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Cases from the practice of treating patients with Wilson’s disease

bonesHb BunbcoHa — KoHoBanoBa — oT-
HOCWTeNIbHO pefKoe, reHeTnyeckn obycnos-
NIeHHOe, C ayTOCOMHO-PeLeCCUBHbIM TUNMOM
HacnefoBaHuA. B ocHoBe pa3BuTua 3abone-
BaHVA NEXUT HapyLleHne meTabonnsma meam
C U36bITOYHBIM HAKOMIEHUEM ee B NneyeHu
1 FOJIOBHOM Mo3re.

KnnHnyeckn — 310 XpoHU4ecKoe, nporpec-
cupyolee 3abonesaHrie ¢ 60nbWNM pa3Ho-
ob6pasmem comaTUYeCckux 1 HEBPOJIOrMYECKNX
nposABNeHN B MONIOLOM BO3pacTe.

Bblpa)keHHbI KNMHUYECKUI NonMmMopdusm
3TOoro 3aboneBaHVA 3HAYNTESIbHO 3aTPyLAHAET
CBOEBpPEMEHHYI0 MOCTaHOBKY AMarHosa, Ko-
TOpas YacTo 3aTArMBaeTCA Ha HECKONbKO JieT,
B TO BPeMA KaK TONIbKO PaHHAA AMarHOCTUKa
no3BosiAeT NPOBOAUTb 3PEKTUBHYIO Tepanuio.

Knioueswie cnosa: 6onesHb BunbcoHa —
KoHoBanoBa, KNnHMKa, neyeHune

XBopoba BinbcoHa — KoHoBanosa —
BiJHOCHO pifAKiCHe, reHeTUYHO 3yMOBNEeHe,
3 ayTOCOMHO-PeLeCBHUM TUMOM YCMagKy-
BaHHA. B OCHOBI pPO3BUTKY 3aXBOPIOBAH-
HA NEeXWTb NopyLleHHA meTabonismy migi
3 HaZANMLWKOBMM HaKOMUYEHHAM ii B ne-
YiHUi i FOJIOBHOMY MO3KY.

KniHiyHO — Le XpoHiuHe, nporpecyio-
ye 3axXBOPIOBaHHA 3 BENIMKOK pPi3HOMa-
HITHICTIO COMATUYHMX i HEBPONOTIYHUX
nposBiB y MONoAOMY BiLli.

BupaxkeHunin KniHiuHMn nonimopdiam
LibOro 3aXBOPKBAHHA 3HAYHO YCKNAHIOE
CBO€YaCHe BCTAHOBJIEHHA AiarHosy, Ake
YacCTo 3aTArYETbCA Ha KinbKa POKIB, TORi
AK TiINbKN paHHA AiarHOCTMKa [O3BONAE
nposoanT edbeKTUBHY Tepanito.

Kntoyosi cnoea: xsopoba BinbcoHa —
KoHoBanosa, KniHika, NlikyBaHHsA

Wilson’s disease is a relatively rare,
genetically determined autosomal-
recessive disease. The base of the
formation of the disease is impair-
ments of metabolism of copper with
its excessive accumulation in liver and
brain.

From the clinical point of view, this
is a chronic progressing disease with
a great diversity of somatic and neu-
rological manifestations in young age.

A prominent clinical polymor-
phism of this disease makes signifi-
cantly difficult its timely diagnosis,
which often takes several years. Along
with this, only an early diagnosis en-
ables an effective therapy
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B nocnepHue rogbl o6cy>kpaeTca BONPOC O NOKa3aHMAX
N NPOTUBOMNOKa3aHUAX NMPUMEHEHUA TaKOro pagniKanbHO-
ro metofga neveHus 6onesHn BunbcoHa — KoHoBanosa
(BBK) kak nepecapka neueHu. Schilsky M. L. et al. (1994)
n Eghtesad B. et al. (1999), foTbe n gp. (1995, 2003) cuu-
TaloT, YTO OPTOTONMUYECKAsA TPAHCMAAHTALMA MeYeHn
nokasaHa 6onbHbIM BBK, ecnu y HUX umeetca octpas
UKW nporpeccupytollas neyeHoYHasas HeJoCTaTOUYHOCTb,
He nogJanoLmeca KoHcepBaTUBHOMY nieveHuto [2, 3, 8, 15].
Takoro e MHeHuA npugepxunsatTca n Kassam N. et al.
(1998), Emre S. et al. (2001), YetknHa T. C. (2011) v Guillard O.
etal. (2014) [6,9, 10, 12].

B paboTtax Bax R.T. et al. (1998), Eghtesad B. et al. (1999)
nSorbello O. et al. (2011) nepecagka neyeHy pekomeHayeTcA
1 6onbHbIM BBK, y KOTOpbIX OTCYTCTBYET NeYeHOoYHasA Heflo-
CTaTOYHOCTb, HO He 3dPEeKTNBHA MeaNKaMeHTO3Has Tepa-
Nnusi NCUXOHEBPOSIOrMYECKMX NpoABeHn 6onesHn. Ceoun
peKomeHAaLny oHM 0O6OCHOBbLIBAIOT TEM, UTO Y BGONbHbIX
nocne nepecagkun neyeHn oTMeYaeTca ynyylleHne ncuxo-
HeBposiornyeckoro ctatyca. OgHako B paboTax He npuBeaeH
KaTaMHe3 3TuX 6OJIbHbIX, He yKa3aHO, CKOMIbKO MecsLeB
WY NEeT OHW NPOXWUAKN NOC/e Nepecagkn NeyeHn N KakoBo
NanbHellee KauecTBO XU3HU 3TUX 60NbHbIX [7, 8, 16].

HoogenraadT. U. (2006) BoO6LLe CUMTaAET, YTO XOTA Nepe-
cafika nevyeHn MOXeT OblTb HEOOXOAMMa U MOXKET CrnacTu
MKM3Hb HEKOTOPbLIM NaLMEHTAM C AEKOMMEHCMPOBAHHOM
60ne3Hbi0 NeveHKn, Nepecagka NevyeHn ABNAETCA Headek-
BaTHbIM METOZOM JIeUeHsA OTPaBNEHMA Mefbto Npu 6one3HN
BunbcoHa [11].

MprBOAMM COBCTBEHHDIN KNMHNYECKUIA TPUMep onepa-
TBHOro nevyeHna bBK.

bonbHas M., 1992 roga poxaeHna, Haxogunacb Ha cTaymo-
HapHOM 06cnepoBaHumM 1 neyeHun B MY «MIHCTUTYT HeBpono-

rmun, ncmxnatpum n Hapkonorun HAMH YkpauHbl» B oTgene-
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bonbHaA nmocTtynuna c gMarHO3OM COCTOAHME nocne
OpPTOTOMMYECKON TPaHCNAAHTaLMUW NeYeHun, cnaeHomeranmna
1 6one3Hb BunbcoHa — KoHoBanoBa nog BOnpocom.

Mpun nocTynneHnn )anoBanach Ha BblpaXXeHHOe HapyLLeHne
peur no TUny aHapTpuUK, BbipaxXeHHoe nonepxrnBaHue npu ege
KaK TBEpPAOW, TaK 1 XNUAKOW NULLM, CKOBaHHOCTb BO BCEM Tene,
orpaHuyeHune ABVXKEHWI, WATKOCTb Npu XoAbbe, ApoxaHue
TYNOBULLA N KOHEYHOCTEN, YacTble 60ne3HeHHble Cyaoporu
B KOHEYHOCTAX, o6Lyto cnaboCTb, HapyLeHNe CHa, CHXKeHne
NamATy, Pa3gpaxnTesibHOCTb 1 SMOLMOHaNbHYO NabunbHOCTb.

CuunTaeT cebs 6onbHOM ¢ Mmaa 2009 roaa, Koraa NnoABUANCH
6011 B GPIOWHON MOMOCTY U Hayall YBENMNUYNBATLCA XUBOT.
O6paTtunacb 3a MeMLMHCKOWN MOMOLLbIO B IHCTUTYT Xupypruu
1 TpaHcrantonorun HAMH YkpauHbl um. LLianumoBa, rae 6bin
NocCTaB/ieH AMarHo3: LMPpPO3 NeyeHn, oTeYHO-aCUUTUYECKNIA
cuHApom v 6onesHb BunbcoHa — KoHoBanosa nof BOMPOCOM.

MpoBoarMoe No MeCTy XUTENbCTBA KOHCEPBATUBHOE feye-
Hue 3¢deKTa He Aano 1 COCTOAHME NPOJOKaNo yXyALWaTbCs.
B cBA3mM ¢ 3Tum 25.07.2012 roga 6bina nposeaeHa B LleHTpe xu-
pypruv v TpaHcnnaHTonornm r. MMHcKa optoTonmyeckan TpaHc-
nnaHTauua neyenHu. NMocne npoBeaeHHON onepaummn y 60bHON
pe3Ko yCcuMnunocb HeBPOJIOrMYeckoe nposiBiieHe 6onesHu,
1 6051bHanA Gbla HanpaeeHa B Hall MHCTUTYT.

B HeBponornueckom ctatyce: atpodusa n pubpunnapHoe
nogeprviBaHne MbllL A3blKa, TOHYC MblLUL, KOHEYHOCTEN MOBbI-
LWEeH MO MIacTUYeCKOMY TUMY, WATKOCTb Npu xoabbe, yacTble
60ne3HeHHble CyAopOrn B KOHEUYHOCTAX, rpybble TOHUYEeCK/e
COKpaLLeHMA MbILWL, KL 1 TYNOBULA, Bbipa)keHHaA aTakcua.

YnbTpa3ByKoBOe 1 KOMMbloTepHO-ToMorpaduueckoe (KT)
nccnefoBaHvsA GPIOLWHON MONOCTU MOKa3anmM COCTOsIHME nocne
TpaHCMIaHTaLUn NeYeHn C NOBbILEHMEM XKEeCTKOCTY ee NapeH-
XUMbI 1 pe3Koe yBennyeHune ceneseHkm.

Ha KT ronoBHOro mosra o4yaroBblX NU3MEHEeHUI B BelecTBe
rofIOBHOrO Mo3ra He BbiAiBNeHO. MKenygoukoBasa cmctema pac-
LIMpeHa, cMMmeTpUuYHa. KoHBeKcuTanbHble cybapaxHomaanbHble
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NPOCTPAHCTBA paclMpeHbl 3a cyeT cybaTpodryeckmx n3meHe-
HUIA KOPbl. TO eCTb, UMeeTCA Hapy>KHO-BHYTPeHHAA rmgpoLeda-
nuA, BbiI3BaHHaA AMPPy3HbIM HellpofereHepaTUBHbIM NPOLIECCOM
Kak 6es1oro, Tak 1 Ceporo BeLlecTs rofIoBHOrO MO3ra.

Taknm o6pa3om, aHann3npya aHaMHeCTUYecKne, KNnmHu-
yeckue 1 nabopaTopHble AaHHblE, ECTb BCE OCHOBaHUA
roBOpuUTb O CMeLLAaHHON abaomumHanbHo-LepebpanbHoOM
dopme BBK y Hawelt 60nbHON.

JlabopaTopHO-6MoXMMMYECKe NCCneaoBaHmna Nokasa-
N1, YTO TaKue MoKasatenu GyHKLMOHaNbHOro COCTOSAHMUA
neyeHn Kak anaHMHamuHoTpaHcdepasa (AJIT), acnapTat-
amunHoTpaHcdepasa (ACT), n ramma-rnyTammnTpaHchepasa
(I'TT) y Hawen 60n1bHOM NOCsie onepaLum NPULLIN K HOpMe.

OpgHom 13 BefyLWwmUx cocTaBnAlwWNX anarHoctnkn bBK
ABnAeTca 6enokK LepynonnasMmH, CUHTE3MPYeMbIil B MeYeHu
N edpuumnT KOTOPOro NAaTOrHOMOHMYEH ANA JaHHOro 3a60-
neBaHUs. YpoBeHb 3TOro 6enka B CbIBOPOTKE KPOBY HaLleln
60NbHOM HAaXOAWUICA NOYTU HA YPOBHe HOpMbI (19 mr/an,
HopMma — Bbiwe 20 mr/gn).

Ha BepxHei rpaHuLe HoOpMbl y Halleln 60bHON Haxoau-
NINCb 1 NMOKa3aTenn coepkaHnsa Mean B CbIBOPOTKE KPOBY
(28,7 mkMonb/n npu Hopme 13,4—24,4 mkMonb/n).

BaxHbIM gnarHoctnyeckmm Tectom BBK asnaTca konb-
ua Kanzepa — Oneiiwepa, KoTopble NpeacTaBnAloT cobom
OoTNoXeHUA Meau B fecLeMeToBO MembpaHe porosoi 060-
NOYKM rnasa. Y Hawer 601bHON Mbl 3TUX KONEL, He BbIABUN.
OpnHako, y 60nbHbIX, 0CO6eHHO ¢ abgoMUHanbHOM Gopmoin,
OHU MOTYT OTCYTCTBOBATb MOYTW Y MOIOBUHbI 60NbHbIX [13].

Hauanom 3aboneBaHuA y Hee 6bi10 dyNbMUHAHTHOE
TeuyeHue BUIbCOHOBCKOIO LMppo3a nevyeHu. B cesasm c uem
en 6bina npon3BefeHa opToToNMYeckas TpaHCIaHTaumA
TPynHoOW neyeHu. B nocneonepaunoHHbIn nepunopg co-
CTOAHME BOMbHON HECKOMbKO YNYyULIUIOCh, TaK Kak yLwu
KNMHMYecKre NpoABNEeHUA LMppo3a neyeHn, a octanacb
nMwb cnneHomeranus. OfHakKo BCKOpe 0b6oCTpuncsa npo-
LlecC CO CTOPOHbI FOIOBHOTO MO3ra Y Hayanocb pa3BuUTME
nperMyLLecTBEHHO AporKaTenbHO-purnaHon dopmbl BBK
C BbIPa’KeHHbIMN aKUHETUKO-PUTMAHBIM, BpagnKnHeTnyec-
KUM, 6ynbbapHbIM 1 fenpPecCcMBHbBIM CUHAPOMAMMU.

HecmoTpAa Ha npoBoAUMYIO XenaTHYl MeAb-3/UMU-
HUpPYIOLWYI0 Tepanuio, MPOAOoIKaau HapacTaTb ABNEHUA
6ynbb6apHOro CMHAPOMA C BbIPaXKeHHbIM HapyLLeHMeM aKTa
rnotaHus, 1 6onbHas yepes rog B AOMALLIHUX YCJIOBUAX
normbna.

CnepyeT OTMETUTb, YTO Hawa 6onbHaA Gbina U3 Ha-
CNefCTBEHHO OTATOLWEHHOWN NO NaToNIOrMN NeYeHn CEMbU.
Ee ctapliemy 6paTy 6bii1 NOCTaB/IeH ANArHO3: KPUMTOrEHHBbIN
uMppo3 neyeHun. B 2005 ropy emy 6bina npoBeAeHa TpaHc-
nnaHTaymsa neyeHum ot ABoOOPOLHOro 6pata. Ha MmomeHT
HabniopeHus Haweln 6onbHoM (2013 1.) ee 6paT 6N NPaKTY-
Yecku 3[0pPOB 1 K Ham He obpaliancs.

Kak BUAHO 13 NpuBeAEHHOrO KNMHNYECKOro Ciyyas, npu
BbBK HelMpogereHepaTrBHbIN Npouecc, 3anyLeHHbIN TOKCK-
YecKnM BO3AenCcTBrEM CBOOOHON, HE HEMTPANM30BaHHOWN
LiepynonaasMryHOM NeyYeHn Mefblo, B AarnbHelLeM, HeCMo-
TpA Ha HopManu3auuio GyHKUMM NeveHr (nocne TpaHCnnaH-
Tauuun), MOXKeT 1 Jasfiblue Pa3BMBATbCA YXKe 3a cUeT ApYyrux
$aKTopoB, B TOM YMCIIe 1 33 CYET COCYAUCTO-FreMoHaMM-
YecKUX HapyLIeHWU.

O ponu cocyancTo-reMoanHaMmNYecKoro paktopa MoxeT
rOBOPWUTb APYrON KNMHUYECKN NpuMep.

bonbHasa H., c 35 neTtHero Bo3pacTa, cTpagana bBK. [Jo no-
CTYNNEHUA B Hall UHCTUTYT Neunnach B neYyebHbIX yupexxaeHnax
C pa3nNMUHbIMK AMarHO3aMun: NHGEKLUNOHHO-aNNepPrnyecKmin

SHUedanuT, sNUNencusa, opraHnyeckoe GunonapHoe paccT-
poncteo. C 2010 ropga Habnwoganacb U neymnacb B Hawem
WHCTUTYTE, T4e Ha OCHOBAHMWN KNAaCcCUYECKUX CMMMNTOMOB:
CHVIXKEHUA copepKaHusa LiepynonnasmMmmHa B CbiIBOPOTKE KPOBM,
NOBbILEHHON CYTOUYHOW SKCKPeL MM Mean C MOYOW N Hann4uio
koney Kansepa — Oneiiwepa, 6bi1 NOCTaB/IeH AMArHO3: 60/1e3Hb
BunbcoHa — KoHoBanosa.

Yepes Tpu rofa B KypHane: «<MeanumnHa HEOTNIOXHbIX CO-
CTOAHUN» NOABUNACb ANCKYCCMOHHaA cTaTba CaBuukon W. b.
¢ coaBTopamu: «OCTpoe HapyLueHne MO3roBOro KpoBoobpalye-
HUA y 60NbHbIX C renatouepebpanbHoin guctpoduert (bonesHb
BunbcoHa — KoHoBanoBa): MUKCT-MAaTONOrMA UAK pesynbrat
pa3BuTUA HerpoaereHepaunn?» [5].

B cTaTbe coobuaeTcs, uto B npuemHoe otaeneHvne XFrKBCHMIM
6blna gocTaBneHa 3Ta 60nbHaA Nocne CyAOPOXHOro reHepanu-
30BaHHOro npucTyna. Bckope 6onbHas Boluia B KOMaTo3HOe
COCTOSIHME U, HECMOTPSA Ha KOMMJIEKC HEOTNOXHbIX JleUeOHbIX
MeponpuATUIN, ymepna vyepes 48 yacos.

Ha ocHoBaHuM KNMHUKKM 1 MPT-gaHHbIX e Obi nocTaBfeH
AnarHo3: lemopparnyeckuii MHCYNbT B IeBOV remncédepe ronos-
HOro MO3ra U3 aHeBpPM3Mbl IEBOW CpefHelrl MO3roBOM apTepun
C MPOPbLIBOM KPOBMU B »KeNy[OUYKOBYIO CUCTEMY MO3ra.

Ha cekunn obHapyxeHa aHeBpU3Ma J1IeBO CpefjHell MO3ro-
BOW apTepuu, paamepamu 2 CM C NPOPbIBOM KPOBYU B cybapax-
HOMAaNbHOE NPOCTPAHCTBO U XKEeNyAOYKOBYK CUCTEMY MO3ra.
Menkoy3noBon Luppo3 neveHu.

Ha Haw B3rnag, aBTopbl 060OCHOBAHHO CBA3bIBAIOT
bopmMupoBaHVe aHeBPY3Mbl TOJTIOBHOTO MO3ra Yy 3Toi 60Jb-
HOW C HelpopereHepaunein, 06ycnoBneHHON 60J1e3HbI0
BunbcoHa — KoHoBanosa.

MNpoBeaeHHOe Ham Ha 60JIbLLIOM MaTepKrane KOMMIEKC-
HOe UccnefoBaHMe PasnMUHbIX NapamMmeTpoB 1 GpaKTOPOB,
BNMAIOLMX HA COCTOAHVE MO3rOBOr0 KPOBOOOPaLLEeHUs, MO-
Ka3aso, uto y 6onbHbix BBK nmeloTca Kak CTpyKTYpHble, Tak
1 OYHKUMOHaNbHbIe HapyLleHUa B CUCTeMe obecrneyeHuns
uepebpanbHO reMogHaMMKK. Y 3TUX 6ONbHbIX pa3BlBa-
€TCA CMHAPOM PaHHEro COCYAUCTOrO CTapeHMs.

TakrM 06pa3oMm, Kak MOKasblBaOT 3TW Ba KINHUYECKMX
cnyyvas, nauueHTsbl ¢ BBK foMKHbI MOXM3HEHHO HabnogaTb-
CA 'y Bpayel 1, B 3aBUCMMOCTM OT AVHAMUKY KIMHUYECKOW
KapTWHbI U AaHHbIX 1ab0OPATOPHbIX NCCNefOBaHUN, KPO-
Me crieundunyeckon Tepanumn xenaTtopamm, He pexe Yem
1—2 pasa B rog NPOBOAUTb KYPC SleUeHUsi HemponpoTekK-
TOpamu, renatonpoTekTopamMn 1 Ba30aKTUBHbIMK Npena-
patamu. /160 TonbKo cTabunusauma MebAernoHVpYoLWero
6anaHca He MOXeT peLnTb Npobnemy neyeHns u peabunu-
TaLUMM 3TUX GOMbHBbIX.

TpaHcnnaHTayma neyeHn Npy HEBPOOrNYeCcKnx popmax
BBK nokasaHa Tofbko TemM 60/bHbIM, Y KOTOPbIX pa3BuBa-
eTcs 0CTpas WM NPorpeccupyiollas neyeHouHas Hefo-
CTaTOYHOCTb, I KOTOpas He MoAAaeTCA KOHCEPBATMBHOMY
neyeHuno.
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