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Pestome. [Ipedcmasaennvl cospemerHbie OaHHbIE MUPOBOU AUMEPAMYPbl 00 IMUOA0UU, INUOEMUON0UU, NAMO2EHEe3e,
0COOEHHOCMAX KAUHUYECK020 MeueHUs, OUACHOCMUKY U AeveHus Ooae3nu Buabcona. Imo omuocumenvho
peodKkoe XpoHuuecKoe, npoepeccupyrouiee aymocomMHo-peueccusHoe 3a004e8anue ¢ 2eHemu4ecKu 00y Cca081eHHbIM
Hapyulenuem 0omeHa meou U ee U30bIMOYHbIM OMA0NCEHUEM 8 NeHeHU, 20106HOM Mo3ee U noukax. bes ceoespemento
YCMAH08AeHH020 NPABUALHOR0 OUACHO3A U A0EKBAMHO NO00OPAHHO20 NeveHUs 00.1e3Hb HeYKAOHHO Npoepeccupyent,
Umo npueodum K pantell UHAAUOU3AUUY U CMepmU 8 MOA000M 803pacme.

Karoueenle caosa: 6ore3nv Buibcona, smuonoeus, snu0emuonocus, namozeres, eeHemuka, Mymauyuu, KAUHUKa,

auaeﬂocmuica, J1e4erue.

JIOCTMXKEeHUST TeHETUKU U HOBBIE TEXHOJIOTUYECKUE
BO3MOKHOCTH TIOCJIETHUX TECATUICTHI CYIIIECTBEHHO 13-
MEHWIM HaIllW TIPEeICTaBICHUSI O MeXaHU3MaX pPa3BUTUS U
TeueHus 6osie3Hu Bunbcona (bB). B 1993 romy Gbl1 uaeHTH-
¢uimpoBaH reH 3Toro 3adoJieBaHus [§]. DTOT aHOMaJIbHbBII
reH ATP7B konupyer MeTauionepeHOoCsIyl0 afeHO3UH-
Tpudocdarazy (ATPa3y) P-tuna, Koropass B OCHOBHOM
SKCITPECCUPYETCS B TemaToluTax U IeUCTBYeT KaK TpaHC-
MeMOpaHHBIN MepeHOCYNK Mear. OTCYTCTBYIOIIAS WIIU
ocna6nenHast GyHkimss AT®a3bl TPUBOAUT K CHIKEHHIO
renaTolesUTIOJISIPHOTO BbIICJIEHUsT Menu B Xemub. Kpome
TOro, npu HapyueHun GyHkuun ATDasbl cCHUXKAETCS U
CMOCOOHOCTB BCTPauBaTh MeJIb B LIEPYJIOTIIa3MUH — OEJI0K,
KOTOPBIN CUHTE3UPYETCS B TIEYCHU U SIBJISIETCSI OCHOBHBIM
MePEeHOCYMKOM Me/I B KpOBU (conepkut 90 % Menn KpoBu).
D1 1Ba hakTopa MPUBOIST K TOMY, YTO CBOOOTHAS TOKCH -
Yyeckas Mellb U3 MeYeHU TOCTYMmaeT B KPOBOTOK U OTKJIa-
NIBIBAETCSI B MO3Te, TTIOUYKaxX U poroBoii obosiouke riiasa [10].

DTa 60JIe3Hb pacIlpocTpaHeHa 0 BCeMy MUDY, U B
CpellHeM 4acToTa TOMO3UTOTHOTO HOCHUTEIbCTBA reHa BB
cocrasysier 1 : 100 Teic. HaceneHus1. B oTnebHbIX pernoHax
M OTHUYECKMX TPYITITaX UMEET MECTO TIOBBIIIIEHUE YaCTOThI

3a00J1eBaHusI, BUAMMO CBsI3aHHOE ¢ 9(D(heKTOM NMHOPUIUH-
ra. B nmocieqHux paboTtax mpuBOASITCS JaHHBIE, YTO 3TOT
rokasaTeJib 3HaYUTeIbHO Oosibiiie 1 nocturaet 1 : 30 Thic.
HaceneHus [6]. PacipocTpaHeHHOCTh TeTePO3UTOTHOTO
HOCUTEJIbCTBA Ha HECKOJIBKO MOPSIIKOB BBIIIE U COCTABIISIET
1 : 200 HaceneHus.

B YkpauHe snuaeMuosiornyeckre UCCiIe0BaHUS OT-
HocutesnibHO BB He npoBoaunuch. Tem He MeHee aHAIU3
MOJIYy4EHHBIX HAMU JAHHBIX CBUIETEIbCTBYET O TOM, YTO
Cpeny MPOJICYeHHBIX B KJIMHUKE MHCTUTYTA IMAIlMEHTOB C
BB (Bcero 104 yenoBeka 3a rnocienHue 23 roxa) mpornop-
LIMOHAJIBHO TPEJCTaBIEHBl XUTEIN BCEX PETMOHOB CTpa-
HbI (3aIaHOT0, LIEHTPAJIbHOTO, BOCTOUHOTO U I0XKHOTO).
BaxxHO OTMETUTB, UTO B TEUEHHUE TT€PBOIA MTOJJOBUHBI 3TOTO

Anpeca 115 nepenvcKu ¢ aBTOPaMu:

Bonowmun-Tanonos MBan KoncrantuHoBu4

61068, XapbKkoB, yi1. Akagemuka [1aBiosa, 46

T'Y «<MTHCTUTYT HEBPOJIOTUU, IICUXUATPpUM U Hapkosorun HAMH
YKpauHbl»

E-mail: npn@ukr.net

© Muuienko T.C., BonomuH-Tanonos U.K., 2015
© «MexmyHapomHbIi HEBPOJIOTUIECKUI XKypHa», 2015
© 3acnaBckuii A.1O., 2015

20 Mi?KHapOAHHUH HEBPOOTiYHHHA KypHad,

ISSN 2224-0713 N¢ 2(72), 2015



NJ)

Opwurinaabii gocaigzxenns /Original Researches/

reproaa (1992—2002 Ir.) B MHCTUTYT MOCTYITMJIO Bcero 16
manureHToB ¢ BB, a B reuenue Bropoii (2003—2013 rr.) — 66
OOJIBHBIX, TO €CTh B 4,13 pa3a 6oJblie. Takast xKe TeHIECHIIUS
K HEYKJIOHHOMY POCTY KOJMYECTBA BIEPBbIE BbISIBICHHbBIX
0OJIbHBIX C 00J1e3HbIO BHIbCOHA COXpaHSIETCS U B TIOC/IETHMIE
noaroparoaa (2014—2015 rr.) — 22 60abHbIX. [laHHBII (hakT
MOXHO OOBSICHUTD, BO-TIEPBBIX, YJIYUIIEHUEM TUarHOCTUKU
3a00J1eBaHUsI, @ BO-BTOPbIX — MCTUHHBIM TMOBBIIIEHUEM
3a00J1eBaeéMOCTH 1 pacnpocTpaHeHHocTH BB B YkpauHe.

W cTtruHHOE MOBBIIIEHNE MOXET ObITh 00YCJIOBIEHO KaK
HaKOIUIEHUEeM U3MEHEHHOM HaceICTBEHHOM nHMOopMaiu
B CBsI3U C 0oJiee 3(h(EeKTUBHBIM JeueHrueM 001e3HU Buib-
COHa, a CJefoBaTeIbHO, U YBEIUYECHUEM AJTUTEIbHOCTH
SKU3HU 3TUX OOJIbHBIX, TaK U TTOSIBJICHUEM HOBBIX MyTallUit
reHa ATP7B, o0ycoBIeHHbIX HE0JaronpusaTHbIMU KO-
JornyecKuMu (hakTopaMu, B TOM YUCJIE U BO3AEHCTBUEM
MOHU3UPYIOILEero u3aydeHusi. Beab B HacTosiee BpeMst
BbIsIBJIEHO OoJjiee 350 myTalmit aToro reHa. Takasi JaBMHa HO-
BbIX MyTa1uii reHa ATP7B, oueBuaHO, CBsI3aHa HE TOJIBKO C
COBEPIIEHCTBOBAHUEM TEXHOJOTUH TeHETUYECKUX UCCIIe0-
BaHUIA, HO U C T€M, YTO B [TOCJIEHUE TObI MPUHIIUTTUATILHO
M3MEHUJIAch cpenia oouTaHus yeaoBeka. [TosBuINCh HOBbIE
TeHETUYECKU MOAUDUITMPOBAHHBIE PACTEHMSI MU OPTAaHU3MBI,
HUCTIONb3yeMble JISI MPOU3BOJCTBA MPOAYKTOB MUTAHMS,
HOBbIE XUMUYECKHME BEIIeCTBA 11 OBITOBOTO MPUMEHEHUSI,
OTMeYaeTcst 0OJIbIIIAast MUTPALIMS JIULL, OTSTOLIEHHBIX IPY30M
myTanuii [1, 4, 10].

XOTs B HacTosIIIee BpeMsl orucaHo oosiee 350 myTauuii
reHa ATP7B, B 6oablMHCTBe moIysiiuii mupa BB Bo3-
HUKAaeT B pe3yjbTaTe HeOOJIBIIOTO KOJIMYECTBA MyTalluid,
cnenuduueckKux s 3Tux nonyiasuuit. B EBpomne, B Tom
gucie u B Poccun, myrarmst His1069 Gln (3ameHa ructiam-
Ha Ha IIyTaMuH B o3uiuu 1069) npucyrerByet B 37—63 %
clryyaeB 3a0osieBaHus. B YkpanHe Takue MOJIeKyIIpHO-Te-
HeThuyeckue uccienoanusi bB paHbllle He TPOBOAUIINCE.
Kak moxasanu Haly MOJeKyIsIpHO-TeHeTUYeCKKe hccie-
JOBaHUsI, BeAyIlel MyTalMeil B YKpaHe Takxke sIBISIeTCs
His1069 Gln, xoTtopas Oblta obHapyxkeHa y 70 % Hammx
nalueHToB ¢ 0oje3Hblo BunbcoHa. [loatoMmy B YkpauHe
MpUY reHeTUYeCKOM MeToe nuarHocTuku bB mpexne Bcero
HEOOXOAMMO OTIPEeIIATh HATMUKUE ITOM MyTalllu.

Hecmotps Ha To yTto BB siBAsieTcss HacaeaCTBEHHBIM
3abo0jieBaHMeM, TMarHO3 CTaBUTCS MPEUMYIIECTBEHHO
Ha OCHOBaHUM HE T€HEeTUYECKOro, a KOMIIJIEKCHOTO KJI-
HUKO-J1abopaTOpHOro ucciaeaoBaHus. JaHHas cuTyauus
00ycCIOBJIEHA TEM, UTO TeHETUYeCcKasl TMarHoCTUKa Bechma
JOPOTOCTOSIIIA U IOBOJIBHO TPYAHA U3-3a OOJIBIIIOTO KOJIM-
yecTBa (okoJjo 350) myranuii reHa ATP7B.

B HacTosiee BpeMst oO1ienpu3HaHHBIM CTaHIAPTOM
noctaHoBKU aAuarHo3a bB sBrnsiercs Hanuuue kosen Kaii-
3epa — Dreifiepa, CHIKEHWE B CHIBOPOTKE KPOBHU 11€pY-
JoriazMuHa Huke 20 Mr/mj1, CyTOUHOE BbIACICHUE MEAu
¢ Moyoii 6osiee 100 MKT/CyT, KOHLIEHTpALMSI MEIX B CyXOM
ocraTke 6uornrara rneyeHu 6osee 100 Mxr/r. JIomoaHUTE b-
HBIMM METONAMM JUArHOCTUKU SIBJISIIOTCSI: TEHETUYECKUE
HUCCen0BaHus; HelipoBu3yaau3almoHHble MeToasl (MPT

TOJIOBHOTO M03ra, M P-crieKTpoCcKOIus TOJIOBHOIO MO3Ta);
yiabTpa3BykoBas nuarHoctuka (Y3]l) opraHoB OpIOIIHOM
MOJIOCTH, OTpeeieHre YPOBHSI MOUEBOI KMUCIOTHI. BaxHo
OTMETUTH, YTO, HECMOTPSI Ha BBICOKYIO CIELIMDUIHOCTH
rokaszaresieil 001IeNpPU3HAHHOTO CTaHAapTa, HU OJWH U3
HMX HE MOXKET UMETh CAMOCTOSITEIbHOTO TMAarHOCTUYECKOTO
3HaueHwus |35, 9].

BoipaxkeHHbIN KIMHUYECKUI TTOIMMOP(HU3M HEBPOJIO-
ITMUYECKUX U coMaThuecKux mposieienuit bB 3arpynHser u
3a/Iep>KUBAET Ha HECKOJIBKO JIET MOCTAHOBKY MPaBUIBLHOTO
IMarHo3a, a cjenoBaTe/bHo, U 3¢ dekTrBHOE JeueHne. Kak
MOKa3bIBAET HAlll OTIBIT, OT MOSIBIEHUSI IEPBbIX CUMIITOMOB
3a00s1eBaHuUs 10 ITOCTaHOBKM auarHo3a bB B cpenHem mpo-
xonuyo 2,5 rona (0—7 net). B 3aBUCMMOCTH OT KIIMHUYECKMX
MPOSIBIEHU T OOJIbHBIE JIEYMIIMCH B METULIMHCKUX YUPEXKIIe-
HMSIX pa3IMYHOTO MPOhUIS ¢ Pa3HBIMU IMArHO3aMU: SHIIE-
damur — 16 (15,4 %), xpounueckuii rematut — 10 (9,6 %),
uuppo3 neueHu — 7 (6,7 %), napkuHcouusm — 8 (7,7 %),
OLIT — 7 (6,7 %), paccestHHbIit cKiiepo3 — 4 (3,8 %), Top-
cuoHHas auctoHust — 2 (1,9 %), mmzodpenus — 2 (1,9 %).
IlepBuuHo nuarHo3 BB ObuU1 IocTaBIeH MEeHee YeM I10J10-
BUHE 0OJBbHBIX (48 mauneHToB — 46,2 %). Y HEKOTOPBIX
OOJIbHBIX 10 YCTaHOBJIEHUS nuarHo3a bB Ha mpoTtsskeHun
HECKOJIbKMX JIET IMarHo3 MeHsics 3—4 pa3za.

IlonpoOHoe onucaHue KIMHUKU LiepeOpaibHbIX Ha-
pYLIEHUI y MaluMeHTOB ¢ 0oyie3HbI0 BuiabcoHa B OCHOB-
HoM Obu10 cnenaHo H.B. Konopanoseim u I1.IN Jlekapem
¢ B.A. Makaposgoii [2, 3]. Benymiumu cumMnToMaMu U
CUHIPOMaMU HEBPOJOTUYECKUX MPOSBICHUN OONe3HU
BusbcoHa SIBASIIOTCS pa3iMuHble IBUTATEIbHbIE Hapylle-
HMS 9KCTpanpaMuaHoOro xapakrepa. KaptuHa skcrpamnu-
PaMMIHBIX ABUTATEIbHBIX PACCTPOUCTB Y 3TUX OOJBHBIX
BeCbMa pa3HoOOpa3Ha, TaK Kak 00yCcI0BIeHa pa3InuyHbIMU
COYETaHUSIMM M3MEHEHHUsI TOHYCa MBI, TUIIEPKUHE30B
Pa3HOI aMIUTUTYbI M YaCTOTHI, & TAKKE BBITIAJIEHUEM OITpe-
NIeJIEHHBIX BUIOB JIBUXKEHUSI.

CorlacHO HalllUM AaHHBIM, OYeHb YacThIM KJIMHUYE-
CKUM MpOosIBJIeHUEeM HeBpoJiorndeckoit ¢hopmnl bB sB-
JigeTcs HapylleHue peuu. B maHHOM ciiyyae pa3BUBaeTCs
cneuuduyeckas IMOAKOPKOBasi MOTOpHas adasus, mpu
KOTOPO# LIEHTp MOTOpHOM peun bpoka, pacrooxkeHHbIN
B JIOOHOI 10J1e OOJIBIINX MOJIYIIapUii MO3Ta, He UTPaeT Be-
nyiieit poau. B ocHoBe paccTpoiicTBa peun y 3TUX O0JIbHBIX
JIEXKUT HApYLICHUE CONPYXKECTBEHHOM KOOPAMHALIMOHHOMU
NESITENIBHOCTH TOJIOCO00PAa3yIONIeTo, apTUKYJISIIMOHHOTO,
JIBIXaTeTbHOTO Y MO3KEYKOBOTO arrapara.

Co CTOPOHBI BBICIIIMX KOPKOBBIX (DYHKIIMIA 1151 00JIe3HU
BusibcoHa xapakTepHbI pa3IMIHBIE IO CTPYKTYPE U CTENEHN
BBIPAXKEHHOCTH HApYUIEHUST MPOU3BOJbHOM PEryysiiuu,
KOTHUTUBHBIX (DYHKIIMA, MePUENTUBHO-THOCTUIECKOM
U SMOLIMOHAJbHOU cdeprl. B cTpyKType Mpon3BOIbLHON
PEeryisiiiu TOMUHUPYIOT HapylIeHUss CAMOKOHTPOJS U
WCTIOTHUTENIbHOTO KOMITOHEHTa JIeATeTbHOCTA. B KOrHu-
TUBHOI1 cepe rmpeodaagaroT AMCGYHKIIMYA TPOU3BOILHOTO
BHUMaHMS, HapylIeHUs MaMsITH, CHIDKEHHE CKOPOCTHBIX
XapaKTEPUCTUK U 001 TPOAYKTUBHOCTH MBICIUTETbHOM

N¢ 2(72), 2015

www.mif-ua.com 21



Opwurinaabii gocaigzenns /Original Researches/

N

NEeSITEIbHOCTU. B cTpyKType MmeplrenTUBHO-THOCTUYECKUX
HapylIeHW MpeBaTMPYIOT TUCHYHKIIMU KOHCTPYKTUBHOTO,
TMHAMUYECKOTO M OpaJIbHOTO BUIOB IpaKcuca, a Takxke
aKyCTUUEeCKOro ruosuca. JAuchyHKInsa 3MOLMOHAIbHOMK
cepbl mpecTaBIeHa MMPOKUM CIIEKTPOM PACCTPONCTB: OT
BBIpaXKEHHO 31 (hOPUHU A0 TSLKEION NIeTPecCui, OT IMOLIMO-
HaJbHON JTaOMUJIBHOCTU 10 pUTUIHOCTU addeKkTa, a TaKKe
BbIpaXXEHHOU acTeHU3alMel U CHUKEHUEM KpUTUKU [7, 9].

BbosiesHp BusibcoHa siBisieTcsl OAHOW M3 HEMHOTUX
HacJIeICTBEHHBIX 0OJIe3HE, MOANAIOIINXCS JICUSHUIO.
IIpu paHHell TMAarHOCTUKE €CTh BO3MOXHOCTD YCITCIITHOM
MoauGUKALIMU TeUYeHUs 3a00JeBaHMs, IO3BOISIONIEH
ITUTETbHOE BPEeMs COXPAaHSTh aKTUBHBIN 00pa3 XU3HU
OosbHOTO. BoccTaHoBUTENBHOE JieueHNE OOJbHBIX C He-
BPOJIOTMYECKUMHU (hopMaMu OOJIE3HU TOKHO ITPOBOIUTHCS
B T€UEHHE BCEI XKM3HU C y4eTOM (DOPMBI ¥ CTaauU 00JIE3HU,
a TakKe KIIMHUIECKON KapTUHBI U JaHHBIX JJAOOPATOPHBIX
uccaenoBaHuii. OMHAKO C yI€TOM TOTO, YTO TMPH JICUSHUHN
XeJIaTOPaMU YaCTO OTMEYAIOTCSI OCTIOKHEHHUS, B HACTOSIIIIEe
BpeMsI HEeT eNMHOTO MHEHUSI O TOM, KaKoi Iperapar 1 B
KaKoil 103MPOBKE HEOOXOAMMO MPUMEHSITh TIPU TON WU
MHOM (hopMe U cTaauu 3a00J1eBaHMSI.

CormracHO JaHHBIM HaIIUMX MCCIENOBAHUM, XeJaTOPhI
KYTIPEHW U TPUSHTUH SIBJISIIOTCS MperapaTaMy BbIOOpa B
Hayajie JedeHusT HeBpoJiorudeckoi ctanuu bB. OTtmeuae-
Mbl€ OCJIOKHEHUSI TIPU JICUSHU W KYITPEHWIOM MOTYT OBITh
00yCI0BJIEHBI IBYMsI (haKTOpaMM: OOJIBIINM BEIOPOCOM U3
JIETIO TIeUeHU CBOOOTHOM TOKCUYECKOI MeIN, O0YCTOBJIEH-
HBIM TIPMEMOM KyTpeHWIa, U U3HAYaJIbHON HeTlepeHOCH -
MOCTBIO XejaTopa KyrnpeHuiaa. [1oaTomy ¢ 1ejiblo MUHU-
MM3alW1 BIUSTHUS TIEPBOTO (haKTopa JieueHUe KYIPEeHWIOM
He00X0IMMO HauMHATh C MUHUMAJIbHBIX 103 (110 1/4 Tabm.
(62,5 Mr) B CyTKH, C IMOCTEIIEHHBIM YBEJIMUEHUEM A03bI Ha
1/4 tabn. (62,5 MT) Kaxmble 7 THe#) U MOA CTPOTUM KOH-
TPOJIEM CYTOUYHOM 9KCKPELIMK MeIU ¢ MOYOii. MakcHMaIbHO
IOITyCTUMasI CyTOYHas J03a KyIlpeHwIa — He Oonee 2—3
Tabaetok (500—750 Mr) B CyTKM, KOTOpBIE€ XeJaTeJIbHO
pa3aenuTh Ha TpY TIpueMa (yTpoM, JHEM U BeuepoM TepeT
CHOM) 3a 9ac 110 e/Ibl JIM0O yepe3 IBa yaca Iociie, 3anmmBast
300—400 mu1 cmaboMUHEpaIM30BaHHOM BOIBL.

Yro KacaeTcst BTOporo (pakTopa — U3HaYaIbHOI HeTepe-
HOCUMOCTH TOKCUYECKOTO BIVSTHUS KYTTPeHIIa Ha HEPBHYIO
CHUCTEMY, TO, K COXaJeHHUIO, JOCTOBEPHBIX MapKepoB B
nuTteparype HeT. HaMu ObUTO OTMEUYeHO, YTO MpU3HAKaMu
HEeTepeHOCUMOCTH Jlaxke MUHUMAJIBHBIX 103 KyIpeHuIa
OBLIN: Pe3KOe MOBBIIIIEHUE TEMITEPaTyphl TeIa 60JbHOTO 10
40 °C B mepBbIe AHU IIpYieMa IIperapara; BhIpaskeHHbBII MbI-
IIEYHO-TOHNYECKHUIA 60IeBO CHHIPOM, KaTacTpo(ruecKoe
YXYAlIeHWe HEBPOJOTHUECKOW cuMmnTomMaTuku. Mcxomst
W3 3TOTO, TIPY TTOSBJICHUN BBIIIEYKA3aHHBIX CUMIITOMOB
60JBEHOTO HEOOXOIMMO TEePEBECTH Ha MOHOTEpAITnIo TIpe-
maparamMu imHKa. Coyu IMHKa (LIMHKTEPa) SBISIOTCS TTpe-
IapaTamMu BEIOOpA TIPH JIEYEHU U TTPENCUMIITOMHON CTaNK
0oJIe3HU, a TaKKe Ha 3Tare TOoMIepKUBAOIIei Teparnuu
Kak B Buje MoHoTepanuu (rmo 1 ta6ma. (124 mr) 3—4 pasza B
NieHb 3a 1 yac 70 npuema MuiM), Tak 1 B KOMOMHAIUU C

HeOOIbIIMMHU J03aMU KyrnpeHusa. [1pu aToM HeoOXoaUuMo
00513aTeJIbHO COOJII0ATh BPEMEHHOM MPOMEKYTOK MEXKI1y
MpUeMoOM 3TuX TperapatoB. Ha mpoTsokeHnu Bceit Ku3Hu
nueta 0OJIbHBIX 00JIe3HbIO BUiibcOHA MOJIKHA MCKITIOYATh
MPOAYKTHI C BBICOKMM CO/IEP>KaHUEM MEIU.

BaxxHO OTMETUTB, UTO, COTJIACHO HAIIIUM UCCJIEAOBAHU-
sIM, B Pa3BUTUU U TeueHuu Oosie3Hn BusibcoHa 0osibliryio
pOJib UTPaeT TeMOAUHAMUYECKUI (hakTOp. YCTaHOBJEHO,
YTO Y 3TUX OOJIbHBIX UMEIOTCS KaK CTPYKTYpHBIE, TaK U
(byHKIIMOHAIBHBIE HAPYILIEHUS B CUCTEME LIepedpaibHO-
ro KpoBooOpaiiieHusi. bojiee yeM y MoJOBUHBI OOJTBHBIX
(70 %) umeroTcs Takue OOLIENPU3HAHHBIE MPEIUKTOPbI
HapylIeHWs] MO3TOBOI TeMOJIMHAMUKHN, KaK yTOJIIEHNE
KOMILJIEKCAa UHTUMAa-Meia BHYTPEHHEe COHHOW apTepuu
1 QYHKIMOHATbHbIE HAPYIIEHUS COCYIMCTOTO DHIO0TETUSI.
[MosToMy, B 3aBUCUMOCTU OT KITMHUYECKOW KAPTUHBI U TaH-
HbBIX JAOOPATOPHBIX UCCIIENOBAHNI, HEOOXOINMO HE pexe
1—2 pa3 B rofi MpOBOJAUTH JIeYEHUE HEHPOTIPOTEKTOPAMHU,
Ba30aKTUBHBIMU, META0OJIMUYECKUMHU Y AaHTMOKCUIAHTHbI-
MM TIperapaTtaMu, a TakKe BKJIIOUaThb B TEPANeBTUUECKYIO
MporpamMMmy pa3jivvyHbIe JiedeOHO-peabuIuTallMOHHbIE
MEepOTPUSITHS.

Takum 0O6pa3om, Kak BUJHO U3 TaHHBIX JTUTEPATYPHI U
Halmx AaHHbIX, BB BcTpeuaeTcs B momynsiimy 3HaYUUTETbHO
yarie, yeM AuarHoctupyercs. JlanHasi cutyanusi o0ycioBiie-
Ha MOJMMOPGU3MOM KIMHUYECKUX MTPOSIBJICHU 00JIe3HU U
HEJIOCTATOYHOI HACTOPOXEHHOCTHIO Bpaueii B OTHOILIEHUU
3TOT0 HACJIEICTBEHHOTO 3a00/IeBaHMSI.

Harn onbIT 1okasbiBaeT, YTO AJIs TIOBBIIIIEHUS BbISIBIISI-
€MOCTU U paHHEeW NUarHOCTUKU HEBPOJIOTUYECKUX (popm
00JIe3HU HEOOXOIMMO 00palllaTh BHUMaHNE Ha CUMITTOMBI
Y CUHJIPOMBI TTYCTh M HE COBCEM clielinpuieckue, HO 4acTo
BCTpeyaloluecs npu 3ToM 3aboneBaHnuu. B yactHocTH,
HaJIMuMe TUTIEPKUHE30B TUIa risus sardonicus u Tumna
flepping — B3Maxa KpbLia IITULIbI, & TAKXKE CITELIM(DUIECKOTO
TMOJKOPKOBOTIO TWMa MOTOpPHOU acda3uu. J1jisi BbISIBICHUS
BB tpebyercst mpuMeHeHNe U CIIeINPUIESCKOTO AUATHO-
CTUYECKOTO KoMmIiekca. BecbMa ahheKTUBHBIM SIBJISIETCS
CeMEMHBIM CKPUHWHT U paHHel quarHoctTuku BB y pon-
CTBEHHMKOB IpoOaH/a.

B 3axisoueHne HEOOXOIUMMO OTMETUTh, UTO aHAJU3
9TAIOB Pa3BUTUSI PA3JIMUHBIX aCTIEKTOB 00s1e3HU Busibcona
MOKa3bIBAET, YTO UX HEOOXOAMMO paccMaTpPUBaTh BO B3au-
MOCBS$I3U U HU OJIMH U3 HUX HEJIb3$1 CYUTATh 3aKOHYEHHBIM.
Pacmupsiommuiica n yriayOIsTiomuiicss MeTOANYIECKAI
YPOBEHb MCCJIEOBAHUI CTABUT U HOBBIE MPOOJIEMBI KaK B
raroreHese, JMAarHOCTUKe 3a00J1eBaHUsI, TaK U B JICUEHUU
" peadIMTauny OOJIbHBIX.
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CYYACHI ACNEKTU XBOPOBM BIAbCOHA

Pe3tome. I1pencrasieHi cydyacHi gaHi CBITOBOI JIiTepaTypu 1010
eTioJIoTii, emigemiosorii, maToreHe3y, 0COOJIMBOCTEN KIiHIYHOTO
nepebiry, 1iarHOCTUKHU Ta JiKyBaHHsI XxBopobu Binbcona. Lle
BiTHOCHO piIKiCHE XpOHiUHE, MPOrpecyoye ayTOCOMHO-PEIECUBHE
3aXBOPIOBAHHSI 3 F’eHETUYHO OOYMOBJIEHUM IMOPYLLIEHHSIM OOMiHY Milti
Ta il HAIJTMILIKOBUM BiIKJIQICHHSIM Y TIEUiHIli, TOJJOBHOMY MO3KY Ta
HUpKax. be3 cBoe4acHO BCTAaHOBJIEHOTO MPABUJILHOTO JiarHO3y Ta
aJIeKBaTHO ITiIiOpaHOro JIIKyBaHHS XBOPOOA HEYXUJILHO ITPOTPECYE,
1110 MPU3BOJUTD 10 PAHHBOIT iHBaJiAM3allii i CMEPTi B MOJIOJOMY Billi.
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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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