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HeTtunosi nposasn xBopobun BinbcoHa —
KoHoBanoBa (KniHiYHN BUNAa[oK)

O.[. lynbra®? B.A. [pn63, O.A. lOpko*, .B. Motanosuy’, M.l0. KynHoBuLbKa-Cabapouw®

"KM «BonnHcbka obnacHa KniHiuHa nikapHaA» BonnHcbKoi obnacHoi paaw, Jyubk, YkpaiHa
2BONIMHCbKUIA HaLioHanbHWI yHiBepcuTeT imeHi Jleci YkpaiHku, Jlyubk, YKpaiHa
3lBaHO-DpaHKIBCbKMIN HaLiOHaNbHWUIA MeAnYHUIA YHiBepcuTeT, IBaHO-DpaHKiBCbK, YKpaiHa
“KN «KiBepuiBcbKa LeHTpasbHa nikapHa» KisepuiBcbKoi micbkol pagu, Kisepui, YkpaiHa

AHoTauisA. XBopoba BinbcoHa — pifgKicHe reHeTUYHe 3aXBOPIOBAHHS, AKe AOLiNbHO po3rnafaty B AMdpepeHUinHii giarHoCTULi 38 HasBHOC-
Ti Y nauieHTa HEBPOOTiUHMX, NCUXIAaTPUYUHKX Ta/abo NeyiHKoBMX NPoABIB. HauacTilwmm NpoABOM ypaXkeHHA NeyiHky npu xBopobi Binbco-
Ha € NOBINbHO Nporpecytoya NeviHKoBa HeAOCTaTHICTb i3 LMPO30M, aCLMTOM, BAPUKO3HUM PO3LLUMPEHHAM BEH CTPABOXOAY, CSIeHOMETai€lo.
C/MMNTOMM ypaXkeHHs HePBOBOI CUCTEMY YacCTO HecneLrdiyHi Ta BKIOYAOTb NOBeiHKOBI, OCOOUCTICHI i KOTHITMBHI MOPYLUEHHS, piflle Tpe-
Mop, An3apTpito Ta AUCHOHItD. Y CTaTTi PO3rAHYTI CyyacHi acnekTy eTionorii, natoreHesy, KNiHiku, AiarHOCTUKM XBOpobu BinbcoHa, a Takox
npeAcTaBneHe BnacHe KiiHiuHe CnocTepexeHHA BUMafKy BrepLue BUABNEHO! renaToNeHTUKYNAPHOI AereHepadlii y nauieHTKM BikoM 29 pokiB.

HaBefeHuin KNiHIYHWI BUNALOK LiKaBMIN ypaxXeHHAM CTOBOYPY rofloBHOro MO3Ky (MOCTa) Ha GpOHi TUMOBOIO ypaXkeHHs 6a3asibHNX raHmiiB.
KniouoBi cnosa: xBopoba BinbcoHa, renaToneHTUKynApHa gereHepadis, Migb, Metaboniam, natoreHes.

Bctyn

XBopoba BinbcoHa (XB) — HelponereHepaTiBHE ayTOCOMHO-
peLmncnBHe 3aXBOPIOBaHHSA, B OCHOBI AKOTO NEXWTb NOPYLIEHHA Me-
Tabonizmy migi [11.Y 1912 p. Camyenb BinbcoH (Samuel Wilson) ony-
6nikyBaB AieTa/ibHNIA OMWC 3aXBOPIOBAHHS, WO Ternep HOCUTb MOro
im'a. 3 pokamu 3HaHHA Wogo XB 3pocTany, 3MiHIOBanoca po3yMiHHA
natoreHesy 3axsoptoBaHHA. OCHOBY naTtoreHe3y XB cTaHOBUTb iHaK-
TuBauia ATP7B (MembpaHHUI GiNoOK, AKMIA TPAHCNOPTYE Mifb), WO
3YMOBJIIOE HEAOCTATHIO GiniapHy eKkckpeuito mifi i HakonuyeHHs i
B MeviHLi, ronoBHOMY MO3Ky Ta iHWMX opraHax. [lebekT Hopmasnb-
HOro BK/IOYEHHA Mifli 4O LepynoniasmiHy Npu3BoAUTb 4O YTBO-
peHHA NenTuay, AKNIA Ma€E KOPOTLLNIA Nepiof HaMiBXWUTTA i, AK Ha-
CNifOK, 3HVXKEHHA NNa3MaTUYHOT KOHLeHTpaLii uepynonna3sminy [1].
XB nos’A3aHa 3 MyTalli€lo reHa, po3TalloBaHOro Ha 13- XxpoMoco-
Mi (minAaHka 13q14-g21), Aknia Kopye TpaHcnokasy ATP7B Cu (migb-
TpaHcnopTyBanbHy AT®a3y P-tuny) [2]. Bigomo >520 myTauii reHa,
6iNbLIiCTb OCI6 € reTepoO3NroTHUMM 3a LM 3axBOPIOBaHHAM [3].
MowmpeHicTb renaToNneHTUKYNAPHOI AereHepaLii cepef 4OPOCANX
nauieHTiB 3 HEBPONOTIYHUMM CUMNTOMaMMN CTaHOBUTb 1 BMUMaAoK
Ha 30 T1C. HaceneHHs. Y GinbwocTi BUNaakKie XB maHidecTye y Biui
5-35 pokis [4]. MopdornoriyHolo OCHOBOW € HabpAKAi acTpoumTy,
AKi BAAETbCA BUABWTY B MOCTMOPTANIbHYX 3pa3Kax TKaHuH [1].

CMNTOMU XBOPOOYW 3a3BMYall KOPENIOWTb i3 ypaxxeH!M opra-
HOM, NPOTe HaMBULMIA PiBEHb NATONOMYHOrO HaKOMUUYEHHA Midi
BiAMiualoTb y MeuiHUi i HepBOBIN cucTeMi (BKOYaOun pPOriBKY
oka) [5]. HavacTiwmm npoaBom ypakeHHs NeviHKuM € NOBiNbHO Npo-
rpecyiloya neyiHKoBa HefOCTaTHICTb i3 LMPO30M, acLUTOM, Bapwu-
KO3HVMM PO3LUMPEHHAM BEH CTPaBOXOAy, CnneHomeranieto. foctpa
neyiHKoBa He[OCTaTHICTb i3 KoarynonarTieto, eHuedanonartielo, Ha-
6PAKOM FrOSIOBHOTO MO3KY MeHLL XapakTepHa AnA XB i BigmiuaeTbea
y 5% nauieHTiB, nepeBaXkHO XiHOK MONIOAOTO BiKY [3].

JlywnuHa — Hanbinbw CXmnbHA LO YPAXKEHHA AiNAHKA ronos-
HOro Mo3Ky. i NOLWKOAMEHHA NOB'A3aHe 3 BUHVIKHEHHAM AVUCTOHIT,
CUMMNTOMIB MapPKIHCOHI3MY, MPUYOMY 3anyyeHHsa y npouec 6nigoi
Kyni BeAe A0 BUHUKHEHHS Pi3HOMAHITHUX AWCKiHesin [1]. [Hwumn
NposABaMU 3axBOPIOBAHHA MOXYTb OyTU Tpemop, Av3apTpia, Auc-
doHifA, NigBuULLEHe CNMHOBUAINEHHSA, eninencis, atakcis, NopyLUeHHA
noctasu. McuxiaTpuuHi Nnposasu XB 3a3Bnyaii NoB'A3aHi 3 ypaxeH-
HAM 6a3anbHKX raHmMiiB, OCKiNbKM Ha PiBHI OCTaHHiX BigbyBaeTbCA
B33aEMOAiA MOTOPHMX, KOTHITUBHYWX | MOTMBaLiNHNX cnctem. Tunosum-
MW CUMNTOMaMW € NOBEAIHKOBI, OCOOUCTICHI i KOTHITMBHI NOpYLUEeH-
Hs. KnacuyHmmn odpranbmonoriyuHumm o3Hakamu XB € Kinbue Kaiize-
pa — Oneliwepa i COHAWHMKONOAIOHa KaTapakTa [5].

KopeH i3 gocTynHmx nabopaTopHUX TecTiB He € cneuyndiy-
HUM ANA renatoneHTUKYNAPHOI AereHepadii. [liarHocTuyHa wKana
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ana XB 3anpornoHoBaHa po6oyoto rpynoto Ha 8-my MixkHapogHomy
31340 3 xBOopo6wU BinbcoHa (Jlernuwr, 2001) Ta BK/OYEHa [0 HacTa-
HOBU EBponencbKoi acouialii 3 gocniaxeHHa neviHku (EASL) wopo
XBOPO6Y BinbcoHa [6]. MarHiTHo-pe3oHaHcHa Tomorpadia (MPT) ro-
NOBHOIO MO3KY — HanbinbLL LiHHUIA HenpoBi3yanisaliiHunii MeTopa,
AKUN 3aCTOCOBYIOTb Y AiarHoctuui XB. Y nauieHTis i3 HeBponoriyHu-
MU nposaBamm 3mMiHM Ha MPT BigmiuatoTb y BCiX BUNagKax, 3 meviHKo-
BUMY — y 42-70% [5].

3Bakaloum Ha pigkicHicTb XB, BapiabenbHicTb KNiHiYHMX dopMm,
CKNaAHICTb AiarHOCTUKYM Ta NiKyBaHHA LibOro 3aXxBOPBaHHSA, HaBo-
OVMMO BUMAZOK 3 BAACHOI KNiHIYHOT NPaKTUKN.

KniHiyHnn Bunagok

MauienTtka IM., 29 pokis. [ocniTanizoBaHa B HeBpoOnoriyHe Biggi-
neHHs KN «BonvHcbKa obnacHa KiiHiyHa nikapHa» BonnHcbkoi 06-
nacHoi paau 3i ckapramm Ha NopyLUeHHA MOBU (BiAOKpeMIeHi ckna-
[, NOBiNbHA TVXa BUMOBA). 3 aHaMHe3y BiJOMO, L0 XBOPi€ 6NM3bKO
3 mic, BiiKONW 3'ABMNOCA 3aTepnaHHA NiBOI NONOBUHM 06NNYYA Ta
NiBOI PYKN, AKE TPUBASO TUXAEHb | CAMOCTIVIHO MUHYSO, NiCAIA YOro
BVHWKMIO MopyLleHHA MoBUW. HanepepofHi nauieHTKa BiA3Havana
XapyoBe OTPYEHHSA, CMPUYNHEHE BXKMBAHHAM CYLIEHUX KaibMapiB.

HesponoeiyHe ob6cmexkeHHA HA MOMeHM nocmynseHHA. CBino-
MicTb AicHa. OpieHTOBaHa B NPOCTOpi, Yaci, ocobrcTocTi. OYHI WinnHY,
3iHuLi D=S. Pyxu ouHumu abnykamm B noBHomy o6'emi. Hictarm BigcyT-
Hill. Hocory6Hi cknagku cumeTpuuHi. Ciyx, HIOX, CMak — 36epeeHi.
31K — no cepepHil NiHii. AKT KOBTaHHA He nopyLweHuiA. MoBa an3ap-
TpruHa. CyxoXUNKoBi pednekcn cMmeTpryHi, NomipHo »BaBi. MaTono-
riYHMX 3HaKiB He BUABNeHO. Crna y M'A3ax pyK Ta Hir 36epexeHa. Koop-
AVHATOPHI NPo6m BMKOHYE HeuiTKo. CTillka B no3i Pombepra. OyHKLisA
Ta30BVIX OPraHiB He nopyLieHa. MeHiHreanbHi 3HaKu BiACYTHI.

06’ekmugHo. 3arafibHWI CTaH cepeHbOT TAXKKOCTI. LLKipa 3 AinaH-
Kamm BiTUniro. Buammi cninm3oBi 060M0HKN POXEBOrO KONbopy. MepKy-
TOPHO Haf NlereHAMN ACHWI NIereHeBUI 3BYK, ayCKyNbTaTVBHO [MXaH-
HA BE3VKYNAPHe Haj YCi€lo NOBEpPXHelo NereHb. ApTepianbHnA TUCK
120/80 MM pT. CT., YacTOTa CepLeBmNX CKOPOUeHb 74 ya./XB, MynbC PUT-
MiYHWIA, 330BIILHOrO HaMOBHEHHS. MMBIT NpPaBWIbHOI popmu, Hebo-
NIOYMI NpY NOBEPXHEBIN Nanbnadii. [lepKyTOPHO HVXHIN Kpar neyiH-
K1 BUCTYNAE 3-Nif pebepHOoi fyrv Ha 2 CM, Kpal LWiNbHWIA, 3aroCTPeHWN,
Hebosnouni. Cumntom MNacTepHaLbKoro HeraTMBHMI 3 060X OOKIB.

JlabopamopHe 0ocnioxeHHs. 3aranbHNI aHani3 KpoBi: epuTpoL-
™ — 4,3:10'%/n, remorno6iH — 132 r/n, rematokput — 0,39, TpOM60-
untn — 127,6:10°/n, nevikouutn — 3,0-10°/1, nannykongepHi HeNTpo-
dinn — 0%, cermeHToanepHi HenTpodinu — 53%, nimpounTn — 40%,
MOHOUMTN — 7%, WBWAKICTb OCiAaHHA epuTpoLnTiB — 8 Mm/ropa.

bioximi4Huli aHanis Kpoei: rnoko3a — 5,6 MMOb/1, 3arafibHui
6inipy6iH — 9,0 MKmMonb/n, HenpamuiA 6inipy6biH — 6,9 MKMonb/n,
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npAMun 6inipy6iH — 2,1 MKMonb/n, ce4oBMHa — 2,9 MMONb/N, Kpe-
aTWHIH — 61 MKMONb/N, acnapTtatamiHoTpaHchepasa — 31 0pa/n,
anaHiHamiHoTpaHcdpepasa — 23 Og/n.

AHaniz cnuHHOMO03K080i piouHu: NPo3opa, 6e3bapBHa, 6iNok —
0,28 r/n, peakuis MNangi Big'eMHa, unpo3 — 2 KNiTnHu B 1 Mm3, epu-
TpouuTn — 5 KNiTUH B 1 MM, rtoko3za — 2,89 mmonb/n.

Ynempasaykoge 00C/iOXKeHHA Op2aHie YepesHOIi NOPOXKHUHU: Ne-
YiHKa 3MiHEHa — eXOreHHICTb TKaHVHW MigBuLLeHa. HeogHopigHa 3a pa-
XYHOK MOMIPHO BUpaxeHnX ApibHOBOrHULLEBMX GIOPO3HMX 3MiH Ta fj-
NAHOK 3HMKEHOT exoreHHOCTi. 36inblueHa Ha 2 cM 3a paxyHoK $ibpo3HuX
3MiH Ta AiNAHOK 3HKEHOI eXOreHHOCTi. V. porta po3wmpeHa, 15 MM, KOH-
Typu rop6ucTi. XKoBuHuin Mixyp: Hopma. MigwnyHkoBa 3ano3a: Bisyani-
3YETbCA Ha BCill AOBXKWHI, EXOreHHICTb MiABMLLEHa 33 PaxyHOK MOMIpHO
BUpakeHnX $ibpo3HMX 3miH. CenesiHka: 36inblieHa, 140x70 MM, cenesin-
KoBa BeHa — 9 Mm. [paBa HypKa: Hopma. J1iBa H1pKa: Hopma.

Bideoe3oghazozacmpodyodeHocKkonis: NaTonorii  cTpaBoxogy,
LUNYHKY Y1 ABAaHAALUATUNANOT KULLKN HEe BUABNEHO.

KoHcynbTauia ractpoeHTeponora, AiarHos: «Lnpo3 neviHku
He3'AcoBaHOro reHesy, KniHiyHa ctagia A (3a Yanngom — M't0). Mop-
TanbHa rinepTteH3ia | cT., renatonieHanbHUI CUHAPOM, renaTouenio-
NApHa HeOCTaTHICTb 0 CT.».

KoHcynbrauia odpranbmonora: BMABNEHO MionaTito cnabkoro
cTyneHa obox ouent (Vis OU=0,9).

Ha MPT ronoBHOro Mo3Ky: ypakeHHsA 6a3anbHux agep ronoBHo-
ro Mo3Ky (3a TMMOM IHTOKCMKALiHUX ypaxeHb), rigpouedania He-
3HAYHOrO CTyneHsA (PUCYHOK).

BpaxoBytoun ckapru (nosinbHa Tuxa BMMOBa CJiB CKafamu),
aHaMHe3 3aXBOPIOBAHHA (3aTepnaHHA NiBOi MONOBMHM 06NMYYA Ta
NiBOI PYKW, MOPYLWEHHS MOBW, OTPYEHHA CYLUEHUMU KarbMapamu),
00'EKTVBHOIO 0OCTEXEHHS (MOBa AM3aPTPMYHA, HEYITKICTb BUKOHAHHSA
KOOPAVHATOPHUX NMPO6; MEPKYTOPHO HUXHIM Kpali NediHK1 BUCTYNae
3-Mig pebepHOi Ay Ha 2 CM, Kpal LWiNbHWI, 3aroCTpeHnii, Hebontouni),
[aHi iIHCTpyMeHTanbHMX JoChiaXeHb (MeyiHka 3MiHeHa — eXOreHHiICTb
TKaHVHW NiBMLLEeHa; HeOAHOPIAHA 3a PaxyHOK MOMIPHO BUPaXKeHMX
[pibHOBOrHMLLEeBMX GIOPO3HUX 3MiH Ta AINAHOK 3HKEHOI eXOreHHOC-
Ti, 36inbLUEHa Ha 2 CM 3a paxyHOK $Gi6PO3HYIX 3MiH Ta fiNAHOK 3HVKEHOI
€XOreHHOCTI; V. porta po3wWwmpeHa, 15 MM, KOHTYpW Ti FopOYCTi; cenesiH-
Ka 36inblUeHa), BCTAHOBMEHO AiarHo3: «XpoHiuHe fereHepaTviBHe 3a-
XBOPIOBaHHA 6a3anbHUX raHriiB i3 AY3apTpielo Ta BUPAKeHO Lepe-
6pacTeHieto. LIMpo3 neviHkn He3'ACOBAHOTO reHesy, KniHiyHa cTagia A
(3a Yaringom — [M't0). MopTanbHa rinepteHsia | CT., renatonieHanbHWN
CUHAPOM, renartoLentonapHa HefoCTaTHICTb 0 CT».

Mig yac nepebyBaHHA NALEHTKN Y CTaLioHapi OTPUMaHO pe3yrb-
TaTh NabopaTopHUX AOCHILKEHD: LiepynoniasmiH y CpoBaTLi KpoBi —
0,03 r/n (Hopma 0,2-0,6 r/n), HeraTUBHI MapKepwy Ha BipPyCHi renaTnTu.

BcTaHOBMEHO OCTAaTOYHWI KAiHIUHWUIA AiarHo3: «XBopoba Binb-
COHa, abo renaToneHTVKynApHa pAereHepauina. LMpo3 neuiHkm
He3'sicoBaHOro reHesy, KniHiyHa ctagia A (3a Yanngom — M'to0). Mop-
TanbHa rineprteHsia | CT,, renatoni€eHanbHUN CUHAPOM, renaTouenio-
nApHa HeJoCTaTHICTb 0 CT.».

MauieHTyi NpM3HayeHo AiETY 3 BUKMAKYEHHAM MPOAYKTIB, WO
MICTATb MiAb, NeHiumnamiH i BitamiH B.. [laHo pekomeHpauii woao
NoJanbLUOro CNOCTEPEXKEHHSA Y NiKaps.

O6roBopeHHsA KNiHiYHOro BUNagKy

XB — pigkicHe reHeTUYHe 3axBOPIOBAHHA, AKe NMOBUHHE PO3rNA-
fatvca B AudepeHLiiHin aiarHoCTML 3a HAABHOCTI y NaLjieHTa HeBPO-
NOFiYHNX, NCUXIaTPUYHMX Ta/abo neudiHKoBKX MposBiB. OcobnueicTio
KNiHIYHOTO BUMAAKY € Te, WO YPaXXeHHs renatobiniapHoi cuctemun i ce-
nesiHKW, BM3HayeHi 3a JaHuMu ynbTpacoHorpadii, CUMNToMIB LMpo3y
neyiHKM He BUABNEHO. HeBPONoriuHi NopyLLIeHHA AK MOYaTKOBUI NPOAB
3aXBOPIOBaHHA BigMivatoTb y 40-60% B1NagKiB, neviHkosi — y 40-59%
[3]. Hawa nauieHTKa 3BepHynaca 3i ckapramu Ha NOpyLUEHHS BUMOBU
C1iB, TOGTO OCHOBHVM 6YI0 YpaXkeHHA HEPBOBOI cucTemMu. [u3apTpis
AK NepLUM CUMMTOM BigMivaeTbcA y 46% Brnapakis XB. 3anexHo Big no-
Kanizaujii ypa>keHHs i JOMIHAHTHOrO KAiHIYHOMO CUMNTOMY MOPYLUEHHSA
MOBW MOXKe MaTu Taki popmut: 1) MoeHaHa, 2) aTakTYHa (MO30UKOBa),
3) OMCTOHIYHa (rinepKiHeTYHa), 4) rinokiHeTMYHa (MapKiHCOHIUHa), 5)
cnactnyHa (nceBpobynbbapHa) [5].Y HaBegeHOMy KniHIYHOMY BUNagKY
An3apTpisa byna noeaHaHa (atakTyyHa i rinokiHeTnyHa). B ogHomy 3 fo-
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cnipKeHb Kinbue Kaizepa — Oneliwepa BuasneHo y 100% nauieHTiB
i3 HeBponoriyHUMK NposiBamMy, Y 86% — 3 nediHkosumu [7]. LiikaBum
€ Te, WO, He3BaXalouM Ha NpeBastoBaHHA HEBPOMOriYHMX NPOABIB,
KOpPHeasibHOro BigKNafeHHsA NirMeHTy He BigMiyeHo. 3a 6anbHolo cuc-
Temoto AiarHocTrkm XB, wo npuiHATa Ha 8-my MixxHapogHomy 3'i3ai 3
XBOPOOYU BinbcoHa (Menuur, 2001), giarHo3 NigTBEPAUT HE BAANOCS,
OCKiNbKM B YKpaiHi o6mexeHe [OCNiAKeHHA Mifi B MapeHxiMi neviH-
KW i reHeTnuyHe TecTyBaHHA. OfiHaK 3a MOPIBHAHHAM pe3ynbTaTiB na-
60paTOPHUX TECTIB 3 JaHMMM aTOMHOI abcopOUiiHOI cnekTpomeTpil
6ionTaTiB MeYiHKM NaLEHTIB 3 renaToNeHTUKYNAPHOIO AereHepaLlielo
3 BM3HAYEHHAM KOHLeHTpaUil Migi NigTBepAXEHO, WO YyTAMBICTb BU-
3HaYeHHA B CUPOBATL KPOBi BMICTY Mifi Ta Liepynonna3mMiny, 4O60BOT
eKcKpewii Migi 3 ceyeto ctaHoBWTb 85; 83 Ta 53% signosigHo [8].Y Ha-
LWOT NALEHTKN pe3ynbTaTii NabopaTopHUX OOCTEXEHb MiATBEPAMIN
niarHo3. XapaktepHi MPT-o3Haku npu XB «nnLe riraHTCbKOT naHam» abo
«mMue Manoi NaHaw» NpuUTamaHHi ANA HEeBENMKOI KiNlbKOCTi BUMaaKiB
[3]. OgHak Haww BMMagoK ocobnmeuii TM, Wo Ha MPT-KapTuHi HasBHe
MOCTOBE YPaKeHHS 3 FMOIHTEHCVBHICTIO LIEHTPaNbHMX MOKPULLKOBMX
TPaKTIB i riNepiHTEHCMBHICTIO BIAKPUTTA akBedyKTyca B UeTBEPTUM LUAY-
HouoK. OCKiNbKIN [13apTpia MOXe PO3BMBATUCA BHACIAOK ypaXKeHHs
6a3zanbHUX raHMmiiB (eKcTpanipamigHa cuctema), Agep Mo3ouka (Ta ixHix
TPAKTIB) i BEPXHIX MOTOPHMX HePOHiIB (Aapa cToBbypa abo nipamigHi
TPaKTW), TO AnudepeHLiHy AiarHOCTUKY MV NMPOBOAMAN i3 3aXBOpIO-
BaHHAMM, NMPU AKNX TaKOX CMOCTEPIraETbCA YPaXeHHs LX CTPYKTYp,
a came: po3ciaHWii cKepos, atakcia Opigpelixa, xsopoba Kperitudenb-
ota — flkoba, napKiHCoHi3m [9]. Y Hawoi nauieHTkn pesynstatn MPT
rOfIOBHOTO MO3KY | HafiBHa KapTuHa BUKMIOUIN AeAKi 3 LiX 3aXBOpIo-
BaHb. B aHaMHe3i XuTTA BiACyTHI GaKkTU WOJO anKkorosibHOI XBOpootu
neyviHK1 abo MeAVKaMEHTO3HO-IHAYKOBAHOrO ypaxeHHs nediHku. Op-
HaK MOXNMBUIA «overlap»CMHAPOM 3a HaABHOCTI BipycHoro abo ay-
ToiMyHHOrO renatuTy [10].Y Halol nauieHTKM aHTUTINa Ao renatuty A,
HBsAG, anti-HCV 6ynu HeraTuBHUMM.

JlikyBaHHA XB MOXHa po34innTi Ha 2 BUAW: NiKyBaHHA CUMMATOMa-
TUYHUX | ACMMITOMATUYHUX MaLieHTiB. PaLioHanbHICTb Takoro po3nogi-
Ny NosiArae B TOMy, WO Y NePLUNX 3aXBOPIOBAHHA NMPOrpecye LUBMALLE,
ypaXeHHs NeviHKN 36inbLUy€eTbCA 3 TPUBANICTIO XBOPOOW. Y MauieHTiB
6e3 CMNTOMIB METOIO Tepanii € NonepeaMeHHsA PO3BUTKY NPOSABIB 3a-
XBOPIOBAHHSA, OMOMOTa B LibOMY BUMaZiKy He € yPreHTHOO MOPIBHAHO
3 XBOPUMMU, AKI MaloTb MEYiHKOBI i HeBposorivHi nposasw. Micna noyar-
KOBOTO iKyBaHHA CMMTOMATWYHI NaLieHTV CTaloTb CTabinbHMMK abo
ACUMNTOMHUMW | NiKyBaHHA PO3rMAAAETbCA AK NIATPVMYBasbHE.

3rigHo 3 MpoToKoNaMu NiKyBaHHA BUKOPUCTOBYIOTb XenaTHy Tepa-
nito, LLIO BKJIIOYAE NEHiLMnamiH abo TpieHTVH, AiKi CNpsAMOBaHi Ha 306inb-
LLEeHHA cevoBOi eKkcKpewil Migi. CTagia nouaTKoBoI Tepanii He obmMexeHa
YacoByMM pamkamu [10]. Hawin nauieHTyi NprisHayeHo neHiumnamin
250 mMr/po6y 3 NoCcTynoBuM (KOXKHi 4—7 AHIB) NiABULLEEHHAM O3V, a Ta-
KOX BiTaMiH B, 50 Mr/ao0y, OCKinbK/ NPy 3aCTOCYBaHHI NeHiLunamiy
YaCTo PO3BMBAETLCA HEJOCTATHICTb NIPULOKCUHY.

3BepTa€e yBary OTPYEHHA MaLiEHTKN CyLeHVMY KalbMapamu,
OCKIfNIbKI CaMe BOHW CTanu TpUrepHnmM $GakTopom PO3BUTKY 3aXBOPIO-
BaHHA. 3a BMICTOM Mifli Lieil NpoAyKT 3HaXoAMTbCA Ha 4-My MicLi micna
NeyviHKM TPICKY, Kakao-NMopPOLLKY i AnoBuyoi nediHku [11]. Tomy Benviko-
IO 3HaYeHHA HabyBaNo AOTPVMAHHSA NALIIEHTKOIO JIETU 3 BUKITIOUYEHHSAM
NpoayKTiB, 6aratvix Ha MiAb: ropixu, Wokosnag, rpuby, neviHka. Y nawi-
€HTIB i3 HEBPONOTiYHVMY NposiBamMn XB ycyHeHHst CUMNTOMIB BifOyBa-
€TbCA MOBINbHiLLE, iIHOAI MO3UTUBHI 3MiHW CTalOTb NMOMITHI TiNIbKW Nicna
3 pokiB nikyBaHHs [12]. MoHiTOpUHT Tepanii nonsrae B ouiHLi edeKTmB-
HOCTI, AOTPVMAaHHI NaLiEHTOM NiKyBaHHA | KOHTPONI MOGIUHKX peaKL;in
[10]. AnAa cBoevacHoro BUABNEHHS NMOBGIUHKX epeKTiB XenaTHOI Tepanil
HeoOXiHO KOHTPOJIOBATY KAiHIYHWI aHasi3 KPOBi (BKJKOUaoUn piBeHb
TPOMOOLWTIB) i 3aranbHOKMIHIYHWIA aHani3 cedi 3 NoyaTKy NikyBaHHsA
KOXHi 3 [iHi, MOTIM LLIOTVXKHA NpOTAromM micAus, 1 pas Ha 2 TuXK npoTa-
rom nepLumnx 6 mic nikyBaHHs, B MOAANbLIOMY — LLOMICALA; GiOXiMiUHi
NoKa3HVKM KpoBi (3aranbHuin 6inipy6iH, anaHiHamiHoTpaHcdepasa, ac-
napTatamiHo-TpaHchepasa, NyxHa docdataza, KpeaTuHiH, CeYOBUHA)
B CTadii noyaTkoBoi Tepanii — 1 pa3 Ha 3 mic, Hagani — 1 pa3 Ha nis
poky. He meHLue Hix 1 pa3 Ha pik cnif 34iMCHIOBaT PEHTTeHOMOrYHe
a60 ynbTpasByKoBe JOCHIIKEHHS HUPOK | ce4oBMBIgHMX Wwnsxis [11].

BinbLicTb nikapis BBaxatoTb XB Ayxke piaKiCH/M 3aXBOPIOBaHHAM
i, AIK NPaBUNO, He BPaxoByHOTb 1i B AndepeHLiiHili fiarHOCTUL 3axBo-
ProBaHb NeviHKY i HepBOBOI cucTemun. OfHaK e pigKicHe reHeTnYHe 3a-
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XBOPIOBaHHA Crlif 6paTi 40 yBaru 3a HAaABHOCTI y NaLlieHTa NeviHKoBYX,
HEBPOOriYHMX i NCyxiaTpruHMX NpossiB. Cepen nabopaTopHO-iHCTPY-
MeHTa/IbHVX METOZiB MepLui MiCLA 3a aKTyaslbHICTIO MOCifaloTb BUAB-
NeHHA Kineub Kansepa — Oneriepa 3a AONOMOrOI0 LLIIMHHOT amnu Ta
nabopaTopHi TeCTV 3 BU3HAUEHHAM LiepynorniasmiHy B CUpoBaTLi KPOBi,
1000BOI eKCKpeLlii Mifi 3 ceueto, «BifIbHOI» Mifli B CPOBATLi KPOBI, KOH-
LieHTpaLii Mifi B TKaHUHI neviHui. MPT ronoBHOro Mo3ky — HalLiHHiLWI
HenpoBi3yani3aLiHWN METOA, AKNIN BUKOPUCTOBYIOTb NP AiarHOCTULL
XB. AneKkBaTHe NlikyBaHHA xenlatopamu Migi Cif HeramHo po3noyatu nic-
NA JiarHOCTVKM 3aXBOPIOBaHHA | NPOJOBXYBaTN NMPOTATOM YCbOrO XUT-
TA, 2B YHVKHY TV HE3BOPOTHUX HACIAKIB YparKeHHA NediHKy i HepBOBOI
ccTemu. BaxnvBmin MOHITOPVHT NiKyBaHHA 3 METOO 10ro epeKTUBHOCTI
Ta YHUKHEHHSA PO3BUTKY HebOaXKaHMX MOGIYHNX peaKLiii npenapartis.
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Atypical manifestations of Wilson —
Konovalov disease (clinical case)

0.D. Shulga™?, V.A. Gryb3, O.A. Yurko*, P.V. Potapovych’,

M.Yu. Kupnovytska-Sabadosh?
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Abstract. Wilson’s disease is a rare genetic disoder that should be
considered in the differential diagnosis if the patient has neuro-

logical, psychiatric and/or hepatic manifestations. The most com-
mon manifestations of liver damage in Wilson’s disease are slowly
progressive liver failure with cirrhosis, ascites, varicose veins of the
esophagus, splenomegaly. Symptoms of nervous system damage
are often nonspecific and include behavioral, personality, and cog-
nitive impairment, less often tremor, dysarthria, and dysphonia. The
article considers modern aspects of etiology, pathogenesis, clinic,
diagnosis of Wilson's disease, as well as our own clinical observation
of the case of newly detected hepatolenticular degeneration in a
29-year-old patient. This clinical case is interesting for the lesion of
the brain stem (bridge) on the background of a typical lesion of the
basal ganglia.

Key words: Wilson’s disease, hepatolenticular degeneration, copper,
metabolism, pathogenesis.
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