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CYYACHI JIATHOCTHYHI MOXKJIUBOCTI ¥ BEPU®IKAILIII XBOPOEU
BLJIbCOHA-KOHOBAJIOBA Y JIITEH
(BJIJACHE KJITHIYHE CIIOCTEPEKEHHSI)

Bummii gepxaBHU HaBYANBHUHN 3aKi1a] Y KpaiHu
«ByKOBUHCHKMIA IepKaBHUN MEAWYHUIA YHIBEpCUTET», M. UepHiBLIi

Pe3tome. YV craTTi mpexcTaBiieHi cydacHI JaHi Ipo
0COOJIMBOCTI KIIIHIYHOT CUMIITOMATHKHA, METOLH AiarHOCTHU-
KU Ta JIIKyBaHHsI XBopoOu Binbcona-KoHoBanosa, a Takox
OIMUCaHO BJIACHE KIIIHIYHE CIIOCTEPE)KEHHS 3aXBOPIOBAHHS B
niBuMHU 16 pOKiB.

KaouoBi ciaoBa: gmitm, xBopoba Bimbcona-

KonoBasoBa, giarHocTyka.

XBopoba Binbcona-KonoaoBa (remarornepe-
OpasibHa AUCTPOdis) — CIIagKOBE MOHOTEHHE 3aXBO-
PIOBaHHS 3 aBTOCOMHO-PEIIECHBHUM THIIOM yCIaIKy-
BaHHS, B OCHOBI SIKOTO JIE)KUTh T€HETUIHO 3yMOBIIE-
HE TOpYIIEHHS OOMiIHy Migi 3 HagMipHUM
(TOKCHYHUM) 11 HAKOTIMYEHHSM TIEPEBAXKHO B MEUiHIT
i HepBoOBiil cucrtemi [2]. IMOBipHICTD HAPOIKEHHS
XBOpOi AUTHHU B OaTbKiB-T€TEPO3UTOT CTAHOBHUTH
25 % [3]. XBopoba Binbcona-KonoBamoBa BigHO-
CUTBCSL JI0 PIIKICHMX 3axBOproBaHb. llommupeHicth
craHoBUTH 1-9 Bumaznkis Ha 100 Tucsy HaceneHHs (y
cepennbomMy | Ha 25000), mopiuHa yacTtoTa BHSB-
JIEHHS HOBMX BHIankiB — Big 1 Ha 30000 mo 1 Ha
100000 macenenns [5]. CepenHiii Bik 1e00Ty XBOPO-
6u ctaHoBUTH 11-25 pokiB. BBaxkarTs, Mo BOHA €
npuanHOIo 15-20 % ycix XBOpoO MEdiHKM y AITeH, a
5 % xBopux MoJoame 35 pokiB i3 KapTUHOIO XPOHi-
YHOTO aKTUBHOTO TEMATHTy HESICHOI eTioyorii cTpa-
XK 1al0Th XBOpo0oro Binscona-Konosanosa [13].

VsBiEeHHS TPO NAaTOreHe3 Ta KIIHIKY JIaHOTO
3aXBOPIOBaHHs OyJM 3HAYHO PO3LIMPEHi B poboTax
BUJATHOrO paasHcbkoro Hesposaora H.B. Konosano-
Ba [2], Akuil 3ampoNOHYBaB Ha3By «remaToLepe-
OpanbHa quctpodis», BUAIMB 4oTUpU (HOpMH ypa-
JKCHHS HEpPBOBOi CHUCTEMH 1 OJHY a0JOMiHAJBHY.
[Ipu xBopoOi Binscona-KoHoBamoBa mopyuIyrOTECS
JIBa OCHOBHHX IIUISIXM OOMIHY MiJIi B TI€YiHIII — BHBE-
JIEHHSI MiJi 3 )KOBYIO Ta O10CHHTE3 LEepyJIOIIa3MiHy
— TOJIOBHOTO OiJIKa, 110 3B'SI3y€ Mifb. Y pe3yibTaTi B
CHpPOBATIi KpPOBi MiABHIIYETHCA BMICT HE3B'I3aHOT
Mi/Ii, 1[0 TIPU3BOJUTH 10 301IbIICHHS ii BHYTPIIIHBO-
OpraHHOl KOHIEHTpallii, NepeBa)KHO B TOJIOBHOMY
MO3KY, HUpKax, NeYiHIli Ta POTiBLi, Ta IX TOKCHYHO-
ro ypakeHHss [5].

Jnst mposiBy 3aXBOPIOBAaHHSI MalOThb 3HAUCHHS
€K30TeHHI BIUIMBH, WI0 YPaXyIOTh MEUYiHKY
(irTOoKCHKamis, iHpekmisa Ta iH.) [4]. Kiinika 3axBopro-
BaHHS MYJBTHCHMIITOMHA 1 BKJIFO4Yae B cebe, mepi 3a
BCe, TIEYIHKOBI Ta HEBPOJIOTIUHI MPOSIBH, & TAKOXK TICH-
X14HI, I€PMATOJIOTIUHi, T€MATOJIOTIYHI, HUPKOBI, odra-
JIBMOJIOT14Hi, €HJOKPHHHI, CepIEBO-CYIMHHI CHMIITO-
Mmu. Y 40-50 % Bunajkis 3aXBOproBaHHs MaHipecTye 3
ypaxkeHHsI 1ediHkH, y 35-50 % — 3 pi3HHX HEBPOJIOTIY-
HHX Ta/a00 MCUXIYHKUX PO3amdiB [S].

OCHOBHMMH METOJaMH MiATBEP/PKEHHS JliarHo-
3y € Oi10XiMIYHI OCHIPKeHHs (BUSBICHHS 3HIKCHHS
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PiBHSI LlepyJoIIa3MiHy B KpOBI, ITiJIBHUIIEHHS E€KCK-
perii Mizi 3 cedero), a Takoxx meronu JJHK-anamizy.
[Ipu Bi3yamizamii TOJOBHOTO MO3KY 3a JOITOMOTOIO
KOMII FOTepHOT a00 MarHiTHO-PE30HAHCHOI TOMOTpa-
(i1 BUSBISIFOTH BOTHHUINA HEKPO3iB, aTpodiro MiBKYJIb
BEJIMKOT'0 MO3KY 1 MO304Ka, 6azainpHuX smep. Y 6io-
NITaTi MEYiHKY BU3HAYAIOTH 301JIBIIEHHS BMICTY Mili.
[Ipu odrasbMONOriYHOMY IOCHIPKEHHI 32 JI0MOMO-
TO0 IITMHHOT JIAMIIM BUSIBJISFOTH POTIBKOBI KUIBIIS
Kaiizepa-®uneitmepa. Cunig 3a3Ha4uTH, 10 KiJbLE
Kaiizepa-®ueiimepa He € cTpOro NaTOrHOMOHIYHUM
Ut xBopoOu Binbcona-KoHOBanoBa, OCKUTEKH MOXKE
BUSIBJIATHCSA TAaKOXX IPH XPOHIYHUX XOJECTATUYHHUX
3aXBOPIOBaHHAX mMediHku. OKpiM TOTro, BOHO BiICYT-
He y 50-60% marieHTiB 3 a0nOMiHANBHOIO (HOPMOIO
xBopoow [2].

Cy4acHUM METOJIOM AiarHOCTHKH, IO MiATBEp-
oKye xBopoOy Binscona-Konosamosa, e JIHK-
niarHoctuka [6]. Po3BUTOK XBOPOOM 3YMOBIIOETHCS
myTaiiero B redi ATP7B, sikuii koaye oauH i3 moJii-
nentuaiB ¢epmenty neuinku ATd-azu 7B. Dep-
MEHT 3abe3nedye TPaHCHOpPT Miai B opraHi3mi. ['en
ATP7B 3HaxomuThCsl Ha JOBromy Iiedi 13 xpomo-
comu (13q14.3-q21.1), Hapa3i B HbOMy onmcaHo Oi-
neire 200 pi3HUX MyTallii, siKi IPU3BOAATH IO MOPY-
mIeHb OiLTiapHOi eKCKpeIil Mifi Ta 10 HaKOMMYEeHHS
FOTO MiKpOEJIEeMEHTa CII0YaTKy B IEUiHIIi, a TIOTIM i
B IHINMX opraHax i TKaHuHax [8, 9]. CriexTp MyTartiit
Ta IX 4aCTOTa XapaKTEPU3YIOThCSA CYTTEBUMH MIXKIIO-
MyIAifEnMy  BigMiHHOCTSIMHA. Haiibinpm gactoro
MYTAali€I0 B €BPONEHCHKUX IMOMYJISIIsIX € TOYKOBA
3amiHa ¢.3207C>A B ek30Hi 14, 10 IpU3BOAUTH 0
3aMiHM aMiHOKHCIIOTH TiCTHIMHY B mojoxeHHi 1069
Ha riytamin (p.His1069Gln) [7]. HemooanHOKO Tpa-
waotees  MyTauii  ¢.3402delC, c¢.2304insC  Ta
¢.2504insC, yacTtoTa BHABICHHS SKUX CEpel €BPO-
MMEHCHKUX XBOPHX CTaHOBHUTH 3,9 %, 2.4 % 1 4,6 %
BimnmoBigHO [11]. fIkmo y XBoporo BHSABICHO IBi
pi3Hi myTanii reHa AT®-a3u 7B abo oxHa MyTaris B
TOMO3UTOTHOMY CTaHi, JliarH03 BBAXKAIOTh BepuQiko-
BaauM [ 10, 12].

OCHOBHHMMH METOJaMH JIIKYBaHHS € JIOTPUMaH-
Hsl CyBOPOI JIiETH 3 OOMEKEHHSIM BMICTy Mifli B paili-
OHI, 3aCTOCYBaHHS IIpernaparis, 0 BUBOJSATH MiJlb 3
opranizmy. Ha paHHIX cTazmisx 3aXBOpIOBaHHS 3aCTO-
COBYIOTh TIperapaTd LWHKY, OCKUIBKHM HaJUINIIOK
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MiJi TpU3BOAUTE 0 AeIUTy IUHKY. SIK mpaBmio,
HOro npu3HavyarTh y BUMNISIL CyiIbdaTy UUHKY TpU-
4i Ha JeHb y 1031 25,0-50,0 mMr Ha 100y. Tpusaicts
JKUTTS MAaLi€HTaM MOYE MOAOBKUTH J[-TeHIuIaMin
(xynpenin), skuii npusHayaoTh y m031 20,0 mr/kr
pasom i3 jpoTtaniero Bitaminy Bg [1]. Hapasi 3a kop-
JIOHOM Y TSDKKHX BHIIaJKax XBOpoOu, 10 He mimaa-
IOTbCS KOHCEPBAaTHBHOMY JIIKYBAaHHIO, aKTHBHO
MIPAaKTHKYIOTh Tepecanky nedinku [6]. XBopoba Bi-
abpcoHa-KoHOBaIOBa - 0JJHE 3 HEOAraTb0X CIaaKOBHX
3aXBOPIOBaHb, IPH SKOMY B pa3i paHHBOI T1arHOCTH-
KM Ta CBOEYACHOMY JIIKyBaHHI BiI3HAYCHHUN CIIPHST-
JIMBUH MPOTHO3, @ TPUBAIICTh KHUTTS XBOPHX MOXKE
HE BIJPI3HATHCS BiJl CEPEIHbOI TPUBAIOCTI KHUTTS B
3arajbHii momyJsiuii [7].

HaBomumo mpukiiaz BIIACHOTO CHOCTEPEKEHHS
xBopobu Binbcona-KonoBanosa, mo manidecrysaia
B UTSYOMY Billi. ¥ TacTPOCHTEPOJIOTIYHOMY BiJi-
JICHHI cIiocTepiranacsi JiBYMHA BikoM 16 pokiB, 0
HaJINIDIA 31 cCKapraMy Ha 3arajibHy claOKiCTh, Iepio-
IUYHY HYIOTY, OUTE y mpaBoMmy mimpebep’i. 3 aHam-
He3y BiZIOMO, IO JAIiBYMHA XBOPI€ YIIPOJOBXK IIECTH
POKIB Bij 9acy, KOJIM AiIarHOCTOBAHO XPOHIYHHHN Tema-
THT, CEPeIHBOr0 CTYNEHS aKTHUBHOCTI, 3 IPUBOLY
SIKOTO TNEPIOAANYHO OTPUMYBaJIa KypcH aMOyJIaTOpHO-
ro JikyBaHHs. [IOBTOpHI JOCIIUKEHHST Ha MapKepu
BipyciB renarutis, TORCH BusiBIIHCS HEraTUBHUMH.
3B’S130K 13 MEAMKaMEHTO3HO-TOKCHYHMMH YWHHHUKA-
MH HE BCTAHOBJICHHH. 3aXBOPIOBAHHS IPAKTHYHO HE
nporpecysaio, ¢piOpoTHyHi 3MiHK B nediHni npu Y3/]
y IUHAMIII CIIOCTEePEXESHHS 30epiraircs MiHIMaIbHH-
mu. ['eHeanoriuamii anamHe3 OOTsSKEHMA: cuOC Tartie-
HTKHU XBOpi€ Ha KPUNTOTCHHUH TeTaTuT.

AHaMHE3 KUTTS OUTHHH 0O€3 0COOJIMBOCTEIL:
Hapoauiacs Bix VI moHomeHoi BariTHOCTI, (hiziomo-
TIYHUX TEPMIHOBHX IOJIOTIB. 3HAXOAMIACS HA TPY/-
HOMY BHMIOZIOBYBaHHI BIIPOAOBXK MEPLIOTrO MiBpidys
KHUTTS. YTIPOJOBXK IEPLIOr0 POKY XKHUTTSI HE XBOPiJa.
®i3nyHMl Ta HEPBOBO-TICUXIYHUHA PO3BUTOK BiJIIOBI-
naB Biky. lllerieHHs: MpoBOAMIINCS 33 KaJleHOapHUM
rutaHoM. [Hgekuiltnuii inaexc nopisHioe 1 (BiTpsiHa
Bicma). AneproJyoriyauii aHaMHe3 He OOTsDKEHHH.

3aranbHUI CTaH NIBYMHH TPU OCTaHHIN TOCHi-
Tamizamii cepeqHbOi TSHKKOCTI, IO 3YMOBIICHO acTe-
HO-BEre€TaTUBHUM, AWCIIENICHYHHMM, 00JI0BHM a0mo-
MIHAJIBHUM CHHApPOMaMu. J[iBYUMHA HOPMOCTEHIYHOI
KOHCTHTYIIii, 33/I0BUILHOTO JKUBIICHHS, IIKIPHI MOK-
PpHUBH OJ1110-POKEBOTO KOJILOPY, BUSBISIETHCS CYOIK-
TEpUYHICTh cKkiep. 3iB CHOKiiHUE, nepudepuyHi
nmimdaTHyHi By3nM He najibnyloTees. [luTononioHa
3aj03a He 30unbmeHa. CeprieBi TOHM PUTMIYHI, YHUC-
Ti. Hag nereHsiMu nepKkyTOpHO JIETEHEBUH 3BYK, IIPU
ayCKyJIbTallii BE3UKYJSIpHE TUXaHHA. SI3uK oOKmane-
HuH OinmuM HaboTOM. JKHBIT MpH OTIIsidi He 301b-
OICHHH y pOo3Mipax, MpH Manbhamnii M’ sKkuid, 00Io-
4yuid B emiracTpii, npaBomy minpedep’i. [levinka Bu-
CTymae 3-miJ peOpoBol Ayru Ha 2 cM, Kpaii 3a0Kpyr-
JICHWH, PiBHUM, cene3iHKa He maibiyeTbesa. Piziono-
TiuHi BiJnpaBieHHs 0e3 3MiH.

Jooamkoei memoou odcmedsicenns. 3arajibHAN
aHayi3 KpoBi: epurpouuts - 4,3 T/n, remornobin —
121 r/n, KI1-0,87, netikoruru — 5,8 I'/11, eosunodinu
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— 2 %, manmakosaepHi — 6 %, cermeHTOsAIEepHI — 53
%, nimpormtu — 33 %, monouutu — 6 %, IIIOE -4
MMm/roa. 3aranbHuil aHamiz ceui: pH=6,0, mutoma
Bara — 1016, OijoK, IykOp HE BHSBJICHI, emiTesii
wiackuit — 1-3 y n/3, neiikorutu — 2-4 y 11/3, docda-
TH -t.

BioxiMiuHe TOCIIKEHHS CHPOBATKA KPOBI: TIIO-
ko3a — 4,3 MMomb/n, 3arampHUM OimipyOiH — 25,1
MKMOITB/JI, Tipsivuii — 8,6 Mmons/n, AJIAT — 1684
On/n (Hopma — 1o 33,0), ACAT — 163,0 On/n (Hopma —
no 32,0), y-rmytaminTpancnentuiaza — 1485 On/n
(nopma — 5,0-36,0), myxHa docdaraza — 109,2 0 On/n
(nopma y Bini 13-17 pokiB — no 187,0), 3aranbuuii 6i-
7oK — 72,0 1/n1, ansOymin — 44,8 mmoue/i. [TokasHuku
npoTeiHorpamu B Mekax HopMH, C-peakTuBHUI poTe-
{H — HEeraTUBHUMA, CEPOMYKOIN - 3,6 0., PEeBMATOITHUIA
(akTop — HeraTWBHWH. IMyHONIOTIUHE JOCTIIKEHHS
KpOBI Ha aHTUTLIA JI0 QHTUTCHIB MEYiHKK Ta aHTUHYK-
JieapHi aHTHTINIA: Pe3yNIbTaT HETATHBHIM.

VY3]] opraniB 4epeBHOI MOPOKHUHHU Ta HUPOK:
MeYiHKa — BEPTUKAIBHUM PO3MIp MPaBOi YacTKH —
168 MM, miBoi yacTku — 83 MM, KOHTYpH HE 3MiHEHi,
Kpail 3a0KpYIJICHUI1, EXOTeHHICTh MiBUILEHA, TU(Y-
3HI 3MiHH TIOMipHi, PIBHOMIPHI, €XOCTPYKTypa OZHO-
pinHa, mapeHxiMa JApiOHO3epHHCTa, CYIAMHHHHA Ma-
JIFOHOK 30iJJHEHHH, JllaMeTp MopTalbHOI BeHH — 16
MM, HHXKHBOI TOPOKHUCTOI BeHU — 20 MM, dKOBUHUHI
Mixyp — po3mipu 108*31 mm, dopma HerrpaBuiIbHA —
«(puriiicekoi 1mamoukn», nedopmaiis B HWKHIN
TPETHHI, CTIHKMA YIIUTbHEHI, TOBIIMHA CTiHKH 10 4
MM, KUTBKICTh Ocaqy He3HadHa, IMiIITYHKOBA 3aJ103a
— KOHTYp PiBHU, €XOT€HHICTh HE 3MiHEHA, CTPYKTY-
pa omgHOpinHa, po3mipu — 16-14-18 MM, KOHTYp ce-
Te3iHKU piBHUH, po3mipu — 112/47 MM, cTpykTypa
OJTHODI/IHA, €XOT'€HHICTh HE3HAYHO PIBHOMIPHO Mij-
BUILIEHA, CYJAMHHA MEpeka He 3MiHEeHa, HUPKH Ipa-
BWIBLHOT (DOPMH, KOHTYpPH Ta PO3MIpHU HE 3MiHEHi,
€XOTeHHICTh TAPEHXIMU 000X HUPOK ITOMIPHO ITiABH-
IIeHa, KOPTUKO-MeIyJsipHa nudepeHmianis 30epe-
JKEHa, KPUCTAJIB COJIel HeMae.

Koncynpraris okymicra: maromorii 3 60Ky opra-
HiB 30py He BHWABICHO, Kimbi Kaifzepa-Dreiimepa
HE BHSBIICHI.

OCKINTbKH JTOCTYIHI J1a00OpaTOpHI MapKepH aB-
TOIMYHHOTO, BIPYCHHX TeNaTHTIB HE BHU3HAYAIUCA,
JUBUMHI 3rOIOM HPOBEACHO IOCITIPKEHHS Ha IOpY-
HICHHS OOMIHY MiJli B TICUIHIN UITXOM IMyHOXiMiY-
HOTO aHaJli3y CHpPOBaTKH KPOBi: LIEPYJIOIUIa3MiH —
0,04 r/n (Hopma — 0,16-0,45), mine — 4,4 MKMOJIB/T
(mopma — nitn 14-18 pokis — 10,1-18,4) Ta miarnoc-
TOBaHO XBOpoOy Binbcona-KoHoBanosa.

[NarmieHTII TPOBEACHO MOJIEKYIIAPHO-TEHETHIHE
nmociimkenns 3pa3ky JHK Ha momryk Haitbinmbm gac-
X MyTamiii reHa ATP7B, BinmoBigaimpHOTO 32 XBO-
poby Binecona-KonosamoBa. Pesymprar JIHK-
aHaji3y: BUsBIeHO MyTalioo ¢.2304 insC y romo3u-
ToTHOMY cTaHi (Tabi.).

Orasg reHeTuka: xBopobOa Binbcona-
KonoBanoBa. AP tun ycnaaxkyBanHs. Pusuk s
cubca 25 %. L1/4: Tomo3urora ATP7B.

Kniniunuii  diaznos: xsopoba Konosasosa-
Binbcona, mewinkoBa ¢opma. XpOHIYHMH remaTut
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Tadauus
PesyasTat gocaimkenns 3pa3ka JJHK na naii6iibm yacti myranii rena ATP7B
Myraris rena 2532 ¢.3402 ¢.2504 ¢.1770 ¢.1340- ¢.3649- ¢.3627-
ATP7B delA delC insC insC 1343 3654 3630
¢ ¢ s s del4 del6 del4
Pesynbrar N/N N/N MUT/MUT N/N N/N N/N N/N

CepeIHbOTO CTYIEHA AaKTHBHOCTi, Oe3mepepBHO-
peunaArBHUN TIepeoir.

JlikyBaHHS JIBYMHU BKIIIOYAJIO JIIETUUHE Xapuy-
BaHHs, FeNaToOTPOIHY Tepanito (TioTpiasomin 2,0 M
B/M, ypcodaisk 10 MI/Kr ouH pas Ha 100y, renTpai
y no6ogiit 1031 400 mr), nunkTepan 124 mr 1 pa3 Ha
100y, cuMITOMaTH4Hy Tepamito (BitamiH E, Bitami-
HU Tp. B). PesynpraToM minTpuMyrodoi maToreHeTH-
YHOI Ta CHMIITOMATHYHOI Teparii cTaja TpUBasa
KIIiHI9HO-Ta00paToOpHA peMicis.

[IpencraBneHnii KIiHIYHMNA BUNAAOK MiAKpec-
JII0€ HEOOXiTHICTh BKJIIOYEHHS XBOpoOW Bimbcona-
KonoBanosa y koo auepeHIiaibHOrO JiarHo3y
3aXBOpPIOBaHb MEYIHKH, OCOOJIMBO y XBOPHUX JITEH 13
BUKOPHCTaHHSIM MAaKCHUMaJbHO IIMPOKOTO CIIEKTpa
JIOCITiJKEHb.
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COBPEMEHHBIE TUAT'HOCTHYECKHE BO3MOKHOCTHU B BEPU®UKAIIMHN BOJIE3HHU
BNJIBbCOHA-KOHOBAJIOBA Y JIETEU (COBCTBEHHOE KJIMHUNYECKOE HABJIIOJIEHHE)

B.C. Xunvuesckan, H.M. Illesuyk, H.B. Ilapghénosa

Pe3tome. B crarbe npeaAcCTaBJICHbl COBPEMEHHBIC JJaHHBIC 00 0COOEHHOCTSIX KJIMHHYECKOM CUMIITOMAaTHKHU, METOAAX
JUArHOCTHUKHU U JICUHCHUS 00s1e3H1 BHHBCOHa-KOHOBaHOBa, a TaKKe OMMCAaHO COOCTBEHHOE KIIMHUYECKOE Ha6JIIOI[eHI/Ie 3a00-

JIEBaHUs y IEBOYKH 16 Jier.

KiroueBble cjioBa: 1etu, 6oe3nb Bunbcona-KonoBamoBa, 1MarHoCTHKA.

MODERN DIAGNOSTIC CAPABILITIES IN VERIFICATION OF WILSON- KONOVALOV
DISEASE IN CHILDREN (PROPER CLINICAL OBSERVATION)

V.S. Khilchevska, N.M. Shevchuk, L.V. Parfionova

Abstract. In the article the contemporary data dealing with special features of the clinical symptomatology, diagnostic
methods and the treatment of the Wilson—Konovalow disease are presented and also own clinical observation of disease in

16-year-old girl is described.

Key words: children, Wilson— Konovalov disease, diagnostics.
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