPUYECKIX PACCTPOWCTB. B fanbHelillem, B CBA3M C HApacTaHWeM
neyeHOUYHO-KNeTOYHOWM HE0CTaTOYHOCTH B BIJIE CTOMKOTO KENTYLHOrO CUHAPOMA, ABMEHIUIA NeYeHOUHO SHLedanonaTniy,

EDN: YHJYDX CHVXeHUA 6eNKOBO-CUHTETUUECKOM QYHKLMM U CHUXEHUA CMHTe3a GaKTOPOB CBEPTHIBAEMOCTH NaUyeHTKa Obiia rocnuTanu-

3/POBdHa B I\/lHOI'OI'\pOd)l/IJ'IbeIVI CTaunoHap, rae Obin YCTaHOBNEH ANarHo3 6one3Hn BunbcoHa-KoHoBanosa.

KntoueBble cnoa: 6one3Hb BunbcoHa-KoHOBanoBsa, neueHOUHO-KNETOUHaA HeAOCTaTOUHOCTb, LMPPO3 NeYeHu, Liepyno-
nnasmuH, konbua Kansepa-Onenwepa

KoHbnMKT mHTepecoB. ABTOPbI 33ABNAIOT 00 OTCYTCTBUM KOHGNVKTA MHTEPECOB.
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Summary

* llustrations The article presents a brief review of current data on the etiology, pathogenesis, diagnosis and treatment of Wilson disease.
Wilson-Konovalov disease (Wilson's disease, hepatolenticular degeneration, hepatocerebral dystrophy) is a rare severe he-
reditary autosomal recessive disease caused by homozygous or compound heterozygous mutations (the presence of two
different mutant alleles) in the ATP7B gene encoding transmembrane copper-transporting ATPase that mediates the excretion
of copper into bile and delivers copper for the synthesis of ceruloplasmin. The article also presents a clinical observation of
a young patient with an unrecognized onset of the disease in the form of psychiatric disorders. Subsequently, due to the
increase in hepatocellularinsufficiency in the form of persistent icteric syndrome, hepatic encephalopathy, decreased protein-

synthetic function and coagulation factors, the patient was hospitalized in a multidisciplinary hospital, where a diagnosis of
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Wilson-Konovalov disease was established.
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BBepeHune

Bonesup Bunbcona-Konosanosa (6onesup Bunbcona,
rernaToNeHTUKY/IApHasA JlereHepalus, remaromnepe-
6panbHas guctpodus) — pefKoe TAXKENOe HACTIEN-
CTBEHHOE ayTOCOMHO-PellecCHBHOe 3a060/IeBaHMme,
TIPOSAB/IAINeeCS IPEVMYIIeCTBEHHO IeIEHOYHBIMIL,
HEBPOJIOTMYECKVMM ¥ NICUXMATPUIECKIMI HapyIle-
HUAMM BCIE[ICTBME YPE3MEPHOTO OTI0XEHWA MeIN
B OpraHaxX U TKaHAX. JlMarHOCTUKA 3a00/IeBaHMA
3aTpyJHEHa B CBA3Y C I/IUTE/IbHBIM TaTeHTHBIM Te-
4eHVeM ¥ HONMMMOPGI3MOM KIMHUYIECKON CUMIITO-
maTtuku [1].

3abo/eBaHMe BLI3BIBACTCA TOMO3UTOTHBIMU UK
KOMIIayH/I-T€T€PO3UTOTHBIMY MyTauAMM (Hamu-
YyeM JIBYX Pa3HBIX MYTaHTHBIX ajljleNieil) B reHe
ATP7B, xoTOpBslil pacronaraeTcsi Ha KOpOTKOM ILJIe-
4e 13 XpOMOCOMBI ¥ KOJUPYET TPAaHCMEMOPaHHYIO

Menb-TpaHcnopTupyoiyio AT®asy, onocpenyromyio
BbIBEJIEHME Me[IM B XKeNUb U JJOCTABIAIYI0 Meflb
I CMHTe3a Liepy/olnasMiHa (OCHOBHOI MefibCo-
mepyamuii 6e710K B KpoBMu). VI3-3a [BOMICTBEHHOM
ponu ATP7B napyuenne ero GyHKUUY IPUBOJUT
K HAaKOIJIEHMIO MeJIM B IIeYeHM U IPYTUX OPraHax, KO-
Topsle aKcnpeccupyotT ATP7B, 0co6eHHO B TOTIOBHOM
Mmosre. bonesub Bunbcona-Konosanosa Bcrpeyaercs
PenKo, pacCIpOCTPAaHEHHOCTh CUMITOMATUYECKOTO
3aboneBaHMs oLeHMBaercsa B 1 cayyait Ha ~30000.
Jle610T 3a60/I€BaHNA IPOUCXOAUT B BO3pAcTe OT 5 J10
35 1eT, XapaKTepu3yeTcs BApMaTUBHOM KJIMHMYECKO
KapTrHON. Ha cerogHsiuHmit feHb onucaHo 6omnee
700 MaTOTeHHBIX BApMAHTOB JJAHHOTO T'€Ha, B pAje
MCCTIeOBATENbCKIX PAbOT OLjeHMBAIACh KOPPETIALIS
reHotuna ¢ perorunom. Tak, 6bUIO TOKA3aHO, YTO
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B MO3re He orpaHnymnBatoTCAa

1 Oneiwepom

myrtanun ATP7B, ykopaunsaroiue 6e1ox ATP7B
6bLIV CBSI3aHBI C OCTPOIT IIEIEHOTHON HEJOCTATOYHO-
CTbIO 11 607Tee paHHMM BO3PACTOM Hadasia 3a60/eBaHms.
B 1e/roM moxasaTtenu CMEPTHOCTH y MAIIMEHTOB C 60-
ne3nbio Bunbcona-Konosanosa Bhlllle, 4eM y 3/[0pPOBBIX
nui. IIpy 9TOM CMEPTHOCTD Y HALIMEHTOB C 60/IE3HBIO
Bunbcona-KonoBanoBa Ha JOKIMHMYECKON CTAANNA,
MOy YA MX TePAINIo, COIIOCTABUMBI C JAHHBIMMI
1o obuelt momynAuun. Hamnune me4eHOUHBIX 1 He-
BPOJIOTMYECKUX MPOsIBIEHNIT Ha [TO3[JHUX ITAMNaX,
a TaK>ke OTCYTCTBME NPUBEPKEHHOCTHU K JIEYEHNIO
CYI[eCTBEHHO CHIDKAIOT BBDKMBAaeMOCTb [2].

B 1912 r. Camioanb Anexkcannp Kunnep Bunbcon
Oony06/IMKOBaI KIMHUYECKOE OIMCaHMe «IIpoTrpec-
CUpYyIOIIeil TEHTUKYTAPHON fiereHepauumn» y 12 ma-
IIMEHTOB — cM. puc. 1. Bunbcon HabI0am orpanm-
YeHHO€e KO/MMYECTBO MAI[MEHTOB U He MMeNT YeTKUX
IpefcTaBaeHNil 0 matodusnoaorny 3aboneBanms,
OJJHAKO NPEeATION0XN/ Hal4yie HEU3BEeCTHOTO TOK-
CUHA, TPOUCXO/AIETO 13 TIeYeH, TPV 3TOM Ha/mn4due
U306bITKa MeJy B ITeYeHM OBIIO YIIOMAHYTO BIIEPBbIE
ropgoM nosxe (A. Pymmens, 1913), a kioueBas ponib
Menu B TaTo(U3NOIOT NN JAHHOTO 3a60/1eBaHMs Obla
omycaHa muub B 1929 rogy [3].

TomeocTas Mefu B IIe4eHV TOA e PXKUBAETCA PALOM
6eKOB, BK/TIOYAIOLINX TPaHCMeMOpaHHBbIe IIepeHOo-
cunku megu (CTR1 n ATP7B), unto3o1pHble EpeHO-
CYMKY Mefu (IIATIepOHDIL), 6€IKM, CBA3BIBAIOLIVIE MENb
(MeTanIOTMOHENHBL), M Me[jb-3aBUCUMbIE (HEPMEHTBHL.
ATP7A u ATP7B saBnsAr0TCA BBICOKO TOMOJIOTUYHBIMU
(>50% MOEHTUYIHOCTU MOCIENOBATENBHOCTI) MEM-
6paHHbBIMU GeKaMu, KOTOpble OTHOCATCSA K IOJiCe-
mericTBy AT®as P1B tima. OHM MCTIONTB3YIOT SHEPTUIO
rupgponusa ATO® s obmerdenns TpaHCIOPTA MEAK
U3 UTO30/51 B IPOCBET CEKPETOPHBIX KaHAJIbIIEB.
BMmecTe oHM OTBEYAIOT 3a NIEPEHOC My, OCTYIAI0-
IIeli C MuIell B KPOBb, 3 aKTUBAIINIO CEKPeTUPyeMbIX
MeJIb-3aBUCUMBIX PepMEHTOB, 6aTaHCHPOBKY YPOBHS

yeyeBMLEOOPa3HbIMU
Afpamu, a HOCAT
Anddy3HbI xapakTep

MefM B LIUTO307Ie ¥ yHajleHe M30bITKa MeIM 13 Opra-
HusMa. ViHaktuBanusa ATP7A unun ATP7B npusogut
K CUCTeMHOMY fincbanancy Megu. Tak, MyTalum B reHe
ATP7A cBaAsanbl ¢ 60ne3HpI0 MeHKeca, JUCTanbHOI
CIIMHAJIBHOI MbILIEYHOIT aTpodueit U CMHIPOMOM 3a-
TBUIOYHBIX poroB. Myraiuu B rene ATP7B BbIsbIBaloT
60me3Hb BiIbCOHa, KpOMe TOTO, OIIpefie/IeHHbIe ITOMTN-
mopdusmbl ATP7B vaije HabmM0zaMUCh y IalIEHTOB
¢ 6071e3HbIO ATIbIITeliMepa, a HOBBIIIEHHAA SKCIIPecCus
ATP7B Habnrofamach Ipy 310Ka4eCTBEHHBIX HOBOO-
6pasoBaHusx [4, 5.

Mepb ABIAETCA HE3aMEHMMBIM MMKPO3JIEMEHTOM
B OpTraHM3Me 4e/I0BeKa, ABAETCA KOMIIOHEHTOM JIbl-
XaTe/IbHO LIV B MUTOXOHJPUAX, YIaCTBYeT B CHH-
Te3e reMOr7I00MHa, KaTeX0/IaMIHOB, B MeTabo/In3Me
TIeKapCTB U KCEHOOMOTMKOB, yIIEBOJHOM OOMeHe,
CIIMBAHUM KOJJIAT€HA, 3JIaCTUHA, KePAaTMUHA, a TaK-
’Ke UTPaeT BaXKHYIO PO/Ib B aHTMOKCUJAHTHBIX 3a-
I[UTHBIX MeXaHM3MaX. Melb CIy>XUT KOPaKTOPOM
PasIMYHBIX GpepPMEHTOB, BHIIONHAOIINX YKa3aHHbIE
BbIlle GYHKINM, STO OKCUTE€HA3BI ¥ OKCUIOPERYKTa-
3BI, T POKCHUIIA3bI, [UTOXPOM-C-OKCHUa3a, CYyMepOK-
cuppucmyTasa-1 u -3, redecTuH, epyIo0Ia3MIH,
dbeppokcuaasbl, MOHOAMUHOKCHIa3a, TN3UTOKCH-
masa u fodamuH-pf-MoHOOKCHUTeHa3a. HopmanbHoe
AMeTHdecKoe MoTpebIeHNe M yCBOeHMe Mefit, B OC-
HOBHOM 3a CYeT yrnoTpebneHus B nuiy 6060BBIX,
KapTo(ess, OpexoB 1 CeMsH, IIOKO/Ia/a, TOBARMHDI,
CyOIpOAYKTOB U MOJIIIOCKOB, IIPEBBILIAET IOTPeb-
HOCTM) OpraHM3Ma, Ml TOMeOCTa3 Meyl KOHTPOIUpY-
I0TCA Yepe3 PeryIALNIo XeTYHOM 9KCKpeluy MeJu.
Mytanus ATP7B n nHakTuBanus TpaHcrmoprepa
ATP7B npuBoAAT K HapyMIEeHNIO SKCKPeIuy Mean
C XKEeTYBIO C MOC/IeAYIM c60eM TOMeOCTa3a MefIN.
ATP7B Takke oTBeuaeT 3a TPAHCIIOPTUPOBKY MeJu
I/ CUHTe3a QYHKIMOHAIBHOTO Liepy/I0IIa3MIHa,
YTO NIPUBOANT K CHUXKEHUIO €T0 YPOBHSA B CHIBOPOTKE.
ITpu 60nesun Bunbcona-KoHoBanoBa ypoBeHsb o611eit
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CBIBOPOTOYHOIT MY MOXKET OBITh CHVKEH 13-3a HU3-
KOT'0 06pa3oBaHMsI Liepy/IOIIa3MIHa; OfHAKO YPOBHU
TOKCHYHOII MefI}, He CBA3aHHOJI C LIepy/IOIIa3MITHOM,
YaCTO MOBBILIEHBI [2, 6].

Mepp, He CBA3aHHAA C LIEPY/IONIa3MIHOM B KPOBH,
AKTVBHO ITOT/IOIIAETCs IPAKTUIECKIM BCEMU TKAHAMIL.
OKMCIUTENBHO-BOCCTAHOBUTEIbHASI aKTUBHOCTH CBO-
60 HOTT MeZM IPUBOJUT K PA3BUTHUIO OKUCTUTETHHOTO
cTpecca U MOBPeX/eHNUs TUIIULOB, 6ETTKOB, MOIEKYI
JHK n PHK. KpoMme TOT0, HeffaBHO ObII OIMICaH HOBBIT
TUI I'U6eIN KIeTOK: KYIIPOITO3, Meb-3aBUCHMas
perynupyeMas KaeToO4HasA rubenb, KOTOpas TakXXe
MOXXeT UTPATh BaXKHYIO POJIb B IIaTOreHe3e 60/Ie3HN
Bunbcona-Konosanosa [7].

W3-3axapakTepa akcnpeccun ATP7B B TkaHAX 1 ero
yHKIMYM B OMIMapHO SKCKpenuyu Meay, mopasxe-
HIIe IIeYeH N sIB/IsIeTCST Hanbosee pacipoCTpaHEHHbIM
nposiBrenneM 6one3uu Bunbcona-Konosanosa u mo-
>KET BapbMpPOBaTh OT 6€CCUMIITOMHOTO MOBBILIEHNS
YPOBHS [1€4€HOYHBIX GEePMEHTOB 1O QPyIbMUHAHT-
HOJI IIeYeHOYHOI HeJOCTaTOYHOCTH. Jlake y manu-
€HTOB C HelleYeHOUYHBIMU IPOSIBIEHNUAMNU O0Ie3HU
Bunscona-KoHoBanmoBa HabnogaeTcs 4ype3mepHOe
HaKOIUIEH)e MeJI) B IIe4eH, 1 60jIee YeM y IOTOBUHBI
U3 HUX HAO/MIogaeTcss uppos neyeHu [8].

Kak mpaBuo, Ha paHHUX CTafuAX 3a060/IeBaHNUs
XapaKTepHO HeGOIblIOe TOBbILIEHIEe YPOBHS TPaHCca-
MIHa3, Iporpeccupyoliee 0 XPOHNYECKOTO aKTUB-
HOTO rellaTNTa, 3a KOTOPBIM CIefyeT prubpo3s u iuppo3
nedenu. [Ipy aTOM Hany4ye UPpo3a eveHn B febrore
3a60/1eBaHNA IIPe/IBELAeT BBICOKMI PUCK JIETATBHOTO
ucxopa [9]. MaccoBblit HeKPO3 TelIaTOLNUTOB Y Mally-
€HTOB C HeG/MarONPUTAHBIM TedeHMeM 3a00meBaHus
B MOXKET IIPMBECTU K Pe3KOMY MOBBIIIEHUIO YPOBHS
MeJV B KPOBU, UTO KJIMHNYIECKN IIPOABIALTCA B BUJE
TeMOJIMTIYECKOII aHEMUY C OTPULIATE/TBbHON IPo6Ooit
Kym6ca, KoTopast MO>KET COIPOBOXKAATHCS pabgoMu-
0/IM30M U IOBpeXJieHUeM ITOYeUHbIX KaHaIbleB [2].

I'mcToxmMmyeckas oljeHKa CofilepyKaHMsA MeIU B IIe-
YEeHOYHOI TKaHYM MOXeT OBITh OTPUILIATE/IbHON Jaske
B ITOATBEP>K/IEHHBIX CIy4aAX, IOCKOTbKY pacIpefe-
JIeHJie M/l BHY TPV T€[IaTOL[ITOB M3MEHAETCS B 3aBU-
CUMOCTH OT cTajuu 3aboneBanns. Ha panneit craguu
3a60meBaHUs U3OBITOK MENU CBA3BIBAETCA C METalI-
JIOTMOHEeMHAaMM — O€JIKY C BBICOKMM COflep>KaHueM
LMCTENHA, CIIOCOOHBIE CBA3BIBATD TAXKEIbIE METAJI/IBL.
B cBs3aHHOM cocTossHUM Menb fuddysHo pacmpe-
menseTcsa B UTOIIasMe renatonutoB. Ha mosgHen
cTraguu 3a60/1€BaHMA Meb HAXOAUTCA KaK B I[ATO-
I/1a3Me, TaK U B IM30COMAX, I7ie ee JIerde 0OHAPYXUTh
TMCTOXMMMYECK) C IIOMOIIBIO OKPACKV POlAHMHOM
unu opceHoM. OIHaKO YyBCTBUTEBHOCTD 9TUX I'Y-
CTOXMMMYECKMX OKPAaCOK HU3KA, a OTPUIATETbHBIN
pe3y/IbTaT OKpallMBaHNUA He MOXKET ObITh MCIIONTb30-
BaH 1 UCK/II0YeHus auardosa [10, 11].

ITo Mepe mporpeccupoBaHMs IMOBPEXAEHNUs IIe-
4eHM, MOCTYIIAIoM[as C MUIIeil Mefb He MOXET ObITb
Jajiee CEKBECTPMPOBaHa IIe4eHbIO, Y KOMYECTBO CBO-
60/ HOI MeiM YBeNMYMBAETCA B KPOBOTOKE U IOCTe-
MIEHHO HAaKaIlIMBAEeTCA B IPYTUX OpraHax, 0COOEHHO
B FOJIOBHOM MO3Te€, I7Ia3aX, II0YKaX, KOCTAX U CepALle.
ITpu 3TOM pasnnyHble 06/1aCTU MO3Ta MEIOT PasHYIo
BOCHPUMMYMBOCTD K TOKCMYHOMY BO3ZEJICTBIIO Me/IN.
[TaTonmornyeckue M3MEeHEeHM A, KOTOPbIe BKIIOYAIOT
acTpOINNO3, leMUeNTVHN3aNI0 M paclaj TKaHeil
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(OT 71€TKOTO paspesKeHus O IOTHOMACIITAOHOTO He-
Kpo3a), Jalile Bcero HabmomanTcs B 6a3aabHbIX TaH-
IINAX, TaMaMyCe, MO3XKedKe ¥ BEPXHell 9acTyu CTBOMA
Mosra [2].

HavajipbHble IpM3HAKYU ¥ CUMIITOMBI 6O/IE€3HU
Bunbscona-KoHoBanoBa mpoABIAOTCA CMMITOMaMNI
CO CTOPOHBI NevyeHu npumepro y 40-60% manguen-
TOB, HEBPOJIOTMYECKOI CMMIITOMATUKO IIPUMEPHO
y 40-50% 1 npeuMylLIecTBEHHO ICUXMATPUYECKU-
MM CMMITOMaMMu IpuMepHo y 10-25% manueHToB.
ITepBbIe mcuXMaTpuyecKme IPOABIEHNA MOTYT BO3-
HUKHYTD B JIeTCTBE U IPOABUTHCA B BUNIE CHVKEHNA
yCIIeBaeMOCTH B IIKOJIE, HeaJleKBaTHOTO MOBe/leHN A
VI MMITyIbCUBHOCTH. TeM He MeHee, KIaccudecKye
HCUXMATPUIECKIe CUMIITOMBI 4aCTO MaHUDECTUPYIOT
B PaHHEM B3POC/IOM BO3PaCTe HA BTOPOM JeCATUNETUN
JKU3HM, M BK/IIOYAIOT B Ce0s M3MEHEHN A NOBeleH A
U TUYHOCTHU, TPEBOXKHOCTD, NENPECCUI0, MAHUAKATIb-
HBII1 ¥ TUTIOMaHMAaKaNbHbIN CUHAPOM, KOTHUTHBHbIE
HapyLIeHUsI, IpobIeMbl CO CHOM U CeKCyalbHbIe A1C-
¢byukunn [12, 13, 14,].

ITopa>keHue APYTUX OPraHOB IpU 6ONE3HU
Bunbcona-KonoBanosa nsydyeno meHpie. Moryr
Ha0/II04aThCs CIOHTaHHBIE IIEPEIOMBI BC/IE/ICTBIE
OCTEOMAIALMA U OCTEONIOPO3a, IOBbIIEHHAA 9aCTOTA
OCTe0apTPUTA U feTeHePATUBHO-FUCTPODUIECKUX
3a00/eBaHNIT CYyCTaBOB. B MOMy/IALMOHHOM MCCIeRO-
BaHuy 2017 roga 6bII0 IIOKa3aHO YBe/MMYeHMe PUCKa
MeplaTe/IbHOM apuT™MKM Ha 29% 1 yBenumdeHne pucka
CeplleYHOl HEJOCTATOYHOCTY Ha 55% y malueHToB
¢ 6onesnpio Bunbcona-Konosanosa (2, 16, 17].

CBoOeBpeMeHHOe BbIsBIeHNE ALMEHTOB C 60/e3-
HbI0 Bunbcona umeeT BaxkHoe 3HadeHue. Ilpu aTom
AMATHOCTMYECKOTO 30/I0TOTO CTaHApTa A/ 60JIe3HU
Bunbcona-KoHoBamoBa He CyIL[eCTBYeT, IO3TOMY PEKO-
MEeH/IyeTCs COYeTaHue HECKOJIbKIX METORNK — maoa. 1.
B HacTOAmMIT MOMEHT [/ UAaTHOCTUKY OO/IE€3HM
Bunbcona-Konosanosa ucnonbsyercsa Jlefinuurckas
HKana — mabz. 2. ITa cucTeMa OLEeHKM BKII0YaeT
KJIMHUYeCKMe ¥ 6MOXMMUYecKye faHHbIe Y MOXeT
JCIONb30BaThCA KaK B JIETCKOM, TaK ¥ BO B3POCTION
npaktuke [18]. Takxe He06XOZMMO TIIaTETbHOE 00-
ClefloBaHMe C TOUKM 3peHM S AMarHocTuku ¢puobposa,
LXppO3a IIeYeH N U eT0 OCIOXKHeHuix [19)].

BceM manueHTaM C yCTaHOBJIEHHBIM /IMaTHO30M
6onesun Bunbcona-KoHoBamoBa pekoMeHJ0BaHa IO-
KM3HEHHas MeJMKaMeHTO3Had Tepanus. J/ledenue
BK/II0YaeT Ha3HaYeHMe XelaTOPOB MeJIU M/ IIperapa-
TOB, OJIOKMPYIOLIVX BCacbiBaHMe Mefu. [Juerorepanus
C OTpaHMYeHNEM YIIOTPeb/IeH st IPOAYKTOB, 6OraThIX
Me[bI0, TO/DKHA HOMOMHATH papMaKOTepPaNnio BceM
HalMeHTaM O HaCTYI/IEHU PEMUCCUM CUMIITOMOB
M HOpManu3auuy QyHKINY edeH ). D -eHnImaMuH
ObLI IIePBBIM HOCTYIIHBIM NEPOPATbHBIM CPEICTBOM
nedenns 6onesHu Bunbcona-KoHoBanoBa 1 nokasan
B KaueCTBe Tepaluy epBoli MMHUMI. MHOro4mcienHbe
no6ounsie 9 ekt D-neHnnMIIaMIHa, BKIIOYas
YXyZIIeH)e HEBPOTOTMYECKIX CUMIITOMOB, TIPUBORAT
K OTMEHE ITOYTH y TpeTu nauueHTos. [locrenennoe
yBenudeHye TO3MPOBKY MOXeT yIYUYIINTD MepPeHo-
CUMOCTD Ipenapara. TpMeHTHUH, mpemapaT CBA3BI-
BAIOLINIT ¥ BBIBOIALLMIT MEb C MOYOI1, ObIT 0ZOOpeH
B 2022 rogy B KauecTBe IOAIE€PKUBAKOLIEN Tepannm
6onesun Bunbcona-KoHoBanosa y B3pocmbix. Takxke
PEKOMEHTYETCA PETyNAPHbIA MOHMTOPWHT aHA/TN30B



KNUHWYeCcKan ractposHteponorua | clinical gastroenterology

Ta6nuua 1.
[narHoctuka
6one3Hu BunbcoHa-
KoHoBanosa [21]

Ta6nuua 2.
[unarHoctnyeckas
OLIEHOYHas WKana
Bbone3Hu BunbcoHa-
KoHoBanosa, Jlenn-
uwnr,2001 [22,23]

TunuyHble . JI0XKHONONOXXUTENbHbIN
Tecr JloxxHoOTpMLIaTeNnbHbIN pe3ynbTaTt

N3MeHeHus pesynbrart
CoiBopoTou-  CHuXeHMe « HopmanbHble ypOBHM Y TALME€HTOB C Bbipa- o [lalmeHThl ¢ Maib-
HBbLIL LIepy10- JKEHHDbIM BOCIIa/IEHMEM IT€YEHU abcopbuueni, HapyleHueM
IIJIa3MUH L] 3aBbII]_[€H]/I€ KOHIICHTpaI.U/I]/I 10 peayanaTaM IIUTAHUA

UMMYHOTYPOUUMETPIYECKOTO METOA
« bepeMeHHOCTD, Tepanysa 3CTPOreHaMM

o AnlepynonnasMmuHeMus

o TeTeposnurorsl

CyTo4Has 3Kc-
KpeLus Mefu

Bspocnbie: >100 MKT
(1,6 MxMoONDB)/24 94

HopmanpHble 3HaUeHUA:
o HempaBuibHbII c60p MOYK

TloBrIIeHHBIE 3HAYEHNA:
o TeNaToLe/TIONAPHBIN

C MOYoIlt Hetu: >40 MKT o ety 6e3 moparkeHNsI TeYE€HN HEKpO3
(0,64 MxMOB)/24 4. e XO/ecTas
 3arpsi3HeHue GuoMarepuana
Cob6opHas, >100 MKr/1 MoskeT Ka3aTbCsl HOPMa/IbHBIM, €C/IN LiePyIo-
He cBasaHHasg (1,6 MKMOJIB/) I/Ia3MVH 3aBBIIIEH IIPY €r0 OlpefieleHNN
LiepyIonias- MMMYHOJIOTMYeCKUMU
MUHOM, MeJjb MeTOofaMM
IoBeimene 250 MKI/T VI3-3a pasnu4mit KOHLEHTPALUU B Pa3HBIX XosecTaTn4eckye CHHPOMBI
copepxxanusi (4 MKMOJB)/T CyXOrO ydYacTKaX IIe9eHM: CUH[IpPOMBI MAMOIIATUYECKOTO

Meau B 6MOII-
TaTax Me4eHNn

Beca

* Y MallM€HTOB C aKTUBHbIM 3a00/1eBaHNEM
Ie4YeHn
e Y IalII€EHTOB C pereHepaTUBHbIMMI y3/TaMN

MEIHOTO TOKCMKO3a

Konbua MoryTt 6BITH He BoiaBnamorca y: TlepBuuHBI OUIMAPHBII
Kaiizepa- BBISIBJIEHBI KO/TbIla o 110 50% manueHToB c 60/1e3HbI0 BunbcoHa- XOJIAaHTUT
Oreriepa Kaiizepa-®neitmepa  KoHoBanoa
U IepefHAA ¢ y 607bIINHCTBA 6€CCUMITOMHBIX CUOINHTOB
cyOKamncynAapHas
KaTapakTa
MNpu3sHak BbipakeHHOCTb bann
TunuyHble KNNHNYECKNEe CUMNTOMbI U MPU3HAKN
Konbia Kaitsepa-®neitmepa Ha porosume ~ VIMeoTCs 2
rmasa OTCyTCTBYIOT 0
Hesponornyeckye CMMIITOMBI MU Xapak- Bripascennbre 2
TepHble HposaBaeHusa npu MPT romoBaoro  YMepeHHbIe 1
Mosra OTCcyTCTBYIOT 0
Konnenrpanus Hopmansaas (> 0,2 r/n nau > 200 mr/m) 0
Lepy/IOIIasMIHa CBIBOPOTKM 0,1-0,2 r/m unu 100-200 mr/n 1
< 0,1 r/n unu < 100 mr/n 2
l'emonuTnyeckas aHeMuA C OTPUILIATENbHON Vmeercs 1
npo6oit Kym6ea OTtcyTcTByeT 0
Lpyrue meToAbl nccnefoBaHuA
CopepyxaHue My B IeYeHN > 4 MKOMOIB/T unu > 250 MKr/r 2
(mpw oTcyTeTBIM XOMECTa3a) 0,8-4 Mmxomonb/T unu 50-250 MKr/T 1
HopmanbHoe (<0,8 MKOMOB/T nau < 50 MKI/T) -1
Hann4ne pofgaHuH- MO3UTUBHBIX I'PaHYII (IPY OTCYTCTBUM 1
BO3MOYXHOCTH KOJIMYECTBEHHOTO OIIpefie/IeHNsT Mef)
IKCKpenusa Mey ¢ MO4Ooit Hopmanbras (< 0,9 MkMonb/cyT X 1,73 M* unu < 57 MKr/ 0
(TIpM OTCYTCTBUY OCTPOTO TeMaTHUTA) cyT.x1,73 M?)
1-2 HOpMBL 1
bBonee yem B 2 pasa Bplllle BepXHeil TPaHNIIbI HOPMbI 2
HopwmarnbHas, HO oBbllIaeTcs 6ojiee 4eM B 5 pas Bbllile 2
BepXHell TpaHUI[BI HOPMBI IIpy NpueMe D-neHnnmmraMaa
MonexkynsapHo-reHeTM4eCcKasA AMATHOCTUKA MyTanum B 2-X XpoMOCOMax 4
MyTanun B 1 xpoMmocome 1
JedexTbl MyTaluil He BBIABIEHDI 0
WHTepnpeTtayua pesynbrata
JIMar€o3 ycTaHOB/IEH 4 u 6onee
IlarHo3 COMHUTENEH, HeOOXOAMMO UCCIeNOBaHMe OOMBILEro YMC/Ia IOKas3aTenei 3
JI1arHo3 Maj0BeposTeH 2 1 MeHee
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KPOBU, CYTOYHOI 3KCKPELI MefI C MOYOIi BO BpeM s
npuema nekapcTs. ClenyeT OTMETUTD, YTO XeTaTOPhI
CrefyeT IPMHUMATD 3a 1 9ac /1o efibl MIu 4epes 2 9aca
mmocsie efibl (M OTJENBHO OT APYTUX NeKapcTs). IIpn
HeIepeHOCUMOCTY IIEHNIM/IIAMIHA V/IM Y TAallEHTOB

KnuHunuyeckoe |-|a6mo,qe|-me

JKenmuna, 2003 r.p. 05 aaBapsa 2023 r. nocTynmiaa
B raCTPO3HTEPONIOTUYECKOE OT/ie/IeHVieé MHOTOIIPO-
¢unpHOTO cCTanMOHapa «ENMnsaBeTHHCKaA 60NMbHUIIA»
ropopa CaHkT-IleTepbypra c xamobaMu Ha IIOXKeI-
TeHNe CKJIep U KOXXHBIX IOKPOBOB, 001110 C1aboCTb,
BSAJIOCTb ¥ COHZIMBOCTD B T€UYEHNE [IHA.

C6op aHaMHe3a 3a60/eBaHMs U XU3HU OBLI 3a-
TPYZAHEH B CBA3M C Pa3BUTNEM KOTHUTUBHON HNC-
¢dyukyun. Ipu obmennn obpamranu Ha ce6s1 BHUMA-
HMe CTIeyIoliie CUMITOMBI: CIYTAHHOCTb CO3HAHMA,
CHIKEHMEe KOHLIEHTPally BHUMaHMA, 3aMe/iIeHHas
pedb U 3a6BIBUMBOCTD. IIpu feTalbHOM OIIpOCe y/a-
JI0Ch BBIACHUTD, YTO BBIIIEONMCAHHbIE KaIOOBI CTaIN
6eCIIOKOUTD Ha HPOTSXKEHUM IIOCIEeJHETO Mecsala
(mexabpp 2022 r.), 110 TIOBOAY 4€Tr0 POSICTBEHHUKAMU
6b171a BRI3BaHa OpuUTraja CKOpOIl MOMOIIH, KOTOPas 0~
CTaBW/Ia TALVIEHTKY B KIIMHUYIECKYI0 NHPEKIMOHHYIO
6onpHuiy uM. C.I1. BorknHa. 3a Bpems npebbIBaHMsA
B CTaI[MOHape ObIT ICK/TIOUEeH BUPYCHBII reHe3 IIopa-
JKEeHU S TeYeHN, IPOBOAUIACD Ie3MHTOKCUKAIIMOH-
Has Tepanus C MOJOXKUTEeIbHBIM 3G (EKTOM B BIfe
YMEHbIUIEHM A BBIPAa)KEHHOCTY ACTEHOBETeTaTNBHOTO
CUHJIPOMA U CMHApPOMa XeNTyXu. Beupy ynyuue-
HIA CAaMOYYBCTBUA MallMeHTKa OTKa3anach OT [alb-
HelfIero 06¢IeJoBaHMsA, TedeHN U OblITa BBINMCAHA
K T€PAIeBTy B NONMUKIMHUKY II0 MECTY JKUTEIbCTBA.
Hacrosmee yxynmenne ormeTnna ¢ 03 ausapsa 2023 r.,
KOT/]a BHOBD IIPOM3OMIJIO YCU/I€HIe CUH/IPOMA XKETTY-
xu nacteHuu. 05 sstuBaps 2023 r. 6purafoit CKopoit Me-
TUIIVHCKOV IIOMOIIY JOCTaB/leHa B EnusaBeTnHCKy0
60IBHUITY [/ Ha/IbHEIIIero o6caeJoBaHNA U Bepu-
¢dbukanyuy guarHosa.

V3 anaMHe3a XM3HM: a/I7IEPrO/IOTMYeCKUIl aHAMHE3
He otAromeH. KoHTaKThbI ¢ MHQEKIMOHHBIMY 60/IbHbI-
MH, XpPOHMYeCKye 3a60/1eBaHMA CO CTOPOHBI IMIIe-
BapUTENbHOI, CEPAEIHO-COCYAUCTOM, ABIXaTeNbHOI,
SH/IOKPMHHOI, MOYETIONOBOI CUCTEM, a TAKXKe Kype-
HIe U IIPMEM aIKOToNA oTpuiana. HacnencrsenHbli
aHaMHe3 CO C/IOB He OTATOIeH. [mHeKomornyecKkmit
aHaMHe3 6e3 naronoruu. MeHcTpyaluu peryisapHble,
HeobuIbHBIE. BepeMeHHOCTell, POfOB He 6bLIO.

ITpu meTanbHOM paccnpoce BBIACHUIOCH, YTO
B 2017 . OTMEYEH INePBbIil dNMU30[ XKENTYXM, CBA3AH-
HBII ¢ MHOULIMPOBaHMEM rellaTUTa A U 3apajkeHreM
BCeX WIEHOB ceMbu. KnmHnyeckas kapTuHa 6biia
IIpeficTaBIeHa TPUIIIONONO0OHBIM CMHAPOMOM, KpOMe
Haulell MalMeHTKN, y KOTOPO pasBUJICA JKeNTYIl-
Heolit cuagpoM. C 2020 r. 60/1pHa st BIIEpBbIe OTMETHIA
NOABJIEHNE IPUCTYOB TPEBOTH, ABJIEHNI «IIOTEPU
CaMOOIYIE€HN A», HEYETKOTO BOCIpUATUA. [laHHbIE
NICUXUYECKIe OTK/IOHEHM S TepUORNYECKM 6eCIIOKON-
JIM C IOJPOCTKOBOTO BO3pacTa. BrnocnencTsum cocro-
AHIeE OBIIO PACIIEHEHO KaK aHIIeCKOe PaCCTPOIICTBO,
menepcoHanusanus u gepeanusanya. Okono 2-X et
mosyyasa MapoKCeTUH M TaMOTpUAXMH. B Hacro-
Alee BpeMsA NMPUHMMaeT NapokceTuH 10 mr, npu
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¢ 6eCCUMIITOMHBIM T€4EeHMEM C LIe/TbI0 CHUKEHI A BCa-
ChIBAaHMA MeIM B KMIIEYHVKE BO3MOKHO Ha3HaYeHMe
[penapaToB UMHKA. L{MHK MHAYLUPYET METATIOTH-
OHENHBI B 9HTEPOLPITAX, YTO HAPYIIAeT BCACHIBAHNE
menu [1, 18, 20].

9TOM ynoTrpebieHue HAPKOTHYECKUX MHDBEKIIMOH-
HBIX, MHTPAHA3a/IbHBIX U I€POPAIbHBIX [IPEIapaToB,
6MOTOTMYeCKY aKTUBHBIX 06aBOK, TPaB Mal[MeHTKa
OTpULIALT.

B ractpoaHTeponorndeckom otnenenuu Ennsase-
TUHCKOJ 6OJIbHUIIBI IIPY OCMOTPE COCTOSIHUE TsXKe-
70e, coO3HaHMe cnyTaHHoe. [lanueHTKa ynoBIeTBOpU-
TenbHOTO TuTaHmA. PocT 165 cm, Bec 53.0 kr. VMHOekc
Maccel Tena 19,5 (HopmanpHas Macca tena). KoxxHble
HOKPOBbI O71€THbIE, XKe/ITY IIHbIE, BUAVMbIE CTU3UCTbIE
ukTepuyHble. Ha koxke m11a, TpyAr MHOXKeCTBEHHDbIE
HAIy/Io-IyCTy/Ie3Hble 97IeMEHTbI, KPaCHO-6arpoBoro
1IBETa, B AUaMeTpe HO 2-4 MM C 9KCKOpUAIMAMH,
6e360/1e3HEHHDIE TIPY NaTblAlMy. 3ayLUIHbIe, TOfYe-
JIIOCTHBIE, 3af{He- I IepeHelIeliHble, HaJj- ¥ TOJKIII0-
YUYHBIE, IOf{MbIIIEYHbIE, TAXOBbIe MMMPaTIIecKre
Y3JIBl He YBeMYEHBI, MATKO3TaCTIYHbIE, TOBVKHBIE,
6es6onesnennsle. KocTHO-cycTaBHas cucrema 6e3
ocobeHHOCTelL. [pyiHas KeTKa HpaBUIbHOI GOPMBIL.
JIpIXaHMe Be3UKYIIAPHOE, IPOBORMUTCS BO BCE OT/IETIBI
JIETKMX, XPUIIbI He BBICTYIIMBaloTCA. IIpy nepkyccnun
HaJ| JIETKM MM JIeTOYHbI 3BYK. YacToTa ibIXaTeTbHbIX
OBVDKEHMIA 18 B MUHYTY, CTEIIEHb HACBILLEHU A KUCTIO-
poroM 97%. I'paHuIIbI cepAlia B IpefieNiaX BO3PaCTHBIX
ocobeHHocTelt. TOHBI cepplia siCHbIE, PUTMUYIHBIE,
MaTOJIOTMYeCKye IIYMBI He BBICTymMBaioTcs. Yactora
CepMIeYHbIX COKpalleHnit 78 ynapos B MUHYTY. [lynbc
PUTMUYHBII, YJOBIETBOPUTETBHOIO HAIIOTTHEHN A, He
HanpskeH. OTeKoB He HabmonaeTca. I3bIK BIa>kKHbIIT,
00710)keH YMepEHHO cepbIM HasieToM. JKMBOT He B3I YT.
ITpu nOBepXHOCTHOI Hanbnanuu 6e360me3HeHHBII
BO BCeX OTfienax. IIpy rny6oKoit manpnauuy CUurMo-
BUJHAs KUIIKa, CJenas KUIIKa, 000M0YHas KMIIKa
6e300/1e3HEHHbIE, IOABIUKHBIE, 3MacTUYHbIe. [leueHb
He BBIXOIUT U3-TI0f; Kpas pebepHoii Ayru. Pasmepst mo
Kypnosy 10x8x6. Cenesenka He nanpnupyerca. CTyn
1 pas B feHb, 0pOPMIEHHDII, KOPUIHEBOTO 1[BETA,
6e3 maTomorn4eckux npuMecei. Modencnyckanume
CcBOOOIHOE IPKO OPAHIKEBOTO 11BETa, 6e300/1e3HEHHOE.
CUMIITOM ITOKOAYMBAHMA 10 OACHUYHO 00/1acT
OTpULATENbHBIN.

JIabopaTopHO-MHCTPYMEHTaNbHOE 00CIeloOBaAHIIE
HpY MOCTYIUIEHUN. B KIMHMYeCcKOM aHanuse KpoBu
oTMevanach aHeMUS JIETKOW CTeleHM C TEeH/eHII-
ell K TUIIOXPOMUM ¥ MUKPOLUTO3Y (reMOTTOO6MH —
113 r/n, MCHC - 305,0 r/m, MCV - 80 fL). B xoary-
JIorpaMMe — IPU3HAKM TMIIOKOATY/IALMY (CHUKEeHNe
nporpombuHoro nuaekca (IITY) no 12%, nosbluieHne
npoTpoMb1HOBOrO Bpemenn 62,1 cex u MHO 5,48 y.e.).
B 6moxummdeckoM aHaau3e KpOBU: HapacTaHye CUH-
npoma nuronutndeckux pepmenton (ACT 165,0 en/r,
AJIT 102,0 en/m, JIOT 615 en/m), runepbunupyouaeMus
¢ mpeobnagaHueM npsmoit ppaxuun (buanpy6bun
o6t 298,0 MKMOB/I, 6unupy6uH npsmoit 204,40
MKMOb/n), nosbimenue I'TT 168,0 ex/n, cHu>keHne
yPpOBH 0611ero 6enKa o 54,0 /11, 'MnoanboyMIUHEMI A
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20,0 /1, cHM)KeHMe YPOBHS 001Iero XoaecTepiuHa
mo 1,2 MMonb/n. B obuieM aHanu3e MOUM — He3Ha-
YyuTenbHas NefiKonuTypus (6-8-12 B mone speHus),
IIpU3HAKM HapylleHusa obMeHa Ounupy6una (6unn-
py6uH 50 MKMOIB//I, ypPOOMIMHOTEH 66 MKMOJIB/I).
B xonporpaMMe OTK/IOHEHUII He BBISBIEHO.

ITo dannvim permeenozpaduu opeanos epyoHot
K7IemKu, 6p1oUHOTE HOZIOCIU U MATI020 MA3a, ILeKMPOo-
KapOuozpamMMmbi IATONOTUY He BBIABIICHO.

ITo pesynbTaTaM ybmMpas36yko6020 UCCe008aHUS
0pean06 OPIOUIHOL NofOCMY TIeIeHDb He YBenuIeHa,
KOHTYpPBI pOBHBIE, YeTKIUeE, CTPYKTypa guddys-
HO HEOTHOPOJHAA Ha BUJIMMBIX y4acTKaX, 9XOTeH-
HOCTD IIOBBIIIEHA, COCYAMUCTBIN PUCYHOK OOeIHEH.
BHyTpuIedeHOYHbIE )KeTYHbIE IIPOTOKM He pacuInpe-
Hbl. BopoTHas Bena 13 mM. Xonefox 7 MM. JKemdHblit
my3bipb 100x40 MM yBe/IMY€eH CTEHKM 1O 6 MM, COfiep-
JKMMOe OffHOpofiHOe. KOHKpeMeHTHI He TOUMPYIOTCA.
IMomxenypmounas xenesa skpaHuposaHa. CeneseHka
He yBe/IM4eHa, CTPyKTypa HeOJHOPO/Ha A, HaTO/IOT -
YecKye M3MEHEHNA He OIpeieNATCA. 3aKIoYeHne:
nuddysHble U3SMEHEeHN A MeYeHN. YBeIudeHNe Xemd-
Horo nyssips. [IHeBMaro3 kuureqHuka. CBo60gHas
JKUAKOCTD BO BCEX OTHE/NaX OPIOLIHOM ITOTOCTH.

YcTaHOB/NEH IpeABapUTeTbHbIN IMATHO3:

OcHoBHOII: XpoHNYecKUIT HeBepupUINPOBaH-
HBI (AQy TOMMMYHHBI? COYETaHHBII C IEPBUIHBIM
6MIMapHBIM XOTAaHTUTOM?) TelaTuT cnaboit 6Moxu-
MIYeCKOI aKTUBHOCTY, IMPPOTUIECKASA CTafMA MO
Yaiing-ITpio TpebyeT yTOYHEHNUA.

doHoBoOe 3a00meBaHNA: TPeBOXKHO-/IeIPeCCUBHOE
paccTpoiicTBO.

Ocnoxnenne: IlopTanbHas runepTensusa: ACur
1 crenenn. IleyeHOYHO-K/IETOYHA A HEOCTATOYHOCTD:
ITeuéHouHas sHUedanonarusa 2 craguu. Ilapen-
XuMaTosHas xenrtyxa. Koarymonarnsa. Xponndeckas
HOPMOUMTAapHAasA TUIIOXPOMHAS aHEMM JIETKOI CTe-
neHu (kenmesopeduuuTHAs?)

YuuTpiBag MOJIOMOM BO3PACT U IPOrpeccupoBa-
HIe IIeYeHOYHO — KJIETOUHOI HeJJOCTATOYHOCTH OBIIO
IIPUHATO pellleHyie O MPOBeleHNY PACUIVPEHHOTO
moobcmeoBaHN s, BKIIOYAOIIee ONpee/ieHIie Map-
kepoB BupycHbix renatutos (HCV, HBV, anti-HBcor),
H-numepa, RV, ®©-50, 11aTHOCTUKY HAC/IeICTBEHHbIX
M ayTOMMMYHHBIX 3a00/IeBaHNIT [IeYeHN, BBIIIOIHE-
Hue KoMnbloTepHoit Tomorpaduu (KT) OBII ¢ BHy-
TPUBEHHBIM KOHTPACTMPOBAHNEM, CIIMHTUTpapuUm
neyenn, pubporacrpopyonsenockonuu (OPruC). B xa-
4yecTBe NMEePBUYHON Tepanuy Ha3HAYeHbI IAKTyI03a,
L-opuuTus L-acnapTar, afeMeTHOHMH, aHTUOaKTepy-
a/bHas Tepamus (MEeTPOHUA30/+ UNITPOPIOKCALIH),
20% anbOyMuH.

ITpu [ONMONMHUTETLHOM Tab0paTOpHOM 06 CIeso-
BAaHNM B KIMHMYECKOM aHa/IN3e KPOBY COXPAHANNCDH

OvHamukKa 3aboneBaHuA

B nepnop HaxoXJeHUs B FaCTPOIHTEPOIOTUYECKOM
OT[Ie/IEHUM TMAallMeHTKa Obl/la B TAXKEIOM COCTOS-
Huu. JJOMMHMpPOBaA CUHAPOM OCTPOI IeYeHOYHO-
K/JIeTOYHOM HEeJOCTATOYHOCTU B BUJIE CTOWKOTO
JKENITYLIIHOIO CUHAPOMA, ABJIEHNI I€4€eHOYHOI 9H-
redanonaTuy, CHI>KeHUsI 6eIKOBO-CUHTeTUIeCKOI
¢dyuxnuu u GaxTOopoB cBepTHIBaeMOCTH. BoImn nc-
K/TI0U€HbI TelaTUThI IeKapCTBEHHOIA, aJIKOTOJIbHOIA,
ayTOMMMYHHOM ¥ HAaC/leNCTBEHHOM STUOIOTMIA.

aHeMU I JIETKOIT CTelleH ) BhIPa>keHHOCTH (TeMOTTI061MH
110 r/n), neitkouuros 13,3x10%*. B 6uoxuMudecKkom
aHanuse kposu: CPb - 6,8 mr/n, nospimenne Ig A no
6,28 r/m, Ig M po 2,95 r/m, Ig G mo 20,70 r/n. B xoary-
7oTpaMMe — HapacTaHue ABIeHMI TUIIOKOATyIANN
(IITN 19%, MHO 3,64 y.e., dubpunorex 1,14 r/n),
H-numep 8760 Hr/mM1. MapKepbl BUPYCHBIX TeIIaTUTOB
(HBsAg, antiHBcor, antiHCV) — He 06Hapy>KeHBI.
Antutena k human immunodeficiency virus, trepo-
nema pallidum - orpunarensusie. CbIBOpOTOYHBIE
MapKepbl ay TOMMMYHHbIX TopaXkeHuit medeHu (ANA,
SMA, Anti-LKM1, AMA) otpunjatensust. [Ipn o6cre-
HoBaHNM 0OMeHa >Kejle3a OTK/IOHEHWIT He BBIABIEHO:
ypOBeHb Xejle3a B CBIBOPOTKe 21 MKMOIb/1, beppu-
THHa 351 MKI/I, HacBIl[eHe TPaHCEPPIHA XKele30M
27% BblAB/IeH CHU>KEHHBIN YPOBEHbD I]epy/IoNasMIHa
12,3 mr/mn mpu HopMe 20-60 MT/fi1, @ TAK>Ke HU3KUIT
ypoBeHb Menivt B KpoBu 321 mpu HopMe 575-1725 MK/,
Ilpsimast mpoba Kym6ca monosxxurenpHast (++).

ITo dannvim KT 6prownoil nonocmu u Manozo masa
BbIsAB/IEH YMePeHHbIN aciuT. CHUXeHMe JeHCUTOMe-
TPUYECKOI INIOTHOCTY NedeHu. Equunynas muMbane-
HOIIATHA FelaTOfyOAeHaIbHOI 00TacTI. YBennyeHue
pasMepoB XendyHoro nyswipsa. CrnjeHoMeranums.
JlerenepaTuBHO-gUCTPOdUIECKIe U3MEHEHUS MOSI-
CHUYHO-KPEeCTIIOBOTO OT/e/Ia TO3BOHOYHMKA.

ITo dannvim PI/IC BbIsABIeHA XMaTanbHas IPbIXKa.
SposuBHbLI pednokc-a3odarut craguu B mo JIA
Kmaccudukanmum. IpuTeMaTo3HaA raCTPONaTU .

ITo pesynomamam cyunmuzpaduu nevenu BbI-
ABneHa cineHoMeranusa. CuumHTUrpadmudeckne
IpU3HAKM XPOHMYECKOTO 3a00/IeBaHMs MeIeH.
HaganpHble TpU3HAKM MOPTANbHOI TUIIEPTEH3IN.
KocTHOMO3r0BOI 3axBat pagnodapmipenapara 12%
(HopMa o 10%).

ITo dannwim KT 2071061020 M0324 TIATONOTMYECKUX
M3MEHEeHMI TOTTOBHOTO MO3Ta, KOCTell CBOfla M OCHO-
BaHA Yeperna He BhIAB/IEHO.

Heo6x011MO OTMETHUTD, YTO IPOBEfeHIE 6IOTICUU
IedeH! ObIIO He PEKOMEH/OBAHO BBUAY TAXKECTU
cocrosAHuA, Hu3Kkoro yposHsa IITH, pubpnnorena
U OTIACHOCTM Pa3BUTUA KpoBoTedeHNA. C MOMEHTa
IIOCTYIUIEHNUsI B CTAllMOHAp MaljMeHTKa Oblla KOH-
CY/IbTUPOBaHa ICUXMATPOM, IIO Pe3y/IbTaTaM KOTOPOIt
PEKOMEHJ0BAHO CHMXEHNE N03bl MAPOKCETUHA [0
5 MT B CYTKM U HaOMIOfleHUe [0 MECTY XUTENbCTBA.
OcMoTpeHa 0 TaIbMONIOrOM: B IPMKOPHEBOIT 30He BI-
3yanusupyoTcsa konbla Kaitsepa-®reitmepa — gpormo 1.
ITo pesynbraTaMm o6cmefoBanmsA Oblyla 3alI0K03peHA
60mnesub Bunbcona-Konosanosa. Pekomengosana cpia-
Ja FeHeTUYEeCKOT0 aHa/IM3a KPOBH, COOTIOfeHIIe FUeThI
U IpyeM Ipenaparos D-neHununaiaMmuaa COBMECTHO
C NUPUIOKCHHOM.

ITo pe3ynbTaTaM UCCIEOBAHNA: CHMKEHME YPOB-
Hell coflep>KaHNs Mey, Liepy/lIoIIa3MIHa, OLleHKNI
HeBPOJIOTMYECKUX CUMIITOMOB M HaaM4Ms KoJIel|
Kaiisepa-®rneitiepa 671 yCTaHOB/IEH fMarHo3: 60-
ne3ub Bunbcona - KonoBanosa, cmerrannas popma
(abmomuHaIbHASL, 9KCTPAIIMPAMULHO-KOPKOBast hop-
Ma), 4 6aIa o AMaTHOCTUYECKOM OLEHOYHOI IKaJe
60nesuu Bunbcona-Konosanosa, Jleinuur (guartos
YCTaHOBJIEH).

75



3KCMEepUMEHTaNbHaA U KNMHUYECKan racTposHTeponorna | Ne 234 (2) 2025

Ta6bnuua 3.
[MHamunKa
TeYeHMA CUHAPO-
Ma NeYeHoUHo-
KNeToYHOW Hefl0-
CTAaTOYHOCTU
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MNokaszatenb Pesynbrart

1T, % 27 12 10 70-140
DubpuHOreH, r/1 1,75 1,15 0,90 0,85 2,74-5,62
MHQO, y.e. 2,67 2,43 5,33 6,06 0,9-1,20
O6muit 610K, r/n 59 - 55 65,0-85,0
AnpbymuH, 1/1 20 - 18 35,0-50,0
O6uit 6unupy6mH, MKMOMIb/T 105,9 - 201,6 5,0-20,0

ITanmeHTKa nonydvana afeKBaTHYIO aTOTeHeTHYe-
CKYI0 Tepalnio: 6eccorneBas fuera ¢ HU3KUM COflepKa-
HueM Menu, L-opaurtun L-acnaprar, 20% a)‘Ib6yMI/IH,
pudaKkCUMIH, aleMeTOHVH, PEMaKCO/I BHYTPUBEH-
HO. bblyla MHNLIMKMPOBaHa CTapTOBas 3TMOTPONHAA
TepanuA D-nenununnaMmuuoM 250 MT ¢ IOCTEINEH-
HBIM yBe/IMYeHNeM NO3MPOBKM. TakKe HEOTHOKpAT-
HO IPOBOAMINCH TPAaHCHY3UU CBEKE3aMOPO>KEHHOI
I/Ia3MBI C Lie/IbI0 KoppeKLuy feduiura naasMeHHbIX
TIPOKOATy/IAHTOB.

Ha ¢one nevenns 6b11a OTMeU€Ha OMOXKUTENbHAS
HEBPOJIOTMYeCKasA JUMHAMUKA: YBEeIMYMIACh IBUATA-
Te/IbHAsA U pedeBas aKTUBHOCTD. [lanuenTKa cTapanach
COCTaBJIATDb CTTOKHOCOUYMHEHHbIE Ipefi/IoKeHNd, Ha
BOIIPOCHI OTBeYaja 6bICTPO, He 3ayMBbIBasiCh. Bl

3aKnounTeNbHbIN ANArHo3:

OcHoBHoI1: bonesns Bunbcona - Konosanosa, cme-
manHast Gpopma (abZoMIHaIbHAS, 9KCTPANNPAMUAHO-
KOpKoBas ¢popma).

OcnoxHenne: Iuppos nevenn, knacc C no Child-
Pugh (14 6annos), MELD 39 6amnos (52,6% neranb-
HocTy). ITopTanbHas TMNepTeH3NA: MYHVMMAaIbHBII
aciuT 1 cTemeHn, CIJIEHOMETa/Ius C SIBJIEHUsAMU TH-
nepciyieHnsMa (TpoMOOLMTONIEHN A, aHEMUS CPeli-
Heil cTeleHM TsDKecTn). «OcTpast Ha XPOHUUIECKYIO»

3aKknwyeHune

B mpepcTaBIeHHOM CIyYae Y MAL[MEHTKH C IIOAPOCT-
KOBOTO BO3pacTa HaGIIO[aNNCh ICUXNYECKIe Hapy-
[eHN s, KOTOPble ObI/IN PaclieHeHbl KaK TPEBOXHO-
[elpecCcUBHOE PacCTPOICTBO. [IpeaIonoXuTenpHo,
[IOpajkeHNe IIeYeHN JINTeNbHOe BpeMsl HOCUTIO Gec-
CUMIITOMHBIN XapaKTep, U, BEpOSATHO, 00YCIOBUIIO
6oree TsDKeNIOe TedeHME TeIAaTUTa A C pa3BUTUEM
)KeTITyXI/I y MAOMEHTKNM B OTIMYUUM OT OCTA/IbHBIX YJI€-
HOB ceMbi. K 0CO6€HHOCTAM JaHHOTO KITMHUYECKOTO
CIIy4ast ClefyeT OTHECTY M3MEHEHMe ICUXNIECKOTO
CTaTyca, OTCYTCTBME KIMHUYIECKUX U 1a6opaTop-
HBIX IIPU3HAKOB XPOHMYECKOTO remnatmura u qup-
po3a medenu B nebroTe 3a607eBaHM, YTO IPUBETIO

NpoBeJileH KOHCUINYM, IO pe3ynbTaTaM KOTOPOTO
PEKOMEH/IOBaH NepeBOJ] B CIIeLMaNN3MPOBaHHOE Y-
PeX/JieHMe U BBIIOJTHEHME TPAHCIIAHTALIMM TI€YEH .
Tem He MeHee HECMOTPA Ha IPOBOJUMYIO TEPANINIO
(Ie3aMHTOKCUKAIIMOHHYIO, TMII0AMMOHUMMYECKYIO,
aHTHbAaKTepUaTbHYI0, TPAHCHY3NI CBEXKE3aMOPOKEH-
HOJI TIJIa3MBlI) COCTOSAHUE MALMEHTKY CTPEMUTENbHO
YXYZAIIanoch. YUUThIBAA MONIOJ0 BO3PACT M PUCK
PasBUTIA MaCCUBHOTO KPOBOTEUEHM 1, OBITIO IPUHATO
pellleHne O IepeBOJie MALIMEHTKM B OT/eNIEHNE PEeaHN-
Maluy ¥ MHTeHCUBHON Tepanuu. Ha ¢one yeunenns
OCTPOIJi I€Y€HOYHON HEJOCTATOYHOCTH, HApACTaHUSA
KOaTy/JIONaTUM U PA3BUTUSA IT€YEHOYHON KOMBI IIPO-
rpeccupoBas CUHAPOM MOMOPTAaHHO HEJOCTATOY-
HOCTM, IIPUBEIINI K CMEPTH — a6 3.

IeYeHOYHO-K/IeTOYHas HelOCTATOYHOCTD: NeYeHOY-
Has sHUedanomaTna 3 cTafuy, TapeHXUMaToO3Has
JKeNTYXa, BbIPa)KeHHas KOaTy/I0NaTu .
ITaTonoroanarommdeckoe ucciefjoBaHue BbIABUTIO
MeJIKOY3/IOBOJI IMPPO3 IeYeHU C OTIOKEHMEM JIeTI0-
3uToB Menu B napenxume (METAVIR F4), uro mop-
TBEP>X/JA/0 AuarHos — puc. 2-4. Ilpu oxpacke nmogex
VI TOTIOBHOTO MO3ra Ha 6071e3Hb Bunbcona - Konosanosa
OT/IOKEHN S Me[[U BBIAB/ICHBI He ObUIN — puc. 5-7.

K CyLeCTBEHHOMY 3aTPYJHEHUIO CBOEBPEMEHHOI
BepudUKaL UM JUATHO3A.

Takum obpasom, 60ne3up Bunbcona-Konosanosa
OCTaeTCsA PeJKOIl Hac/eNCTBEHHO IIaTONOTKEN, KO-
TOopasd B pAfe Clly4aeB MOXXeT IAJIUTEAbHO IpoTe-
KaTh 6eCCMMIITOMHO VIV MaJOCUMITOMHO. Bpayam
Pa3IMYHBIX CIIENUATBHOCTEN HEOOXOAMMO OBITh
HaCTOPOXXKEHHBIMM B OTHOILIEHNU JAHHOI Mpobiie-
Mmbl. Takxe crefiyeT OTMETUTD, YTO AMATHOCTUKY
Hac/eICTBEHHBIX 3a00/IeBaHMII [TIeYeH M HEOOXOZMMO
BKJII0YaTh B Au(epeHMaTbHbI HOUCK AT IPEeROT-
BpallleHusI pa3BUTHS TsDKenoro pubposa n uupposa
TeYeHn.
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K cratbe

BHerneuenouHble nposiBienns 6onesnn Bunbcona-Konosanosa (cTp. 69-77)

To article

Extrahepatic manifestations of Wilson disease (p. 69-77)

Qotorpadus 1. KonbLo Kaitzepa-®neiiwepa no nepu-
bepun poroBuLbl rnasa

Photo 1. Kayser-Fleischer ring on the periphery
of the cornea of the eye

PucyHok 2. Menkoy3noson Lmppo3 neyexu
c nponudepaumen XenyHbix KaHanbLes,
xonectas (METAVIR F4). Tngponunyeckas
AncTpodua renaToLmUTOB C KPYNHOKa-
nenbHbIM CTeaTo30M (OKpacKa remaTok-
CUJIHOM 11 5031HOM, x100)

Figure 2. Small-nodular liver cirrhosis with prolifer-
ation of bile ducts, cholestasis (MVETAVIR
F4). Hydropic dystrophy of hepatocytes
with large-drop steatosis (staining with
hematoxylin and eosin, x100)

PucyHkm 3, 4. B uutonnasme eavHNYHbIX renaToUnToB
BbIfIBNIEHbI MEIbCOAEP>KALL e FPaHy bl
(okpacka popaHuHom, x400)

Figures 3, 4. Copper-containing granules were detect-
ed in the cytoplasm of individual hepato-
cytes (staining with rhodanine, x400)

PucyHkn 5, 6. B nouke oTmMeyaeTca nonHoKpoBue
COCYAOB NUPammuA, yMepeHHble Anc-
TpopuYecKne N3MeHeHNA KaHambLieB,
HepaBHOMEpPHbI OTEK Me3aHrus
KNny60ou4KoB. (OKpacka remMaToKCMANHOM
1 3031HOM, x200)

Figures 5, 6. In the kidney, there is plethora of the pyra-
midal vessels, moderate dystrophic chang-
es in the tubules, and uneven edema of
the glomerular mesangium (staining with
hematoxylin and eosin, x200)

PucyHok 7. B ronoBHOM Mo3re oTMeuvaeTcA Bbipa-
XKEHHBbI NepUBaCKyNAPHbINA 1 nepulen-
TIONAPHBIA OTEK (OKpacKa reMaToKCunu-
HOM 1 3031HOM, x100)

Figure 7. The brain shows marked perivascular
and pericellular edema (Hematoxylin
and eosin staining, x100)






