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0O6ocHoBaHMe. PesKasi BcTpeyaeMocTb 60/1e3HM BunscoHa — KoHoBasioBa, pa3Hoobpa3ne KIMHUYECKON KapTuHbI, AJu-
Te/IbHOEe /IaTEHTHOE TeYeHue, 0COBEHHOCTU Hac/ieoBaHWUs 3aTPyaHSIOT AMAarHOCTUKY U TPeByoT MEXAMCUMMTIMHAPHOIo
rnoaxofa co CTOPOHbI Bpayei. OnucaHue KIMHUYEeCKOro ciyyasi. B ctatbe npuBOAMTCS ONUCaHUe KIIMHUYECKOro CJlydasi
60s1e3HU BunbcoHa — KoHoBasioBa — peaKoro Hac/ieACTBEHHOIO My/IsTUCUCTEMHOro 3ab0/eBaHus, BepBble AUarHocTu-
poBaHHoro y naumeHTkn @., 13 net. MaHngecTnpoBaia 601e3Hb B Bo3pacTe 6 1eT — 104 MacKoy ractpoasopareasb-
How pegatoKcHon 6one3Hn. Crnycts 4 roga 6blinM AMarHoCTMPOBaHbl CUHAPOMbI renaTtoMeraanu, UMToam3a m xoaectasa,
Ha OCHOBaHMM 4Yero BbICTaBJ/IEH AMArHo3 renatuta HeYyTOYHEHHOIo reHesa, KOTopbIi TpeboBasl AallbHeNLEero yToYHeHHS.
B Bo3pacTte 12 net 6b110 BbiSIBIEHO CHUKEHNE YPOBHS CBOOOAHON MEAN B KPOBH, @ Npoba ¢ NeHULMIIaMMHOM OKalalach
10710)KMTEIbHON. [1pOBEAEH MONIEKY/ISIPHO-TEHETUYECKNIA aHalu3 M BbISIB/IEH NaToreHHsIn BapmnaHT ¢.3207C>A reHa ATP7B
B retepo3uroTHOM COCTOSIHMM. Mcrosib30BaHne AnarHOCTUHECKOM OLEHOYHOM LKasbl 60/1e3HM BuabcoHa — KoHoBasioBa
(Nlesnumr, 2001) no3Bosmiao Habpatb 4 6anna: Lepynonna3mMmH cbiIBOPOTKM < 20 Mr/a1 — 1 6asi, yBeandeHue dKCKpeLnm
meau ¢ mo4yor 6osiee 5 Hopm npu npobe ¢ neHuynanammHom — 2 6asna, natoreHHbir BapuaHt ¢.3207C>A reHa ATP7B
B retepo3nrotHoM coctosiHum — 1 6asn. [JaHHoe Ko/m4ecTBO 6a/i/loB COOTBETCTBYET AMarHo3dy 60/7e3HU BuabcoHa —
KoHoBasnoBa. Mcnonb3oBaHme XenatHoM W renatornpoTEKTUBHON Tepannu MpUBEO K MOIOKUTE/IbHON AnHamMuKe. Takum
06pa3oM, AebloTnpoBaTb 60/1€3Hb MOMET HecneympuyeckuM, 6eCCUMNTOMHbLIM MOBbILIEHUEM TpaHcaMuHa3 U yabTpa-
3BYKOBbIMU U3MEHEHMAMM NeYeHu B JII060M Bo3pacTe. bone3Hb BunbcoHa — KoHoBasioBa sIBASETCS MPOrpeccupyrowmnum
3ab0s1eBaHMEM U MPU OTCYTCTBUM CBOEBPEMEHHO Ha4YaToM Tepanunu naymeHTbl yMUpParoT OT OC/I0XKHEHMI UMppOo3a nevyeHn
n/nam (pexe) oT NPorpeccUpyroLLen HEBPOJIOrMYECKON CUMITOMaTUKN. [Tpy 3pPEKTUBHOCTU XeNaTHOM Tepanum uin TpaHc-
naaHTaUuu nevyeHu nporHo3 61aronpusaTHbIN. 3akarodeHme. OnucaHHbIN KITMHUYECKUI cayvai 1eMOHCTpUpyeT Baprabesib-
HOCTb K/IMHUYECKMX MPOSIB/IEHUI y AeTel ¢ 60/1e3HbI0 BuibcoHa — KoHoBasoBa, YTO 3aTpyaHSIET AMarHOCTUYECKMI MOUCK
M PaHHIOK MOCTaHOBKY AnarHosa.
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OBOCHOBAHME

bonesHb BunbcoHa — KoHoBanoBa (renaTtoneHTUKynap-
Haa [gereHepauus, renatouepebpanbHas AMCTpoduUa) —
penKkoe HacneAcTBEHHOE MyfnbTUCUCTEMHOE 3abonesa-
HMe, npoaBasfloleecs Pas3IMyHbIMU HEBPONOTMYECKUMMU,
Nne4YeHoYHbIMU, MCUXUATPUYECKUMMU, KOCTHO-MbILLIEYHBIMU
HapyLeHUIMKU BCIeACTBUE YPE3MEPHOr0 OT/IOKEHUA Meau
B opraHax u TKaHsx [1, 2].

Yactota BCTpeyaemocTn 6one3Hn BwunbcoHa —
KoHoBanoBa B mupe BapbupyeT oT 1 Ha 30 Tbic. 40 1 Ha
100 Tbic. MaToreHHbln BapuaHT ¢.3207C>A reHa ATP7B
B retepo3nroTHOM COCTOSIHUM — Hawubosiee yacTtas npu-
YMHa renaTtoNeHTUKYNSPHOW AereHepauun B PoccuicKomn
®depnepauun, yactota 3aboneBaeMoCcTM coctaBnsgeTr 1 Ha
17 740 HaceneHus [3, 4].

B pesynbraTe uccnenoBaHus B chepe oKasaHUs Meau-
LIMHCKOM NMOMOLLM M IEKAaPCTBEHHOro obecrneyeHna nauum-
eHtoB B Poccum B 2014-2015 rr. 66110 3aperucTpmpo-
BaHo Bcero 572-602 nauueHTa C AMarHo3oM 6GONEe3HU

Bunbcona — KoHoBasnoBa, 4to coctaBuno 0,39-0,41 Ha
100 Tbic. HaceneHus. U3 HUX geTn coctaBnsaoT 16,9%, 4To
rOBOPUT O HW3KOM YacToTe BCTPEYaeMOCTU CinydaeB 3ToMn
HO30/10rMK B NPaKTUKe Bpadva-neguatpa [5].

[eHeTnyecknin gedeKt npu 60ne3Hn BunbcoHa — KoHo-
BasoBa NPUBOAMT K HapyLIEHWUIO TPAaHCMNOPTUPOBKU MeaM.
B pesynbrate ymMeHblUaeTCsl CEKpeLns Meau B XKenub,
YTO BbI3bIBAET Meperpy3ky Meapblo U, Kak cneacteue, ee
HaKoMneHWe B neyeHu. HapylieHne nepeHoca TaKkkKe npe-
NATCTBYET BKIOYEHUIO MEAM B MedbCoAepyKaliuh 6enok
Lepynonna3MuH, YTO BEeAET K CHUXKEHUIO €ro CbIBOPOTOY-
HOro ypoBH$ [6].

M3mMeHeHns B neyeHn npuBoasAT K GOPMUPOBAHMIO
dnbposa, B KOHEYHOM UTOre K uupposy. Meab anddyHau-
pYyeT U3 NeYeHn B KPOBb, a 3aTeM B Apyrue TKaHu. 3To npu-
BOAMT rMaBHbIM 06Pa30M K AECTPYKTUBHbLIM MOpaXKeHUam
ro/I0BHOMO MO3ra, HO TaKXe MoparkatoTcs MOYKMW, penpo-
OYKTUBHbIE OpraHbl — W pa3BMBaAETCA remMonuTU4eckas
aHemusl. HekoTopoe KOAM4ecTBO Meau ocedaeT Mo Kpato



Clinical Observation

IS

84

KnuHunyeckKoe Ha6noaeHue

pPOroBMLbl U pagyXHOW OOONOYKK, BbI3blBas MosiBieHUE
Koneu, Kansepa — ®nenwepa [7].

[JaHHoe 3aboneBaHue MOXeT Aeb6loTMPOBaTh Hecrneuum-
dryeckum cumntomMamu, 6ecCUMMTOMHbBIM MOBbILWEHUEM
TpaHCaMWHa3 W YNbTPa3BYKOBbIMWU WU3MEHEHUSIMU MNEeYeHU
y pebeHKa nboro Bo3pacta [8, 9]. bonesHb BunbcoHa —
KoHoBanosa ABASeTCH NPOrpeccupyroliMM 3aboneBaHuemM,
M NPKU OTCYTCTBMM CBOEBPEMEHHO HayaTon Tepanum naumeH-
Tbl YMUPAIOT OT OC/IOXKHEHWUW LMPPO3a NeYeHn n/unm (pexe)
OT MNporpeccupyoler HEBPONOTMYECKON CUMMTOMATUKM.
Mpun apdEKTUBHOCTU XeNnaTHOM Tepanun Uim ycnewHom npo-
BeAeHWW TpaHCnIaHTauuMM MNeyeHW nporHo3 3aboneBaHus
6naronpuaTHbin [10].

CNoX¥HOCTb [AMArHOCTMYECKOro TrOoUCKa 3aK/lo4vaeT-
cs B nonnmMopduame KIMHUYECKOW KapTUHbI, OUTENbHOM
JlaTEHTHOM TeYeHuu, febloTe B pa3HOM BO3pacTe.

MpeacraBNeHHbIN KIMHUYECKUI Cyd4an aKTyaneH ans
Bpayen-neaMaTpoB, HEBPOJSIOrOB, racTPOIHTEPOIOrOB BCEX
3BEHbEB 3PaBOOXPaHEHMS.

KJAUHUYECKUA NPUMEP

O nauueHTe

MNauneHTka ®., 13 net (15.01.2010), B mapte 2023 T.
nocTynuaa Ha MAaHoBYO rOCMNUTaNM3auMio ¢ Xanobamu Ha
TOLWHOTY, cNabocCTb, rON0BHYK 60/b, 60/1b B FOIEHOCTOMHbIX
cyCTaBax C MpeABapUTENbHbIM AMArHO30M: «XPOHWYECKUM
renatmtT HeyTOYHEHHbIR, MUHUMANbHOM aKTUBHOCTU, HacToO-
POXKEHHOCTb No noBoay 60ne3Hn BunbcoHa — KoHoBanosa».

M3 aHamMHe3a XM3HM U3BECTHO, YTO PeBGEHOK poauncs
OT BTOPOW (MepBasi — MeAULMHCKUIK abopT) 6epemMeHHo-
CTW, KOTOpas nNpoTeKkana Ha GoHe TOKCMKO3a M aHEMUU Ha
NPOTAXEHUU BCErO CPOKaA, NEpPBbIX CPOYHbIX poaoB. Macca
Tena npu poxaeHun coctaBngana 3450 r, anvHa Tena —
53 cm, oueHKka no wKane APGAR — 9/9 6annoB. [JeBouKa
pocna v pasBMBanacb COOTBETCTBEHHO Bo3pacTy. [lpwu
onpoce 6blna BbiiB/EHA OTArOWEHHAa HacNe4CTBEHHOCTb
no 3abofieBaHUsM renatobunaMapHoOM CUCTEMbl B CEMbE:

XPOHUYECKUIN XONEeuMUCTUT y nanbl, 6abywka nNo nanuHowu
IMHWKM ymepna B pel3yfbTate 3ab0seBaHUs NevyeHn Hens-
BECTHOro reHesa.

M3 aHamHe3a 3ab6oneBaHus M3BECTHO, YTO C Bo3pacTta
6 neT AeBOYKYy 6ECMNOKOUIM NMOMNEpPXMBaHWS BO Bpems efbl,
ollylleHNEe MHOPOAHOrO Tena, PoavTeNU OTMeYanu Henpwu-
ATHbIM 3anax M3 POTOBOM MonocTu. Cnycta rog npu amoy-
NlaTOpHOM 06Cef0BaHUM racTPOIHTEPOSIOrOM MO MeCTy
KUTEeNbCTBa MNOCTaBNEH AMarHo3: «facTpoaszodareanbHbii
pednoKe 1-2 cT.». B neyeHnn 6bi1n Ha3HaAYEHbl aHTaUuUAab
N UHTMBUTOPbLI MPOTOHHOW NMOMMbl B BO3PACTHbIX 03MPOBKaX
Ha 14 gHen, Ha doHe NpoBOAMMOM Tepanun Habnganacb
NONOXWTeNbHas AMHAMMKa, Kanobbl KynMpoBaauchb.

B TeyeHune 3 net »anobbl nepuoaMyecKn BO3Bpalla-
JINCb, HO 3@ MEAMLMHCKOM NMOMOLLbIO poaMTeNn He obpalla-
NINCb, NPUCTYNbl 60K KYNUMPOBanChb paHee Ha3Ha4YeHHbIMU
npenapatamu.

B pekabpe 2020 r. B cBfA3M ¢ 060CTpeHMEM 60NeBOro
CUHAPOMa BHOBb 06paTUIMCb amBynaTopHO K raCTPO3HTEPO-
nory. beina nposegeHa pnbpoaI3odaroracTpoayoJeHOCKONNUS
(P3rgc) c 6uorncuen, No pesynsrataM KOTOPOW BbISiBIEH
pacnpoCTpaHEeHHbI TUNEePTPOPUYECKUI TacTPOAYOAEHMUT,
Helicobacter pylori — nonoxutenbHo (Hp+). B ne4yeHum 6binu
Ha3HayeHbl amokcmnumnanH 1500 mr/cyt, 10 gHewn, Knapwu-
TpomuumnH 250 mr/cyT, 10 gHewn, omenpason 20 Mr B AeHb,
14 gHew, fanee Kypc aHTauuaoB — antoMuHUsa docdat 16 r
3 pasa/cyT, 14 nHew. Mocne NpoBeAeHHOro Ne4YeHns oTmeYa-
nacb NONOXUTENbHAA AMHAMUKA.

Yepesd 3 mec, B mapte 2021 r. geBoYKa Oblna rocnu-
TaAu3npoBaHa B CTalMOHap neguMatpuyeckoro npoduns
C BblpakeHHbIM 60neBbIM CUHAPOMOM B 06nacTu anura-
CTpUS, AMCNEencU4YecKUM cuHapomoM. [lpu obcrnegoBaHuu
GbINIM BbISIB/IEHbI renaTtomerasnus, Haanyne UMTONUTUHECKOTO
M X0NlecTaTM4ecKoro CMHAPOMOB. bbin BbiCTaBneH npeaBa-
pUTENbHBbIN AnarHo3: «fenatuT HEYTOYHEHHbI MUHUManbHOM
AKTUBHOCTU. XPOHMYECKUN TUNEPTPODUYECKUIM racTpoayo-
neHut, Hp+, o6ocTpeHuner. Ha cTaunMoHapHOM aTane nevyeHns
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naumMeHTKa nonyyana Xonepetuk (ypcoae3oKcuxoneBas Kuc-
nota 500 mr/cyT, AIUTENbHO), UHTMOUTOP MPOTOHHOM NOMIMbI
(omenpa3zon 20 mr B aeHb, 14 aHen), aHTUOUOTUKM (@aMOKCH-
umnnmnHd 1500 mr/cyT, 10 aHewn, KnaputpoMuLmH 250 Mr/cyr,
10 aHew), B pesynsTate NPOBEAEHHON Tepannmn KIMHUYECKUEe
CMMNTOMbI KynMpoBanuchb, nabopaTopHble NOKasaTenn Kpo-
BM HOPMan1M30BaluChb.

CnycTa nonTtopa roga, B Hos6pe 2022 B ¢BA3M € 060CT-
peHneM 60/IeBOro CMHAPOMa M POCTOM MOKalaTenen LMTo-
NM3a 1 xonectasa AeBovKa Gblna 3KCTPEHHO rOCMUTaNN3nUpPO-
BaHa B 06/1acTHyl0 GOMbHULY, MeavaTpuyeckoe OTAeNeHue.
Mpn nabopatopHoM 06CeAOBaHUN ObiNW BbISBAEHbI CUHA-
pPOM LMTONU3A C yBENMYEHWEM anaHMHaMUHOTpaHcdepasbl
(ANT) mo 201 Ea/n, acnaptatamuHoTtpaHcoepasbl (ACT) —
no 84 Ep/n, ramma-rnytamuntpaHcnentuaasbl (MMT) —
80 63 Ea/n, cMHAPOM XonecTasa ¢ yBennM4eHMeM nokasarenen
wenoyHon docdatasbl go 1080 Ea/n, 6unupybuHa —
110 23 MKMOb /. CTOUT OTMETUTb, H4TO YPOBEHb Liepynoniasmu-
Ha (26 Mr/an) Ha gaHHOM 3Tane 6bia B NpeAenax HopMbl (Hopma
Bbile 22 Mr/an), CbiIBOPOTOYHAA KOHLEHTpauus Mean Haxo-
AMNacb Ha HWXKHEW rpaHuLe Hopmbl (Meab — 12,1 MKMOnb/n
npu Hopme 11,0-24,0 mMKmoOnb/n), HO npob6a C MNEeHUUWU-
lAMMHOM OKa3anacb MOMIOXKMTENbHOM — CYTOYHAs MoYa Ha
Meab OO npuema nenuuunnammHa — 124 MmKr/cyt (Hopma
3-45 MKr/cyT), nocne npuema nokasaTtenb yBEUYUICS [0
356 MKr/cyt. MNpu ynbTpa3ByKoBOM nccnegoBaHun (Y3WM) opra-
HOB OPIOLWHON MOMIOCTU BbISIBAEHO AMDDY3HOE MNOBbILIEHME
9XOreHHOCTM NapeHxnMbl NeveHn. beina nposegeHa andbdepeH-
LManbHaa AnarHocTMKa ¢ ayTOMMMYHHbIM, BUPYCHbIMKW renatu-
Tamu, MapKepbl AaHHbIX renaTMToB 06HAPYXKEHbI HE ObINK.

B cBA3KW C BbISIBNEHHbIM HapyleHueM OoO6MeHa Meau
feBOo4YyKa Oblna MPOKOHCYNbTUPOBaAHa OGTaIbMOIOrOM.
Cneumnduryecknm npusHak — Konbla Kanzepa — dnenwepa —
odpTanbMONOromMm He auarHoctnupoBaH. CornacHoO AMarHoCTU-
YeCcKOoM OLUEeHOYHOM WKane 6one3Hn BunbcoHa — KoHoBanoBa
(Scoring system developed at the 8th International Meeting
on Wilson’s disease, Leipzig, 2001) Ha faHHOM 3Tane Tevye-
HUSA 60Ne3HM NauneHTKa Habpana 3 6annia, 4YTO O3Ha4aeT:
anarHos «6onesHb BunbcoHa — KoHoBanoBa» BepOSATEH, HO
TpebyeTca ganbHenwee poobenenosaHue. o pesynbratam
KOHCYNbTaTUBHOIO 3aK/IlOYEHUST BpaYya-reHeTKa NpoBeaeHo
reHeTUYecKoe uccneaoBaHune, n 6ol 06HAPYKEH NaTOreHHbIN
BapuaHT ¢.3207C>A reHa ATP7B B retepo3uroTHOM COCTOS-
HUK, 6onesHb BunbcoHa — KoHoBanoBa BeposiTHa.

Ha ¢oHe rematoTrponHon Tepanuu (ypcoae30Kcuxone-
Bas KMCNOTa, aA€METUOHMH) Haboaanacb NONOXUTENbHANA
AMHaMKUKa: 6blI0 OTMEYEHO CHUMKEHWE NoKasaTenew LMTo-
nn3a 1 xonectasa. [eBoyKa Oblia BbiMUCaHa C 3aKIIO4K-
TeNbHbIM AUarHO30M: «<XPOHUYECKUI renaTuT MUHUManbHOM
OMOXMMUYECKOW aKTUBHOCTU. HacTopoXKeHHOCTb B nnaHe
60one3Hn BunbcoHa — KoHoBanosa» ¢ ynydlweHnem Ha amoy-
naToOpHOE NleYeHue ¢ NOCTOSHHBLIM MPUEMOM YPCOAE30KCUXO-
neBow KMcnotbl B fo3e 500 mr/cyT.

Ho yepes3 2 mec, B aHBape 2023 r. BHOBb Nocneao-
Bano obocTpeHue 3aboneBaHuUa — MOSBWIWUCHL Kanoobl
Ha TOWHOTY, 6011 B MBOTE. B GMOXMMWYECKOM aHanuse
BHOBb OTMeYasiCs POCT MoKasaTtenen uutonmaa, xonecrasa.
AmMOYNnaTopHO racTpO3HTEPONOroM Oblla yBelunyeHa [03a
YPCOAE30KCMX0NeBOM KMCNoTbl 40 750 Mr/cyT, Ha3HayeHbl
aHTaunabl, MUHFIMOGUTOPbLI MPOTOHHOW NOMMbl, PEPMEHTHI.

[ns yTOYHEHWs AMarHosa v NpUYMHbI OTCYTCTBMUS MONO-
UTENbHON AWHaMWKM OT aM6ynaTopHOro fevyeHns 6Gbina
rocnutanuanpoBaHa B MHCTUTYT neamnatpum NMUMY.

®du3uKanbHaa guarHocTuka

Ha MoOMeHT nocTynieHus geBoYKa NpeabaBasia »}Kano-
O6bl Ha 6011 B XMBOTe, €nabocCTb, TOWHOTY. CocTosiHMe
pebeHKa OLEHMBaANOCb KaK CpeAHen CTEMeHu TSAKEeCTw.
MNonoxeHne aKkTnBHoe. KoxKHble MOKPOBbLI YMCTble, cher-
Ka cyxoBaTbl Haj crubaTefibHbIMW MOBEPXHOCTAMU CyCTa-
BOB. [TOAKOXXHO-XMPOBOW CNOM Pa3BUT AOCTaTO4YHO. Jlum-
daTnveckne y3nbl Npu nanbnaunn He yBenuyeHbl. pu
OLIEHKE COCTOSIHMS KOCTHO-CYCTaBHOW CUCTEMbI BbISIBNEHbI
NPU3HaKK AUCNAa3nn CoOeAMHUTENbHON TKaHW (NEerko rHyTcs
cycTaBbl). Buanmble cnmauctble 060104YKM YUCTblE, 0ObIY-
HOro uBeTa. B nerkux pAbixaHne BeE3UKYNsipHOE, XPUMOB
HeT. ToHbI cepaua sicHble, pUTMUYHbIE. [paHuLbl cepaua He
paclwmnpeHbl. }YKUBOT MATKUI, 6€3601€3HEHHbIN. CUMMTOMBbI
pasapaxkeHus 6poLLnHbI OTpUUaTeNbHble. [edyeHb +2 ¢M Ha
BOXE, Kpan MATKNIN, 6€3601€3HEHHbIN, HE CMasH C KOXEN.
Paamepbl neyeHn no Kypnosy coctaunm 12 X 10 X 8 cm.
CeneseHKa He nanbnupoBanack. CTyn perynsipHbii, obopm-
NIEHHbIW, MOYeucnyckaHne cBob6oaHoOe.

MpeaBapuTenbHbIi AUarHo3

[aCcTPOAYOAEHWUT KIIMHWUYECKM; PAaCNPOCTPAHEHHbIM runep-
TPODUYECKUI racTPOAyOAeHUT Hp+; XPOHWYECKWI renatut
HEYTOYHEHHbIX, MMHUMasIbHOW aKTUBHOCTY.

[AvHaMuKa 1 ucxopabl

B 6MOXMMMYECKOM aHanM3e KpOBW oOTMedvancs pocT
aKTUBHOCTM nokasatenew uutonusa: AJIT — po 427,6 Ea/n,
ACT — po 271,1 Ea/n, ITT — po 72,2 Ea/n, nakraTtgeru-
aporeHasza — pao 661,6 Ea/n, obwmn 6GUAMPYOGUH yBENK-
YyeH — [0 23 MKMOSb/N; HabNOAANOCh CHUKEHWE YPOBHS
uepynonnadMumHa — Ao 19 Mr/an, ypoBeHb Meau COOTBET-
CTBOBaN HUXHEW rpaHunLe Hopmbl — 12,8 MKkmonb/n. Mpoba
C NEHWULMNNAMUHOM MONOXKMUTENbHAN (CyTOYHAs MoYya Ha meab
16.03.2023 — 534 mKr/cyT, 27.03.2023 — 966 MKr/cyT).

MeToaom HenpsiMmon anacToMeTpumn onpeaesneHa XecT-
KOCTb MnevyeHu, KoTtopas coctaBuna 5,1 KPa, 4to coot-
BeTcTBYyeT cteneHn ¢dubposa FO (mno METAVIR), ypoBeHb
cteato3a nevyeHn CAP 256 dB/m, 4To coOTBETCTBYET CTE-
neHu creatosa S1. lNMpu Y3 opraHoB 6GpHOLWIHON MOMAOCTH
BbliBNIEHbl ANDDY3HbIE M3MEHEHUS MNEeYEeHU, MPU3HaKK
renartosa, neperné »en4yHoro nysbips. MNpu gonnaepome-
Tpun oBHapyKeHbl UBMEHEHMS KPOBOTOKa B BeHax nevye-
HW U cene3deHKkU. o JaHHbIM MarHUTHO-PEe30HAaHCHOM
ToMorpadun OopraHoB OPIOWHOM MOMOCTU TaKKE BbISB-
neHbl anddy3Hble M3meHeHusa nedenn. PIANAC ¢ 6uoncu-
eV No3BOMMAN OMpPeaennTb racTpuT aHTpanbHOro oTaena
W Tena Xenyaoka HoaynsipHbiM, 6e3 npu3HakoB aTpoduu
CIN3NUCTON 06004YKHK, MPU3HAKOB BAapMKO3HOMO paclumpe-
HUS BEH NULeBoaa 06HapPyKeHO He Gblo.

Mpu odTanbMOCKONKMK BbIIBIEHA MMONKUS cnabon crene-
HK 06oux rMas, koneu, Kansepa — dneiwepa He BbISBAEHO.
HeBponorom BbICTaBneH AuarHos: «LlepebpacTeHnYecKum
CUHAPOM, Liedanrns HanpsxKeHUs».

YyuTbiBaa pesynbraTbl NPOBEAEHHOro ob6cnefoBaHus,
COrnacHO [AMarHOCTUYECKOM OLEHOYHOM LWKane 60/1e3Hu
BunbcoHa — KoHoBanoBa (Jlennuur, 2001) Kaxkaomy Kpute-
puto 6biM NPUCBOEHbLI Ganbl: Lepynonia3MmnH CbiIBOPOTKM
KpoBu < 20 mr/aon — 1 6ann, yBenn4yeHme aKCKpeLnn meam
Cc mMo4yon 6Gonee 5 Hopm npu npobe ¢ NeHULWUINAMUHOM
(966 MKr/cyT) — 2 6anna, MONEKYNAPHO-TEHETUYECKUIN aHa-
I3 — naToreHHbI BapnaHT ¢.3207C>A reHa ATP7B B rete-
PO3WUIrOTHOM cocTosiHum — 1 6ann. B pe3ynbrate nauneHTka
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®. Ha6pana 4 6anna, YTo COOTBETCTBYET AnarHo3y «60ne3Hb
BunbcoHa — KoHoBanosa».

Takum 06pa30Mm, BbiCTaB/IEH 3aK/IOYUTENbHbIW AUarHO3:
«fenatouepebpanbHasa auctpoodusa (6onesHb BunbcoHa —
KoHoBanoBa, naTtoreHHbln BapuaHT ¢.3207C>A reHa
ATP7B B retepo3vroTHOM COCTOSiHWM), abLOMWHanbHas
dopMa, XPOHMYECKMI renatuT, GUOXMMUYECKas aKTUBHOCTb
BblcOKOW cTenenu, MNMH 0, FO no METAVIR, S1 (no gaHHbIM
HEenpsiMon 3NacTOMETPUMU MNeveHun). XPOHUYECKUIM racTpo-
[yo[eHUT, cTuxaHue obocTpeHus. LlepebpacTteHnyeckumn
cuHapom. Ledanrmus HanpsxeHua. Muonus cnabon ctene-
HM 06OUX rNas».

bbino npoBeaeHoO nevyeHne, KOTopoe BKIOYaNo B cebs
PEXUMHbIE MEPONPUATUA, LWaAAWY0 AUETY U MedUKaMeH-
TO3Hble npenapaTtbl. C renatonpPoTEKTUBHON LeNblo Gbian
Ha3Ha4eHbl ypcoge3oKcuxonesas kucnota 500 mr/cyT, age-
MeTnoHnH 400 Mr napeHTepanbHo. C Lenblo YMEHbLLEHUS
pe3opbLunn Meau U3 NULLK U YCTpaHeHUs ee U36biTKa U3 TKa-
HeW Ha3Ha4vyeHa xenaTHas Tepanus NeHUUUIIaMUMHOM B 103€e
250 mr 2 pasa/cyt, uMHKa cynbdar 124 mr 1 TabneTtxka
1 pa3/cyT BHYTPb. C @aHTUIMMOKCUYECKON U aHTUOKCUAAHT-
HOM LiefIblo Ha3Ha4veHbl KoneKkanbundepon 1000 ME, Toko-
depon BHYTPb, BUTaMUH Bg, MernioMuHa Hatpua CyKuuHaT
250,0 napeHTepanbHO. [Ans ynydweHuUs nepeBapuBaHuUA
MUKW HasHavyeH naHkpeatuH 30 000 E/[l/cyt, a Cc uenbto
YNYHIIEHUSA NEPUCTANBTUKN U YMEHbLIEHUS abaOMUHaNbHOM
6011 — TpumebyTnH 100 mr 3 pasa/cyT BHYTPb.

Ha ¢oHe npoBoguMon Tepanuu Habnwganacb rnonoXKu-
TenbHas AMHaAMKKa, CaMOYyBCTBME NALMEHTKM YyyLIMIOCh,
anobbl KynupoBanuch, HabN4anocb CHUKEHWE NoKasaTe-
Nlen uMToNmM3a, Xxonecrasa.

MporHo3s
[MPOrHOCTUYECKMI MHAEKC AAHHOrO KJIMHUYECKOro Chy-
Yas 3, YTO COOTBETCTBYET 61aronpusaTHOMY NPOrHO3Y.

BpemeHHasn wKana
XpoHonorus passutng 6onesHn BunbcoHa — KoHoBanoBa
y naumeHTkn @., 13 net, npeactaBneHa Ha PUCYHKe.

OBCYXAEHME
BonesHb BunbcoHa — KoHoBanoBa (renatoneHTUKynsap-
Has JereHepauwus, renatouepe6bpanbHas auctpodus) —

peaKoe HacnefCcTBEHHOE My/bTUCUCTEMHOEe 3aboneBaHue,
nposBasioleecs pasfiMyHbiMU HEBPONOrMYECKMMHU, Meye-
HOYHbIMW, NCUXMATPUYECKUMMU, KOCTHO-MbIWEYHBIMU Hapy-
WEHUIMU BCNELCTBME YPE3MEPHOro OT/IOXKEHUS Meau
B OopraHax v TKaHsx [1, 2].

bone3Hb BunbcoHa — KoHoBanoBa OTHOCKTCS K rpynne
opdaHHbIX 3a6oneBaHUi, BCTpeYaeTcs ¢ 4acTtoTom oT 1 Ha
30 Tbic. fo 1 Ha 100 Tbic. HaceneHus [3].

3aboneBaHMe UMEET FEeHETUYECKYID Npupoay, Bbi3Ba-
HO MyTauuen B reHe ATdDasHOro mMeabTPaHCNOPTUPYIOLLErO
6eta-nonunentnga (ATP7B), kapTMpoBaHHOM Ha 13-1 xpo-
MocoMme. B pesynbraTe reHeTnMyeckoro gedekra Hapylua-
loTCA TPAHCMOPTUPOBKa M NEpPeHOC Mean. YMeHbluaeTcs ee
CEeKpeLnsa B XKenyb, YTO MPUBOAMT K HAKOMAEHUIO B neve-
HW. HapylweHue nepeHoca NpenaTCTBYET BKAYEHUIO Mean
B MeAbCOoAepxKaluin 6enoK LepynonnasmuH, 4To Beaer
K CHUXEHWIO ero CbIBOPOTOYHOr0 ypoBHS. M36bITOK mean
CHayafna HakannuMBaeTcs B MeyeHu, a 3arteM nonagaet
B KPOBb W [ipyr1e opraHbl M TKaHu [6, 11].

Mo faHHbIM psiga aBTOpPOB, 3aboneBaHWe AebloTUpyeT
HecneumdUYeCcKUMU KIIMHUYECKUMU CUMMATOMaMu, 6eccum-
NTOMHbIM MOBbILEHNEM TPaAHCAMMHA3 W YbTPA3BYKOBbLIMU
M3MEHEHNAMM Me4vyeHn [8, 9]. B onMcaHHOM HaMu Kiu-
HMYECKOM Clydae MOATBEPXKAAITCH OCOBEHHOCTM TeYeHus
KJIMHUYECKON KapTUHbI 60n1e3Hn BunbcoHa — KoHoBanoBa.
M36bITOYHOE cofepKaHue Mean B TKaHAX ycunuBaeT
B HUX OKMUCNIUTENbHbIM CTPecC, NoBpexaas ux, MaHubecTu-
pyeT pasnuyHbIMU KIMHUYECKUMU MPOSBAEHUAMU. A UMEH-
HO XapaKTepHbl CMHAPOMbI LMTOAM3a M Xxofectasa C pas-
BMTUEM MNEYEHOYHOM HEeOoCTaTOYHOCTW, NOosIBNEeHWE Konel
Kanzsepa — ®neviwepa B poroBuLe rnas, Kotopble ABASIOTCA
NaTOrHOMOHWYHbLIM NPU3HaKoM [12].

KnuHuyeckune npoasneHna 6one3Hu BunbcoHa — KoHo-
BaJioBa MOryT 4e6lTUPOBaTb HEBPOSIOTMYECKOW CUMMTO-
MaTUKOW, TAaKOM KaK AUCTOHUS, TPEMOp, An3apTpus, AuC-
darvng, aKMHETUKO-PUTMAHbIA CUHAPOM, MOBEAEHYECKHE
M3MeHeHHWs, aenpeccus, TpeBora, NcMxos, HeycneBaeMocTb
B WKone [13].

KnuHuyecknin nonumopdmam npeacTaBneH B pasnnyHbiX
KnaccuburKaumax 3aboneBaHus. B HacTosiee BpeMs npu-
HATO MCNoNb30BaTh Knaccudukaumio 6o0ne3Hm BunbcoHa —
KoHoBanoBa no npeo6nagalowmMm cMMNTOMam, NPeasIOrKeEH-
Hylo B 1983 r. J. Walsh: 6eccumnTtomMHas, neyeHo4Has,

PucyHoK. MaunenTka @., 13 net. XpoHonorusa pa3sutus 6one3Hn BunbcoHa — KoHoBanoBa 1 NporHo3
Figure. Patient F., 13 years old. Wilson’s disease timeline and prognosis

r3Pb

[e6loT cuHApOMa LiMToNn3a.
fenaTuT HeyTO4YHEHHON
3THonorum

PasBepHyTas KIMHUKO-naGopaTopHas KapTuHa
60ne3Hn BunbcoHa — KoHoBanoBa
C MONEKYNAPHO-TEHETUHECKUM MOATBEPKAEHUEM

PoxpaeHue PacnpocTpaHeHHbIn
30pOBOro runepTpobU4ecKun
pebeHka racTpofyoaeHut, Hp+

CUHAPOMBI LMTONM3a M XonecTasa. lfenatut
HEeyTO4YHEHHOM aTnonoruun. Nogospexve

MporHos
6naronpuaTHbIN

Ha 6one3Hb BunbcoHa — KoHoBanoBa

lMpumeyaHune. FNOPB — ractpoasodareanbHas pedniokcHas 6onesHb; Hp — Helicobacter pylori.
Note. GERD ('3PB) — gastroesophageal reflux disease; Hp — Helicobacter pylori.



uepebpanbHas, cMellaHHas ¢opmbl [14]. Ha Tepputopuun
Poccuickon deaepaunmn NpUHATO NPUMEHATb KnaccuduKa-
umio H.B. KoHoBanoBa (1960), koTopas BKIO4YaeT B cebs
5 ¢opm renatouepebpanbHon auctpodun [15]. B gaHHOM
KnaccuduKaummn yy4uTbiBaloTCs BOBSieYEHME B NaTOSIOMU-
YECKMI Mpouecc nevyeHwu, LeHTpalbHON HEPBHOM CUCTEMBI
N XapaKTep aKCTpanMpaMmnaHom CUMNTOMaTUKM.

B pa6ore E. Azizi n coaBT. onncaHbl NOparKeHWs NoYeK B BUaIE
amuHoaumnaypuu, Hedponutnasa, a B cratbe D.N. Golding
M COaBT. — U3MEHEHMWS CO CTOPOHbI KOCTHOW CUCTEMbI B BMAE
npexaeBpemMeHHOro 0cTeonoposa, aptpurta [16, 17].

[na noaTBepKAEHWS OuMarHo3a MnpoBOAMTCSH MONEKY-
NAPHO-reHETUYECKOE MUCCNeAoBaHMe C Lefblo BbISIBAEHMS
MyTaumn B reHe ATP7B. Ho He Bcerga ygaetcs BbIiBUTb
naToreHHbl BapuaHT. Toraa Ana NOATBEPXKAEHUS AMarHosa
MCNOMb3YeTCs AMarHocTMYecKas oLueHoYHas Wwrana 60ne3Hu
BunbcoHa — KoHoBanoBa (Jlennuur, 2001) [18].

BbonesHb BunbcoHa — KoHoBanoBa fBNsieTcs nporpec-
cupylolwmnm 3aboneBaHMem, Heb6NaronpusaTHbIM MPOrHO3
cnegyeT OXuaaTb NP OTCYTCTBMM CBOEBPEMEHHO HavyaTon
TepanvuM WaM B cllydae CaMOCTOATENIbHOW OTMEHbl Ha3Ha-
YeHHbIX NpenapaToB. Kak npaBunno, NauneHTbl yMUpatoT oT
OCNOXHEHUN LUMpPOo3a NnevyeHn 1 Nporpeccupytolen HeBpo-
NIoOrMyeckon cumntoMatuku. C Lenblo OUEHKU NporHo3sa Obin
pa3paboTaH NPOrHOCTUYECKMI MHAEKC, COrNMacHO KOTOpoMy
OoLeHKa cBblle 11 6an1oB cBA3aHa C BbICOKOW BEPOSATHO-
CTblO NeTanbHOro Ucxoaa Npu OTCYTCTBUM SKCTPEHHOWM TPaHC-
nnaHTaumm neyexu [19].

B Tepanun 6one3Hn BunbcoHa — KoHoBanoBa Mcnosb-
3yeTcsl KOHCepBaTMBHOE W XUPYPruyeckoe JeyveHue.
KoHcepBaTMBHasa Tepanus BKIOYAET B cebsa aMetoTepanuio
C OrpaHuMyeHnem MpoAayKToB, 6oraTbiX Mefbio, U BOAY, O4M-
LLEHHYIO OT Meau. TaKKe He PeKOMEeHayeTcss MUCNob30BaTb
MeAbCoAepKallylo nocyay Ans MPUroTOBNEHUS U XpaHe-
HMa nuwm [20, 21]. C natoreHeTM4eCcKon Lenblo Ha3Hava-
10T MEeHUUMNNamMmH, obnagatowmn XenaTHoOM aKTUBHOCTLIO.
[aHHbI npenapat TpaHCNOPTUPYET MeAb U3 MEYEHU U ApYruX
OpraHoB, TeM CaMblM yBEINYMBAS €€ MOYEBYIO IKCKPELMIO,
a TaKXXe MHAOyUMpyeT CUHTE3 METaNNIOTMOHMHOB [22, 23].

lMpy OCTPOM MEeYEeHOYHOM HedoCTaTOYHOCTU, HeadbdeK-
TUBHOCTM KOHCEPBATMBHOM Tepanuu C pa3BUTUEM [EKOM-
NEeHCMPOBAHHOIO LMppO3a NevyeHu, Npu NpPorpeccupyomnx
N HeobpaTUMbIX HEBPONOTMYECKUX HapyWeEHUsSX MOKa3aHo
npoBeAeHne TpaHcnaHTaumm nevyenm [21, 24].

3AK/IIOMEHME

Y Bpayen-neguMaTtpoB, racTPOIHTEPONIOroB [AO/IKHa
O6blTb HAaCTOPOXXEHHOCTb MO nosoay 605e3HM BunbcoHa —
KoHoBanoBa, TaK KaK AeblTMpoBaTb 3aboneBaHne MOXKeT
COBEpLUEHHO Hecneunduyecknm, 6ecCMMNTOMHbLIM MOBbI-
LWeHneM TpaHCaMWHa3 W YNbTPa3BYKOBbIMU U3MEHEHUSMMU
neyeHu y pebeHka noboro Bo3pacta. bonesHb BunbcoHa —
KoHoBanoBa sBASeTca nporpeccupylolnm 3aboneBaHmeM,
W NpU OTCYTCTBMM CBOEBPEMEHHO Ha4yaTon Tepanuu nauneH-
Tbl YMUPAIOT OT OCNOXHEHUN LMPPO3a NevYeHn U/ unm (pexe)
OT Mporpeccupytowern HEBPOSIOrMYECKON CUMMNTOMATUKM.
Mpun apDEKTUBHOCTM XeNaTHOM Tepanum UK ycnewHom npo-
BE[lIEHUN TpaHCMIaHTaLUUKW MevyeHn NpPorHo3 3aboneBaHus
6/1aronpuUSATHbIN.

UWHOOPMUPOBAHHOE COIJIACUE
OT MaTepu nauueHTa MoslydeHo MUCbMEHHOEe WMHMOP-
MUPOBaAHHOE [J06POBOJMILHOE COrNacue Ha MCnosib3oBaHWe

nosy4eHHon WHbOPMaLMKM B MCCNeAoBaTENIbCKUX Lensx
1 nyénukauusx (aata nognucanus: 28.03.2023).
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