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CIIAJJKOBA XBOPOBA BIJIbCOHA
B ITPAKTULII ITEJIATPA TA CIMEMHOI'O

JIIKAPA (KJITHIYHI BUTTIA IKW)
JI. M. boapceka, I. 1. Peovko

3anopi3bKuii AepkaBHAIN MeUKO-(apMaleBTHIHUH YHIBEPCUTET
(M. 3anopixokst, YkpaiHa)

Pezrome.

Axmyanouicmo npobnemu noaA2a€e y 8UCOKOMY CIMYNEHI MOXCIUBO20 N1eMAalbH020 HACIOKY ma ineaniousayii' y dimet
3 X60p000iI0 Binvcona.

Mema pobomu — na enacrHomy KaAiHiuHOMY 00CAi0I cnocmepedicenHs dimell 3 X6opobow Binbcona npodemoncmpysamu
CyuacHull cmawn 0anoi npooeMu 8 YM0OBAX 00MeNCeH020 00C8idy pobomu NiKapig-nediampis ma cimelnux nixkapie 3 noOioHuMu
PpiOKicnumu namonoziamu y oimei.

Mamepian ma memoou 00caidNceHHA. B 0CHO8Y 00CIIONCEHHS NOKAAOEHO 00CMENCeHHs Ma NIKY8AHHS Jimell 3 X60poOoi0
Binvcona. Komnaexc diaenocmuunux 3axo0ie 6Kkn04as: KAiHiuHi, OI0XiMIYHI 00CAI0dNHCEHHA, YIbMPA3EYKO8I O0CHIOHCEHHS,
donnepoepaghito, 2icmonoiuni 00CAIOHCEHHSL.

Pezynomamu oocnioyncennn. Y cmammi npedcmagiero 2 KiiHiYHUX 8UNAOKU X80poOu Binbcona 3 pizHuM KIIHIYHUM
nepebicom. Iepwiuil kniHiuHull 6unadox cnocmepieanu y nayicumru 14 pokie npu HA0X00XHCEHHI 8 CIMAYIOHAD Y MANCKOMY
Cmaui 8HACIiOOK OinipyOiHO60I IHMOKcUKayii, HAOPAKOBO-acyumMuYHo20 cuHOpomy. Ilonpu KomniekcHy mepaniio, y 8i00iNeHHi
iHmeHCcUusHOI mepanii cnocmepieanu He2amueHy OUHAMIKY 6HACTIOOK HAPOCMANHS CUHOPOMY NONIOP2AHHOI HEOOCMAMHOCMI,
JIB3-cunopomy, cemoounamiunux nopyutens. Ha 10-y 000y nepebysanus 6 peanimayii koncmamogana 6ion02iuHa cmepmeo
6HACTIOOK 20CMPOI NEUIHKOBO-HUPKOBOT Hedocmamuocmi. Xeopoba Binbcona y ybomy 6unaoky makoogic 6yia niomeepoxicena Ha
niocmaei Namon020aHAMOMIYHO20 OOCTIONCCHHSL.

Jlpyeutl kuiniuHuil 6Unadox xeopobu Binbcona Oye 3anioo3penutl y OigUuHKU 5,5 poKie 6 amOyIamopHux ymosax, Ko 6amoKu
38EPHYNIUCA 3 KOHCYIbMAYIE0 3 NPUBOOY DYHKYIOHATLHO20 NOPYUEHHS Op2aHie mpaesieHHs. TIpu bioximiunomy obcmedicenHi Kpogi
BUABILEHO NIOBUUYEHHS NEUTHKOBUX MPAHCAMIHA3, SHUNCEHHSL PIGHSL YepYIONIa3MInY, THekyilini mapkepu OYiu HeecamugHi. Jumuna
Oyna Hanpaenenusi Ha KoMNieKCcHe obcmedcents: 8 yenmp oumsyoi eenamonoaii [V «IIHNAI HAMHY », de 6yna diaenocmosana
x6opoba Binvcona. Ieuinkosa gopma. Ilayienmka ompumye MeOuKameHmo3sHe iiKy8anHs xenamopom mioi (D-neniyuniamin)
npomszom ocmanuix 6 pokie ma 0ompumMycmvcsi CneyianoHoi diemu 3 YHUKAHHAM CRONCUBAHHS NPOOYKIMIG 3 GUCOKUM BMICIOM
Mmioi. Cnocmepieacmobcs ROUMUGHA OUHAMIKA XBOPOOU De3 NPOSPecyB8anHsl, Wo 6NAUBAE HA SAKICHE HCUMMS OUTUHU.

Bucnosku. Hecsoeuacna diaznocmuxa x6opobu Binbcona ma i0cymicims MeOUKAMeHmMO3H020 JKY8AHHA 3a36Utall npu3eo0unts
00 CMepMeNbHO20 pe3yibmanty 6 PisHi 6iK08i Nepioou 6HACTIOOK NEYIHKOBO-HUPKOBOT HEOOCMAMHOCIIE MA THUUX YCKIIAOHEHD.

Knrwuogi cnosa: xeopoba Binvcona; cnadkoéa xéopoba; diaznocmuka; Kiiniuni nposeu; newinkoéa opma, nikyeanns.

Bctyn

XBopoba BinbcoHa (Takox 3BaHA cenamoieHmuKyisap-
HOIO dezenepayicio, 2enamoyepebpaibHol Oucmpogicio) —
11 TEHETHYHE 3aXBOPIOBAHHS 3 ayTOCOMHO-PEIIECHBHUM
THIIOM YCIIa/IKyBaHHS, K& BUHUKA€E BHACIIIJOK ITOPYLICHHS
MeTa0oJ1i3My MiJli, IO MPU3BOIAMTH JO HAKOITUYCHHS MiJli
B IIEYIHII Ta IHIIKUX TKAaHWHAX, BKIIOYAI0YM MO30K. XBO-
poba BinbcoHa noummpeHa B ycboOMy CBITI Ta CTaHOBUTh
1 Bumagok Ha 30000 )XKMBOHAPOIKEHUX Y OLIBIIOCTI TO-
MyJsiii. 3HaYHA MOIIUPEHICTh XBOPOOH Bi3HAYAETHCS
B pPErioHax, Jic iCHyIOTh IIUTFOOH 3 BUCOKUM piBHEM KPOBHOT
cnopigaenocti (Ipan, €men, Ipmannis, [aais, [liBgenHi pe-
rionu Itanii). YonoBiku Ta )KiHKM OTHAKOBO CTPAXKIAIOTh
Ha 3a3HaueHy XBOpoOy, X04a y )IHOK YacTille po3BHBa-
€THCS TOCTpa MEeYiHKOBa HEAOCTATHICTH [ 1, 2].

XBopoba Binbcona cripuunnena nedexrom resa ATP7B
Ha xpoMocoMi 13, 1o xomye 6110k Tpancnopty mimi — ATD-
(azumii npotein P-tuiry. 38’130k XBOpOOU 3 MyTalli€ro reHa
miarBepmkeHo y 1980-1990 pp. Y martieHTiB 3 xBoporo Binb-
coHa BusiBiieHO noHay 500 pizHux myTtauiii rena ATP7B.
MyTauii reHy Ipu3BOISTH 10 3HIKSHHS TPAHCIIOPTYBaHHS
MIJIi 3 IEYIHKH Y KOBY, [0 MPU3BOIUTH 10 HAIUTHIIKY MiTi
B meviHI. [TinBUIIeHHH BMICT Mifli B IIEUiHI y TIO€THAHHI
3 MMOUIKOKEHHSM T'eIIaTOLUTIB CIPHYMHSAE BUBUILHEHHS
MiJli B KPOB, Jie BOHA 3B’SI3YETHCS 3 alIbOyMiHOM. Y KpOBIi
T IBUIIYETHCST KOHIIEHTPALLST «BUTLHOD» Mijli (Mi/ib, sIKa HE
TIOB’sI3aHa 3 LepPYJIOIUIa3MiHOM — LIeH OUJIOK CHHTE3Y€eThCs

B TeMaTONNTAaX, Y MOJIEKYJIaX SIKOTO MiCTUTBCS 7 aTOMIB M.
30ibIICHHS HeLIePYIIOILIa3MIHO3B 13aHO1 Mifli Y CHpOBATII
KpOBI € IPHYMHOIO BiKJIACHHS Mifi Ta MOIIKOKEHHS 1H-
mux oprasis, rooBanM graOM LTHC [2, 3].

XapakTepHUM € BapiaOenbpHICTh MOYATKy XBOPOOH
y Billi, 0 BigoOpakae BiIMIHHOCTI Y MyTaIlisIX Ta BIUTUBY
(bakTOpiB HAaBKOJIHUIIHBOTO CEPENOBHINA, BKIIOUAIOUH [i-
€Ty. Y OITBIIOCT] MAIi€HTIB CHUMIITOMH PO3BUBAIOTHCS
y Bitli Bixg 3 10 55 pokiB. CeKTp nposiBiB KOIMUBAETHCS Bifl
0€3CHMIITOMHUX ITALIIEHTIB 0 MAi€HTIB 13 CHMIITOMaMHU,
OB’ I3aHUMHU 3 TTOPYIICHHAMH (YHKIIN EIiHKH, HEBPO-
JIOTIYHUMU Ta/a00 MCUXIATPUIHIMH 3aXBOPIOBAaHHSIMHU.
[ledinka — 1e mepIIMA OpraH, KU MOMIKOKYETHCS IPU
xBopoOi Binbcona. Kniniuai mposBu ypakeHHS TeUiHKA
KOJIMBAIOTHCA BiJ O€3CHMIITOMHOIO MiABHILNEHHS 010X1-
MIYHHX TTOKa3HUKIB MEYiHKH 70 ii TOCTPOTO ypaKeHHS
3 PO3BUTKOM XPOHIYHOTO TemaTuTy Ta mupo3y. KiinigHi
O3HAKH 3MIHIOIOTHCS 3aJIEKHO BiJ] CTYIICHS ypakKeHHS I1e-
YiHKH: O1Tb y KHUBOTI, )KOBTSHUIISA, T€IATOMETaisl, ACIIHT,
kpoBoTteda 3 BepxHix Bingini LIIKT BHachmizok Bapukosy
a00 TopTaIbHOI TiMepPTEH3UBHOI TacTPONarii, 3MiHH IICH-
XI9HOTO CTaHy BHACIIIOK TIE9iHKOBO]I eHIledanonarii. bijb-
IIiCTh AiTeH i3 cuMmTtoMamu (BikoM 10 18 pokiB) MaloTh
JIMIIE 3aXBOPIOBAHHS MTEUiHKH, aJIe XBOPOOa MEYiHKH IPO-
Tpecye «TUXO0», 9acTO M0 MiATITKOBOTO BiKy Ta Ii3HilIe,
KOJIM MOYKE PO3BUHYTHUCSI TOCTPA ITEYiHKOBA HEAOCTATHICTh
abo yckiagHeHHs — 1upo3 [1-3].
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VY 6inapmrocTi manieHTIiB HEBPOJIOTIUHI ypaKeHHS
3’SIBJISIIOTHCS TIPH BiJICYTHOCTI JIIKyBaHHS, YacTille y Billl
19-20 pokiB. Cepen HEBPOIOTIYHUX YpaXKeHb CIOCTEPi-
raeThbcsl IPUHANMHI O/IHY 3 HACTYIIHUX O3HAK: N3apTpis,
MO304YKOBA aTaKCisl, JUCTOHIsS, TPEMOP, TAPKIHCOHI3M, XO-
pest/aTeTos (JacTille CriocTepiracTbesl y MOJIOAIINX Talli-
€HTIB BikOoM < 16 pOKiB), KOTHITHBHI OPYLICHHSI, CYIIOMH,
nu3aBTOHOMIA. [IcuXiaTpudHI CHMOITOMH — MOXKYTh BH-
HUKaTH OKpeMo abo B MOEAHAHHI 3 MEYiHKOBUMHU Ta/abo
HEBPOJOTIYHUMH TIposiBaMu. CUMOTOMH HecHeIndivHi:
JIeTIpecisi, ICUX03H, NOPYIIEHHS CHY, IPaTiBIUBICTD, iM-
MyJABCUBHICTS [3, 6].

XapakTepHOI0 03HAKOFO I XBopoOu Binbcona € dop-
MYBaHH$1 XOBTO-KOPHYHEBOTO KiJIbLIS Ha KPalO POTiBKH
oka (kxinpue Kaitzepa-®meifmepa — qpiOHiI mirMeHTOBaHI
3epHUCTI BiJKJIaJeHHS MiJli Ha nepudepii poriBku), sike
BHABIISIETHCS Malike Y BCIX MALi€HTIB 13 HEBPOIOTIYHUMHU
3aXBOPIOBaHHAMH Ta Y 50% Mami€eHTiB i3 3aXBOPIOBAHHIMHI
neyinku [7, 8].

[Ipu xBopoOi Bimkcona Moxe OyTH ypaskeHHsI 1HIITHUX
oprasiB: aHoMmaJii HUpOK — cuHapoM PaHKOHI; peBMaTo-
JIOTiYHI — BKJITIOYAIOTh MIiOTATiI0 MPOKCHMAIBHUX M’ SI31B
KIHI[IBOK i apTPOIIATiIO 3 Iepel4acCHUM apTPUTOM; CEPLIE —
Kap/ioMionaris; eHIOKPHHHI OpraHu — rinonaparupeos;
TiraHTU3M; XiHOYe Oe3rmigas Ta/abo MOBTOpHA BTpaTa
BariTHOCTI; YOJIOBIYa CEKCyabHA TUC(YHKILS; AepMaTO-
JIOTi4HI — OJAKUTHI MiBMIiCAIli, YOPHUHA aKaHTO3, MPETHOI-
aypHa rinepmirMenTaris [ 1, 2].

ITouaTkoBa giarHOCTHKa XBOpoOH BibcoHa BKITFOUAE:
000BY €KCKpEIIito MiJli 3 CeUero — IMiIBUINeHa (HopMa
<30-40 Mxr/no0y); piBeHb LiepyJIONIa3MiHy B CUPO-
BaTIli KPOBi — 3HIKEHUH (B HOpMi — 20 mr/ m; 125-281
MKMOJIB/JT); 0OCTEKEHHS O4el — Ha MIITMHHIN J1amiii abo
ONITHYHA TOMOTpadis mepeTHporo cerMeHTy. biomcis me-
YiHKM HE 3aBKIU HEOOX1JHA, OCKIIBKU AiarHO3 MOXKHA
BCTaHOBHTH 32 JIOTIOMOTOIO OISy Oueid Ta HeIHBa3UBHOTO
oOcTexxeHHs (YapTpa3ByKoBa enactorpadist IediHKy, mo-
Ka3HUKU 00MiHY Mifi). SIKIIIO AiarHO3 3aJIMIIA€THCS HEBU-
3HaYE€HUM Ha OCHOBI IOYaTKOBOTO OOCTEXEHHSI, TPOBOAATH
Gioricito eviHKu Ta/ab0 MOJIEKYIPHO-TEHETUYHE TECTY-
BaHH1 [4, 5, 9, 10].

JIikyBaHHS TMaIi€HTIB i3 XBopoOoio Binbcona mposo-
JUTHCSI HEMEJAMKAMEHTO3HUMHU Ta MEIMKAMEHTO3HUMU
Metonamu. Kopekiis gieTu BKIIIOYaE YHHKaHHS CIIOXKH-
BaHHS NMPOIYKTIB 13 BUCOKMM BMICTOM MiJli: M SICHI IIpo-
IYKTH, MOPETIPOAYKTH, TOpixu, Tpudw, mokonaf. [Ipore,
Jli€Ta HE € €IMHOIO Teparieo XBopoobu. MequkaMeHTO3He
JIIKYyBaHHS [TPOBOJUTHCS MPOTITOM yChoro KUTTs. [Ipe-
mapat BUOOpY B JIiKyBaHHI — D-TICHIMITaAMIH € XeTIaTOpOM
MiJIi, SIKH# TIOCHITIOE €KCKPEIIIFO 13 CEUCH0 HAUIHIIKY Mi/Ii,
HOpMalTi3yro4H ii BMicT y TkaHuHax [1, 5].

3arajbHa BUKUBAHICTH JUIS MAIIEHTIB, SIKi OTPUMYIOTh
MEIUKaMEHTO3HY TEpaIliio Ta J0CATAIOTh AETOKCHKAIii
MiJIi 10 PO3BHUTKY IIMPO3Y MEYiHKH, 30€piralouu HopMab-
HUI OajlaHe Mijli, He BiJPi3HETHCS BiJl 3araibHOT HOIYJIs-
mii. OgiKyBaHa TPUBATICTh KUTTS HEJTIKOBAHHUX MAIIEHTIB
HEBioMa, ajie 6e3 JIiKyBaHHs 3aXBOPIOBAHHS MPU3BOANTH
JI0 CMEPTENBHOTO pe3ynbTaTy (mpubnu3Ho y Biti 30 pokiB)
BHACJIIIOK NIEYiHKOBOI, HUPKOBOI HEJIOCTAaTHOCTI, @ TaKOX
BHACTIZIOK KpoBOTeH [3, 6].
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Kuainiuyani Bunaaox 1.

XBopa O., 14 poxkis, noctynuna 10 KHIT «MJIJT Ne 5»
3MP 1o HeppOTOTIHHOTO BiAMINICHHS 31 CKapramMu Ha:
TOJIOBHHMHU O1J1b, HAOPSIKIIICTB HIT, OUIb y IUISHIII HUPOK.
[onepenniit miarno3: I'momepynonedput? [adexmis ce-
YOBUBIJIHUX LLIAXIB?

3 aHaMHe3y XHUTTS: AWUTHHA Bif 1-i BaritHOCTI Ta 1-X
TIOJIOT'IB, SIKi ITepebiranu 6e3 yckinagneHs; Bara 3250 1, mo-
BkuHa 49 cM; nepeHeceHi 3axpoproBanus: I PBI (#e yacto),
raiiMoput, aAucMeTaboiuHa Heponarist. Y Bimi 3 pokiB —
CTallloHapHe JIKyBaHHS 3 IPUBOJY TOCTPOro OpPOHXITY.
[Ipu o6crexxenni — migsumenas AJIT y 2 pasu Bin HopMH,
nepes; BUNMcKoro nokasHuk AJIT 3HU3MBCS, ane Hazxami
KOHTPOJIb HE TIPOBOJIMBCSI.

3 aHaMHe3y 3aXBOPIOBAHHSA: 3a 6 MiCSIIB A0 MOTpa-
IUISIHHSL Y CTAI[iOHAp 3 METOK 3MEHINCHHS MacH Tijia Ji-
BYMHKA TOTPUMYBajacs HU3bKOKAIOPIHHOL HieTH, mpu-
HiMana TpaB’siHI 4yai Ta cxXy/uia 3a 3 micsii npuOIM3HO Ha
10 xr. 3a 2 THKHI 10 MOTPAIUIIHHS B CTAIlioHap TypOyBaiu
6oJ1i B )KHMBOTI, PiAKI BUITOPOKHEHHS 10 4 pa3 Ha 100y; ca-
MOJIKyBaHHS HipypokcazuaoM; Ha 6-y 100y — Bij3Haua-
JIOCS TIOTIiPIICHHS CTaHy — MiIBUIIEHHS TEMIIEpaTypH Tijia
1o 37,6 C, Gunb B emiractpii, 34yTTs )KMBOTa, HAOPSIKK Ha
HIDKHIX KiHIIIBKaX, 3MeHIIeHHS Aiype3y. [Ipu mepBrnHHOMY
orsi Ta 0OCTE)XEHHI B CTAI[ioHapi: MIKIpHI IIOKPUBHU Ta
BUMMI CJIM30B1 O0OJIOHKH IKTEPUYHI; HAOPSKU TOMIIOK Ta
CTOIT; TIpH AyCKYJbTalii JIETeHb — TUXaHHS BE3UKYISIPHE,
XPHUITIB HEMA€E; TOHHU CEePLs SICHI, PUTMIYHI, CHCTOJIIYHI;
JKUBIT M’ SIKUH, 30y THH, HAOPSKITiCTh IEpeTHBOI YePEBHOT
CTIHKH; TediHKa 30inbireHa Ha 2.0 cM; CeYOBHITYyCKaHHS
BinbHE, Oe300icHe, pigkicHe, cumnToM [lacTepHalib-
KOTO «+» 3 IBOX cTOpiH. PiBeHb 3aranpHOTO OiipyOiHy —
236 mxmonb/i; AJIT — 180 On/m; mpu Y3]] yepeBHOI 10-
POKHHHH Ta HUPOK BUABICHI Tu(y3HI 3MiHU MEYiHKH,
remaToMerais, aCliuT, a TAKOK Au(y3HI 3MIHU HAPOK.

Byno npoBeneHo xomiiekcHe 1abopaTtopHe Ta iHCTPY-
MEHTaJbHE 00CTEXEHHS 3 BUKOPUCTaHHAM 1H(EKLIIHHIX
mapkepiB: AntiHAVIgM (-); AntiHCVIgM + JgG (-);
HBSAg (—); PHT'A 3 iepcunio3anm giarHocTaKyMoM O3(—
); obcrexxenHst Ha stentoctipo3 PMA (-); ayroiMyHHI Map-
kepu: arTuHyKiIeapHi IgG 1.59 E/ma (N - < 1,0 S/CO); AT
1o mitoxouapii IgG 5.65 E/mn (N - <20 MO/wmn); meta-
6omiuni Mmapkepu: Migs —21.50 mxmons/a (N - 12,6-24,3),
nepynorutasmin — 44mr/m (N>200mr/m). Y3/ cepus — cuc-
TOJIYHA TUCQYHKIIIS JIIBOTO MITYHOYKA, T1IPOTIePHKAP]I.
[IMK i3 mitpansroto perypritamieto 1 ct. EKT ceprs —
BOJIBTaXK 3HW)KEHUH, CHHYCOBA apUTMis, EIEKTPHYHA BiCh
BiJIXHJICHA, TFICMETa0O0IYHI 3MiHH Y MioKapi. PeHTreHo-
rpacgis opraiB IpyHOi KJIITKH — JJiBOOIYHA THEBMOHIS
S8 B cTaxii rimepemii. PEeHTreH — 03HaKH PEaKTHUBHOTO
IDICBPUTY 3ITiBa.

Ha npyruii 1eHbp 3 MOMEHTY HaJIXOJKEHHS Yy CTalli-
OHap CTaH JWTHHM TOTIpPIINBCS, Bi[3HAYECHA HETaTHBHA
JUHaMIKa: SBUINA OJIiroypii, rinepoinipyOinemii; Hapoc-
TaHHs HAOPSIKOBOTO CHHJPOMY, IO J03BOJIMIIO IPHUILYC-
TUTH J1arHO3 JIEKOMIIEHCOBaHOTo 1upo3y. IlepeBenena
y BAIT — cran Baxkwuii 3a paxyHOK 0iipy0iHOBO{ iHTOK-
cHKanii, HaOPsKOBO-aCIUTHYHOTO CHHIPOMY: BHpa)keHa
IKTEPUYHICTb LIKIPH Ta CIIM30BUX, HAOPSKIIICT NEPEeJHBOT
YepeBHOI CTIHKHU Ta HIDKHIX KiHI[IBOK, 301JBIIEHHS KOJa
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KUBOTa, CAMITOM (pIIOKTyaIii, renarocriaeHoMeratis
(meuinka + 2 cm, cenesinka +3 cm). PiBeHs 3aranpHOTO
6imipy6iny — 374 MKMOJIB/JT, TPSIMOTO — 216 MKMOIB/JI.

JnTtrHa Oynna KOHCYJIETOBaHA By3bKUMH CIICLiaiCTaMH,
30KpeMa IracTpOEeHTEPOIIOTOM, OKYIiCTOM, HEBPOJIOTOM, T'e-
MAaToJIOTOM Ta iH(eKkioHicToM. KoHCHTiyMOM crierialicTiB
OyJ10 BUCTABJICHO KITIHIYHMH AiarHO3: OCHOBHHI: XBOpoOa
Binbcona; ycknanHeHHs ocHOBHOTO: 1{po3 neuinky Ha
crazii nexommeHcaii. [TopransHa rineprensis. Acuut. Tok-
cnyHa eHnedanonaris. [enaropenansuuii cuaapom. JliBo-
CTOPOHHS ITHEBMOHIA S8, THiITHIIT €HIOOPOHXIT, CTUICHOME-
rauis, rinepcruieHisM. JIBC-cunapom, HaOpsKOBO-aCIMTHHI
CHHJIPOM, TiJIponieprKap], rigporopakc. CymyTHii: AHeMis
3MIIIAHOTO TeHEe3y (30KpeMa I'eMOJIITHYHA).

[IpoBeneHe nmikyBaHHS: aHTHOAaKTEpiabHA Tepartis, iH-
¢ys3iitHa Tepamis, xenar mMifi — J-neHinuaMin, TOpMOHO-
Tepartisi, AiypeTuKy, mia3Madepes, reMoTpancdysis (epu-
TpOLMTapHa Maca, CBIXK03aMOpPOXKEeHa TuIa3Ma, albOyMiH
10%, TpPOMOOKOHIIEHTpAT), JIANapoLeHTe3. Y CTaHi AUTHHH
BiI3HayaJacsl HeraTHBHA IMHaMiKa BHACIIITIOK HAPOCTaHHS

CHHIPOMY IOJiOpraHHoi HegocTarHocTi, JIB3-cuuapomy,
reMOAMHAMIYHUX TTOpYIIEHb. Teparmis, o IpoBOgHIack,
Oyuna 6e3ycmimmnoro. Ha 10-Ty o0y nepeOyBaHnHs y crarti-
OHapi KOHCTaTOoBaHa 0i0JI0TiYHA CMEPThH BHACIIIOK TOCTPOT
TIeYiHKOBO-HUPKOBOI HEJIOCTATHOCTI. BpaxoBytoun craito
XBOpOOH, 3 SIKOI0 AUTHHA 3BEPHYIACS 32 MEAWYHOIO J0-
TIOMOTOI0 Y CTaIliOHap, CMEPTh Ha JaHOMY eTarri Oyia He
3ano0iKHa.

[MatomoroanaroMiunamit giarHo3: OchosHuili: XBOpoOa
Binbscona (I'emaronenTukynspHa aerenepais). Ycxaao-
Henna: MIKpOHOIYISIPHUI IIMPO3 TediHku. ['enarocrure-
HoMmeratist (Maca neqinku — 1277 r npu Hopmi 1140 1, ce-
ne3inku — 600 r mpu Hopmi 110 1). Actmt (850 mu). Nigpo-
Topakc (y JiBiif TuieBpanpHii mopoxxuuHi — 300 M1, y mpa-
Bili — 150 mut). [HTEpCTHIIANBEHO-ATBBEONIIPHINA CEPO3HO-
reMopariyHuil HaOpsK jereHb. HaOpsk-naOyxaHHS ro-
JOBHOTO MO3KY. JlucTpodivHi 3MiHM TOJIOBHOTO MO3KY
y BUINISAJI TJTI03y CTPOMHM Ta ocepenkoBoi nmpouidepamnii
aCTPOIMTIB y MiJKipKOBHX sipax. [lapeHximarosHa aunc-
Tpodis cepryt, HupoK (Puc. 1, 2).

Puc. 1. Makponpenapat neuiHku.

a)

6)

Pwuc. 2. TicTronoriyHuit npenapat ne4viHku: a) naudicHTa; 6) rictonoriss B Hopmi.
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Kuainiuawnii BUnagok 2.

Hipunaka 2014 poky Hapo/KeHHS. Y Billi JUTHHH
5 POKiB 6 MICSIIIB MaTH 3BEPHY/IACH 3a KOHCYJIBTAIIEI0
Ha Kadeapy auTsaunx xBopoo. Ckapru: 3aKpenu nporsi-
TOM OCTaHHIX 2-X MicAmiB (iHTepBayn MiX AedexanissMu
3-4 nHi, nopyueHHs akTy Aedexarii), 3004eHHS aneTUTy,
JPaTiBIUBICTb.

AHaMHe3 )KUTTS: AUTHHA B 1-i BariTHOCTI 6€3 ycKiai-
HEHb, NIEPIIX IOJIOTiB IPHPOTHNM IuIsTXoM; Bara — 3500 T,
noxrHa — 51 cm. [licns HapoMKeHHS TIarHOCTOBAHO Ke-
¢danoremaromy. Crioctepirayiacs 3arskHa HeOHaTajJbHa
KOBTSHHIA. OCOOIMBOCTI HYTPUTUBHOTO CTaTyCy: 3 MO-
MEHTY BBEJICHHSI IPUKOPMIB B PallioHi BKpal HEJOCTaTHBO
M’SICHHX MIPOAYKTIB (Mo 2-3 pa3u Ha THKIICHbB, B3arai
HE BXKHBA€ IEYiHKY), Y XapuyBaHHI Ha/UIMIIOK MOJIOKA.
3 2 poKiB AWTHHA ICTh Kpelay Y BEJUKiil KUIBKOCTI, ajie 10
JlikapiB OaTHKH HE 3BEPTANINCS, TUTHHA HE 00CTEKyBaJIacs.
[epeneceni 3axBoproBanus: ['PBI (He wacto), auTcamox
He BinBimyBasa. Y Bimi 4 pokiB JliKyBajacs aMOyJIaTOpHO
3 niarHo3oMm: (yHKIIOHAJIbHE MOPYILIEHHS OPraHiB TPaB-
nenHs. [Ipu oOcTexeHHi: 3aranbHAN aHali3 KPOBi — Te-
morno6id 90 r/m; Y3]1 opraHiB 4epeBHOI MOPOKHUHU:
30UIbILIEHHS Me3eHTepiasibHUX JIiMpoBy3iiB. [Topankiioro
00CTE)KeHHS Ta JIIKyBaHHS HE MPOBOAIIOCH. CIIaTKOBICTh
B CiM’T HE OOTsDKEHa.

[Micns koHCyNMBTAIi OyII0 MPOBENEHO OOCTEHKCHHS —
3arajJbHUAN aHai3 KpoBi: jeikonutu — 8,4 x 109/1, re-
Moro0iH — 86,1 r/i, eputpormtu — 5,48 x 1012/11, rema-
tokput — 0,29 (N — 0,32-0,42), MCV — 53 (N — 75-89),
MCH - 15,7 (N — 25-33, MCHC - 293 (N — 323-368,
tpombonuTtu — 559 (N — 180-500); dbeputun cupo-
BaTku KpoBi — 41, 2 ur/mn (N — 6inbume 10-12 Hr/mo.
AJIT-312,5 on/n (N —13,0-45,0 on/m), ACT —218,9 on/n
(N - 15,0-60,0 on/m), aminaza nankpearudna — 10,6
(N — menme 31); kpoB Ha iHdekuii: renarut B, C, Tok-
COIDTa3MO3 — HETAaTHBHI; aHTUTLIA 10 PAHHBOTO AHTHTCHY
BED — nerarusni; Y3/ opraHiB 4epeBHOT HOPOXKHHUHU —
301IBIICHHS TIEYIHKY Ta ITiIIUTYHKOBOI 3ano3u. byna Ha-
NpaBjieHa Ha KOHCYJIBTAII0 10 JiKaps-iHpeKIioHicTa
renaToleHTpy o0JacTHOI iH(eKIiiHOT ikapHi M. 3ano-
pixoxs. JlomatkoBe 00CTEKEHHS KPOBi ITOKA3aJI0 3HIKEHHS
Ha pIBHHA LEPYJIOIUIa3MiHy, HA OCHOBI YOTO 3aIliI03peHO
xBopoOy Binscona. [[yist yTouHeHHS iarHO3y AWTHHA Ha-
npaeieHa B HeHTp autsyoi renarosorii Y «ITTAT HA-
MHYVY», ne nposeneno norubnene odcrexxenns. [lepma
rocrmitamzarist Tepminom 3 23.09.2019 p. mo 04.10.2019 p.
IIpu nomaTkoBOMY 0OCTEKEHHI BUSBICHO: PiBEHb Ie-
MOTIIOOIHY Yy 3araJIbHOMY aHali3i KpoBi — 95 1/11; BMiCT
Mmigi y cedi — 0,30 mr/n (mpu Hopmi 0,01-0,05 mr/n); mo-
0oBa ekckperris Mifi i3 ceuero mr/in 0,24 mr Ha 100y (TIpU
Hopmi 0,012-0,08 mr); piBeHb 1epyJIOMIa3MiHy KPOBI —
15,44 mr/mn (mpu HopMmi — 22,0-61,0 Mr/m); iMmyHOrpama:
I1gG — 10 r/m; IgA — 0,94 1/i1; IgM — 2,7 /115 KOHIIEHTpAaITis
Bitaminy /I (250H) — 110 umoib/1 (HOpMa); BMICT KaJlb-
mito — 2,61 Mmmons/m, pocdopy — 1,65 Mmons/n (HOpMa).
Jlinigorpama (Hopma): piBeHb 3aralibHOTO XoJecTe-
puHy — 3,93 MMmons/1; Tpurininepunis — 0,79 MMoins/m;
JINBIL — 1,3 mmoas/n; JITTHIL — 1,96 MmMonb/i;
JITJHIL] — 0,36 MMoub/1; iHIEKC aTeporeHHocTi — 2,0.
[Toxa3HWKHN TOPMOHIB MIUTOBUIHOI 32703 (HOpMa):
TTT — 1,23 mmoms/n, T4-12,86 Mmmomns/m. 3a pe3ynsraTamMu
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EKT — cunnpom ckopoderoro P-Q. 3a mokazHuUKaMHu yiib-
TPa3BYKOBOI enactorpadii cepenHiii HOKa3HUK KOPCTKOCTI
nevinku — 9,6 lla (mpu HOopMi — 2-7 k[1a), mo BigmoBinae
¢i0po3y neuinku F3.

BucrasneHo kiiHIYHKH AiarHO3 — XBopoba BinbkcoHa,
nedinkoBa (opma. 3anizonedinntaa anemis. [Iposenene
JikyBaHHs: fqieta — ¢t Ne 5, D-nieHinmnamin 125 mr/no0y,
rernaTonpoTEeKTOPH, TIpenapary 3aii3a. PekomeHnaamii npu
BWITKCIIi: Ai€Ta iHANBITyadbHA 3 00MEKEHHIM IPOIYKTIB,
SIK1 MIiCTSTh MiJb; D-TICHINMIaMiH; TIpeniapaTy [UHKY; Ii-
PHIOKCHH; YPCOIE30KCHUXOJIeBa KUCIIOTA; AHTPAlTh; BiTaMiH
E; Bitamin [[; epmenTH; mpoOiOTHK; MOBTOPHA TOCIITa-
mizanis yepes3 1 micsp.

KonTposnbsHe obcTexeHHs (depe3 4 Micalli Bif mo-
YaTKy JIIKyBaHHs): piBeHb LepyJIOINIa3MiHy IiJBU-
muBcs, aje 3anumancs 3HmKeHuM — 0,134 (Hopma
0,16-0,45); piBeHb aKTUBHOCTI IMEYIHKOBUX TpaHCaMiHa3
JIEI0 3HU3MBCS, ajle 3alIMIIaeThcs miasumenum: AJIT —
180,5 On/a (wopma — g0 39 Ox/n); ACT — 107,3 On/n
(mopma < 52 On/m). OGcrexeHHs uepe3 1 pik Big moyarky
JiKyBaHHA: piBeHb Hepynomiasminy — 0,190 (Hopma);
AJIT - 39,6 On/n; ACT — 45,1 On/n (HOpMa).

[Ipu moBTOpHIl TOCTiTaNI3aMii Y BIIAIICHAS TUTSII01
remarosiorii 1Y «IITAT' HAMHY» y 2022 porii: 3araib-
HUH aHaNi3 KpoBi Ta 010XIMIYHI TOKa3HUKH — Y MEXax
HopmH, BEmodaroun AJIT ta ACT; ropMOHH IIUTOBHI-
HOIT 3a71034 — 0€3 BiAXHUIEHb; 3aJHIIACTLCS ITiBUILE-
HOIO 1000Ba eKcKpemist Mifi 3 cedi — 621 Mxr (HOopMma
< 50 mkr); 3HMWKeHHH piBeHb BiTaminy J| — 21,0 Hr/mMn
(mopma — 30,0-60,0 HI/ Ma). Y NiKyBaHHI HOJOBXEHA
iHOuBigyanbHa gieta, D-nenimumiamia — 500 Mr/no0y,
mipunokcuH 20 Mr/ 100y, YpCOIe30KCUXO0NIeBa KHCIOTa
250 mr/mo0y — 1 pik, mikyBanpHa no3a BiTaminy /| —
4000 MO/ nens — 3 micsiri, notim 2000 OJ1/nensb TpuBalo.

[ToBTOpHA KOHCYNBTAIIS y BiIAUICHH] JUTAY01 Tema-
tosorii IV «I[TAT"' HAMHY vy xoBtHi 2024 p.: 3araiib-
HU aHami3 kpo.i, mokasHuku AJIT, ACT — B Hopwmi; Y3/]
YepeBHOI MOPOXHUHU Ta HUPOK — NU(y3HI 3MiHHU IMapeH-
XIMU TEYIHKH, TUCXOITisl, PEaKTHUBHI 3MIHU TKAHUH ITiJI-
IUTYHKOBOI 3aJI03H; 3aJIMIIAETHCS ITiIBHIEHOI0 1000Ba
exckpeuis mini 3 ceui > 600 mkr (Hopma < 50 mkr). Ha
(hoHI momoBXKEeHOTO JTiKyBaHHS D-NeHinuIaMiHOM Bif-
MiueHa MMO3UTHBHA JUHAMIKa 3a TaHUMHU eyactorpadii:
craais ¢pioposy neuinku F2, pemicis. PekomennoBano:
niera; D-neninunamin — 500 mr/go0y mocTiitHO; mipu-
JIOKCUH — 25 Mr/mo0y MOCTIHHO; yPCOIE30KCHUXOJIeBa KHC-
nota — 500 mr/moby — 1 pik; Bitamia [ — 2000 MO.

IIpu koHTpOIBLHOMY OOCTEX)eHHI (TpaBeHb 2025 p.):
3aranpHUH aHami3 KpoBi, mokazHuku AJIT — 23,1 On/n,
ACT - 26,4 On/n (B HOpMI); 3aJTUIIIAETHCS T ABUIIICHOIO
JI000Ba eKCKpellis Mifli 3 cedero — 307 MKT, [0 OB’ sI3aHO
3 HETIOBHUM JOTPUMAaHHSAM JUTHHOIO CIICIialbHOI Ii-
€TH, aJIc BIJIMIYaE€ThCS 3HMIKCHHS MMOKa3HUKA y 2 pas3u 3a
OCTaHHIH piK.

barbku niteit Hagamy iHGOPMOBaHY 3rojy LIONO ITy-
Oikawii JaHUX KIIHIYHUX BUIAIKIB.

BucHoBku

1. V¥ xiHivHOMY BHmaKy | mouatok xsopoou Binbcona
MO)KHA TIPUITYCTHTH Y Billi 4 POKIB, 1110 MaJI0 OS3CHMITTOMHHUI
nepe0ir Ta HesHayHe minsuiieHHst AJIT. XBopoOa «Trxo»



BUMNAOKW 3 NPAKTUKU

mporpecysaia 10 14 pokiB, KOJIH PO3BHHYBCS IPO3 TICUIHKA
Ha CTaIii JeKOMITCHCAIIIT 3 HE3BOPOTHHM JICTATTEHUM BHXOJIOM.

2. 'V xiiHiYHOMY BUMaAKy 2 xBopoba Binbcona Oyna
3ariI03peHa BUMAIKOBO MPU OOCTEIKECHHI TUTHHH 3 JTia-
rHo30M: DyHKIIIOHATBHE TOPYIICHHS OPTaHiB TPABJICHHS.
OyHKIioHATBHAHN 3aKpetr. [1inBrIIeHHs Te4iHKOBUX TPaH-
camina3s (y 4-7 pasiB Bix HOpMH) O3 KIIHIYHHX CHMIITO-
MiB ypa)KeHHS IEYiHKH Ta TOAaJbIIe KOMIUICKCHE 00CTe-

TIOTIEPETUTH MPOTPECYBaHHS XBOPOOU Ta cTabinmizyBaTn
(GyHKIIT MeYiHKH.

3. 3amimo3pury xBopoOy BinbcoHa y miTelt MOXXHA TIpH
HE3pO3yMITNX 010XIMIYHHX MOPYIIEHHSX MEYiHKH, 0CO-
O7MBO TIPH TMi/IBUILEHHI PiBHS MIEYiHKOBUX TpaHCaMiHa3,
TIPY HU3BKHX PIBHSIX LEpyJIoIIIa3Miny y KpoBi. CBoedyacHe
NPU3HAYEHHS MEMKAMEHTO3HOTO JIIKYBAHHS Ta CTICTIiab-
HOT TI€TH T03BOJISIE CTa0Ii3yBaT! (DYHKIIT MEYiHKH Ta

YKEHHS AUTHHH 3 BKIIFOYCHHSIM ITOKa3HHKa IEPYJIOIIa3MiHy
y KpOBi HaJIaJI0 MOXJIMBICTH 3aIiZO3pUTH XBOpoOy Binb-
COHa, sika Oyi1a IiITBEep/PKeHAa Ha Ii/ICTaBi TJabopaTopHUX
MTOKa3HUKIB MTOPYIICHHS OOMIHY MiJli Ta pe3yJIbTaTiB yilb-
Tpa3ByKoBoi entactorpadii. CBoeyacHe npr3HaYeHHS MEIH-
KaMEHTO3HOT0 JIIKYBaHHsI Ta CIIELiaTbHOT TI€TH T03BOJIHIO

TICBHOIO MipOFO TIONIEPEAUTH ITPOTPECYBaHHS XBOPOOU.
KoHdnikT iHTepeciB: BiacyTHii.

[Dxepena chiHaHCyBaHHSA: camodiHaHCyBaHHSI.

NMiTepatypa:

1. European Association for the Study of the Liver. EASL-ERN Clinical Practice Guidelineson Wilson’s disease. J Hepatol. 2025:
S0168-8278(24)02706-5. DOI: https://doi.org/10.1016/j.jhep.2024.11.007. PMID: 40089450.

2. Ferenci P, Stremmel W, Czlonkowska A, Szalay F, Viveiros A, Stattermayer AF, et al. Age and sex but not ATP7B genotype effectively
influence the clinical phenotype of Wilson disease. Hepatology. 2019;69(4):1464-76. DOI: https://doi.org/10.1002/hep.30280. PMID: 30232804.

3. Tinaz S, Arora J, Nalamada K, Vives-Rodriguez A, Sezgin M, Robakis D, et al. Structural and functional brain changes in hepatic and
neurological Wilson disease. Brain Imaging Behav. 2021;15(5):2269-82. DOI: https://doi.org/10.1007/s11682-020-00420-5. PMID: 33244627.

4. Wiernicka A, Dadalski M, Janczyk W, Kaminska D, Naorniakowska M, Husing-Kabar A, et al. Earlyons et of Wilson disease: diagnostic
challenges. J Pediatr Gastroenterol Nutr. 2017;65(5):555-60. DOI: https://doi.org/10.1097/mpg.0000000000001700. PMID: 28753182.

5. Schilsky ML, Roberts EA, Bronstein JM, Dhawan A, Hamilton JP, Rivard AM, et al. A multidisciplinary approachtothe diagnosis
and management of Wilson disease: Executive summary of the 2022 Practice Guidanceon Wilson disease from the American Association
for the Study of Liver Diseases. Hepatology. 2023;77(5):1428-55. DOLI: https://doi.org/10.1002/hep.32805. PMID: 36152019.

6. Smolinski L, Ziemssen T, Akgun K, Antos A, Skowronska M, Kurkowska-Jastrzgbska I, et al. Brain atrophy is substantially
accelerated in neurological Wilson’s disease: a longitudinal study. Mov Disord. 2022;37(12):2446-51. DOI: https://doi.org/10.1002/
mds.29229. PMID: 36165286.

7. Ormeci AC, Bayraktar S, Isik AO, Cavus B, Akas R, Istemihan Z, et al. Is anterior segment OCT superior to slit-lamp
biomicroscopic examination for Kayser-Fleischer ring in Wilson’s disease? Eur Rev Med Pharmacol Sci. 2022;26(14):5178-85.
DOI: https://doi.org/10.26355/eurrev_202207 29306. PMID: 35916815.

8. Broniek-Kowalik K, Dziezyc K, Litwin T, Szaflik JP. Anterior segment optical coherence tomography (ASOCT) as a new method
of detecting copper deposits forming the Kayser—Fleischer ring in patients with Wilson disease. Acta Ophthalmol. 2019;97(5): €757-e760.
DOI: https://doi.org/10.1111/a0s.14009. PMID: 30635971.

9. Wiethoff H, Mohr [, Fichtner A, Merle U, Schirmacher P, Weiss KH, et al. Metallothionein: a game changer in histopathological
diagnosis of Wilson disease. Histopathology. 2023;83(6):936-48. DOI: https://doi.org/10.1111/his.15041. PMID: 37661783.

10. Dusek P, Smolinski L, RedziaOgrodnik B, Golebiowski M, Skowronska M, Poujois A, et al. Semiquantitative scale for assessing
brain MRI abnormalities in Wilson disease: a validation study. Mov Disord. 2020;35(6):994-1001. DOI: https://doi.org/10.1002/
mds.28018. PMID: 32181965.

HERITAGEFUL WILSON’S DISEASE IN THE PRACTICE OF PEDIATRICIANS AND FAMILY PHYSICIANS
(CLINICAL CASES)

L. Boyarska, 1. Redko

Zaporizhzhia State Medical and Pharmaceutical University
(Zaporizhzhia, Ukraine)

Summary.

The relevance of this issue stems from the high risk of mortality and disability in pediatric patients with Wilson’s disease.

The purpose of the work is to analyze the current challenges in diagnosing and managing this condition, particularly given the
limited experience of pediatricians and family physicians with rare pediatric pathologies, based on our clinical observations of children
with Wilson’s disease.

Material and methods of the study. The investigation was based on clinical observation of children with confirmed Wilson’s
disease. Diagnostic evaluation included comprehensive clinical assessment, biochemical testing, ultrasonographic examination, and
histopathological analysis when indicated.

Results of the study. We present two clinical cases of Wilson’s disease with distinct disease progression. The first clinical
case involved a 14-year-old patient admitted in critical condition with manifestations of severe liver dysfunction including marked
hyperbilirubinemia and ascites. Despite intensive care measures in the ICU, the patient’s condition progressively deteriorated with
development of progressive multiorgan failure, disseminated intravascular coagulation (DIC), and hemodynamic instability. On day 10
of hospitalization, the patient succumbed to acute hepatorenal failure. Postmortem examination confirmed Wilson’s disease.

The second case concerned a 5.5-year-old girl initially evaluated in outpatient settings for nonspecific digestive complaints.
Biochemical testing revealed elevated hepatic transaminases, reduced ceruloplasmin levels, and negative infectious markers. The patient
was referred to the Pediatric Hepatology Center at the State Institution «IPAG NAMSU,» where Wilson’s disease (hepatic phenotype)
was confirmed. Over the past six years, she has been treated with the copper chelator D-penicillamine and maintained a low-copper
diet. Her condition remains stable, with no disease progression and preserved quality of life..
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Conclusions. These clinical observations demonstrate that delayed diagnosis of Wilson’s disease inevitably leads to mortality, while
early intervention enables favorable prognosis. Our experience emphasizes the importance of considering Wilson’s disease in pediatric
patients with hepatic abnormalities and the critical need for specialist referral in such cases.

Keywords: Wilson’s Disease Hereditary Disease; Diagnosis; Clinical Manifestations; Hepatic Form; Treatment.
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