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Pesrome. Y cmammi nasedeni dani npo emionoeito, namoeene3 ma kAainiKy xeopobu Binvcona, a maxosc onucano
cKAaOHULl UNAOOK diaeHOCMUKYU Ma 0coducmoz2o KAiHiYHo20 cnocmepedicerst Xgopoou Binscona. Xeopoba Binvcona —
ue Xpouiune 3aX60pHOBAHHS NeHiHKU, AKe 00yMoeaeHe NOPYUWEeHHIM Memaborizmy mioi, wo modce npoepecygamu 0o
PO3BUMKY (PYAbMIHAHMHOT NewiHK080I HedocmamHocmi, XpOHIYHO20 eenamumy abo yupo3y nedinku. Y oumsuomy eiui
3aX60PIOBAHHSA MPUBANULL HAC MAE AAMEHMHULl nepebie, Ha NOYAMKOBOMY emani KAIHIMHO XapaKkmepu3yemocs nepe-
8aJICHO O3HAKaMu ypaxcenHs newinku. Ha niocmagi oensdy danux Haykoeoi meouuHoi aimepamypu ma pe3yaomamis
811ACHO20 CROCMEPENCEHHs OUMUHU 3 X80p000i0 Binvcona npodemorncmposano, wo doci HaséHi mpyoHowi panHvoi dia-
enocmuku xgopoou. [Ipobaema 3ymoseaena aupadceHum KAHIMHUM NOAIMOPDIZMOM | HEOOCIMAMHBOI HACMOPONCEHICMIO
NpaKmuyHUX AiKapie cMocosHoO 1b020 3axX80ploeanHs. Bemanoenenum cmandapmom diaenocmuku xeopobu Binvcona
€ MONeKYAAPHO-2eHemuUHe 00CAI0NCeHHs. MA BU3HAUEHHS PIGHS UEePYAONAA3MIHY 8 CUPOBAMUi KPOBI, 3HUNCCHHS K020
€ XapaKxmepHolo 03HaKor 3axeopiogarntsa. OOHAK, He368adCalOHU HA BUCOKY CheUUpiuHiCMb NOKA3HUKIG 3a2anbHO8U3-
Hanoeo cmandapmy, JcoO0eH i3 GUULe3A3HAHEHUX MeCcmie He MOodce Mamu camoCmiliHo2o OiaeHOCMUYHO20 3HAHEHHS.
Bcmarnosaenns eipoeionoeo diacno3y 3abe3neuyemocs auuie CyKYnHIiCmio pi3HUX KAIHIMHUX, OI0OXIMIYHUX [ 2eHeMUYHUX
mecmie. Baxcaueumu 0as nediampuunoi kameeopii nayicHmie 3aAUUAEMbCS CBOEUACHA OIAZHOCMUKA MA AIKY8AH-
Hs X60pobu Binvcona. Buxopucmanns nabopamoprux docaioxncerv (KoHueHmpauis mioi é 00008iil ceui, KOHYeHMpayis
UepyAonaa3mMiny é cupoeamui Kpogi), KOHCYAbmauii oKyaicma, Hegpoaoea ma eeHemuure 00CAI0NCeHHs 015 BUSABNCHHS
mymayii eena ATP7B dosseonse ceoeuacrho ecmanosumu diazno3 xeopobu Birvcona, npusnauumu adekeamuuii Kypc
JiKyeanHs. Jlns 0invi panHb020 8Us8AeHH X60poou Binvcona, emopunnoi npoginakmuxu yuposy nevinku, niosuujeHHs
AKOCmI dcumms Xe0pux HeoOXioHo 0ocaioxncysamu noKa3HuKu 00OMiHy midi y 6cix dimeil i3 HeYymMO4HeHO emiono2icio
XPOHIUH020 eenamumy.

KirouoBi ciioBa: xsopoba Binvcona; diaenocmuuni kpumepii; yepyaonaasmin; o6min mioi

XBopoba Binbcona (XB) — 11e XxpoHiuyHe 3aXBOpIOBaH-
HS TICUiHKHU, s7Ke 0OYMOBJIEHE TTOPYIIEHHSIM MeTaboi3My
Mimi, III0 MOXe IIPOrpecyBaTH A0 PO3BUTKY (yJIbMiHAHT-
HOI IMMeYiHKOBOI HEIOCTATHOCTI, XpOoHiuHOTO rermatuty (XI')
a0o uupo3y nevinku (LIIT).

XB Mae aBTOCOMHO-pELIECUBHMI THUIT CIAAKOBOCTI, il
PO3BUTOK OOYMOBJICHMI1 MyTallisIMU CTPYKTYPHOTO reHa Mi-
TOXOHJIPiaJIbHOI Mifb-TpaHcropTyouoi ATMa3u, 1o npu-
3BOIMTh /10 MOpYIIeHHs TpaHcropTy Midi. [enH ATP7B kap-
toBaHuii Ha 13q14.3. TTpu XB BinOyBa€eTbCcsl HAKOITMUEHHSI

MiJli B EYiHIli, iHIITMX MapeHXiMaTO3HUX OpraHax, HelpoHax
TOJIOBHOTO MO3KY 3 iX TOKCUYHMM ypaxkeHHsIM | 1—3, 34].

[Mommupenicts XB y cBiti cranoButs 1 : 30 000, rere-
po3uroTHe HociiicTBo myTauii ATP7B 3ycTpiuaeTbest 3 yac-
tototo 1 : 100—1 : 200. Cepen eBpoIeiicbKOro HaceJaeHHs
HaioiabIr yacta mytatiss — H1069Q [4]. Kutiniuna kapTu-
Ha XB y Oib1I0OCTI BUIIAAKiB Ma€ HACTYITHI PUCHU:

— BiK MaHicecrallii 3aXBOproBaHHSI Bin 5 10 45 pOKiB;

— MPaKTUYHO Yy BCiX XBOPUX € 3MiHU 3 OOKY MEUYiHKU:
reraTomeraJisi/renaTocruieHOMeraist, MiBUILEHHS PiBHS
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TpaHcaMiHa3, MOXJIMBA i30J1bOBaHa CIUIEHOMeETaJlisl, Mpo-
saBu crearody, XI, LII1, rocTpoi me4iHKoOBOI HETOCTaTHOCTI
(I'TIH);

— 3 OOKY HEpPBOBOi CUCTEMU MOXJIMBUN TPEMOP, MU-
MOBIUJIBbHI PyXY KiHLIiBOK, FOJIOBU, MMOPYLIEHHS KOOPIMHA-
il pyxiB, Xonu, M’sI30Ba IUCTOHIsI, AU3apTpisi, aucdaris,
MiTpeHernoAiOHMIt rOJIOBHUIA OiJb;

— 3 00Ky opraHa 30py — IIPH OIISIAI B IIUIMHHIN JTaMITi
BUSBIISTIOThCS Kbl Kaitzepa — ®ieiinmHepa ta momyT-
HiHHST KpUIITAJIUKA;

— 3 OOKYy CEYOBMBITHOI CHCTEMM PO3BHBAETHCS IIPO-
KCUMaJibHA KaHajblieBa IUCHYHKIIIS, Y ACSIKUX BUMAIKAX
HedpotiTias;

— 3 OOKY KpOBi MOXe OyTH reMOJIiTUYHA aHEeMis 3 He-
raTuBHOIO peakitiero Kymoca;

— 3 OOKy OpraHiB €HJIOKPMHHOI Ta CTAaTeBOI CHUCTEM
MOXe MaTHu Miclle 3aTpUMKa CTaTEBOr0 PO3BUTKY, FHEKO-
MacTis, IOpYIIeHHSI mensis, 3HWXEHHsI (epTUILHOCTI,
CMOHTaHHi a00pTH, MOPYILIEHHS TOJEPAHTHOCTI 10 TITIOKO-
3H, TinonapaTupeoinnu3M, akpoMeranisi;

— 3 00KY OITOPHO-PYXOBOi CUCTEMU PO3BUBAETHCS PaH-
Hill OCcTeomnopo3, CIIOHTaHHI MEPeIOMU, apTPUTHU, apTPO-
narii KpyrmHuX cyriao0iB, pabmIoMionis;

— 3 0OKY LIKip¥ MOX€e MaTH MicCIIe TillepIirMeHTallis Ta
roJiy0i JIYyHKU OiJIsl HIFThbOBOTO JIOXA;

— 3 DOKY iHIIIMX OpraHiB MOXe MaTH Miclie KapaioMio-
maris, XoJesiTias, maHKpeaTur |5, 6].

[yxe pinkuii, ajme MoxauBuii BapianT XB — po3Bu-
TOK FOCTPOI MeYiHKOBOI HEIOCTATHOCTI, SIKa MPOSIBISIETHCS
TOCTPUM BHYTPIIIHbOCYAMHHUM T€MOJi30M, TeMOJIITAY-
Hoioo KyMmOc-HeraTuBHOIO aHeMi€l0, KoaryJomaTi€lo, IIo
He KOpPEryeTbcsl MapeHTepaJibHUM BBEIEHHSM BiTaMiHY
K, mBuaKo mporpecyrouolo HMPKOBOIO HEIOCTaTHICTIO,
30iIbIIEHHSIM PiBHS TpaHcaMiHa3 MpU HOpMaJibHOMY abo
cyOHOpMaJIbHOMY piBHi JyxkHOi (ocdarasu. I[IporHos
I'TIH npu XB HecnpusITIMBUI, TakKi HiTM MOTPeOYyIOTh
TpaHcIutaHTauii [7, 34].

3 ypaxyBaHHSIM TSIXKKOCTI KJIiHIYHOI KapTUHU Ta ypa-
JKeHb, 1110 PO3BUBAIOTHCS 3 OOKY Pi3HUX OPraHiB i cucTeM,
HeoOXimHa paHHS AiarHocThKa XB, B imeani Ha gocHUMII-
TOMaTUuHil crazii [8, 9]. HaitGinbiry HebGe3neky craHo-
BUTb CUTYyallisl, KOJIM XBOpOOa He po3Ili3HaHa Ta JUTWHA
He oTpuMye crnenudigyHoro JikyBaHHs. [Ipu cBoevyacHiit
IiaTHOCTUILII MOXKJIMBUM paHHIM ITOYATOK CIeUNMIiTHOI
Teparlii, SKa Ma€ OyTU IOBiYHOIO Ta Oe3nepepBHOI0. Tomy
JITA 3 HE3pO3YMITUM MiABUILEHHSM PiBHSI TpaHCaMiHa3,
3 HaliMeHIIoI0 Mmino3poio Ha XB moTpedyioTh peTeIbHOro
00cCTexKeHHs Ta MPOBEAECHHS AiarHOCTUYHUX TecTiB [8—10]:

— BUM3HAYeHHS piBHs Liepyioruiasminy (Cp) cupoBart-
ku KpoBi. HopmanbHe 3HaueHHs1 Cp — 200—400 mr/n abo
170—270 on/n. Onst XB xapakTepHe 3HMKeHHs piBHs Cp,
ajie 11e He maTorHoMoHiuHo. HopmasbHi mokaszHuku Cp He
BUKJIIOYAIOTh HassBHiCTh XB. Tinbku BKpait HU3bKi LIMDpU
Cp (< 50 Mr/m) cTporo BKa3ywoTh Ha HasiBHiCTb XB [11, 12];

— noboBa ekckpellist Mini 3 ceueto. HopmanbHuMit mo-
Ka3HUK 10 45 Mxr/nody. Piens Oinbiie 3a 100 Mkr/mnody
MpU HAsIBHOCTI KJIIHIYHMX CUMIITOMIiB BKa3dye Ha XB
[13—15];

— HagBHICTb Kineup Kaiizepa — DneiiiiHepa, aje ix
BiICYTHICTh He BUKJIIOUYa€e XBopoou Binbcona [35];

— Oioricis MeviHKY /IS KiIbKiICHOTO BU3HAYEHHS MiJli:
SIKIIIO BU3HAYEHO MeHIle 3a 250 MKT/T CyXoi pe4OBUHU B
TKaHUHI MEeYiHKU, TO 1€ € IMiATBepIKeHHIM aiarHo3y XB
[16, 35];

— TMPOBEIEHHS MOJEKYISIPHO-TEHETUYHOTO JTOCIi-
JDKeHHS UT BU3HAYeHHsI MyTaliiii reHa ATP7B.

HaiiGinpn nouiibHOIO € MoeTanHa AiarHocThka XB.
[Tepiium eTanom € 00CTeXXKeHHSI 1iIboBUX rpym. CtpaTeris
JIarHOCTUYHOTO OOCTEXKEHHSI CIpsIMOBaHa Ha paHHE BU-
SIBJIEHHSI TPy BUCOKOTO PM3MKY HOCICTBA MyTallili TeHa
ATP7B [17, 18].

J1J1s1 maLiEHTIB 3 HASIBHICTIO TTATOJIOTIYHUX CUMIITOMIB:

— 3axBOPIOBaHHS MEYiHKM HESICHOI eTiOoJoTii, MimBU-
IIeHHS PiBHS MEYiHKOBUX (DEPMEHTIB, SIKe HE MOXHA I10-
SICHUTH, renaToMeradisi y Biui 3—45 pokis [19];

— HasBHICTh KJIiHIYHMX 03HAK aBTOIMYHHOTO T'eIIaTUTy
pu Hee(heKTUBHOCTI CTAaHIapTHOI Tepallii KOPTUKOCTEPO-
imamu;

— MeTaboJIiYHO acollilfloBaHa cTeaToTUYHa XBOpoOa
MEYiHKU;

— TOCTpa MeYiHKOBA HEJOCTATHICTh, 110 CYIPOBOMXY-
€ThCSI TEMOJIITUYHOO aHEMIETO.

JInst manieHTiB 6e3 cKapr Ta CUMMIITOMIB 3aXBOPIOBaH-
Hs1 — ciOciB nmauieHTiB 3 XB:

— 3araJibHUi aHali3 KpOBi, IMEUYiHKOBi IpoOuU, Mpo-
TpoMbiHoBuii iHnekc (I1TI);

— Cp cupoBaTKu KpoBi (Ipu CyOHOpMAaJIbHUX TTOKa3-
HUKaxX JOCJiJIXEHHs HEeOoOXiTHO MOBTOPUTHU) Ta H0OOBa
eKCcKpellist Mifi 3 ceuero [20—22];

— o(TaybMOJIOTiYHE JOCTIIKEeHHS 3a TOIIOMOTIOIO IIIi-
JIMHHOI JIAMIIH;

— MOJIEKYJISIPHO-TEHETUYHE JOCIIKEHHSI: TOIIIYK MY~
taiiiit rena ATP7B.

IcHyIOTB UiTKi MOKa3aHHSI JIs TOYaTKY JiKyBaHHs XB:

— miarHocTOoBaHa XB y mamieHTIB, 110 MafOTh KIIiHIYHI
MPOSIBY;

— nmiarHocTtoBaHa XB mim yac ciMeifHOro CKpWHIHTY Y
Mali€HTIB cTapiie 3 poKiB.

3arajbHi peKoMeHallil 3 BeAeHHs NalieHTiB 3 XB:

— OLIiHKA ITeYiHKOBOI HEIOCTATHOCTI 3a ILKaJIOIO IIPO-
THOCTUYHOTO iHIEKCY ITPOBOAUTHCS 32 YHi(hiKOBAaHUM KJTiHiU-
HUM IIPOTOKOJIOM TIEPBUMHHOI Ta BTOPMHHOI (CIeliaiizoBa-
HOI) MEAMYHOI 1oroMoru «XBopoba BibcoHa» [34] (Tabm. 1);

— MPU3HAYEHHS JIETU 3 BUKJIIOYEHHSIM MPOAYKTIB, 1110
MaloTh BUCOKHWIA YMICT Mifli (MeviHKa, iHIli CyOrnpoayKTH,
ropixu, 110KoJiaJl, bapaHuHa, Kauyka, Kypka, KoBdaca, puoda,
paKoIoaiOoHi, medyepuili, 6000Bi, Kpec-caat, IIaBeb, 11~
Oysst-riopeid, peauc, rpudn). Ciin 3a3HaYNUTH, 110 TiETUYHI
00MEXXEHHS Milli MOXYTbh MaTH MEeBHE 3HAYSHHSI JIJIsT Tepe-
0iry Ta nmporpecyBaHHsI 3aXBOPIOBAHHSI, aJie IiETOTepartis Hi
B SIKOMY pa3i He MOXe 3aCTOCOBYBATHCS SIK MOHOTEpATTis;

— MPU3HAYAIOTHCS KOMILJICKCH BiTaMiHiB Ta MiHepaJliB,
JIO CKJIay IKUX HE BXOIUTb Miflb;

— JIOMyCTUMa KiIbKICTh Milli y mperaparax Ijisl eHTe-
paJbHOIO XapuyBaHHS He MOBMHHA IepeBullyBaTy 1,5 mr
Ha 100Yy;

— MOBMHEH 3MilICHIOBATUCS KOHTPOJIb PiBHS Midi B
MUTHil Bofi (Boja IMoBMHHA OyTH TeCTOBaHA Ha BMICT Mii
Ta KiJIbKICTh Mifi moBUHHA Oyt He Oinbiie HiX 0,1 % y
90 % BUMIpIOBaHb);
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— MpU ypaxkeHHi MeYiHKU JIiKyBaJibHa TaKTUKa, SIK IIPU
XPOHIYHUX I'enaTUTax;

— CcUMNOTOMAaTUYHaA KOPEKIIisl HEBPOJOTiYHUX IOpY-
LLIEHb;

— TICUXiYHi CUMIITOMU MOTPeOYyIOTh CBOEYACHOTO PO3-
Mi3HaBaHHS IEMPECUBHUX PO3JaliB, CYILIMAATBHUX TYMOK
Ta MpU3HAYEHHS TCUX0(papMaKOJIOTIYHOT KOPEKILii;

— SKI110 € nucdarisi, To y BUNaaKy ii 6e3 acmipaltii mpu-
3HAUYaETHCS pifika abo HariBpiaKa iXka; y BUNaaKy aucdarii
3 acripalli€o MPOBOANUTHCS rACTPOCTOMIS Ta IPU3HAYAETh-
csl eHTepaJibHE XapuyBaHHS;

— IIPOBOIUTHCS O0OB’sI3KOBa MpO@dilaKTHKA TOXATKO-
BOTO ypaKeHHsI TIEUiHKW: BaKIMHYBaHHS MPOTU BipYCHUX
reratutiB A, B, BUKITIOUAa€ThCS BXKMBAHHS aJIKOTOJIIO Ta 3a
MOXKJIMBOCTI He IPU3HAYAIOTHCS TeNaTOTOKCUYHI MperapaTu.

basoBe AiKYBAHHS

3azaavni npunyunu. s eximinanii Mizgi i3 opradizmy
3actocoByeTbest D-neHinmnamin (PA), aist nmpurHiyeHHst
a0copOI11ii Mili B KUIIEYHUKY TTPU3HAYAIOTHCS COJIi LIUHKY
(ZS). JlikyBaHHSI TIPOBOAUTHCS IIPOTSATOM YCHOTO KMTTSI.
IlepepBu B JiKyBaHHI 30UIBIIYIOTh PU3UK AEKOMIICHCAIIIl
3aXBOPIOBAHHS. Y BUIIaKaX TPOTPECYOYOTO YPaKeHHS
MeYiHKU, BUPAKEHOI MEYiHKOBOI HEJIOCTATHOCTI €NMHUM
METOIOM JIiIKyBaHHSI 3aJMIIAETbCS OPTOTOIIIYHA TpaH-
cruiaHTauis rnevinku. Line moyatkoBoi a3u Teparii — mo-
CSITHeHHSI HeraTMBHOro OanaHcy Miai. Lliib migTpuMyBaib-
Hoi a3y Teparii — MiATpUMKa TOCITHYTOro 6ajaHcy Mifdi
[23-25, 35] (Taba. 2, 3).

BaxaHe Ta MOXJIMBE HOCATHEHHSI MOBHOTO edexTy: y
MPOLIECi JTiKyBaHHS JOCITHYTI LIJIbOBI PiBHI 1000BO1 €KC-
Kpelii Mili 3 ce4elo Ta KOHLIEHTpallil He 3B’s13aH0i 3 Liepy-
JIoTIa3MiHOM Miai B cupoBaTii. HemoBHuit edekT: 3HU-
JKeHHsI TUTbKM T0O0BOI eKCKpelii Mifli 3 ceuero abo TiIbKU
KOHIIEHTpallii BiIbHOI Milli B CHUpOBaTLi KpoBi (Tadim. 4).
KpaTHicTb MOHITOPUMHTY MOXe 301JIbIIIyBaTUCS TIPU TIOTip-
IIeHHi KJIiHiKO-71a00paTOPHUX ITOKA3HUKIB, PO3BUTKY I10-

OIYHMX peakIiii, Migo3pi Ha HEAOCTaTHIO KOMIUTAEHTHICTh
naiieHra [26].

[Ipu anexBaTHOMY JIiKyBaHHi, TOTPUMaHHI PeXXUMY Te-
pamii kinbug Kaiizepa — DJeiiiepa 3HUKAIOTh 400 3MEH-
LIIYIOTHCS, aJie 3’SIBJISIIOThCSI TOBTOPHO MPU HETOTPUMaHHI
pPeXUMy MeIMKaMEeHTO3HOro JiKyBaHH: [27—30].

MOHITOPHUHT JiKyBaHHS:

— KOHTPOJIb IMHAMIKM KJIiHIiYHUX MPOSIBiB 3aXBOPIO-
BaHHS$I, 0iOXiMiUHMX TTOKAa3HMKIB Ta KOMILJIAEHTHOCTI Ma-
LIiEHTA;

— BUSIBJICHHS Ta KOPEKI1Iisl MOOIYHUX peakliiit Tepartii.

[TporHo3 3axBoploBaHHSI 3aJIEKUTh Bill yacy IMovaTKy
JIIKyBaHHS — KJIIHiYHI CMMIITOMU HE pPO3BMBAIOTHCS Ta
MPOTrHO3 AOOPUIA, SIKIIO JIIKyBAaHHS 1OYATO Ha TPECUMIT-
ToMaTtuyHiil crazgii. [lanieHTn 3 HAIBHUMU KIiHIYHUMU
CUMIITOMaMH MPU aJIeKBATHOMY JIiKyBaHHI MOXYTb po3pa-
XOBYBaTU Ha CTaOiTi3allio i MOJNMIIEHHS MPOIeCy B IIe-
YiHIII Ta HOpMaJi3awilo ¢yHKIi# nedinku. HeBposoriuni
MPOSIBU Iy>Ke BapiaOesibHi, ICUXiYHI CUMIITOMM 3a3BUYall
3MEHIIYIOThCS. TpUBaNiCTh XUTTA Ha TJi JIiIKyBaHHS Ha-
OMKAETHCS A0 CepeaHbol y mormyJsuii [31, 32].

IHoni Ha TJ1i TiKyBaHHSI MOX€e PO3BUHYTHUCS TOTipIIeH-
Hl, aJIe B YCiX BUIagKax 0e3 JiKyBaHHS BilOYBa€eTHCS MPO-
rpecyBaHHs1 X B, 1110 mpu3BOAUTS 10 cMepTi natieHTa. [1pu
(yAbMiHAHTHIA MEYiHKOBilA HEIOCTATHOCTI IPOrHO3 0e3
TpaHCIUIaHTAaLlii Te4iHKY roraHuii [33].

KAiHiYHUM BUNOAOK

[1im HaIUM CITOCTEpEXEHHSIM IIepeOyBa€ XJIOMUYUK &8
pokiB. [lepire 3BepHEeHHSs 10 JiKaps Oyiao HaBecHi 2023
POKY, KOJM OWTUHA TIpel’siBJisla CKaprd Ha CJIaOKicCTh,
MinBUIIIEHY BTOMIIOBaHICTh. KitiHiuHi aHai3u KpoBi, ceui,
EKIT, xonnporpama B MexXax HOpMH. 3 OOKY CEpleBOi, M-
XaJIbHOI, €HOOKPWHHOI, CEYOBMUBIOHOI CHCTEM 3MiH He
Oyno BusBiaeHO. [lpm ormsami mcuxodi3ndHUl pO3BUTOK
IUTUHU BiIMOBiZa€ BiKy, KiCTKOBO-M’s130Ba cucTeMa 0e3
03HaK MaTOoJIOTii, mepudepndHi JiMGbOBY3JIN He 30iIble-

Ta6nunys 1. lNMporHocTuyHwii iHgekc npu xeopobi BinbcoHa B moangikauii Dhawan et al.

MNMoka3Hukun 1 6an 2 6anun 3 6anun 4 6anun
Eg;ismmgﬁ:;a“‘” 100-150 151-200 201-300 > 300
ACT, og/n 100-150 151-300 301-400 > 400
MHI 1,3-1,6 1,7-1,9 2,0-2,4 >2,4
Tenkoumntu, x 10%n 6,8-8,3 8,4-10,3 10,4-15,3 > 15,3
AnbbyMiH, r/n 34-44 25-33 21-24 <21
PesynbTar > 11 acouiioBaHnin 3 BUCOKOIO MMOBIPHICTIO CMepTi 6€3 TpaHcraHTawii neviHkm

Tabnuys 2. lpenapatu Ta pexxumMu JlikyBaHHs

MpenapaTtu

dosu

Cnoci6 3acTocyBaHHs

D-neHiunnamin
(kynpeHin, metan-
KanTasa)

MoyaTkoBa Tepanis: 250-500 mr/go6y, 36inbLuytoyn 0o3y Ha 250 mr
KOXHi 4—7 gHiB 0o MakcumasnbHoi 1000-1500-2000 mr/po6y. Li-
Tam 20 mr/kr/po6y, Big 12 pokisa — 750—1000 mr/goby; MiHiManbHa
po3a — 500 mr/po6y. Mpu focarHeHHi pemicii Ta yTpMMaHHi HeraTme-
Horo 6anaHcy Mmigi nigévpaeTbes nNigTpyMyBanbHa gosa

Y 2-3 npuiiomu 3a 1
roAvHy [0 NPUNOMY iXi
a60 yepes 2 roavHn
nicna ixi

LinHky cynbdpat (ZS)

25-150 Mr enieMeHTapHOro LMHKY Ha Joby

VY 2-3 npuinomm
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Hi, 6e300icHi. [lIkipa Ta BunMMi C1M30Bi 000JIOHKM YKCTI,
3BUYAfHOTO KOJIbopy. Han nereHsMu — sSICHUI JereHeBuii
3BYK, BE3UKYJIsipHe nuxaHHs. [lepenceplieBa miisiHka 6e3
0COOIMBOCTEM, MeXi BiTHOCHOI TYIOCTi BilMOBiZAIOTh
BiKY, TOHU PUTMIi4Hi, sicHi. 2KuBIT oBasbHOI HhopMu, cume-
TPUYHMIL, OEpe yUyacThb B aKTi IMXaHHS, M IKUI, TOCTYITHU I
najbliallii, Tpy TIMOOoKiIi majnbnaiii 6e3oomicauii. [ledin-
Ka BHUCTYIIA€ 3-TIi Kpalo IpaBoi pedepHoi ayru Ha 1,5 cM,
0e30o0iricHa, IIiJIbHA, MaiopyxoMa. [1pu momanbimomy 00-
CTEXEHHi OyJIO BUSBICHO CMHIPOM LIMTOJI3Y 3i 30iJIbIIIeH-
HsIM TpaHcamiHa3 B 9—10 pasiB, mMpu yJIbTPa3ByKOBOMY
IOCTIIKEeHHI — TemaToMeramisi, Audy3Hi 3MiHU IMMapeH-
XiMM TIeuiHKu. 1151 BUKJIIOUEHHSI 3aXBOPIOBaHb MEYiHKU
OyJI0 MPOBENEeHO AOCHIIKEHHSI MapKepiB renatutis A, B,
C, repneTU4YHOi I'pynu BipycCiB, piBHS Ol -aHTUTPUIICUHY,
Lepy/aoIaa3MiHy, piBHs cieurdiyHUX aBTOAHTUTLIL. Y Ou-
TUHU OYJIM BiICYTHi aHTUTEHU Ta aHTUTIJIa 10 BipyciB A, B,
C, repriecy VI Tuny, Enmreiina — bapp Bipycy Ta uurome-
rajoBipycy; piBeHb Oll-aHTUTPUIICUHY OYB B MeXaX HOp-
MM, piBeHb LIepyJI0TUIa3MiHy OyB Ha HUXKHiNl MexXi HOpMU.
IIpu imyHO(EepMEeHTHOMY AOCHiIKEHHI OyJI0 BMSIBJIEHO
MEXOBMI PiBEHb aHTUTLI JO PO3UMHHOTO aHTUTEHa Tie-
yinku (SLA-LP) Ta Mo3uTHBHI aHTUTIJIA 1O LIUTO30JIbHOTO
anTureHa nedinku (LC-1), 110 7103BOIMIIO AiarHOCTYBAaTU

aBTOIMYHHMI TeTIaTUT Ta MIPU3HAYUTHU TIPEIHI30I0H Y 1031
1 mr/kr macu tina Ha moOy. Ilicasa mpu3HaYeHHST IpenHi-
30JI0HY B IIEpII ABa THKHi BigOy/I0Cs 3HAUHE 3HWKCHHS
piBHs TpaHcamiHa3z (3 250—300 mo 30—40 ox/m), aje moTim
TpaHCaMiHa3M IToYaJiM MOCTYIIOBO MigHIMaTUCSl Ta Oiii-
IIJTM JI0 TI0YaTKOBOTO BUCOKOTO piBHS. [Ipn oOGcTexeHHi
y xnomnuuka piBeHb AJIT konusascs Bin 250 no 300 on/i,
ACT — Bin 55 no 80 oxn/m; piBHi 3arajbHOrO OinKa, aaboy-
MiHY, OiipyOiHy, raMmma-TiayTamMiiTpaHchepasu Ta JIyKHOT
¢ocdarasu Oyau B Mexkax HopMH. CKpUHIHT aHTUHYKJIE-
apHux aHtuTin IgG — HeratuBHMit. PiBHI TMpeoTpOoIHOTO
ropmony Ta T4 BinbHOTO — B MexXax HopMu. Enacrorpadis
MEeYiHKY METOJIOM 3CYBHOI XBWJIi: MeiaHa eJJaCTUIHOCTI —
5,6 xIla; creatromerpist — 0,77 db/cm/MHz. IBodoTOH-
Ha peHTreHiBcbka abcopOiioMerpis: Bchoro Tiza: BMD
0,609, Z-score — 1,2; monepekoBoro Biaaiay: BMD 0,535,
Z-score — 0,6. IIpu Y3]I — 03HaKM renaTocruieHoOMeralii,
nudy3HUX 3MiH TTapeHXiMU TIediHKU. Bysio mpoBeneHo 10-
CJIIKEHHST PiBHSI LIEPYJIOTUIa3MiHY, IKU BUSBUBCSI 3HU-
KeHuM — 14,8 mr/m1 (ipu HopMi 20—40), Ta eKcKpelii Mifi
3 ceuero, sKa BusiBuiacs miasuineHow — 0,104 mr/mooy.
[licaa oTpuMaHMX pe3yabTaTiB OyJI0 IIPOBEIEHO MOJIEKY-
JISIPHO-TEHEeTUYHEe MOCIiIKeHHs: aHaji3 reHa ATP7B 3a
nporoMmoroio TIJIP — ¢.3207>A(p.His 1069Gin) — BusiB-

Ta6anysa 3. MOHITOPUHI e(pekTUBHOCTI Ta 6e3nekn MeaAnKamMeHTO3HOI Tepanii

KpuTepii

Mpenapat .
penapa edPeKTUBHOCTI

YacToTa KOHTpPOJIIO

KpuTepii 6e3neku YacTtoTa KOHTpOJIO

D-neHiunnamin
(kynpeHin, me-

Ho6osa ekckpeuis
Mifli 3 ceyero MeH-

Ha novatky nikyBaHHs,
yepes 1, 3, 6, 12 micauis,

MepLumm micaup — 1
pas Ha 7 gHiB, 2-3-1
Micaui nikyBaHHA — 1
pas Ha Mmicsilb; 4—6-1

3aranbHuii aHania
KPOBI, (YHKLiOHANbHI
neyviHKoBI Npo6u,

e 3a 75 MKr

Tankantasa) e 3a 500 MKr notiM 1 pas Ha pik . Micaue — 1 pas Ha
KpeaTuHiH, ceyoBuHa | . .
Micsub, gani — 1 pas
Ha 6 micauis
. MepLui 6 Micauis nikysaH- 3aranbHui aHania
[oboBa ekckpeLis P H KyBa . . .
LnHky cynbdpat | Hs — 1 pa3 Ha 3 micsuj, KpPOBi, (OYHKLLIOHANbHI .
Migi 3 ce4ero MeH- . . . 1 pas Ha pik
(ZS) HacTynHi 2 pokn — 1 pa3 Ha | NeviHKoBi NPobw,

6 micsuis, gani — LWopiYHO

eraTI/lHiH, ce4oBnHa

— ONUTYBaHHSA Ta QoisvKasibHe OOCNIOKEHHS;
— opTanbMosoriyHe JOCHIOKEHHS;

— 3arasibHuIA aHarni3 KpoBi Ta cedi;

— anbbymiH, MNTl a6o MHY;

— CEYOBMHA, KpeaTuHiH;

— uepynornnasmis;

— [060Ba eKCKpeLis Mifgi 3 ceveto

MiHiManbHWI cnekTp AOCNIAXKEHb NPU MOHITOPUHIY fiKyBaHHS:

— 3arasibHa Milb CMpOBAaTKK, He 3B’A3aHa 3 Liepysionnas3miHoM Migb CMPOBaTKMN KPOBI;

Ta6nuus 4. Oco6MBOCTi MeAUKaAMEHTO3HOI Tepanii B neBHUX KJIiHIYHUX CUTYaLlissx

KniHiyHa cutyauis

Oco6nuBOCTi BBeAeHHS

MpekniHiyHa cTagis Linkky cynbdpat (ZS)

BariTHicTb

Tepanii — 1 pas Ha 3 micsaui

MpopoBxxeHHs cneundiYHOro NikyBaHHS; npenapart BU6opy — LMHKY cynbdart (ZS); nosa
UMHKY 3anviaeTbecs nonepeaHboto, 8o3y PA 3HmxXyoTb 0o 25-50 % Big [o3n, npusHa-
YyeHoi fo BariTHocTi. KpuTepii edheKTMBHOCTI Tepanii Ti XX cami. MOHITOpUHI e(peKTUBHOCTI

Mepioa naktauii

Mpenapat Bu6opy — LMHKY cynbgat (ZS)

XipypriuHe BTpy4YaHHs

3HMKeHHS 0o3n PA cnpusie NpULLBUALLIEHHIO 3arOEHHS paH
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JICHO B TOMO3MIOTHOMY cTaHi. KoHcymbranis odraibMo-
Jlora — MIiOMiYHUI aCTUTMaTU3M; JaHUX 1LI0J0 HasBHOCTI
kineup Kaiizepa — @ueitniHepa HeMae.

Takum yuMHOM, 3 ypaxyBaHHSIM TenaTOCIIEHOMeraii,
HasIBHOCTI U(Y3HUX 3MiH MapeHXiMu MevyiHKu, Heedek-
TUBHOCTI Teparnii KOPTUKOCTEPOinaMu, 3HUXKEHHS PiBHS
LepyJionjaa3MiHy, MiIBUILIEHHS eKCKpelil Mili 3 ceuero Ta
pe3yJIbTaTiB  MOJIEKYJISIPHO-TEHETUYHOTO  JIOCIiIKEHHS
XJIOITYMKY OyJI0 BCTAHOBJIEHO JliarHo3: XBopoba BinbcoHa,
neviHKoBa (popMa, IToMipHa aKTUBHICTh TenaTuty. Miormiu-
HUI aCTUTMATU3M.

IIpoBeneHo JiKyBaHHS: Mi€Ta, YpPCOAE30KCHUXOJIeBa
kucaota 500 mr Ha m00y; mpemHi3onoH 20 Mr Ha 100y 3 TT0-
CTYIIOBUM 3HIKEHHSIM 031 Ta BiIMIHOIO IIperapary; Bi-
Tamid B, 25 Mr Ha 100y, LMHK 75 MI Ha 100y; METajIKanTasa
(neniumnamin) 150 mr Ha 100y.

[Ipr3HayeHe JIiKyBaHHSI TIPU3BEJIO 10 MOIMIIEHHS CTa-
HY XJIOMYMKa, HOpMai3allii piBHS TpaHcaMiHa3, KOHIEH-
Tpallii Mifi B TOOOBIii1 cedi, KOHIIEHTpALlil 1IepyJIoIIa3MiHy
B cupoBarii KpoBi. Ha chOromHi XJI0munK KoxHi 6 MicsLiB
OIJISIIAETHCS IUTSYMM TaCTPOSHTEPOJIOTOM, TIPOXOIUTH OTTH -
TyBaHHSI, (hi3uKaabHEe Ta OMTAJIbMOJOTIYHE TOCIIIKEHHSI,
3[1a€ 3araJIbHUII aHaJli3 KPOBi Ta cedi, aHaJli3W Ha aJIbOyMiH,
IITI, ceyoBuHy, KpeaTnHiH, LepyIOIUIa3MiH, He 3B’SI3aHY 3
LepyI0IUIa3MiHOM MiIb CMPOBATKU KPOBi, JOOOBY €KCKpe-
wito Migi 3 ceuero. OTpuMye MeTanKanTasy B 103i 20 Mr/Kr
Macu Tija, TOJiBiTaMiHHI IpernapaTu, A0 CKJIaay SIKUX He
BXOIMTH Miab. Ha i mpusHavyeHoi Teparnii Mae HOpMaJbHi
MOKa3HUKM MTEYiHKOBUX MPOO, PiBHI LIEPYI0TUIa3MiHy Ta Mifi
CUPOBATKHU, PO3BUBAETHLCS BiIMOBITHO 10 BiKY.

BucHoBKkMU

BukopucranHs nabopaTopHUX MOCTIIKEHb (KOHIIEH-
Tpailisg Mifi B 100OBiii cedi, KOHLIEHTPALisT LepY/I0ILIa3Mi-
HY B CMPOBATLi KpOBi), KOHCYJbTAallii OKyJIicTa, HeBpOJora
Ta TeHeTUYHEe MOCIiIKeHHS 1151 BUSIBICHHSI MyTalliif reHa
ATP7B n03BoJISIIOTh CBOEYACHO BCTAHOBUTU JiarHO3 XBO-
pobu BinbcoHa, MpU3HAYUTU adeKBaTHUN KypcC JiKyBaH-
Hs1. s Oiblll paHHBOTO BUSIBJIEHHSI XBOopoOu BinbcoHa,
BTOPUHHOI NMPOMiAaKTUKU LIUPO3Y MEUiHKHU, MiABUILIEHHS
SIKOCTI XKMTTSI XBOPUX HEOOXiZIHO NOCIIIKYBAaTH MTOKA3HU-
KM OOMiHY Miji y BCiX AiTe# i3 HEYTOYHEHOIO ETiOJIOTiEI0
XPOHIYHOTO TeraTUTy.

Konduaikr iHTepeciB. ABTOpU 3asIBISIIOTH TIPO BifICYT-
HiCTh KOHQJIKTY iHTepeciB Ta BjacHOi (hiHAHCOBOI 3alli-
KaBJICHOCTI ITPY MiATOTOBII JaHOI CTATTi.

Indopmania npo dinancyBanns. PoGora BMKOHaHA 3
BUKOPUCTaHHSIM PECYPCiB aBTOPiB IIPOEKTY.

Buecok aBTopiB. badamkanan O.M. — nu3ailH gocCti-
JDKeHHS, aHaIi3 pe3y/bTaTiB, HanmucaHHs Tekcty; Llyto-
Ba O.B. — 00pobOka marepiaiiB Ta poboTa 3 JIiTepaTypolo;
[TaBnenko H.B. — ananiz orpumanux manmx; CoyiogoB-
HuyeHko I.I. — ¢opmyBaHHs cnivcky Jiteparypu; Boso-
mH K.B. — BUKOHaHHS TOCTiIKEHHSI.
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Wilson’s disease in a child: a difficult path to diagnosis (clinical case)

Abstract. The article presents data on the etiology, pathogenesis
and clinical manifestations of Wilson’s disease, and also describes
a diagnostically complex clinical case and own observation of a
patient with Wilson’s disease. Wilson’s disease is a chronic liver di-
sease caused by impaired copper metabolism, which can progress
to fulminant hepatic failure, chronic hepatitis or liver cirrhosis.
In childhood, the disease has a latent course for a long time, it is
clinically characterized by signs of liver damage at the initial stage
mainly. Based on the review of scientific medical literature and
the results of our own observation of a child with Wilson’s disease,
it was demonstrated that there are still difficulties in early diag-
nosis. The problem is due to pronounced clinical polymorphism
and insufficient vigilance of practicing physicians regarding this
disease. Currently, the generally accepted standard for diagnosing
Wilson’s disease is molecular genetic testing and a decrease in ce-
ruloplasmin serum level. However, despite the high specificity of

the common standard indicators, none of the above tests can have
an independent diagnostic value. Establishing a reliable diagnosis
is ensured only by a combination of various clinical, biochemi-
cal and genetic tests. Timely diagnosis and treatment of pediat-
ric patients with Wilson’s disease remains important. The use of
laboratory tests (levels of copper in daily urine, ceruloplasmin in
blood serum), consultations of an ophthalmologist, neurologist
and genetic research to detect mutations of the ATP7B gene al-
lows making a timely diagnosis of Wilson’s disease, prescribing
an adequate course of treatment. For earlier detection of Wilson’s
disease, secondary prevention of liver cirrhosis, and improvement
of patients’ quality of life, it is necessary to study the indicators
of copper metabolism in all children with unspecified etiology of
chronic hepatitis.

Keywords: Wilson’s disease; diagnostic criteria; ceruloplasmin;
copper metabolism
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