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Pestome. [Ipedcmasnerivi cospemeritibie darHbie MUPOBOI aumepamypsi 00 IMU0A0UU, INUOCMUOAOUU, NAMO2eHE3e,
0COOEHHOCMAX KAUHUYECK020 meveHus, JUacHoCmuKu u aevenis 6oaesnu Buascona. Imo omuocumenvho
peoKoe XpoHu1ecKoe, npoepeccupyiouee aymocoMHO-peUecciuéHoe 3a001e6anue ¢ 2eHeMUHecKu 00yc1081eHHbIM
HapyuieHuem 0OMeHa meou U ee u30bimouHbIM OMAONCEHUEM 6 NeYeHU, 20106HOM Mo3ee U novkax. bes ceoespemento
YCMaHo8AeHHO20 NPABUAbHORO OUACHO3A U A0EKEAMHO NOOOOPAHHO20 AeHeHUsl 00Ne3Hb HEYKAOHHO NPOZPeccupyem,
YMO NPUSOOUM K PaHHel UHBAAUOU3ALUU U CMEPMU 8 MOAOJOM 8o3pacme.

Karoueenie caosa: 6oaesns Buiabcona, smuonoeusn, snudemuonrocus, namocexes, eeHemuKka, mymauuu, KauHuka,

duazHocmuka, Aevenue.

JloCTUKEeHHUS TeHETUKH M HOBblE TEXHOJIOTHUYECKHE
BO3MOXHOCTH TOCJIEAHUX JCCATHIETUI CYLLIECTBEHHO U3-
MEHWIHN HAIlIK MPEJACTABIEHUS O MeXaHU3MaX pa3sBUTUS U
TeueHusi 6one3Hu Bunscona (bB). B 1993 roay 6bu1 muaeHTH-
(bMLMPOBaH reH 3Toro 3abojaepaHus [8]. DTOT aHOMAJIbHBIH
red ATP7B xoaupyer mMetauionepeHOCAIYIO alleHO3UH-
tpudoctarasy (ATda3y) P-tuna, kotopasi B OCHOBHOM
JKCIIPeCcCUpYeTCst B renatoluTax u JeUCTBYET KaK TpaHC-
MeMOpaHHBIi nepeHOCYUK Meau. OTCYTCTBYIOILAS MU
ocnabneHHas GpyHkuus ATMasbl NPUBOANUT K CHUXKEHHIO
renaToLe/UIIoJISIPHOTO BbLAeJeHUs MeaH B keaub. Kpome
TOro, NMpu HapyueHuu GyHkuuu ATdaspl cHUXaeTcs U
CMOCOOHOCTL BCTPAUBATL ME/Ib B LIEPYJIOIUIA3MUH — OEJIOK,
KOTOPbIH CUHTE3UPYETCS B IIEYEHU U SABJISIETCS OCHOBHBIM
nepeHOCYMKOM Me/Iu B KpoBH (conepxuT 90 % menn KpoBH).
DtH aBa hakTopa NPUBOIST K TOMY, YTO CBOOOIHASA TOKCH -
yeckasi Me/lb M3 MevYeHH MOCTYIaeT B KPOBOTOK M OTKJIA-
JIBIBAETCS B MO3Te, MOYKaxX U poroBoit obosouke raasa [10].

Dra OoNe3Hb pacnpocTpaHeHa Mo BCeMY MHPY, U B
CpenHeM 4acToTa rOMO3UTOTHOTO HOCHUTENIbLCTBA reHa BB
coctasiseT | : 100 Tbic. HaceeHUs1. B oTaeIbHBIX perHoHax
W STHHYECKHUX IPYINax HMeeT MECTO MOBbIIIEHHE YaCTOTHI

3a00J1€BaHUS, BUIUMO CBsI3aHHOE ¢ 3(h(HeKTOM HHOPUINH -
ra. B nocieanux paborax nNpuBOASTCS AaHHbIE, UTO 3TOT
roKasarejib 3HauYMTeIbHO Donbiie U gocturaert | : 30 Twic.
HaceneHus [6]. PacnpocTpaHeHHOCTb TeTEPO3UTOTHOTO
HOCHUTEJILCTBA HA HECKOJILKO MOPSIIKOB BhILIE M COCTABIAET
1 : 200 HaceneHUsI.

B VkpaunHe snuaeMuonoruyeckue UCCiea0BaHUs OT-
HocuTenbHO BB He npoBoamnucek. TeM He MeHee aHaIN3
MOJIyYEHHBIX HAMM JTAHHBIX CBUAETEIBCTBYET O TOM, 4YTO
Cpelu MpoJeYeHHBIX B KJIMHUKE MHCTUTYTA MAllMEHTOB C
BB (Bcero 104 yenoseka 3a nociaeaHue 23 roga) nponop-
UMOHAJILHO MPEACTABIEHbl XUTEIN BCEX PETHOHOB CTpa-
HBI (3aMaTHOro, HEHTPATBLHOIO, BOCTOYHOTO M 0XKHOTO).
BaxHO OTMETHTB, UTO B TeUeHHE TIEPBOM MOTOBUHBI 3TOTO
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neprona (1992—2002 rr.) B MHCTUTYT MOCTYMUIO Beero 16
nauueHToB ¢ BB, a B TeueHue BTopoii (2003—2013 rr.) — 66
00/BHBIX, TO €cTb B4, 13 pa3a 6onblie. Takasi )Ke TEHAEHIIUS
K HEYKJIOHHOMY POCTY KOJTUHY€CTBA BMEPBbIE BhIABIEHHBIX
00/1bHBIX ¢ 60N1e3HbBI0 BHIbCOHA coOXpaHsieTes U B MOCIeqHUE
nontopa roaa (2014—2015 rr.) — 22 6onbHbIX. JIaHHBII akT
MOXHO OOBSICHUTD, BO-MEPBLIX, YIy4llIeHHEM TUATHOCTUKH
3a001€BaHUsl, @ BO-BTOPBIX — HUCTUHHBIM TMOBBIIIEHAEM
3a00/1€BaEMOCTH U pacnpocTpaHeHHocTH BB B YkpanHe.

UcTHHHOE NOBBILIIEHHE MOXET BbITH 00YCIOBIEHO KaK
HAKOTIEHHEM U3MEeHEHHOI HacIeICTBeHHOM MHpOopMaIIuK
B CBA3M C Oonee 3hheKTUBHBIM JTeyeHHeM 60ae3HU Bub-
COHA, 4 CJIEAOBATENbHO, U YBEJTUYEHUEM JUTMTETbHOCTH
KM3HH ITUX DOJIBHBIX, TAK U MOSBIEHUEM HOBBIX MyTallHii
rena ATP7B, obycnoBieHHbIX HEOIArOMPUATHBIMH KO-
JOTMYECKUMHU (haKTOpaMM, B TOM YHUCJIE U BO3AEiCTBHEM
HOHU3WPpYIOLIero ussyueHus. Beab B HacTosee BpeMs
BeIIBNIEHO O0s1ee 350 MyTaiuii 3Toro reHa. Takas JaBUHa HO-
BbIX MyTaLMidi reHa ATP7B, oueBuaHO, cBA3aHa He TOJBKO C
COBEPLIEHCTBOBAHUEM TEXHOJIOMMHU TeHETUUECKUX UCCIIE10-
BAHUMA, HO M C TE€M, YTO B MOCJIETHUE FOIbI MPUHIIUTIMAIBHO
H3MEHWJIACH cpe/la oOuTaHus yenoseka. [1osiBUIMCh HOBbIE
TCHETUYECKH MOJIM(PULIMPOBAHHbBIE PACTEHUS] U OPTaHU3Mbl,
HCNOJIb3YEMbIE JUISl MPOM3BOACTBA MPOAYKTOB MUTAHUS,
HOBbIE XHMHYECKHE BELLIECTBA U1Sl OBITOBOTO MPUMEHEHMUS,
orMeyaeTcst 6osblasi MUTpalvs JIULL, OTATOILEHHBIX TPY30M
mytaumi [1, 4, 10].

XoTs B HacTosi1Lee BpeMsi onmucaHo 6onee 350 myraumii
rena ATP7B, B GonbuiHcTBe nonyasiumii Mupa BB Bo3-
HHKAET B pe3yJibTaTe HeOOJbILIOro KOJUUECTBA MYTAIIHil,
cneurcmueckux ans 3Tux nonynsuuii. B Esporie, B ToM
uncne v B Poccum, mytaums His1069 Gin (3aMeHa rHCTHIM-
Ha Ha 1yTaMuH B mo3uuuu 1069) npucyrcryer B 37—63 %
cayyaes 3abonesanusi. B YkpauHe takue MonekyJisipHoO-Te-
HeTHYecKMe uccaenoBaHusi bB paHbllie He MPOBOANINUCS.
Kak mokazanu Hauum MONeKyJIsIpHO-TeHETHUECKHUE HCCTle-
10BAHMS, BeaylleH MyTalMeit B YKpanHe Takxe siBJISIETCS
His1069 GIn, koTtopasi Gbu1a obHapykeHna y 70 % Haurmx
nauMeHToB ¢ Gosie3Hblo Bunbcona. [MosTomy B YkpauHe
1Ip1 reHETHYEeCKOM MeTojie iMarHocTuku BB npexne Bcero
HEOOXOIMMO ONpENEeNATh HAIMUUE ITON MYTALIMU.

HecMorpst Ha To uto BB sABAsieTcs HaclenCTBEHHBIM
3aboseBaHUEM, IHATHO3 CTABUTCS MPEUMYIIECTBEHHO
Ha OCHOBAHUM HE F€HETHYECKOTO, a KOMIUIEKCHOTO KJIHM-
HUKO-/1a00paTOPHOTO McchenoBaHus. JlaHHast cuTyauus
00yc/ioBIEHA TEM, YTO reHeTHYecKasl IMarHOCTUKA BeCchMa
I0POrocTOsiLIA U A0BOJILHO TPY/IHA U3-3a OOJBIIOro KOIH-
yectBa (okos0 350) mytauuii rena ATP7B.

B Hacrosilee BpeMsi oOUIENPU3HAHHBIM CTAHAAPTOM
nocTaHOBKH aAuarHosa bB sinsercs Hannuue konen Kaii-
sepa — Mneiilepa, CHUKEHHE B CBIBOPOTKE KPOBH LIEPY-
JonjasMUMHa HUXe 20 Mr/mn, cyTOuHOe BbilejieHHe MeIu
¢ Moyo# 6osee 100 MKr/cyT, KOHLEHTPALIUS MEAU B CYXOM
ocratke GMoritata neueHu 6osee 100 Mkr/r. JlonoaHUTEIb-
HBIMH METOJAMM IMArHOCTUKH SIBISIIOTCS: reHETUYECKUE
MCCNIEIOBAHMSL; HEHPOBU3yanu3alMOHHbIe MeToabl (MPT

roJIoBHOro Mo3ra, MP-crekTpockomnus roJJoBHOro Mo3ra);
yabTpa3BykoBasi iMarHoctuka (Y3]l) opraHoB OproLHOM
MOJIOCTH, ONpeae/IeHUE YPOBHS MOYEBOI KHMCIOThI. BaxHo
OTMETHUTb, UTO, HECMOTPSI Ha BBICOKYIO crneun(pUIHOCTb
rnokasarejicit OOLENPU3HAHHOIO CTaHAApTa, HU OIMH M3
HHX HE MOXET UMETb CAMOCTOSITE/IbBHOTO IMATHOCTHYECKOTO
3HaueHus |5, 9].

BbipaxkeHHBIA KIMHHYECKHA MTOAMMOpPGH3M HEBPOJIO-
rMYECKUX U cCOMaTHYeCKHX TposiBiieHUi BB 3aTpynHser n
3a[IePKUBAET Ha HECKOJIBKO JIET MOCTAHOBKY MPaBHJIBHOIO
NIMarHo3a, a ciefIoBaTeibHO, U 3 dekTHBHOE TeueHHe. Kak
MOKAa3bIBAET HALll OTIBIT, OT MOSIBJIEHUS MEPBbIX CHMIITOMOB
3a601eBaHUA 10 MOCTAHOBKU AuarHo3a bB B cpeanem npo-
xonuno 2,5 rona (0—7 net). B 3aBUCMMOCTH OT KJIMHUYECKHUX
MPOsIBJIEH Uit GObHbBIE JIEYUTUCH B MEAMLIMHCKHX yUpex/ie-
HUSIX Pa3TMYHOTO Npoduisi C pa3HbIMU AMATHO3aMMU: HLIE-
damur — 16 (15,4 %), xpouunueckuii renatut — 10 (9,6 %),
unppo3 neveHu — 7 (6,7 %), napkuHcoHusm — 8 (7,7 %),
AU — 7 (6,7 %), paccesiHHbIi ckiepo3 — 4 (3,8 %), Top-
cuoHHast iMcToHust — 2 (1,9 %), mmnsodpenust — 2 (1,9 %).
[TepBuuHO aAnarHo3 BB ObuT NocTaBieH MeHee YeM MoJo-
BHHE O0NbHBbIX (48 nauneHTOB — 46,2 %). Y HEKOTOpbIX
OGOJIBHBIX 10 YCTAHOBJIEHMs! AMarHo3a bB Ha npoTtsaxeHuun
HECKOJIBKMX JIET IHarHo3 MeHsuicst 3—4 pa3sa.

[Tonpo6HOe onHcaHUe KIHHUKH LepebpaibHbIX Ha-
pYUIEHHUIT Yy NauMeHTOB ¢ 6one3HbI0 BUbcoHAa B OCHOB-
HoM Obun0 caenaHo H.B. Konosanoseim u T1.T. Jlekapem
¢ B.A. Makaposoii [2, 3]. Beayuiumu cuMnTomaMu u
CUHAPOMAMU HEBPOJOTHUECKHUX MPOsIBACHUI GONe3HU
BunbcoHa sIBASIIOTCS pa3iuyHbie ABUTaTeNbHbIE Hapylie-
HHUSI IKCTPANMUPaMUIHOTO XapakTepa. KapTuHa skcTpanu-
paMHUIHBIX IBUTATEJBHBIX PACCTPOMCTB y 3TUX BOJIbBHBIX
BECbMa pa3HooOpa3Ha, Tak KakK o0yc/oBIeHa pa3TuuYHbIMU
COYETAHUSIMU U3MEHEHUs1 TOHYCA MBI, THIIEPKUHE30B
pa3HOM aMTLTUTY/IbI M YACTOTHI, 4 TAKXKE BbIMANEHUEM OTpe-
JIeJIEHHBIX BUAOB IBUXKEHHUS.

CornacHo HalllMM JaHHBIM, OYEHb YAaCcThIM KIMHUYE-
CKHUM TMpOsIBIeHUEeM HeBpoJoruuecko ¢opmbl bB siB-
JISIeTCSl HapylleHWe peuyd. B maHHOM ciyvae pa3BUBaeTcs
cneurdUueckas NMoaKopkoBasi MOTOpHas adasus, npu
KOTOPO# LIEHTP MOTOPHOI# peun Bpoka, pacrmonoxeHHbli
B JI0OHOI1 noNe BONbLUIMX ONYILApUid MO3Ta, He UTPaET Be-
nyliei ponu. B ocHoBe paccTpoiicTBa peuH y 3TUX OOJIbHBIX
JIEXUT HapyllIeHUe COMPYXeCTBEHHONW KOOPAUHALIMOHHO#
NeSAITETBHOCTH TOJIOCO06Gpa3yIoniero, apTUKYISAIIMOHHOTO,
NBIXaTeJIbHOTO U MO3XEYKOBOTO anrmapara.

Co CTOpPOHBI BBICLIUX KOPKOBBIX (hyHKLIM# U151 GoNe3HH
BunbcoHa xapakTepHbI pa3IMuHbIE MO CTPYKTYPE U CTEMEHH
BBIPAXEHHOCTH HAPYIIEHUS TIPOU3BOJILHOMN PETYIALIMH,
KOTHUTUBHBIX (DYHKUMIA, MEepLENTUBHO-THOCTHYECKOM
W 3MOIIMOHANbHOM cdepbl. B cTpyKType npou3BoibHOIMA
PETYASIIIUN TOMUHUPYIOT HapylleHUs CaMOKOHTPOJISI U
MCTMOIHUTEILHOTO KOMTIOHEHTA EATENbHOCTH. B KOTHU-
TUBHOI cdepe npeobrnanatoT TMCHYHKIIMH MPOU3BOJIBHOTO
BHUMAHMUS, HApYLIEHUS MaMSITU, CHUXEHUE CKOPOCTHBIX
XapaKTepPUCTUK U 00I11Ieit MPONYKTUBHOCTHU MBICTUTENIBHOM
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JIeATEIBHOCTH. B CTpyKType nepuenTuBHO-THOCTHYECKHX
HapyLIEHH [TPeBAIMPYIOT AMCHYHKLIMH KOHCTPYKTHBHOIO,
JIMHAMHYECKOro W OpajJbHOIro BHIOB IMpakKcHUca, a TaKXe
aKyCTHYeCcKoro riosuca. JAMcyHKUMs 3MOLUMOHAIBHOMI
cepbl NpeacTaBieHa LLMPOKUM CIIEKTPOM PacCTPOMCTB: OT
BblpaXXeHHOMH 31(OPHH 10 TSAXKEJIOM AENPECCUM, OT IMOLIMO-
HAJIbHOM NabUJIbHOCTU 10 pUruaHocTH addekra, a TakkKe
BbIPaXXEHHOMH aCTEHMU3aLIMel U CHUXKEHUEM KPUTHUKH |7, 9].

bone3nb BunbcoHa sABaseTcs OQHOHW M3 HEMHOTMX
HACJIEACTBEHHbIX 00NE3HEN, MOMAAAIOLIMXCH JIEUEHH IO,
[1pu paHHe# AMAarHOCTHUKE €CTb BO3MOXHOCTb YCIIELIHOM
MoauduKaUUM TeueHUs 3abosieBaHUSA, MO3BOJISAIOLLENH
JUTUTEIbHOE BpeMsi COXpPaHsITb aKTUBHbII 00pa3 XU3HH
6on1bHOro. BocctaHoBHUTENBHOE JieueHHE GOJILHBIX C He-
BpOJIOrMYeCKMMHU hopMaMu GOJIE3HH IOJIKHO MPOBOAUTHCS
B TeYeHHE BCEH XKU3HU ¢ yueToM hopMbl U cTaiu H0JIe3HH,
a TaKXe KJIMHMYEeCKOH KapTUHbI M JaHHbIX TabopaTOpHbIX
uccnenoBaHui. OMHAKO C yYETOM TOTO, YTO TPH JICUEHUH
XeJlaTopaMu YaCTO OTMEUYAaIOTCsl OCJIOXKHEHUS, B HACTos11Iee
BpeMsi HET eAMHOro MHEHHsI O TOM, KakKoil mpemnapar u B
KaKo#l 103MpOBKe HEOOXOAMMO MPUMEHSTb NMPH TOM MM
MHOH dopme U cTaauM 3a060eBaHUs.

CornacHo AaHHBIM HALIMX MCCNENOBaHUM, XeJAaTOPbI
KYMPEHW U TPUEHTHUH SIBJISIIOTCS NpernapataMHu Bbibopa B
Hayase JieyeHHUs1 HeBpoaoruyeckoii cranuu bB. Ormeuae-
MbIE OCJIOKHEHUS TIPU JICYEHUH KYTIPEHWIOM MOTYT ObITh
o0ycnoBneHbl 1ByMs akTopaMu: OOJIbIIMM BEIOPOCOM U3
JIETO MeYyeHU CBOOOIHOM TOKCMYECKOI MeaU, 00YCIIOBIEH-
HbIM MPUEMOM KYTMPEeHWS1a, U U3HAYAIbHOU HEeNEepPeHOCU-
MOCTBIO XeJlaTopa KyrnpeHuna. [1o3ToMy ¢ uelbio MUHU-
MU3alIMU BIAUSIHUS NTEPBOro (hakTopa JieYeHUE KYNpeHUIoOM
HeoOX0AMMO HAYMHATH C MUHUMAJBHBIX 103 (1o 1/4 Ta6n.
(62,5 Mr) B CYTKH, C MOCTEMEHHBIM YBEJIMUEHUEM 103bl Ha
1/4 Taba. (62,5 Mr) Kaxabie 7 THei) U TOI CTPOrMM KOH-
TPOJEM CYTOYHOM 3KCKPELIMM MeIU C MOYOii. MaKCUMaJIbHO
JIONycTUMasi CYTOYHasl 1o3a KynpeHuia — He Gonee 2—3
tabnetok (500—750 Mr) B CYyTKH, KOTOpbI€ XeJaTeJlbHO
pa3neauTh Ha TPU NpUeMa (YTPOM, THEM U BEYEPOM Mepen
CHOM) 3a yac /10 enbl MO0 yepes JABa yaca rnmocje, 3anupas
300—400 Ma cnaboMHHeEpPaIM30BaHHOM BOMbI.

Yro kacaercsi BToporo chakropa — W3Ha4yaabHOM Henepe-
HOCHMMOCTH TOKCHUYECKOTO BUSIHUSI KYTIPeHU1a HA HEPBHYIO
CUCTEMY, TO, K COXAJIEHUIO, IOCTOBEPHBIX MapKEpPOB B
auteparype HeT. Hamu Gbu10 0TMEYEHO, YTO MPU3HAKAMU
HENepeHOCHMOCTH JlaXe MUHHUMAJIbHBIX 103 KynpeHW1a
ObLITH: pe3Koe MOoBbILIEHHE TEMMEPATYPbI TEa 6OJIBHOTO 10
40°C B nepBble AHU NPUEMa Npenaparta; BblpaXKeHHbI Mbl-
LLIEYHO-TOHUUYECKHU I D0JIEBOM CHHIIPOM, KaTacTpoduueckoe
yXyALIEHUE HEeBPOJOrHYecKoi cuMnromMatuku. Mcxons
M3 3TOrO, NMpH MOSIBJIEHWU BbilIEYKAa3aHHbIX CUMIITOMOB
601bHOrO HEOOXONUMO MEepPeBEeCTH HA MOHOTEPANHMIO Mpe-
napataMmu UMHKa. Colu UMHKA (LMHKTEpa) SIBASIFOTCS Npe-
napaTamu BbiOOpa NpH JieueHUM NMpeacUMITOMHOM CTaauU
0oNe3HU, a TAKXKe Ha ITare MojlepXKUBaIOLIEH Tepanuu
KaK B BUAe MOHoTepanuu (no 1 tadna. (124 mr) 3—4 pasa B
OeHb 3a | yac 10 npuema MuilM), Tak U B KOMOMHALIMHK C

HeOOo/IbLUMMHU J03aMH KynipeHuaa. [1pu 3tom Heobxoaumo
obsi3aTebHO co0I0aaTh BpEMEHHOM MPOMEXYTOK MeXIy
MPpUEMOM 3TUX npenaparoB. Ha npotsixeHuu Beeit XXKM3HU
auvera 00JbHbIX 00sie3HbI0O BUIBCOHA JOJIKHA MCKIIIOYATD
MPOAYKTbI C BBICOKHMM COIEPKAHUEM MEIH.

BaXXHO OTMETHUTB, UTO, COIIACHO HALLIMM UCCIeI0BAHH-
AM, B pa3BUTHH M TeuyeHUH Oosie3Hu BuibcoHa Gonbliyio
pOJib MIpaeT reMOIMHAMMYECKHHA (akTop. YCTaHOBIEHO,
YTO y 3TUX OOJbHBIX MMEIOTCSI KAK CTPYKTYPHBIE, TaK M
(yHKUMOHANbHBIE HAPYIUEHHUsI B CUCTEME LiepeOpaibHO-
ro KkpoBooOpaiueHus. bosee yeM y nosoBuHbI OOJBHBIX
(70 %) umeroTcst Takue OOLIENPU3HAHHBIE MPEIUKTOPEI
HapylUeHUss MO3TrOBOil FeMOAMHAMUKH, KAK YTOJILLIEHUE
KOMILUIEKCa UHTMMAa-MeIHa BHYTPEHHEH COHHOM apTepHH
1 QYHKLIMOHAJIbHBIE HAPYLLIEHUSA COCYIMCTOrO 3HAOTEHS.
[ToaTOMY, B 3aBUCMMOCTH OT KJIMHUYECKOM KAPTHHBI U 1aH-
HbIX J1aDOPaTOPHBIX UCCIEN0OBAHHI, HEOOXOAUMO HE pexe
1—2 pa3 B roa MpOBOAUTH JICUCHUE HEHPOMPOTEKTOPAMH,
Ba30aKTHBHBIMM, METAa00JIMYECKMMH H AHTHOKCHIAAHTHBI-
MM [penapaTamu, a TaKXe BKJIIOYATh B TeparneBTHYECKYIO
NporpaMMy pasilyHbie JieueOHO-peaOHIMTALLHOHHDbIE
MEpPOTPUATUS.

TakuM 06pa3oM, Kak BUAHO M3 JAHHBIX JIMTEPATYPEI U
HalUMX NaHHbIX, BB BcTpeyaeTcs B nonyasiuMy 3HaYUTETBLHO
yallle, 4yeM qMarHoctupyercs. JlaHHas cutyauus ooycioBiie-
Ha MOJMMOPGU3MOM KIIMHUYECKHMX NIPOSIBJICHU I 00JIE3HH U
HEJI0CTaTOYHOH HACTOPOXEHHOCTBIO Bpauei B OTHOLLIEHHUH
3TOr0 HacJeACTBEHHOro 3a00/iIeBaHMA.

Haur onbiT noka3siBaeT, YTO /ISl MOBbILLEHHS BbIABIIS-
€MOCTH WU paHHEei IMarHOCTHKH HEBPOJIOTrHYECKHUX (HopM
6Gosie3Hu HeobxonMMo 0bpallaTb BHUMaHHWE Ha CUMIITOMBbI
M CUHJPOMBI ITYCTb M HE COBCEM CrieUM(UUECKHE, HO YACTO
BCTpeyYalouMecs npuv 3ToMm 3adosieBaHuH. B yacTHOCTH,
HaJlM4YMe TUMEPKUHE30B TUNa risus sardonicus M THNa
flepping — B3Maxa KpbL1a NTHLbI, 8 TAKXKE CrieLlMHUUECKOro
MOJKOPKOBOTO TUMNAa MOTOpPHOM acda3suu. [Aasi BhISBICHHS
bB Tpebyercsi npuMeHeHue U cneuMpHUYECKOro 1MarHo-
CTHYECKOro Komiuiekca. Becbma 3¢ eKTHBHBIM SBsIETCS
ceMeNHbIH CKPUHMHT /U1t paHHeii auarHoctuku BB y pon-
CTBEHHUKOB npobaHa.

B 3akioueHue HEOOXOAMMO OTMETUTh, YTO aHAIU3
3TallOB Pa3BUTHSI pa3/IMUHbIX aCeKTOB 60sie3HU BuiibcoHa
MOKa3bIBaeT, YTO UX HEODXOAUMO paccMaTpHBAaTh BO B3aH-
MOCBSI3M M HA OIMH U3 HUX HEJIb3s1 CYUTAThb 3aKOHUEHHbIM.
Pacwupsioumiics v yranyoasiiommincss METOAHYECKHUIH
YPOBEHb UCCIENOBAHUIA CTABUT U HOBbIE MPOOJIEMBI KaK B
MaToreHe3e, TUarHOCTHKE 3a00/IeBaHMsI, TaK W B JICYEHUH
W peabUIUTaLMH GOJIbHBIX.
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CYYACHI ACNEKTM XBOPOBW BIAbLCOHA

Pe3iome. [Npencrasneni cyyacHi qaHi cBiTOBOI JiTepaTypH L1010
eTioorii, enigeMiosorii, natoreHe3y, ocobAMBOCTEH KJIIHIYHOTO
nepebiry, 1iarHOCTMKH Ta JlikyBaHHsS XBopobu Binbcona. Lle
BUIHOCHO piZIKiCHE XpOHiUHe, MPOTPecyroye ayTOCOMHO-PELIECHBHE
3aXBOPIOBAHHSI 3 FeHETUYHO OOYMOBJICHUM MOPYLLIEHHSAM 0OMiHY Mii
Ta 1i HAIUTMILKOBMM BiIK/IAICHHSM Y MeYiHLli, FOJIOBHOMY MO3KY Ta
HHpKax. be3 cBo€yacHO BCTaHOBIEHOrO MPaBWIBHOIO NiarHO3y Ta
aNeKBAaTHO NinibpaHoro JlikyBaHHSA XBOp0o0a HEYXHIIbHO MPorpecye,
1110 MPU3BOAMTD 10 PAHHBOI iHBaTiAM3aLlii i CMEPTi B MOJIOZIOMY Billi.

KmiouoBi cioBa: xsopoba Binbcona, etionorisi, enigemionoris,
naToreHe3, reHeTUKa, MyTaulii, KiIiHika, JiarHOCTHKA, JIiKYBaHHS.

Hcuxuampusa u ncuxogpapmaxomepanus um. I1.5. Tannyuwku-
Ha. — 2013. — No 5. — Pexcum docmyna k xcypuany: hitp.//con-
med.ru.

8. Bull P.C., Thomas G.R., Rommens J.M. et al. The Wilson
disease gene is a putative copper transporting P-type ATPase similar
to the Menkes gene // Nat. Genet. — 1993. — 5. — 327-37.

9. Carta M.G., Sorbello O., Moro M.F. et al. Bipolar disorders
and Wilson's disease // BMC Psychiatry. — 2012. — 12(1). — 52.

10. Roberts E.A., Schilsky M.L. Diagnosis and treatment of
Wilson disease: an update // Hepatology. — 2008. — 47 (6). —
2089-2111.

Hoayueno 23.12.14 R

Mishchenko T.S., Voloshin-Haponov I.K.
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and Narcology of National Academy of Medical Sciences
of Ukraine», Kharkiv, Ukraine

CURRENT ASPECTS OF WILSON’S DISEASE

Summary. Current data of world literature on the etiology, epi-
demiology, pathogenesis, clinical features, diagnosis and treatment
of Wilson’s disease are provided. This is a relatively rare, chronic,
progressive, autosomal recessive disorder, with genetically determined
violations of copper metabolism and its excessive deposition in the
liver, brain and kidneys. Without timely established correct diagnosis
and appropriate treatment, the disease progresses steadily, leading to
early disability and death at a young age.

Key words: Wilson's disease, etiology, epidemiology, pathogenesis,
genetics, mutations, clinical picture, diagnosis, treatment.
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