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Annomayus. I'enaroneHTukysipHas aerenepanus (6one3ns Bunbcona-KonoBanosa) siBnsiercs
TSOKEJIBIM HACJEJICTBEHHbIM 3a00JIeBaHUEM, P KOTOPOM HapyllaeTcs MeTadosu3M Meau HU
XapaKTepU3yeTcsl MaTOJOrMYECKUM HAKOIUIEHHEM MeId B TOJOBHOM MO3re€, MEYEeHH U APYTuX
opranax. bose3np BbI3BaHa MyTtauueil B AT®a3H0ll MenbTpaHCIOPTUpYIOLIEH OeTa-noaunenThia
(ATP7B), xotopblil komupyer TpaHcMeMOpaHHyro ATda3y, TpaHCHOPTUPYIOILYID MEIb, YTO
MIPUBOJUT K HAKOILJICHUIO MEIU B opranusmMe. KinmHuueckoe TedeHrne MoXKeT BapbUpOBaThCs MO TUILY
U TSDKECTH CHMIITOMOB, HO NPOIPECCUpYIOlIee TE€YEHUE CO CTOPOHBI HEPBHOM CHCTEMBI U MEYEHU
aBisieTca obmeil ocodeHHocThIO. [lanMeHTsl Takke MOTYT CTpajaTb KpOME HEBPOJIOIMUYECKUX
paccTpONCTB ¥ NCUXUYECKMMU CUMIITOMaMH. [ enaToneHTUKyIIpHas 1ereHepanus JUarHocTupyeTcs
C HCIOJIb30BAHUEM JUArHOCTHUYECKUX aJIrOPUTMOB, KOTOpPbHIE BKJIIOYAIOT aHaMHE3 3a00JjieBaHuS,
KJIIMHUYECKUE CHUMITOMBI M NPU3HAKH, MOKazarenu mertabonusma menu u a"anu3 JJHK ATP7B.
JlocTynHbIE METOBI JICUEHHS BKIIIOYAIOT XEJIATHYIO TEPAINUI0 M COJM LIMHKA, KOTOPHIE yCTPAHSAET
JaJIbHENIee HakoIUIeHHe Meau. Kpome Toro, B OTHAENBHBIX cilydasx MOKa3aHa TPaHCIUIAHTALUs
nedyeHu. [Ipu paHHel IMArHOCTUKE M JIEYEHUHM IMPOTHO3 XOPOUIMH; OIHAKO Ba’KHBIM BOIPOCOM
SBJIIETCSl IMAarHOCTHUKA MAIlMEHTOB J0 MOSBIEHUS CEPhE3HbIX CUMOTOMOB. B pabote caenan 0630p
MOCIEeIHUX JaHHBIX Mo Oone3Hn Bunbcona-KoHoBanoBa ¢ MogpOoOHBIM ONMUCAHHEM 3THOJOTHH,
IIaTOr€HE3a, MAKpPOCKOIIMYECKHE M MHMKPOCKONIMUECKHE W3MEHEHHM B OpraHax MHMILIEHH,
HEBPOJIOTUYECKUE TPOSBICHUS, JUArHOCTHKA, nuddepeHnanbHas TMarHoCTUKa, HOBbIE METO/AbI
JIeueHus1, MPOTHO3 U ocliokHeHus. [IpuBeneH knmuHnueckuil ciayyait 0one3nb Bunbcona-Konosanosa
y 28-J€THETO NMalMeHTa C IEYEHOYHBIMU U YKCTPAIUPAMUIHBIMU IIPOSBICHUSIMH.

Abstract. Wilson-Konovalov disease (hepatolenticular degeneration) is a heavy potentially
treatable hereditary disorder of copper metabolism, which is characterized by pathological
accumulation of copper. The disease is caused by mutations in ATPase copper transporting beta
polypeptide (ATP7B), which encodes the transmembrane ATPase transporting copper, which leads to
a violation of copper homeostasis and copper overload in the liver, brain and other organs. The clinical
course may vary by type and severity of symptoms, but progressive liver disease is a common feature.
Patients may also suffer from neurological disorders and mental symptoms. Hepatolenticular
degeneration is diagnosed using diagnostic algorithms that include clinical symptoms and signs,
indicators of copper metabolism and ATP7B DNA analysis. Available treatments include chelation
therapy and zinc salts, which eliminate copper overload by various mechanisms. In addition, liver
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transplantation is indicated in some cases. With early diagnosis and treatment, the prognosis is good;
however, an important issue is the diagnosis of patients before the appearance of serious symptoms.
The paper reviews the latest data on Wilson-Konovalov disease with a detailed description of
the etiology, pathogenesis, macroscopic and microscopic pictures of the disease, neurological
manifestations, diagnosis, differential diagnosis, new treatment methods, prognosis and
complications. A clinical case of Wilson — Konovalov disease in a 28-year-old patient with
extrapyramidal manifestations is presented.

Knrouesvie cnosa: 6one3np Bunbcona-KoHoBanoBa, remnaToieHTUKYIspHas JereHeparus,
Me/b, LepYJIOIIIa3MUH, SKCTpaupaMuIHbIe PacCTPONCTRA.

Keywords: Wilson-Konovalov disease, hepatolenticular degeneration, copper, ceruloplasmin,
extrapyramidal disorders.

bonesnr Buibcona-KonosanoBa mnpencrasiser co0Oi OAMH U3 KJIACCHUYECKUX INPUMEPOB
OoJie3HEl MPH KOTOPOM MOPAXKAETCS MPEUMYIIECTBEHHO TOJIOBHOM MO3T U Me4eHb. boiie3Hp nMeeT
pa3Hble HA3BaHUU: TEMATOJICHTUKY/SIPHAS JAeTeHepalus, renaronepedpanpHas quctpodus, 00Je3Hb
Becrdana-Bunbcona, 6one3np Bectdansa-Bunbcona-Konopanosa. bone3ns Buinbcona-Konoanosa
3TO OJIHA U3 HauboJiee U3yUEHHBIX HACJIEICTBEHHBIX ()OPM IKCTpAIIMPaMMIHOM MaToJ0ruy, CBA3aHa
C HapylleHHeM OOMeHa LepyJoIUla3MuHa — OenKa IUIa3Mbl KPOBH, COAEpXKalluid Menb, U
CHUHTE3UpYyeTCsl B Me4eHU. Mop(]oIOrHuecKy BBISBISETCS OTIOXKEHHE MEAH MPEUMYIIECTBEHHO B
MOJKOPKOBBIX TaHmHsAX (n. Lenticularis), kope momyiapuii rOJOBHOTO MO3ra, MOKEUKE, a TAKKE B
IIEYECHHU, CEJIE3E€HKE, pady’KKe M XpyCTaluKe. B IOpaXeHHBIX OpraHax pa3BUBAIOTCS OYaru
pa3MsryeHuss U CKJIEpO3UpOBaHWA. THUI HaciaemnoBaHMs: AyTOCOMHO-PELIECCUBHBIM, BCTPEYAECTCS
OJIMHAKOBO YacCTO y MYXUYHH U KCHIIKH. boie3Hp npencTapiseTr MUPOKUl HHTEpEC ISl HEBPOJIOTOB,
TernarojoroB M TacTPOIHTEPONIOroB. Brimenstor OpromHas ¢opma (UUppo3, TEMaTHT, OCTpas
MEYCHOYHAsT HEJOCTAaTOYHOCTh), IiepeOpanbHas Qopma (IKcTpamupaMugHas, IepeOeusipHas,
nceBno0ynb0apHas, CyJopord, KOTHUTHBHBIE M TICUXWYECKHWE HapyLIeHMs), cMellaHHas ¢opma
(mopakeHus1 HEPBHOM CUCTEMBI, IEYEHHU, IIOYEK, IJI1a3, CYCTaBOB, CEPLA, SJHAOKPHUHHON CUCTEMBI).

Llenvto 0annoeo 0630pa SBUIOCH U3YYUTh COBPEMEHHBIE JaHHbIE 00 3THOJOTHMH, MaTOreHe3a,
KJIIMHUYECKON KapTUHBI, TUArHOCTHKH, AU epeHnanbHON AMarHOCTUKY, JIEYEHUH, OCIOKHEHUN 1
nporHo3 npu 6ose3nu Bunibcona-Konosanosa (bBK), a Takke npuBecTH ciayyail U3 IpaKTHUKH.

bonesnr BunbcoHa BbI3BaHAa OJHOM M3 HECKOJIbKMX MyTauuid B TeHe AT®da3Hblii
MenpTpaHcnopTupytomuil - 6era-nonmunentuy (ATP7B), mpucyrctByromeM Ha 13 xpomocome,
KOTOpasi KOHTPOJIUPYET OEIKOBBIN TpaHCIIOPTEP, OTBETCTBEHHBIN 3a BBIBEJCHHE M30BITKA MEIU U3
opranuszma 4yepe3 xemub. Okonmo 10% ciaydaeB myTtarusi B TeHE MOXKET U HE OOHApy>KHMBaTHCA.
Tpancnoprep 6enka pacnoaokKeH B CETH KoMITIeKca ['0b1ki eueHn ¥ ToJI0BHOTo Mo3ra. OCHOBHOM
yTh BeIBeZeHUS MeqH (95%) mpoXoAUT uepes rnevyeHb. DTOT U30BITOK MeIU CHayasla HaKarjaIuBaeTcs
B IIEUYEHH, a 3aTeM IOonajaeT B KpOBb, LEeHTpasibHyto HepBHyto cuctemy (LIHC) m B npyrue
oprassi [1].

N30bITOK Meau NpUBOIUT K 0Opa3oBaHMIO CBOOOIHBIX PAJUKAIOB, KOTOPBIE BbI3bIBAIOT
OKHCJICHHE )KM3HEHHO Ba)KHBIX OEJIKOB M JUMUI0B. PaHHNE U3MEHEHUs, KaK MPaBUIIO, TPOUCXOST B
MUTOXOHJPUH, A7pax U nepokcucomax. [lpu 6onesnn Bunbcona HapyiaeTcss MEXaHU3M BbIICICHUS
MeM, B pe3yibTaTe 4Yero MeJb HaKalJIMBaeTCs B TEYEHU M IOMNajaeT B KPOBb, IJ€ HAYMHAET
HAKaIUIMBaThCs B JPYTUX OpraHax M TKAHAX, TAKUX KaK TUIIOTaJlaMyC, CKOpJIyIla M Kopa OOJbIINX
MOJTyLIapHii, TOYKU U POroBuLia. Meb sIBIISIETCS IEPEXOAHBIM METAIIIOM, M H30BITOUHOE COJIepKAHNE
MeJU MPUBOIUT K 00Pa30BaHUIO TOKCUYHON THIPOKCUILHON TPYIIIBI U YCUICHUIO OKUCIUTEEHOTO
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cTpecca B KJIeTKaX. DTOT OKHCIUTENbHBIN CTPeCcC MOBPEXKIAET KICTKU U MPUBOIUT K KIMHUYECKUM
MpOSIBJICHUSIM, 4 KMMEHHO K TI€YEHOYHOM HEJIO0CTAaTOYHOCTH, TMOBEJCHUYECKUM HapyIICHUSM,
paccTpocTBaM JABUKEHUH U nosBiieHHne Koublia Kaitzepa-Oneiiepa B porosuiie [2].

Menp HeoOXonuMa OpPraHu3My NPEUMYIIECTBEHHO B KauecTBe KO(akTopa sl HEKOTOPBIX
(bepMeHTOB, TaKUX KaK IEpyJOIJIa3MUH, OKCHJa3a LUTOXpOMa ¢, OeTa-rUApOKCHIIa3a TOIMaMHHA,
CYIIepOKCHUIMCMYyTa3a U TUpO3uHa3a. Meb OCTynaeT B OpraHu3M Yepes3 MUIIeBAPUTENIbHBIN TPaKT
C MOMOIIBIO OeNKa-MepeHOCYNKa B KIETKaX TOHKOW KHIIKH, MEIHOTO MEMOpPaHHOTO TpaHCIopTepa
1 (Ctrl; SLC31AT1). O10T TpaHCHOPTEP NOMOTaET IEPEHOCUTH ME/Ib BHYTPHU KJIETOK, I/I€ 4YaCTh MEIU
CBs3aHa C METAJUIONPOTEMHOM, a yacTh nepeHocutcss ATOXI1 k opraneie, U3BECTHOW KaK CETh
komruiekca [onmpmku. B oTBeT Ha moBbllieHHWE YpoBHS Menu ¢epMeHT, HasbiBaeMmbli ATP7A,
BBICBOOOXKJJa€T MeIb B BOPOTHYIO BeHy B meueHb. Kietku mneuenu HecyT Oemok CMTI u
Metatonporens, a 3areM ATOXI1 cBs3biBaeT ero BHyTpu KieTku. OkazaBumuchk 3znech, ATP7B
CBSI3BIBACT MENb C IIepYyJIOIIa3MUHOM U BBICBOOOXKIAET €€ B KPOBOTOK, yHalisis M30BITOK MENH,
BhIICISIA ee B kemub. O0e ¢pynkiun ATP7B napymens! npu 6one3nn Bunbcona-Konosanosa. Menn
HaKaluIMBaeTCs B MEYEHH, U LIEPYJIOIUIa3MHUH BbleseTcs B hopMe, B KOTOPOM HE XBaTaeT MEIH, U
ObICTpO pasnaraercs B KpoBoToke. Korma ypoBeHb Menu B TEUCHH IONABISET OCNKH, KOTOPHIE
OOBIUHO €€ CBSI3BIBAIOT, 3TO MPUBOIUT K OKUCIUTEIHLHOMY MOBPEXKICHUIO B pe3yabTrare mpolecca,
U3BECTHOTO Kak XuMusi DeHToHa. DTO TMOBpEXACHHE MPUBOAUT K XPOHUYECKOMY AKTUBHOMY
renatuty, Guodpo3y u muppo3y nedeHu. [ledeHs BbICISIET B KPOBOTOK ME/b, KOTOPAs HE CBsI3aHA C
LEepyI0IUIa3MUHOM. JTa CBOOOAHAS MEIb OCaXIAETCS 10 BCEMY OpraHH3My, OCOOCHHO B IOYKaX,
1a3aXx M TOJIOBHOM Mo3re. B TOlOBHOM Mo3re Me[b OTKIIaJbIBae€TCs B 0a3allbHBIX TaHTIIHIX,
myTaMeHe u 6Je1HOM 11ape (T. €., Ye4EBUIIC00Pa3HOE SAPO); ITU OONACTH YUACTBYIOT B KOOPAMHALIUN
JBUKEHUNA M HEHPOKOTHUTUBHBIX MIPOLIECCAX, TAKUX KaK CTUMYJIMPOBAHUE PETYJIALUNA HACTPOCHHUS.
[ToBpexxneHne STHUX 001acTeil BBI3BIBACT HEPBHO-NICHXUYECKHE CHUMIITOMBI, HAOIIONaeMble TpU
6ones3nn Buiscona-Konosanosa [3].

90-95% UMPKYTUPYIOLUMX MEAU B CHIBOPOTKE KPOBH IMEPEHOCUTCSA LEPPYIOIIa3MUHOM.
LleppyoniasMuH CHHTE3UPYETCS B TIEYCHM TeMaTOUTaMU B JBYX (popmax, CBS3aHHBIA B BHUJIE
XOJIOLIEPPYJIOIUIa3MUH a CBSA3aHHBIEC amIoleppyloia3sMuH. B oaHON Monekyne 3Toro Oenka
cofepKUTCs 6—7 HOHOB MeaM. B TeueHue Beell )kU3HU B HOPME YPOBEHB LIEPPY/IOIIIa3MUHA OCTAETCS
CTaOWJIBHBIM 32 UCKJIIOYEHHEM HEOHATaJbHOrO Mepuoja, U y OepeMEeHHBIX. YPOBEHb 3TOro Oeika
MOXET TMOBBIIIATHCS MPU BOCHAIUTEIBHBIX Ipouecca B oprannsme. Ha Pucynke 1. mpeacrasieHo
CTpoeHHE Lieppyiolia3MuHa, a Ha Pucynke 2 — wmera0onn3M Menu M €ro pojib B MaToreHe3e
reNaToJICHTUKYJIAPHON JET€HEPALINH.

Pucynok 1. CtpoeHue ueppyJioria3MiHa 1oJi MUKPOCKOTIOM [4]
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Pucynok 2. Metaboi13M Meiu 1 €ro poiib B IaToreHese 0osie3Hu Bubcona [5]

Tucmonoeus. CBeroBass MHUKPOCKONHS MOXET II0Ka3aTh paHHUE W3MEHEHHUS, BKIIOYAs
YMEPEHHYIO0 )KHPOBYI0 MHPUIBTPALMIO U OTIOKEHHE INIMKOTeHa B renaronurax. I'ucronornyeckue
0COOEHHOCTH MOTYT HAIlOMUHATh XPOHHUYECKUN aKTUBHBIN rematut. HecMoTpst Ha TO, YTO YPOBEHb
MeAM B TICUCHU IMOBBIIICH, Ha paHHEH CTaguU MeIb HAXOIWUTCA B ILMTOIIa3ME M MOXET He
MPOSBIATHCS MpH okpamuBanuu poramuHoM. T. C. I'yneBckas v coaBTOpBI M3y4IIIKd 15 ymepiux ¢
BBK u oOHapyxwin Kak MaKpOCKOIIMYECKHE, TaK M MHKPOCKOIMYECKUE H3MEHEHUS.
MakpocKkonu4ecKkre U3MEHEHHsI Hanbosee 3aMeTHO ObLTH B CKOPITYTIE U OTPajie, MEHBIICH CTETICHN
B XBOCTAaToM sape u OnenHoM mape. OHM OBUIM YMEHBIIEHBI B pa3Mepe, MO3TOBOW TKaH B 3THX
obnacTax uMmen ry0uaryro CTpPyKTypy. MHKpOCKONHMUYECKHE HW3MEHEHHs ObUTM IpyObIMH U ObLIH
oOHapy:KeHbI pa3InuHbIX 00nacTsX. [Ipu 3ToM n3MeHeHus ObUIM 0OHAPYKEHBI BO BCEX CTPYKTYPHBIX
AJIEMEHTaxX: cocyldax, HeMpoHax, IHaJbHbIX 3JeMeHTax. CocyAaucTble HW3MEHEHHUs 3aTparuBalia
MPEUMYIIECTBEHHO B MHUKPOLMPKYIITOPHOM pycie. OTH H3MEHEHHs XapaKTepU30BAJIHCh Kak
IUIa3MaTHYECKUE TMPONUTHIBAHUS, THATMHO3 U (UOPO3 CTEHKH COCYJ0B, CTa3aM U AUCTOHHUEH.

Knunuueckue  nposenenus.  Ilockonbky  Oone3nb  Buibcona-KonoBanoBa — siBisieTcs
HACJIEJICTBEHHBIM 3a00JIeBaHMEM, MAIlMEHThl MOTYT MMETh IOJIOKUTEJbHBIN CEeMEHBI aHaMHe3.
OmnucanHbli Bo3pacT Havyana 6ose3Hu ot 2 10 60 seT. He MeHee yem yeTBepTH cityyaeB 3a00IeBaHHE
HE AMarHOCTHPYETCs, JIMOO TUarHOCTUPYeTCs HEAOMYCTUMO Mo31HOo. CyTouHOe noTpedieHue Meau
¢ nuuiei cocrapiuseT okoio 1 Mr. Okono 60 mr nomonieHHoN Meau (0,6 Mr/neHs) abcopOoupyercs B
kumeyHuke. 0,35 Mr Meau B JIeHb BBIBOAUTCA uepe3 Koxy. 0,2 MTr MeAu BACHBb IKCKPETHUPYETCS C
xKemublo («perymsaropHas» menb). 0,05 mMr meam B JeHb BBIBOAUTCS ¢ Mo4ou. [lammeHTh MOTyT
KamoBaTbCsl Ha OOJM B JKUBOTE, JKENTYXy, CJl1a0OCTh, HM3MEHEHHUS JUYHOCTH, JIEMPECCHIO,
MUTPEHO3HBIE TOJI0BHBIE 00JH, OECCOHHUILY, CYI0POTH U IBUTaTEIbHOTO PacCTPONCTBA B BUJIE XOpEU
UM xopeoareros3a, remudawmsm. [Ipumeprno y 30-50% mnaruenToB OyayT HaOMIOIATHCS HEPBHO-
MICUXUYECKHE CHMITTOMBI, BKJIFOYask aCHMMETPUYHBIN TpeMop. [lpyriue CUMIITOMBI MOTYT BKJIFOYATh
CIIIOHOTEUEHHE, aTaKCHI0, U3MEHEHUS IMYHOCTH, MAaCKOOOpa3HbIe UEPTHI JIUIA U HEYKITIOKECTb.

[To manueiM [6] Valentina Medici 1 coaBTOpPOB BBIACIAIOT 3 (PEHOTUIUYECKE MPOSBICHHUS:
neueHouHbIe (40%); nHeBponoruyeckue (40%); 6eccummntomubie (20%).
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B 10 e BpeMs aBTOpbI YTBEPHKJIAET, UTO B PEaIbHON KIMHUYECKON MPAKTUKE B OOJIBIINHCTBE
CIIy4aeB BCTPEUAETCSl COUETAHHBIE MOPAKEHHSI TOJIOBHOTO Mo3ra U nedeHu. CyiecTByerT aBe (GopMbl
TeueHus 3a00JIeBaHUS:

1. Octpoe TeueHue, mpu 3ToM 00N€3Hb MaHU(PECTHPYETCS B PAaHHEM JIETCKOM BO3pacTe,
MPOTEKAET MOJHUEHOCHO C BHICOKUM ITPOLIEHTOM JIETaJIbHOCTH.

2. XpOHUYECKOE TEYEHHE, NMPU KOTOPOM CHMIITOMATHUKAa Pa3BUBAETCS MEUICHHO M 4acTo C
MpU3HAKAMU TIOPAKEHUS TICUEHU C MOCICTYIOINM HapacTaHUEM HEBPOJIOTHYECKON CUMITTOMATHKH.

Knunndeckas kinaccudukaiys renaroyieHTUKysipHoit aereneparnuu (mo H. B. Konosanosy):
«bpromHas»  Qopma  (mOHEBpoJOTHMYECKas), apPUTMOTUIIEPKUHETHYECKas (paHHsAA) ¢opMa;
nposkaTtenbHas (hopMa; IKCTparupaMuIHO-KOpKoBas popma.

[Ipn OOBEKTUBHOM OCMOTPE y TAIlMeHTa MOTYT OBITh MPU3HAKH TeNaTOCIICHOMETAINH,
M30JIMPOBAHHOM CIUICHOMETAIMU WJIM, €CIU 3a00JIeBaHUE MPOTPECCHPOBANO JI0 IMPPO3a, TAKKE
MOTYT OBbITh 3aMETHBI MPU3HAKU XPOHUUECKOT0 3a0oseBanus neueHu. OCMOTp I1a3 MOXKET BBISIBUTh
KENTYXy CKJIEp M MCCIIEIOBaHME IICJICBOM TaMIbl Ha Hamnuue konen Kaitzepa-®neitmepa (KD) Ha
poroBuiie (0OpaTuTe BHUMAaHWE, YTO CIWHCTBEHHBIM JPYruM 3abosieBaHueM C Kosbllamu KO
SIBIIIETCS. TIEPBUYHBIN OWaMapHbIi 1muppo3). Jpyrue ocobeHHocTu Oosie3HH BuibcoHa Moryt
BKJIIOYATh HAJIMYUE JBUTATEIBHBIX PACCTPOMCTB, TPYAHOCTU C PEUbIO, JIUIA, MTOXOXKHE HAa MACKH,
CHACTUYHOCThb, PUTHIHOCTb MBI U KOXHBIE MPOSBICHHUS JIYHHO-TOIYOBIX (CHHEBaTOe
oOecliBeYMBaHWE y OCHOBaHUs HorTei). llopakeHne ckenera OYEHb YACTO BCTPEUACTCS M
HAIlOMUHAET IMPEeXIEBPEMEHHBIH OCTE0apTPUT. ApTponarus OObBIYHO IOpakaeT OCEBOW CKENET U
MO3BOHOYHMK. [emonutnueckass anemus HaOmomaercs y 10-15% mnauuvenTtoB u oO0yclioBieHa
JU3MUCOM SPUTPOIIMTOB BBICOKOW KOHIIEHTpanuei meau. Korma Bpadu CTaaKuBalOTCA C MOJOABIM
MAIUEHTOM C HapylIeHueM (YHKIIMH TICUYCHU, TeMOJMTHYSCKOW aHEMHUECH U HOPMAJIbHBIM YPOBHEM
eTI0YHON (hocdaraspl, CeayeT 3aroJo3pUTh TENaTONICHTHKYISIPHON nereHepanuu. [louedHsie
CUMITOMBI IOX0KU Ha cuHApoM PaHKOHU U MOueKaMeHHY1o Oose3Hb. Huxe B Tabnuie 1 mogpodHo
OIHCAaH OCHOBHBIE CUMIITOMBI CO CTOPOHBI OPTaHOB M CUCTEM.

Tabnuna 1
KIIMHNYECKUE ITPOABJIEHUA BOJIE3Hb BUJIbCOHA-KOHOBAJIOBA [7]
Muwens Cumnmombwi

Hesponorudeckne nposiBieHus Juctonus, TpemMop, Au3apTpus, Aucharus, aKHHETUKO-PUTHIHBIN
CHUHJIPOM, Xopes

IlcuxuaTpudeckas IpOSBICHUS [ToBenenyeckre M3MEHEHHS, JEMIPECCHSI, TPEBOTA, TICUXO03,
HEYCIIeBAEMOCTh B IIKOJIE, CEKCyalIbHbIE HAPYIICHUS

Co CTOpOHBI TIeUeHU I'emaromeranus, sxenTyxa, 60116 B IpaBoM Nopedepbe, acTeHus,

MOBBIIICHUE YPOBHS TPaHCAMHUHA3, IPU3HAKHA OCTPOM [IEYEHOYHOU
ncQyHKIMK, TUPPO3 TieueHH (KOMIICHCHPOBAHHBIH U
JIEKOMIICHCUPOBAHHBIN), CTEaTO3

Co cTOpOHBI OPraHOB I11a3 Konsuo Kaiizepa-®@ueiimepa, katapakra

TI'emaTonorunueckue MPOSABJIICHUSA I'emomuTueckas aHEMUs, KOoaryJionaTtus, TpOM6OH€HI/IH

IToueunnie IIPOABJICHUA OCTpaS[ Io4yceyHass HEAOCTATOYHOCTD, Heq)pOHI/ITI/IaS, MOYCKaMCHHas
00JIe3Hb, YpeMHUs

[IposiBiIeHMs CO CTOPOHBI OTIOPHO-  ApPTpONaTHs, MbIILICYHAst CIa00CTh

JABUTaTCJILHOTO arapara

Jpyrue nposiBIeHUs ITposiBIeHUsI CO CTOPOHBI CEPACYHO-COCYAUCTOMN CHCTEMBI,
MAHKPEATHT, THIIONIApaTUPEe03

Huazcnocmuueckuti nouck. Ecin nono3penue Ha 6one3Hb Bunbcona-KoHoBanoBa BbICOKOE,
Heo0X0MMO MPOBEPUTH YPOBEHb IiepyioriazMuHa. J1o Oyaet menee 20 mr/ai (B Hopme ot 20 Mr/an
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no 40 mr/mm). YpoBeHb Menu B Mode OymeT moBbimieH Oosnee yeM Ha 100 MKr/mi. DTUX IBYX
abopaTOPHBIX Pe3yNIBTAaTOB C KodibllamMu Kaiizepa-dreliniepa 0ObIYHO TOCTATOYHO JJIsi ITOCTAHOBKHU
JMarHo3a, HO, €CIIM €CTh BOBMOXKHOCTH s OMOTICHH TIEYEHU Ha COAEp)KaHUE MEIU B IelaTouTax;
3TO HauboJiee TOUYHBIA METOJ JJIi OKOHYATEIILHOTO YCTAaHOBIICHUS AuarHo3a. [IpuMedanue: HU3KUH
YpOBEHb LEpyJOoMa3MUHA MOXKET HaOIIoNaThCsl MpU JIIOOOM PACCTPOMCTBE COUETAOIIUECS
nepunutom Oenka. MPT rojoHoro Mosra MmoMmoraer ONpEAeIUTh HaJMYhe O4ard MOPaKEeHUS
(oTokeHUsT Meau OCOOCHHO oOmacTu 0a3ajdbHBIX TAHIIMEB) TMOPAKEHUS TOJIOBHOTO MO3Ta.
TpanuuroHHbIE IEYEHOUHBIE TECTHI IOKa3bIBaeT NOBbIIEeHHbIN ypoBeHb ACT u AJIT [8, 9]. bone3ns
Bunbcona-KonoBanoBa cienyer 3arnono3puth, €Ciu MPUCYTCTBYIOT CUMIITOMBI, COOTBETCTBYIOIIIME
3TOMy 3a00JIeBaHMIO, WJIM €CIU y POJICTBEHHUKA ObLIO OOHapykeHO 3To 3aboineBaHue. Y
OOJIBIIMHCTBA U3 HUX OBUIM CJErKa aHOMaJIbHbIE MOKA3aTeNN MEYCHOYHBIX TECTOB M MOBBIIICHHBIN
YPOBEHb aclapTaTTpaHCaMUHA3bI, AJAHMHOBOW TpaHCaMUHA3bl U OmnupyOuHa. Eciau noBpexaenue
MEYEHU SBJSIETCSl 3HAYMTENbHBIM, albOyMHUH CHIDKAeTCs B  pe3ylbTare HeCclnoCOOHOCTU
MOBPEXKICHHBIX KJIETOK MEUYEHU BbIpadaThIBaTh 3TOT OENOK; aHAJIOTHYHO, IPOTPOMOMHOBOE BpeMs
YBEIIMYUBACTCS, TOCKOJIBKY TICYeHb HEe BHIpa0aThIBaeT OCIKH, U3BECTHBIE KaK (DaKTOPHI CBEPTHIBAHHUS
KpOBU. YpOBHU MIENIOYHOW ocdaTazbl HHU3KHE Yy MANUCHTOB C OCTPOM TICUCHOYHOU
HEJOCTAaTOYHOCTBKO  BCIEACTBUE  TIENATOJCHTUKYJISpHOM  aereHepanuu. Ilpy  Hanmumwu
HEBPOJIOTMYECKUX CUMOTOMOB MPT rojsoBHOro Mo3ra MOET MOKa3aThb TMIIEPUHTEHCUBHOCTH B
0a3anpHBIX TaHDMAX B pexkume T2. MPT MoXeT MpoaeMOHCTPHPOBATh XapaKTEPHBIH PUCYHOK
«IMIo TUrantckod mnauas»y. OKI' MOXeT BBISBUTH THUIEPTPOPHUIO KEIYIOYKOB, APUTMHH U
Hecrnenupuyeckue n3menenus B T-BonHax u cermentax ST. Hanmuue konen Kaiizepa-®uneiimepa
IpU HaJUYUMd HEPBHO-TICUXWYECKUX CHMIITOMOB HAaBOAMT Ha MbICIb O Oone3Hu Bumnbcona.
[TomHOCTBIO HaJIEAKHOTO TecTa Ha 00JIe3Hb BUIIbCOHA HE CYIIECTBYET, HO YPOBHU LIEPY/IOIUIa3MUHA U
MeEM B KPOBH, a TAKXKE ME/IU, BBIJIEISIEMOM ¢ MOYOH B TeueHue 24-4acoBOro Nepuoza, UCIOIb3yI0TCs
Ui pOopMHUPOBaHMSI BIIEYATIICHUS O KOJMYECTBE MEIU B OpraHu3Me. 30JI0THIM CTaHIaPTOM SIBIISIETCS
Ouornicus rneueHu. PoricTBEHHUKY MEPBO M BTOPOIA CTETIEHU HYKJIAl0TCS B 00CIeJOBAaHUH Ha O0JIE3Hb
Bunbcona.

Tabmuua 2
JIEUTILIUT CKASI KOJIMUECTBEHHA S LIIKAJIA JIJ151 JMUATHOCTUKU
BOJIE3HU BUJIbCOHA-KOHOBAJIOBA
(8th International Meeting on Wilson’s disease, Leipzig, 2001)
Ipusnax Buipaowcennocmo bann

XapakTepHbIe KIMHUYECKUE TPU3HAKH
Konpua Kaitzepa-®neitiuepa Ecth 2
Ha pOTOBHIIE TJa3a Her 0
Hesponoruueckue cumntomsl Tskenbie 2
WIN XapaKTepHbIe NPOSIBICHNUSA  J[erkue 1
npu MPT ronoBHoro mosra OTcyTCTBYET 0
Konuenrparnms Hopwmansnas (> 0,2 r/n wim (> 200 mr/m) 2
[epyJIoIIasMruHa CBIBOPOTKH  (0,1-0,2 /i momm 100-200 mr/n 1

<0,1 r/a wm <100 mr/n 0
I'emonutnueckass anemus c Hwmerorces 1
oTpuuaresnbHo npoboi Kymbea  Orcyrerpyer 0
Jpyrue MeToIbI UCCIeTOBaHNUS
Conepxanne Menu B TiedeHH B 5 pa3 Bbillie BepXHEH rpaHUIBl HOPMBI (> 4 MKMOJIB/T Ul 2
(Tpu OTCYTCTBHH X0JIECTa3a) > 250 MKr/T)

0,84 mxmouns/T unu 50-250 MKI/T 1
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Ilpusnax Buipaswcennocmo bann
Hopwmansroe (<0,8 MxomMoib/T wmm <50 MKT/T) -1

Hannune pogaHuH-MO3UTUBHBIX TPaHy (IpH OTCYTCTBUU 1

BO3MOXXHOCTH KOJIMUECTBEHHOI'O OIPEACICHUS MEIN)
Dkckpenus Meau ¢ Modoii (mpu  Hopmaneaas (<0,9 mxmons/cyr. % 1,73 m? mma <57 0
OTCYTCTBHHM OCTPOTO TemnaTtuTa) MKr/cyT. X 1,73 mM?)

Brlmie BepxHeit rpaHHIIBI HOPMEI B 2 pa3a U MEHBIIIE 1

Bbonee yem B 2 pa3a BbIIIe BEPXHEH TPAaHUIIBI HOPMBI 2

HopmMasbHast, HO MOBbIMIaeTCs Oojiee 4eM B 5 pa3 Beilmie 2
BEpPXHEH TpaHUIIBI HOPMBI ITPH NpreMe d-IIeHUITMIIJIaMHHA

MounekynsipHO-TeHeTHIECKast Myrtanuu B 2-X XpOMOCOMax 4

AMarHoCcTHKa Myrtanuu B 1 xpomocome 1
JedexTs MyTaiuii He BBISBICHBI 0

WHTepriperanus pe3yibTara

JlnarHo3 yCcTaHOBIICH >4

Jlnaruo3 cOMHUTENEH, HEOOXOAUMO HCCIeI0BaHue OOJBIIIEro YKCIa MoKa3aTelIel 3

Jnarno3 ManoBeposTeH <2

Jleuenue. OcHoBHOM Tepanueit 6one3Hu Bunbcona-KonoBasioBa siBisieTcs XenaTHasi Tepamnus
(XT) Menu neHUIWIaMUHOM M TPUEHTUHOM. TPUEHTHUH NPEINOYTHTEIbHEE H3-3a MEHBIIETO
KojauuecTBa MoO6ouHbIX 3¢ddekroB. [lepopanbHblii HUHK TakXe MOXET OBbITh JaH, MOCKOJIBKY OH
KOHKYPHUPYET 3a MOIVIOLIEHUE C MEJBIO IIPU TPAHCIOPTUPOBKE METAJUIMYECKUX MOHOB. JKM3HEHHO
Ba)XHO HH(POPMUPOBATH MAMEHTA O TOOOYHBIX 3 (PeKTax XpOHHUECKON XeTaTHOU TEPaiuK, KOTOPBIE
MOTYT YCYI'YOUTh CUMIITOMBI. D-TICHUIIMITITAMUH MO>KHO TIPUMEHSTH BO BpeMsi OEpEeMEHHOCTH U HE
IIPEICTaBIsIET HUKAKOrO pHUCKa A Iuiofa. Eciou y namueHTa pa3BUBAeTCs LMPPO3 IIEUEHU U
CBSI3aHHOE C HUM OCJIO)KHEHHUE, IPU PELMIUBUPYIOIIEM BapUKO3HOM KPOBOTEYEHHU MOXKET OBITH
IIPEMJIOKEH TPAHCIOTYJSIPHBIA BHYTPUIIEYECHOYHBIM ITOPTOCUCTEMHBIM INYHT. TpaHCIIaHTalus
TeUeHH siBisieTcs ieueonom [10—12].

[Ipu MbIIIEYHON PUTHIHOCTH, CHACTUYHOCTH M OCOOEHHOCTSX MapKUHCOHUU MOTYT OBITh
UCIOJIb30BaHbl 0akino(peH, aHTUXOJIMHEPruYecKHe IMpenaparbl (TpUreKcu(eHuamus), aHTarOHUCTHI
I'AMK u neBogomna. TpaHcruiaHTauus HeY€HH, MO-BUIMMOMY, Oblia TOJE€3HA IJS YAy4IIeHUS
HEBPOJIOTUYECKON TUCHYHKIMM Y HEKOTOPBIX MAlMEHTOB, KOTOPbIE HEaJeKBaTHO pearupoBasid Ha
MEIMKAMEHTO3HYI0 Tepanuio BO PpaHIly3cKoM uccieaoBanuu [13].

PexoMennyercs 1uera ¢ HU3KUM COZIEP)KaHUEM NPOAYKTOB, COAEPKAIIMX MEb, C OTKa30M OT
rpuboB, HIOKOJIaZ]a, OPEXOB, CYXOPPYKTOB, IEUEHN U MOJUIIOCKOB. DuU3noTepanus U TpyaoTepanus
II0JIE3HBI PU HEBpoJIorHyeckoil (hopme 3a0oseBanus. JleueHue xenaTupoBaHUEM MEIH 3aHUMAET J0
IIECTU MECSIEB, YTOObl HayaTh paboTaTh, U 3T METOABI JICUEHHUS] MOTYT IOMOYb CIIPaBUTHCS C
aTakCHeW, IUCTOHMEH M TPEMOPOM, a TaKXe NPEJOTBPAaTUTh KOHTPAKTYpbl, KOTOPBIE MOTYT
BO3HUKHYTh B pe3yibTare AUcTOHMH. CoBpeMeHHblE (PapMakoJOTHYECKHE METOJbl JIEYCHHUS B
3HAYUTEIPHOW CTENEHU HE MOMOIIM CIACTH T'OMEOCTa3 MEIU y MAllMEHTOB C OCTPON MEYEHOUYHOMN
HEJIOCTaTOYHOCTbIO, B pe3yibrare yero X1 ocTaeTcsi eIMHCTBEHHBIM KU3HECIIOCOOHBIM BApHAHTOM
neuenus. HenaBHee uccienosanue ¢ ucnonb3zoBanueM KpeicuHoi moaenu LEC BBK mpemnoxuio
JIOTIOJIHUTENbHBIA BapUaHT JUIsl TaKUX MallMeHTOB, HA3bIBA€MbIi METaHOOAKTUHOM, MENTHIOM,
npoayuupyemsiM Methylosinus trichosporium, ¢ Ype3BbIYaiiHO BBICOKUM CPOJICTBOM K Menu [20].

Kparkocpounoe neuenue meraHoOGakTMHoM (MB) sddektuBHO 0OpaTHiio BCHATH OCTpoe
MOBPEXJCHUE TMEUEHH H3-3a HAKOIUIEHUs MeIu. OTOT OnaroTBOpHBIA 3(dexr Obul cBA3aH C
yJIaJI€HUeM BHYTPUKIIETOYHOIO MEJHU, B YACTHOCTU W3 MUTOXOHApUH. MIHTepecHO, YyTO OOBIUHBIE
XeJIaTopbl MU MEHULIWUIAMUH U TeTPaTHOMOINOAAT HE CMOIIIM OYMCTUTh TOKCUYHBIA METAJI OT
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3amacoB MutoxoHapuid. Kak criencrtBue, neuenne MDB mpenorBpartuiio rudenb TemaTroluTOB H
MOCJIEAYIOILYIO IEYEHOYHYI0 HEJOCTATOYHOCTD, YUIMHUB MTPOJOJKUTEIBHOCT KU3HU Kpblchl LEC.
[TosTOMy 3TOT ENTU, MO-BUIUMOMY, SIBJISE€TCS MOTEHIIMATBHBIM TEPANEBTUUECKUM CPEICTBOM IIPU
ocTpoil popMe remaToIeHTUKYISIPHOM JIereHepamnun. Pe3ynprarsl Jpyroro HeJJaBHETO HCCIISTIOBAHUS
nmokazaym, 4to aroHuct X-penenrtopa nedeHu (LXR)/permHommaHOoro X-pemnentopa MOXKET OBbITh
HCIIONIb30BaH 151 00pbObI ¢ TokcnuHocThI0 Cu ipu BBK [14, 15] xenatupoBanust meau. TiarenpHoe
WCCJICIOBAHUE TPAHCKPHUIIIIMOHHBIX M META0OMUYECKUX M3MEHEHHU B 00paslax OT MAaI[MeHTOB C
renarorepeOpanbHOl ereHepanueil 1 mpimeid Atp7b BeiiBuiio Hapymenue perynsiun LXR kak
OJTHO M3 KJIFOYEBBIX COOBITHUI B IMaTOTEHE3€E TeMaToJICHTUKYIIAPHOM nereHepanuu [16].

Huddepenunansias nuarHoctuka. JuddepennuanbHas TMarHoCTUKa BKIOYAET COCTOSTHUS,
BBI3BIBAIOIINE XPOHUYECKHUI aKTUBHBIN T€MIaTUT, FEMOJUTUYECKUE aHEMHUHU, BbI3BAHHBIE Pa3TUYHBIMU
npuurHamMu. Heliporcuxuarpudyeckue pacCTpONUCTBA, KOTOPBIE MOTYT OBITh OIIMOOYHO MPUHSITHI,
BKJIIOYAIOT pa3jM4yHble THUIIBI CHUHAPOMOB [lapkuHCOHaA, HeHpoAereHepanuo, CBA3AHHYK C
neuIUTOM MaHTOTEHATKUHA3bl (HAKOIUJICHHE JKele3a), CUHIPOMbI HeHpPOaKaHTOLUTO3a U 00JIe3Hb
XaHTHUHTTOHA, ¥ 3TO JIUIIb HEKOTOPBIE U3 HUX. DTH COCTOSIHUSI MOTYT COTIPOBOXKAATHCS M3MEHEHUSIMHU
JUYHOCTH, PUTHAHOCTHIO, JUCTOHUEH U JBUTATEIIbHBIMU PACCTPONCTBAMH.

Craguu 6one3nu Bunbcona:

Cranus 1: HauanbHOE HAKOIUICHUE MEJU B IIE€YEHU

Cranusa 2: Octpoe nepepacnpeiejieHue MeIu B MIEUYEHHU C MOCIIECTYIOITUM BBICBOOOKICHUEM B
CUCTEMHBIN KPOBOTOK.

Cragusa 3: XpoHUYECKOE HAKOIUIEHWE MEIM BO BHEMNEUEHOUHBIX TKaHSX, BKJIIOYasl FOJIOBHOU
MO3L.

Cranus 4: [Ipumenenue xenaToTeparniu JJis BOCCTAHOBIIEHUs OajaHca MeIu

[IporHo3. [yiss TPOTHO3MPOBAHHS OBUTH TPEMJIOKEHBI PA3IMIHBIC CUCTEMBI OICHKH.
Hekoropeie n3 Hux BrimoyaroT ypoBHU ACT, 6unupyOuna, mpoTpoMOMHOBOTO BpeMeHH U T. 1. [Ipu
npeabspieHuu [17].

Tabnuma 3
PACYET ITPOI'HOCTUYECKOI'O MHAEKCA ITPU FEHATOHEPEBPAHBHOﬁ JANCTPODOUUN
(Dhawan A. et al., 2005)

Toxazamenw 1 6ann 2 banna 3 banna 4 6anna
OO0 OUIMpPyOrH CHIBOPOTKH, MKM/J 100-150 151-200 201-300 >301
AcAT (ME/mn) 100-150 151-300 301-400 >400
MHO 1,3-1,6 1,7-19 2,024 >2.4
Yucmao nerikoruros, X 109 /1 6,8-8,3 8,4-10,3 10,4-15,3 >15,3
AnpOymuH, /11 34-44 25-33 21-24 <21

CymmMma 6amtoB > 11 acconuupyeTrcs ¢ BRICOKOH BEPOSTHOCTHIO CMEPTH 0€3 MePECajKy ICUCHH.

[TanieHTBl ¢ NPOrHOCTHYECKUM OamoM 7 M Oonee JOMKHBI OBITH HampaBlieHbl Ha
TpaHCIUIAaHTAIMIO NedeHu. [lanuenTsl ¢ TakuM MokaszaresneM, Kak MpaBWiIo, YMUPAIOT B TEUEHHE
8 Henenp 0e3 nedyeHus. [locne TpaHCIIaHTaUMU TMEYeHW MPOTHO3 Xopormmwii. Coobmanocs o
BbDKMBaeMocTH 87% B Bo3pacte 15 ser [17]. Knerounas tepanus, Tak e, Kak ¥ T€HHasl TEpaIus,
HalleJIeHa Ha TeYeHb, KoTopasi He sKcnpeccupyeT (pyHkunoHanbHbsle ATP7B 6enok, HanpaBieHHBIN
Ha BOCCTAHOBJICHUE renatoOuanapHon skckperuu meau [15, 18, 19]. Knerounas tepanus npu bBK
MPEJICTABISIETCST  BO3MOXKHOM,  MOCKOJNBbKY  TPAaHCIUIAHTHUPOBAaHHBIE  TEMaTOIMTBI  MOTYT
MHTETPUPOBAThCA B MAPEHXUMY I€UEHM M BOCCTAHABIMBATh HApyLICHHbIE (DYHKIMH, BKIIIOYas
TPaHCIIOPT MEOHM B >kelyb. Mojenu O0JIe3HM Ha >KMBOTHBIX, ocoOeHHO Kpbica LEC, obnerunmu
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HcclieoBaHus 1o TpaHciuianTauuu kietok B bBK [15, 19]. IMeHHO ¢ moMoOIIbI0 3TON MOJIENH Ha
KUBOTHBIX OBLIO YCTAHOBJIEHO, YTO i1 JOCTHXKEHHS JIOCTaTOYHOrO VyIaJeHHWs MeAu U
TEpaneBTUYECKON A(PPEKTUBHOCTH HEOOXOIMMO TOBTOPHO 3acElIUTh MEHEE IOJIOBHHBI IEUCHH
310pOBBIMU TenaTouuTaMu. OJHAKO B 3TOM HCCIIEJOBAHUM HE KaKJ0€ KUBOTHOE, MOJBEPTHYTOE
KJICTOYHOM Tepariuu, MoKa3ajao SKBUBAJICHTHBIE ITpeuMylecTBa [5, 13]. BHeneuenounas kieToyHas
Tepamnusi C UCIOIb30BAHUEM UHKEHEPHBIX MPHIOKEHUHN (TO €CTh, TPAHCIIAHTAIUS TKaHU [IEYCHHU B
TOHKYIO KHILKY HJIM OPIOLITHYO TIOJIOCTh) B HACTOAIIEE BPEMSI CHUTAETCS HEIOCTATOYHOH, TIOCKOJIBKY
IUISL yIQJIeHUs] MM TpeOyeTcsl HEMOBPEeXKICHHAS )KeTUeBbIIeIUTeNbHAS cucTeMa. Takum o0pas3om, B
cilydae KJIETOYHOH uiu reHHoil Tepanuu npu BBK mnedens siBnsercs nepBoi MUILIEHBIO, YUUTHIBAS
¢busnonorunyeckoe orpannuenre ATP7B skcnpeccus B remaronurax, a Takyke HaIMYUE MEXaHU3MOB
JUisi BbIBeZeHUs: menu u3 opranmsma [20, 21]. K cuacThio, ucclieqoBaHUsI TPAHCIUIAHTALUU C
HCIIOJIb30BAaHUEM JOHOPCKUX KJIETOK HOATBEPAMIIM CIHOCOOHOCTH K BBIBEIEHHUIO JKEITYM, YTO JAET
MEepBBIA K04 K MOHUMAHHUIO TOTO, YTO TPAHCHOPT OMIMAPHOTO MEAM SIBISETCS BO3MOXKHOMN
MHUIIEHBIO 11 KierouHod Tepanuu npu BBK [2, 11, 18]. HLC, nonyuyennsie u3z IPSC, moryt
IIOBTOPHO 3aCEJATh I1€4E€Hb, HO OHU IOIJEPKUBAIOT TOJIBKO HEKOTOpbIE (DYHKIMH I€NaTOLUTOB,
KOTOpBIC OTPAHWYCHBI CTATUSAMH, TOJOOHBIME IMOpHOHATBHBIM [2, 22]. TlosTOMy nepecakeHHBIC
KJIIETKM MOTYT DPa3MHOXaTbCA B NPHUCYTCTBHUM HATUBHBIX KIJIETOK, MMEIOIIMX HU3KYI CKOPOCTbH
npoiudepanuu. ITo IPOUCXOANT, KOT/Ia HATUBHBIE KJIETKU MEYEHU UMEIOT OOIIUPHOE MOBPEKICHHE
JIHK (BpI3BaHHOE TOKCHHAMH, WIIEMHUEH W/WIIM TermaTdKTomMuei). OY4eBHIHO, YTO ITH PEKHMBI
IIpeIBAPUTEIBbHON NOATOTOBKY HEKENATEIbHBI B YCIOBUAX CYLIECTBYIOIIEIO MOBPEKICHUS MIEUEHU
npu BBK. Cnoco6nocts TpancrmiantupoBanubix HLC Beipaxkars ATP7B Oblna olieHeHa B eYeHH
Mbliet LEC, y KOTOpbIX KOJIMUECTBO MEPECAXKEHHBIX KIIETOK HE YBEJIMUMBAIOCH B TEUEHUE NIEPUOIA
HaAOMIOZICHNS B HECKOJIBKO MecseB [5, 12]. Takum o0pa3om, pernomyIsius e4eHr B TEYCHHE OYCHb
JUINTEIBHOIO IEpHoAa MOApa3yMeBaeT, uTo TepamneBTHueckas koppekuus npu bBK morpebyer
3HaUUTENbHOTO BpeMeHH [23, 24]. I'eHHas Tepamus HampaBjleHa Ha HCIpaBicHUE acdeKkTa B
HaTUBHBIX TENaTOLMTAaX IyTEM NpenocTaBiieHus 340poBblX konuil ATP7B myrem BBeneHus
TPaHCT€HA BEKTOPAaMH, CIOCOOHBIMU K HEOTPAHUYCHHOW MHTETPAIIH U/WITM COXPAHEHHUIO B KJICTKAX.
Jloka3arenbCTBOM MPHUHIMIA reHHOM Tepanuu pu bBK nociyxuina sxkcnpeccus aaieHOBUPYCHOTO U
neHTuBUpYyCcHOTO BekTopa ATP7B B medueHu mojenel TpbhI3yHOB, KOTOpas MO3BOJHIIA JTOOUTHCA
BPEMEHHON KOPPEKIMU HKCKPELUHUH MEIW U BKIIOYEHUS IOCIEAHEro B LepyiomiasMuH [25, 26].
HenaBHo 3Tu mnepBoHa4anbHble HAOMIOAEHUS OBLIM IMOATBEPXKICHBI aJ€HOACCOLMMPOBAHHBIM
BEKTOpPHBIM cepoturoM § (AAVS), kogupytromuMm yenoseueckyro k/JIHK ATP7B, nomemennyto mox
KOHTPOINIb clieu(UYHOrO [UIsi TedeHH mnpomotopa ol-antutpurnicuHa (AAV8-AAT-ATP7B).
Okcnpeccusi AAVE-AAT-ATP7B y wmbimeir ¢ nedpunurom ATP7B npuBoamina K CHUXKEHUIO
(hepMEHTOB TIEYEHH W BOCCTAHOBJICHHIO (PM3UOJOTHYECKOM HKCKpPELMU MeIu ¢ kemubto [21]. D1o
HCCIJIEIOBAHNE TI0KA3aJI0 MMPOYHYIO OCHOBY JJis OyIyIIMX TPAHCIALMOHHBIX UCCIEN0BaHUN. [ eHHas
Tepanus, onocpenoBanHas AAV, nomkHa no3BoisTbATP7B Oynet mocTOsSHHO SKCIIPECCHPOBATHCS B
MeYeHH naIruenTa ¢ 6one3Hbpio Bunbcona-KoHoBanosa u, cieoBaTenbHO, YCTPAHUT HEOOXOAUMOCTh
B MIO’KU3HEHHOM IpUEME MPENapaToB, CHUKAIOIIUX cofepKaHuio Meau. C Ipyroil CTOpOHBI, TaKHe
PUCKH, KaK WMMYHHBIA OTBET, OMOTEHE3 OMyXOJW M IUIOXas HWHTETrpalus B TOBPEKICHHbBIC
KJIeTKU [27] nomkHbI ObITh B3BEIICHHI NEepe]l Tepanueil nepeHoca reHoB, ornocpeoBaHHol AAV, u
OyIayT Ba)XHBIM KOMIIOHEHTOM pernepTyapa METOIOB JeUSHHS TeNaTOJCHTUKYISPHON JdereHepallnu.
Kpome Toro, mno-mpexHeMy TpeOylOTCS UCCIEIOBaHUSA, U3y4alolue Ccyap0y TeHEeTHYeCKU
MOIU(HUITMPOBAHHBIX HATHUBHBIX KJIeTOK B medeHu npu bBK [15, 26]. HoBeie mMeToabl jedeHwUs.
Uto0B1 onpenenuth, OyayT U U KOTJA OTH HOBBIE METOJbI JICUCHUSI TPUTOMAHBI JIJIST KIIMHUYECKUX
UCIBITAHUN, HEOOXOMMMO BBIMOIHHUTH PSJI KIIOUEBBIX TpeOoBaHWU. Bo-mepBbix, HE0OXOAMMO
OTIPEIETUTh KOHKPETHYIO pe(epeHTHYI NOMyISIUI0 IS JiedeHHs. BTomHe BEpOsSTHO, dYTO
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NOTEHIMAJIbHbIE KAaHAWIATBl B ATy MONYJALNMIO OyayT BKJIIOYATh OECCHUMIITOMHBIX WU
MPEJCUMIITOMHBIX MAIIMEHTOB C PaHHUM 3a00JIEBaHUEM, JIIOAEH C NIEYEHOYHON HEJ0CTAaTOYHOCTHIO
WIA TSDKEJIBIM HEBPOJOTMYECKUM YXYAIICHHEM, KOTOPBIM MOIIIO Obl IMOMOYb OBICTpOE yaajeHue
Me/IH, a TaKKe JIMIl C TSHKEJIOW MOOOYHOM peakiuell Ha paHee CyIIeCTBOBABINYIO Teparnuio [18].
VY4uuThIBas NMOTEHIUAIBHYIO 3aICPKKYy HEKOTOPBIX METONOB JIEYEHHs JO TOrO, KaK OHM CTaHyT
3(Q(QEKTUBHBIMHM, U CEPbE3HbIE PUCKH, CBA3aHHBIE C INPUOCTAHOBKOM paHee CyIIECTBOBABILErO
neyenus y mnanueHtoB ¢ BBK, mpexacraBmsercss BO3MOXHBIM —pPacCMOTPETh KOMOMHAIIWIO
CYIIECTBYIOIIUX JIEKAPCTB M HOBBIX METOAOB JICUEHHUS JUII MOOWIM3ALUU MEAM I PaHHHUX
KIMHUYEeCKUX ucnblTaHuid. Kpome Toro, OyzneT Ba)XXHO ONpPENEIUTb COOTBETCTBYIOLIME TECTHI U
3 QeKTUBHbIE KOHEUHbIE TOUYKH, KOTOPbIE, B JONIOJHEHNE K KIMHUYECKHM [TapaMeTpaM, MOTyT ObITh
MOJIE3HBI JJISL JIEMOHCTPALIMU TepaneBTHUecKol 3((PEeKTUBHOCTH, YUHUTBHIBAas, YTO MOHHMTOPHHT
JIeKapcTB TpeOyeT HCIOJIb30BaHUS HEMHBA3MBHBIX aHAIM30B M OMOMapkepoB. B 3ToM KoHTekcTe
OTKpBITHE HOBBIX OMoMapkepoB B BBK Oyner umers Gonbiioe 3HaueHue A odecreueHus: HOBOro
3¢ (HEKTUBHOTO JICUCHUS.

Knunuuecxuii cnyyaii. bonproi H. 28 set. [TocTynui B HEBPOJIOTHUECKOE OTACICHUE C JKATOOBI
Ha BBIpQXEHHbIM TIpyOBI TpemMOp pyK, 3axBaTbIBAIOUIMI TYyJOBMILA, 3aTPyJHEHHUS HpU
caM0o00CITy’)KUBAaHHUHU 110 IPUYMHE BBIPAXKEHHOTO rpy00ro TpeMopa pyK, HeyCTOHUYHUBOCTb IPHU XOb0E,
YacThle [Ia/IeHUs IPU X0/1b0€e, HapyILIEHUE PEUH, B BUJI€ HEUETKOM apTUKYJISALMH PEUH, CIFOHOTECUEHHE,
nudy3HbIe TOJOBHBIC OOJIM, TOJIOBOKPY)KEHHE, IUIOXOM COH, OOmyr ci1abocTh, OBICTPYIO
yTomisieMocTb. AHaMmHe3 3a0oneBanus: 6oneer 6onbiie 10 ser. Hayano 3a0oseBanus CBA3BIBAET €
MOJIy4YEHHOM codyeTaHHOW TpaBmoul B pesynwrare TII. B To Bpems momydan cOOTBETCTBYROIIEE
JeYeHHue Mo M/, ¢ ynydmeHueM. CrycTs 5 JeT Hayajl OTMEYaTh JIpO)KaHUe JEBOM pYKH, B Hauyaje
0co00ro BHUMaHHWsI HE oOpalmai, HO B JWHAMHKE C TEYCHHEM BPEMEHU MHTEHCHBHOCTH TpeMopa
YCWJIWJIACh U PaclpoCTpaHUiICs B MpaByo pyKy. Ilo moBoxy 4ero HEOAHOKPATHO MOJyyal JIEYEHHE,
6e3 ocoboro 3pdekra. B TeueHne nocieAHUX HECKOIBKHX JIET MPUCOSANHIWINCH HAapyILIEHHE peyH,
HEYCTOMYMBOCTb NpH X0Ab0e. AHAMHE3 KHU3HU 00JIBHOH 4 10 cyeTy B ceMbe ChIH. Poquiics B cpoke
1 pocT HopMasibHO. Co CJIOB MalMeHTa HacIeACTBEHHOCTh He oTAromeH. OObeKTUBHBIN cTaTyc Npu
noctyruieHnu: KokHble MOKPOBBI M BUJIMMBIE CIM3UCThIE 000JIOUKH OOBIYHON OKpAcKH, YHCTHIE,
nepudepuyecKkux OTEKOB HET. I'pyaHas KieTka B aKkTe JbIXaHUS ydacTByeT CHUMMeTpu4HO. [lpum
ayCKyJIbTalluu B JIETKUX JAbIXaHHWE BE3UKYJsIpHOE, XxpunoB HeT. YJ[ 18 B muH. CepaecuHble TOHBI
npuniymensl, putMuudble. AJl 120/80 mm. pt. ct. YCC 74 yn B MMH. SI3BIK BIa)KHBIM, YHCTBIM.
Kupot Markuii, npu nanenanuu 6e30one3neHHbli. [leuens He yBenudeH. CTyln U Iuype3 CO CIIOB
perynsapusl. HeBponornueckuii craryc: Co3HaHue coxpaHneHo. OpueHTUPOBaH BO BPEMEHHU U MECTE.
[TamsaTe cHMkeHa Ha Tekymue coObitud. Juzaprpus. I[masHele 1menu npaBuiIbHON (OpMBI,
OJIMHAaKOBOM mMpuHbL, 3pauku OD=0S, okpyrinoii popmel. DoTopeakiius xuBas. J(BrkeHue I1a3HbIX
010k B moidHOM oObeMme. Jlumo cummerpuuyHoe. S3pik media. MblmieyHas cuia B pamkax
JONYCTUMOM HOpPMBL. TOHYC MBI BEPXHMX KOHEYHOCTEH OTHOCHUTENIBHO MOBBIEH IIO
IUIacTHYecKoMy TuIy, (+) penomen 3yoduartoro koseca. CyxXoKUIbHbIE U IEPUOCTANIBHBIE PEPIEKCHI
D=S, In=Sp. UyBcTBUTENBbHBIX paccTpoiicTB HeT. (+) [latropednekc Mapunecky -PagoBuun ¢ o0enx
CTOpOH. MeHuHreaabHbIX 3HaKOB HeT. [lanmplieHoCcOBYIO MpoOy BBIMOJHSAET ¢ MUMOIONAIaHUEM U
MHTEHINEN ¢ IByX cTOpoH. OTMeuaeTcsi rpyObli, CIOXKHBINA (TPEMOpP MOKOS M aKIIMOHHBIA TpeMop)
BEPXHUX KOHEUHOCTEH, TpemMop «Oblomuxcs KpbulbeB». B moze PombOepra HeycToituus,
MOIIATHIBAETCS B CTOpOHBL. Ta3oBble (yHKIMU perynupyeT. JlaGopaTopHble HCCIEIOBaHUS:
Pa3BepHyThlii anamu3 kposu ot 24.01.2022 r. Femorno6un: 150 r/n, Dpurpouuts! 5,01x10'% ex./n ,
Tematokput 43,2%, Jeiikormter 3,70x10° en./m, COD: 4 wmm/u, Heiitpodumsr: c/s 69,4%,
Jlumponuter: 20,5%. Monorutsl 0,25% TpoMOOUIUTEI 88x10° 1. OAM ot 24.01.2022 t. Liger
xenTeiid. [Ipo3paunocts — HenonHas. Yaenbubii Bec >1030. benok — 0,30 1/, SnuTenuii miockue
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0—1 kneTku B mose 3peHus., ieukonuTel — 0—1 B /3. Ceponornueckoe uccienoBanus ot 24.01.2022
r. [enatut B, HBs Ag (kau) — orpunarensubiii. ['enmatut C Anti HCV cymm. (ka4d) OTpHUIIaTEIBHBIN.
Cudunmuc — orpunarenbubiii. [II[P SARS Cov-2 — He 00Hapy)eHO. bBuoXuMuiecKkue aHaau3bl: OT
24.01.2022 r. O6muii 6enoxk — 69,5 r/n, Kpeatnana — 100 MxMomb/in, ModeBHHA 7,2 MMOJIB/J,
xonectepud obmuid 2,65 mmons/n, AJIT — 25,2 en./n, ACT — 28,8 en./n. bun. obmuit — 36,3
MKMOJIb/JI, CBIBOPOTOYHOE *kene30 — 27,4 mxmonb/i. Llepynormmazmun ot 08.02.2022 r.: 20 mr/n
(mopma 150-300), meas (moua) 08.02.2022 1.: 528,0 mkr/n (2-80), mens (kpoBb) ot 08.02.2022 .
321,0 mxr/n (575-1725). Uuactpymentansubie qanabie: MPT romoBHoro mosra ot 08.02.2022 1. B
pexumax FLAIR, T2, T1 u auddy3Ho-B3BemeHHbIXx u3zo0paxkenusx (DWI), B akcuambHOU
KOPOHAPHOM M caruTajibHOM TiockocTsax (Pucynok 3).

Pucynok 3. MPT ronoBHoro mo3ra y maruenta N 28 yer ¢ 6onesnpio Buibcona-KonosamoBa B
pexxumax FLAIR, T2, T1 u nuddy3Ho-B3BemeHHbIx n3oopaxenusx (DWI), B akcranbHON KOpOHApHOH U
CaruTTAJILHOM IMIIOCKOCTAX: 1 — MaTOIOrM4ecKre O4aru Ha ypoBHE TajlaMyca. 2 — I1aTOJIOTHYECKUE YCUIIEHNE
nHTeHCUBHOCTH curHanoB B T2W, FLAIR pexxnMax Ha ypoBHE HOKKH MO3ra M MOCTa. 3 — MaTOJIOTUYECKHE
o4aru B JOOHOH 1oje mpaBoro mosymiapus. 4 — Pacmmpenue u yriryOieHne KOpTHKalIbHBIX 00po3a. 5 —
MIEPUBEHTPUKYJIIPHBIE MEIKUE OYarh
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B mpenenax Oenmoro BemiecTBa, MEPUBEHTPUKYISPHO, HA YPOBHE MOJY- U CEMHOBAJIBHBIX
LEHTPOB 00OUX MOJYIIAPHI TOJIOBHOTO MO3Ta ONPEIENAIOTCS eIMHUYHbIE MEJIKUE OYaru yCUICHUS
Mp-CHUTHaJIa, COOTBETCTBYIOLIME I10 CHUTHAJIBbHBIM XapaKTEPUCTHKAM IJIMO03a, MOJULUKINYECKON
(bopMBI, C YETKMMHU, HEPOBHBIMU KOHTYpaMH, ¢ HaubonpmuMu pazmepamu ot 2,0 mm 10 13,0 MM B
MOINEPEYHUKE, XapaKTEPHUIYIOIIEECsl C TUHIIEPUHTEHCUBHBIMU Mp-curHajiamMu Ha T2W, FLAIR u u3o-
TUIIOMHTEHCUBHBIMU Mp-curHanamu Ha T1W pexumax mccnenoBanus. B cTBose mo3ra Ha ypoBHE
BaponueBa mocTa, ¢ 4acCTUYHBIM BOBJICUEHHEM 33JHUX HOKEK BHYTPEHHEH KalCyJbl U HOXEK
CPEIHEero MoO3ra CUMMETPHUYHO C O0EMX CTOPOH, W PACIpOCTPAHEHUEM MOpaKeHHsI Ha OOJIacTh
ITOJIKOPKOBBIX CTPYKTYp, ONPEIEISIOTCA OYaru CIMBAOLIErOCs XapakTepa yCHUJIEHHS Mp-CUTHAJIOB
(cooTBeTcTBYyIOIIME C HAMOOJBIICH BEPOSTHOCTHIO K OuaraMm IJIMO3a COCYIMCTOrO TIeHe3a, U C
HauMeHbIIeW — JemMuenuHusupyomuM wusmeHeHusaMm) Ha T2W, FLAIR u DWI pexumax
uccnenoBanua. CHUIBBHEBBI M KOPTHKAJIbHBIE OOpO3Ibl YMEPEHHO BBIPAKEHHO HEPABHOMEPHO
paciiupeHsbl U YITyOleHbl.

Y3U-opranos OprorHoii mosiocty oT 24.01.2022 1. [leueHb KOHTYPBI pOBHBIE, YETKHUE; HUKHUN
Kpail — octperid. [lapenxuma romoreHHas, TU(GQy3HO H OIHOPOAHAS, MECTAMU MOBBIIICHHON
3akmrouenue: [lpuszHaku xpoHudeckoro remaruta. XojaenucTuT. CruieHomeranus. XpPOHUYECKUN
nuenonedput. OKI ot 24.01.2022 r.: Putm cunycossiit. YCC 106 B mun. HopmansHoe nosnoxeHue
D0C. CunycoBas taxukapaus. Koucympramuu: [actposnreponor ot 08/02/2022 r. [uarnos:
XpOHUYECKHM KPUIITOTEHHBIA TernaTUT MHUHUMAJIBHOW CTENEHH aKTHBHOCTH. CIuleHOMeErawus.
Oxynuct ot 10/02/2022 r. JImarno3: Anrumomarus cerdatku OU. Cunapom cyxoro miasza. Ha
OCHOBaHUU kayob, aHaMHe3a 3a00J1eBaHusI, Bo3pacTa JAe0rTa 00JIe3HH, HEBPOJIOTHUYECKOTO cTaryca
U 1abopaTOpHO-UHCTPYMEHTANbHBIX JAaHHBIX BBICTABJICH JAMarHo3: lemartoneHTHKYspHas
nerenepanus (Oone3ns Buibcona-KonoBanoBa), apokareinbHO-pUTHAHAS (HOpPMa, C BBIPAKEHHBIM
rpyObIM TMOCTYPAIbHO-KMHETHYECKUM TPEMOPOM PYyK W Ju3apTpued. XPOHHUYECKUW TeraTut
MUHHMMAJIbHOM CTEeNeHN akTUBHOCTH. CrieHoMeranus. B nonb3y Anarnosa cBUAETENbCTBYET BO3PACT
nebrota OONe3HH, XapaKTepHbIE KalOObI CO CTOPOHBI HEPBHOM CHCTEMBI, MPOTPECCHpYIOIIee
TeueHue. B HEeBpOJOrMueckoM cTaTyce NpHU3HAKU IOPAKEHUS SKCTPANUPAMHUIHON CUCTEMBI
MPEUMYIIECTBEHHO 0a3albHbIX FAHIJIMEB HA 3TO YKa3bIBA€T TUIIEPKUHE3, MOBBIIIEHHE MBIIIEYHOTO
TOHYyCa IO SKCTpAMpaMUIHOMY THUIYy M MPU3HAKU MOPAKEHHs] CTBOJA MO3Ta B BUJAE HapyllIEHUE
(GYHKIIMH 4eperHO-MO3TOBBIX HEPBOB B BUJIE AM3APTPUH U HapylieHUue (PyHKIMU CIFOHHBIX JKeJe3.
Kpome HeBponoruueckux MpOSIBICHUAX IPU  0OCIEI0BaHUMU  JTAOOPATOPHO  BBISIBICHO
TPOMOOIIUTOTIEHUH, UHCTpyMeHTanbHO Ha Y3U cruienomeranusi, MPT rosoBHOro Mo3ra BhISIBISIETCS
o4yard TMEepPUBEHTPHUKYISIPHO, Ha ypOBHE Oa3aibHBIX TAHIIMEB, CTBOJIA MO3ra U Mo3keuke. M3
crenuguIecKux 1a00paTOPHBIX METOJOB BHISIBIEHO pe3KOe CHIDKEHUE COIep )KaHue MEIU B KPOBH, a
TaKKe LeppyJoIia3MrHa, B MOYE OTMEYaeTcsl MOBBILIEHHOE BhleneHue menu. Ha ¢one mpuema
NeHUIIaMiuHa (KyIpeHWJI) W IIMHKa HEBPOJIOTMYECKash CHMIITOMATHKa (3KCTpanmupaMuHble
paccTpoiicTBa) YMEHBIIUIUCh. VHTEHCHMBHOCTH TpEMOpa, KOOPAMHATOPHBIE  HApPYyIICHHS
3HAYUTENBHO YMEHBIIWINCH. BOJIIbHOW BBITUCAH IOMOM C yiydllleHHneM. PekoMeH/10BaHa TOCTOSIHHAS
XeJlaTHasl Tepanus W mpernaparsl HUHKA. J[aHa pekoMeHJauuu no AUETe OTPAaHUYUTh MPOAYKTHI C
BBICOKHM COJIEp>)KaHUEM MM TaKhe Kak, IIeueHb, KPEeBETKH, IIOKOIaJl, OpeXu U Tpudbl. MckimounTh
IIpHeM IpenapaToB U BUTAMUHOB COJIEpKalIUi MeT.

Obcyrcoenue. TlpuBeeHHBI KIMHUYECKUN ClTydail IEeMOHCTPUPYET ellle pa3 MOATBEPKIAET,
YTO KJIACCUYECKHE CIyUYaeT B peaIbHOW KIIMHUYECKOM MPAKTUKE BCTPEUYAETCS HE BCET/A; Ha IPUMEPE
HaMU NPUBEIACHHBIN OOJLHON B Hayase JIeYWICS Kak MOCIEACTBHE TPaBMAaTUYECKOrO MOpa)KeHUs
TOJIOBHOTO MO3Ta, HO OKa3aJIoCh 00JIe3Hh MPOTPECCUPYET, a OT MOTYyUCHHOTO JiedueHus dddexra He
Obuto. BrepBeie MMOmO3peBaeT, KOTAAa YK€ TMOSBWINCH BBIPAKEHHBIC OKCTpaUpaMUIHBIE
paccTpoiicTBa B BHJIe TPyOOro TpemMopa BEepXHHX KOHEUHOCTEH, HApYIIEHUS KOOPIMHAIIMIO B BHUJIE
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IIaTKOCTH MPHU XOJIb0e, 3aTpyAHEHNE CaMOOOCITyKUBaHUA (M3-32 TPEMOpPA CaAMOCTOSTEIbHBIN TPUEM
nuiy ObUla HEBO3MOXKHOM), KpOME TOTO, UMEJIOCh MECTO HapyIIeHHs pedyd B BUJAE NU3APTPUH,
CIIIOHOTEUYEHHUE, YXYIAIICHHE KOTHUTHBHBIX (YHKUMH M Hamuuue 1e(arudyeckoro CHHIPOMA U
WHCOMHUU. B HEBpPOJIOTHYECKOM CTaTyce KOTHUTHUBHBIH JACPUIMT C MPEUMYIIECTBEHHBIM
HapylIEHUEM KpPAaTKOBPEMEHHOW NaMATH, JAU3apTpHUs, MOBBIIIEHUEM MBIIIEYHOTO TOHYCa IO
AKCTPANMPAMHUIHOMY THITY BBISBICHO MOJOKUTENbHBIN CUMIITOM «3y0uaToro Kojieco» Ha BEpXHHX
KOHEYHOCTSX, pediekchl opambHOro aBroMatusMa (+), KOOPAMHATOPHBIC MPOOBI BBIMOIHSI C
MHTEHIIMEN 1 MUMOIIONIaJJaHUEM C JIByX CTOPOH, I'pyOBIii, CIIOKHBIM TPEMOpP BEPXHUX KOHEUHOCTEH
(moctypanbHO-aKUIMOHHOM) MO  TUMY  «ObIOIIUXCA  KpbUIbEB».  BblsBiusercs  odaru
TUIIEPUHTCHCUBHOCTH THUIIEPUHTEHCUBHBIMUA Mp-curHaiamMu Ha T2W, FLAIR B cyOkopTHKaIbHOM
0eoM BelecTBe, 0a3aabHBIX TAaHIIIUAX, CTBOJIE. ba3anbHble TaHITIMK 3TO OUH U3 MECT, T1Ie CaMOr0
Hayaja OTMEYaeTCsl HAKOIIEHUS! MM U COOTBETCTBEHHO B KIIMHUKE OTMEYAETCS dKCTpanupaMuHbIe
paccrpoiictBa. HecMoTpsi Ha MO3JHIOI0 JWArHOCTUKY IOCJE Havalo cHerupu4ecKol Tepanuu
COCTOSIHME OOJBHOTO 3HAYMTENBHO YIy4IIWIach, CIEI0BaTeNbHO, U KauecTBO >ku3HU. Kpaiine
BOXHBIM SIBIIIETCSI paHHEE pACclO3HAaHWE M Hadajgo 3a00JeBaHUs YTOOBI TPENOTBPATUTH
MHBaJIUAM3MpYIOIIee TochaeAcTBUEe. MHOrOJIEeTHSS MpakTHKa MOKa3bIBa€T, YTO BCEM OOJIbHBIM C
AKCTPANMPAMUIHBIMHI HAPYIICHUSIMH HAJ0 MPOBEPUTH HAIMYKE HAPYIICHUs OOMEeHa MeIM OCOOCHHO
B MOJIOJIOM Bo3pacTe. Takue O0ibHBbIE B OOJBIIMHCTBE CIIy4aeT BHadaje MOIMaJgaeT B MOJIE 3peHUs
CEeMEHHBIX Bpavel u Bpauei obmiero nmpodus. [IoBeIIeHre 0CBEIOMIICHHOCTH BpavYei MIEPBUIHOTO
3BEHb 3/IpaBOOXPAHEHHUS O T'€NaTOJIEHTUKYIIIPHON JIereHepaliiy ClI0COOCTBYET paHHEH BBISBICHHUIO,
MIPaBUJIbHON TaKTUKE JUArHOCTHYECKOIO MTOUCKA U JICUEHUS.

3axnouenue. Takum o0pa3oM paHHEe pacloO3HABaHWE HMMEET IEPBOCTEIICHHOE 3HAYCHHE,
IIOCKOJIbKY 3aJ€p)KKU B JIGYEHMHM HMEIOT Topas3o 0Oosiee BBICOKMM PHUCK HEOJaronpHsTHBIX
KIIMHUYECKUX HCXOAO0B. B 1aHHOM KIMHMYECKOM IpuMepe auarHo3 Oosne3Hb BuibcoHa —
KonoBasnoBa Oblia BhICTaBIIEHA IO3JHO TOTAA YK€ IMOSBUINCH BBIPAXKEHHBIE HEBPOJIOTUYECKUE
MPOSIBJICHHSI B BUJE BBIPAKEHHOTO 3KCTPANMpPaMUIHOIO paccTpoiicTBa B BHHE Ipyboro Tpemopa
BEPXHUX KOHEYHOCTEH. MHOroseTHsAss MpaKTUKa IIOKa3blBAE€T, YTO BCEM OOJIBHBIM C
AKCTpaNpaMHIHBIMHU HApyIICHUSIMHU Ha/10 IPOBEPUTH HAJTMUME HapyIIEHUs! 0OMEHa Me/li 0COOEHHO
B MOJIO/I0M Bo3pacte. Takue OonbHBIE B OOJBIIMHCTBE CIy4aeT BHayalle IMOMaJaeT B M0JIe 3peHUs
CeMEeIHBIX Bpaueil u Bpaueil obmiero mpoduns. [loBbieHre 0CBEIOMIEHHOCTH Bpaveii IepBUYHOTO
3BEHbS 3/IpaBOOXPAHEHHUS O TEeNATOJICHTUKYSPHOHN JIereHepali CIOCOOCTBYET paHHEW BBISIBIICHUIO,
MIPaBWJIbHOM TaKTHKE TUArHOCTUYECKOIO MOUCKA U JICUEHHUS.
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