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FENATOJIEHTUKYJNIAPHASA OETrEHEPALUA: TPYAHOCTU ANATHOCTUKH
(CNTYHAU U3 NPAKTUKN)

'HY3 OTgenenyeckas KnuHnyeckas 6onbHULYa Ha ctaHunn Bnagueocrok OAO «P)K[», BnagneocTtok, Poccusi
2reoy A4no «Upkyrckasi rocyaapcTBeHHass MeAULUMHCKasi akagemus nocsaeannioMHOro oopasoBaHus»
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IIpedcmassieHbl 08a KAUHUYECKUX HAOH00eHUsl 2enamo/IeHMUKYAsIpHOU dezeHepayuu, Komopbule HazAas10HO 0eMOH-
cmpupyom Heo6xX00UuMoCmMb UCNO0/1b308AHUS NOJIHO20 KOMNJIEKCA KAUHUKO-1a60pamopHbIX U UHCMPYMEHMAAbHbIX
uccaedosaHull 80 8cex cAy4asix pa3eumus MOMOPHbIX IKCMPAnNUpamMudHslx deghekmos 8 couemaHuu ¢ paccmpot-
cmeamu NCUXuKu u namo.io2ueli GHympeHHUX 0p2aHos. YKa3aHo Ha Heo6Xo00uMocmyb oyeHKuU hokasamedeli 8 duHa-
MuKe 60.1e3HeHHO20 npoyecca U Hedonycmumocms UZHOPUPO8aMs Kakue-1ubo nokasameu, caudemenbcmayioujue
0 namoJio2uu 06 MeHa Medu, uau omadasams npednoymeHue 0maoeabHbIM U3 HUX.
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The article deals with severe hereditary disease - hepatolenticular degeneration (Wilson — Konovalov disease). Hepato-
lenticular degeneration is a monogenic autosomal recessive genetic disorder. Pathogenetically, it is a genetic disorder
of copper metabolism when copper accumulates in excessive amounts in target organs, primarily in the liver. More
commonly it manifests atyoung age and, when untreated, progresses rapidly to death. At the same time, hepatolenticular
degeneration is one of a few of hereditary disease for which an effective pathogenetic therapy with copper-eliminating
medications has been developed to reduce the amount of dietary copper and to remove its excess from the body.

The risk factors of unfavourable type of decease development are: the severity of clinical aspects at the time of diag-
nostics in neurological stage, period of the delay of the copper-eliminate therapy prescription and the degree of mind
disorder. The prognostication on hepatolenticular degeneration depends on the duration of the decease, time of the
therapy beginning and the compliance to it.

We report about two clinical observations of hepatolenticular degeneration, demonstrating the necessity to use the
full complex of clinical-laboratorial and instrumental analysis in all cases of developing motor extrapyramidal defects,
combined with psychiatric disorders and pathology of internal organs. This work proved that it is necessary to evaluate
all symptoms in the dynamics of disease course and that symptoms signaling about pathology of copper metabolism

should not be ignored, and paying attention only to some of the indicants is not advised.
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BBEAEHUE

AKTya/IbHOCTb NPO6JIeMbl I'eaToJeHTUKY/IPHON
JereHepanui (IJ1/1) - 6ose3uu BusbcoHa - KoHoBasoBa
(BBK) o6ycsioB/1eHa TPYAHOCTbIO €e AMarHOCTUKY Ha paH-
HUX 3Talax pa3BUTHS U HENPeICKa3yeMOCTbIO TeYeHHsI B
JlaJibHeleM. 3a nocjaeHue 1eCATUIETHSI UHTEPEC K ee
U3yYeHUI0 YCUIWICS [2, 4, 6, 7]. ITO CBSI3aHO C OTKPBITH-
€M NepBUYHOTO MOJIEKY/ISIPHOTO AedeKTa 3a60/1eBaHUs
- reHa ATP7B, u3aMeHMBIIMM NOHUMaHUe MaTOreHe3a,
npezcTaBjeHue 0 pacupocTpaHeHHocTH [J1/l u nopoaus-
UM HafleXKJy Ha BO3MOXKHOCTb paHHeH AMarHOCTHUKU
3a6os1eBaHus. K koH1y XX CTO/IETHS YacTOTA BbISIBJIEHUS
[J1[] coctaBuia 1 Ha 30 000 HacesieHus. B Mupe 65110 3a-
peructpupoBano 50 MmuiH 60sbHBIX [10]. Kasanock, yTo
MOJIEKY/ISIPHO-TeHeTHYeCcKoe 06cIefloBaHHe JJ0/DKHO 06e-

CIe4YuThb paHHIo AuarHoctuky [J1/]. OqgHako B CBSI3U C LIH-
POKHUM crieKTpoM MyTauuii reHa ATP7B u ux pa3inuHbIMU
COYeTaHUAMM HaJieX/ibl Ha BO3MOXKHOCTb UCII0J1b30BaTh
JHK-aHanu3 B KkauecTBe OCHOBHOI'O JMArHOCTUYECKOrO
kpuTtepus [J1/l He onpaBaanuvce. [lo-npexxHeMy AuarHo-
CTHKa 3a60JIeBaHUs OCYILeCTBJSETCS M0 AaHHBIM J1abo-
pPaTOPHBIX UCCJIeJ0BaHUI: HU3KOMY YPOBHIO CbIBOPOTOY-
HOTO LiepyJionyla3MuHa (MeHblue 200 Mr/J1), yBeJIM4eHUI0
3KCKpeLuuu Meau ¢ Mo4yor (6osiee 1,26 MKMOJIb/CYT.) U
Hasinuuio Kosbla Kaiizepa - @ueitiepa. CBoeBpeMeHHast
JIMarHOCTHKa CII0COOHa [lepeBecTU 3a60sieBaHUe B pa3ps/,
TeX HeMHOTHX Hac/leICTBEHHBIX 60Jie3HEH, [J1s1 KOTOPBIX
paspab6oTana 3¢ deKkTHBHasA NaTOreHeTUYecKasi Tepanusl.
BMmecTe ¢ TeMm, nosgHee BoiaBiaeHue [JI/l 1 3agepxka
Ha3HayeHUs NIaTOreHeTUYeCKOW Tepanuy NPUBOJUT K
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paHHEW MHBAJWAHOCTU U rUbesd 6OJIbHBIX B MOJIOZOM
Bo3pacre. /l/is Ha3HaYeHUs1 1ab0PATOPHBIX UCCIIEJOBAHUMI
Heo06X0iMa HaCTOPOXXEHHOCThb NMPAKTUYeCKUX Bpauyei
B OTHOLIEHUH 3TOTr0 3a00JIeBaHUs, IPU 3TOM OCHOBHBIM
IpensaTCTBUEM K ee OCYLIeCTBJIEHUI0 CTAHOBUTCS He-
06bIYaMHBIM NOJUMOPPU3M KIMHUYECKUX [TPOSIBJIEHUM
[JI/l v He3HaHWE BapUAHTOB ee TeueHwus [ 2, 4, 8]. [loaTomy
BbIOOD KOMILJIEKCA KpUTEepPHEB KIMHUKO-1a60paTOPHBIX U
HMHCTPYMEHTAJIbHbIX METO/JOB PaHHEH JUarHOCTHUKHU IIpe-
BpaTHUJICS B O/IHY U3 HanboJlee aKTyaIbHbBIX TpobJieM [V1/1.

B HacTosLeM coobLieHUY TpeJCTaB/eHbl 1Ba KJIU-
HUYeCKHX CJ1y4ast, KorJa nepeolieHKa OAHUX [ToKa3aTesei
o6csieloBaHUA U HTHOPUPOBaHUe PyTUX MOTYT 06yCJ10-
BUTb PUCK HebJiaronpusTHOro nporHosa [JI/].

HABJIIOOEHMUE 1

BosbHol B., 17 neT. [locTynuia B KIMHUKY NOBTOPHO
30.01.2013 r. (Mctopus 6ose3uu N2 1212) B cOCTOSIHUU
«JIBUraTeJbHOU OYpu»: IpOXKaHHe PYK U [OJIOBBI 110 TUILY
«HET-HeT» CONMPOBOXK/IAJIOCh KMOPTaHHeM», 3a0pachIBaHH-
€M r'0JI0OBbI Ha3a/l ¥ HalpaBo, «0T6GpacbIBaHKEM» TPABOM
PYKHU B CTOPOHY U CTUGAaHUEM ITPABOM HOT'Y C OIHOBPEMEH-
HbIM pa3BOPOTOM TYJIOBUILA U NajieHneM. PUKcUpOBaTh
B30p He MOT, peyb 6blIa OTPBIBUCTON U HEBHATHOM.

M3 aHaMHe3a: ¢ 7 JieT 6eCIOKOUIIH KelyJOUHO-KU-
HIeYHbIe JUCOYHKIIUHI U YacThble HOCOBbIE KPOBOTEYEHUS,
c 14 neT - ApoxKaHUe PYK U YacThble «MOpraHus», ¢ 15 et
BO3HUKJIO JpOXKaHUe ['0JI0OBbI 10 TUIY KHET-HET» C pe3-
KHUM IOBOPOTOM Hamnpaso. B 2012 r. B 16 sieT 66111 Biep-
Bble rocnuTaausuposa (Ucropus 6o1e3uu Ne 15976).

[Ipu ocMOTpe BbIsSIBJIEHbl IPU3HAKK JJU33MOpUOTe-
He3a: AebopMalust TpyAHOHN KJIeTKH, KUPO03 B TPYAHOM
OT/ieJie T03BOHOYHUKA, yCUJIeHHE T0SICHUYHOT0 JIOPZ03a,
Jedopmanuu cron (cronel Ppuapeiixa). KoHTakTeH,
OpPUEHTUPOBaH NpaBUJbHO. [IoxoaKa ¢ «mpunajaHueM»
Ha JIeBy10 Hory. J/IeBOCTOpOHHMH JIaTepPOKOJLIUC, Ipe-
XOAsUH peTpokoJinc. JleBoe nieyo onyueHo. TpeMop
II0KOfl, IOCTYypaJbHbIA TPEMOP KUCTEN pYK, TPEMOP
rOJIOBBI 110 TUITy «HET-HET». byiedpapokIoHyC, FOPU30H-
TaJIbHbIA HUCTArM cpeJiHel aMIJIMTY/bl IPU B3IJIA/E B
06e cropoHsl. Jlucharus, ausaptpus. JIeBoCTOpOHHUM
reMunapes (CHM>KeHMe CHJIBI B JIEBOH pyKe M HOTe [0
4 6a/1Js10B, 0KUBJIEHHE TVIYHOKUX pedIeKCOB CJieBa C
PYK ¥ Hor). AXHJIJIOB pedJieKC ceBa ¢ He3aTyXaWLUM
kJoHycoM. CumnToM Poccosiumo (KUCTEBOW aHAJIOr)
BBI3bIBAETCS C 06erx CTOPOH. KoopArHaTOpHBIE TPOGEI
BBINOJIHSIET C MHTEHLIMOHHbBIM Ip0OXKaHUeM (clpaBa — co
3HAYUTE/bHBIM TEPMHUHA/IbHBIM yCUJIEHUEM).

W13 o6caesoBaHusA: 06K aHAJU3 KPOBU U MOYM
6e3 MaTOJIOrMH; GMOXMMUYECKHUH aHAJIU3 KPOBU: GUJIH-
pybuH - 27 mxkmosb/a, ACT - 15 Ex/a, AJT - 13 Ex/n.
KoHLleHTpanus cbIBOPOTOYHOTO LiepyJo/Ia3MHUHA CHU-
»keHa 710 152,8 Mr/J1, ypoBEHb Me/I¥ B MOY€ YBEJUYEH J10
1,3 MKMOJIB/CYT.

Y3U opraHoB GPIOIIHON MOJIOCTHU: CIIJIEHOMET AU U
Auddy3Hble U3MeHeHHUs B neyeHH. OcMoTp odTanbMo.Io-
ra: paclidpeHue cJernoro NATHA, LeHTpaJbHas CKOTOMa
OS v orpaHHyeHMe JIeBbIX 110J1eM 3peHus, KoJibLo Kalize-
pa- ®aeitiepa He o6HapyxeHo. JHK-ananu3 rena ATP7B
BBIIBWJI MyTanuio Gly 1267Arg w DelC3402 B reTepo3u-
rotHoM coctosiHuu. Ha 33T- nudpysHble uppuTaTUBHBIE
VM3MeHeHHs] KOPKOBOU PUTMUKH C YCUJIEHUEM CUHXPOHHU-
3UPYIOLIUX BJIUAHUM [MIyOUHHBIX CTPYKTYpP TOJIOBHOTO

Mosra. KoHcy/nbpTanus ncuxvaTrpa — HeBp030NnoA06HbIN
CHUH/IPOM C TPEBOXXHO-POOUYECKUM KOMIIOHEHTOM (06-
ceccuu M KommyJsbcuu). [lokasaTesm KpaTKOH LIKaJIbl
OII€HKH MCUXUYECKOT0 cTaTyca — 19 6a/yioB (AeMeHIus
yMepeHHOU cTenenu). MPT rosioBHOro mo3sra He o6Hapy-
*KuJ1a MopdosIoruueckux AedeKToB B CTPYKTYpax Mo3ra.

3anozo3putsk [JI/] no3BosnIn: yKa3aHUSA B aHAM-
He3e Ha AUCPYHKLUU KeJyJOUHO-KULUIEYHOTO TPaKTa
Y HOCOBble KPOBOTeUYeHUs], pa3BUTHe B II0JPOCTKOBOM
BO3pacTe MOTOPHOro JedpeKTa 3KCTpanupaMUJHOTO
XapakTepa, NoKa3aTeJH JJabopaTOPHbIX UCCJIeJOBAaHUH,
CBUJETEJbCTBYIOIME O HApYIIEeHUU o6MeHa MeJH,
JaHHble Y3U nedvenu (cnieHoMeranus U AudoysHbie
nsMmeHeHusd ) u J/IHK-ananusarena ATP7B (HocuTeibcTBO
B reTepO3UroTHOM COCTOSIHUU IBYX MyTalMi, KOTOpbIe
Hau6oJiee 4acTo BcTpevatoTcs y nauueHtoB [J1/] B Boc-
TouHOU EBpomne).

OnHaKo noc/ieAyolee MoJIeKy/IsIpHO-TeHeTUYeCKoe
obcJiejoBaHMeE AJ15 UCK/II0UYeHUs JONOJHUTENbHOr0 HO-
cuTtesibCcTBa ele 8 mytauui (€.3207C > A, c.2532 del A,
c.3402 del C,c.2304insC,c.17701ins C,c.1340-1343 del 14,
€.3649-3654 del 16, ¢.3627-3630 del 14), npoBeieHHOE B
LleHTpe MoJsieKy/nsipHOM reHeTUKH (I. MockBa) 24.12.2012
I., He 0GHAPYXKUJIO UX HOCUTENbCTBA. JTO CTAJ0 OCHO-
BaHMeM [IJI IOCTAaHOBKH AuarHosa: «Mauonatuyeckas
TOPCHOHHAs AUCTOHUS, reHepasu30BaHHasA GopMar» U
peKoMeHJali OTPaHUYUTD JieYeHUe TOJbKO BOTYJIU-
HOTepanuel B BUJie UH'beKLUH B MbILIIbI 1€ U CIIUHBI.

B TeueHMe nocjefyoLero Mecsua reHepaansanus
rUIepKUHe3a MpUBeJia K «JBUTraTebHOU 6ype». [IoBTOp-
Hble JJabopaTOpHbIe 06C/1eJOBAaHUSA CBU/ETEIbCTBOBAIN
0 BBICOKHX YPOBHSIX MeJji B Moye (Kosie6aHus oT 3,6 10
6,12 MKMOJIb/CYyT.) U HU3KOU KOHI|EHTPALMU CbIBOPOTOY-
HOTrO LiepyJsioniasMuHa (1o 19,9 mr/a).

30.01.2013 r. B COCTOSIHUM «JBUTAaTEJbHOU GYypHU»
BHOBb OblJ FOCOUTAJIM3UPOBAH B KJAWHUKY. [luarHo-
CTUpOBAHa renaToJIeHTUKYJAsipHasa JAereHepaunus,
apuTMOrunepKrHeTH4eckas GopMa M Ha3HauYeHa MeJlb3-
JIMMUHUpYIOLIas Tepanus. Yepes Tpu HeJlesM NMOJIyYeH
MOJIOKUTENbHBIN 3G eKT: runepKUHeTUUECKUN CUH-
JIpOM yTpaTUJ HHTEHCUBHOCTD, 60JIbHOU CTaJ CBOGOAHO
nepeJBUraThbCsl, CMOT BO30OGHOBUTD y4eby.

OfHako Npu nocJjeAyolled rocnuTalrn3alnuu
(13.08.2013 r. - Uctopusa 6osae3uu Ne 2600-13 K) co-
MHEeHHUA B NNOCTaHOBKe auar”osa [JI/l coxpanuinch
M3-3a OTCYTCTBUS I'eHEeTHYECKUX MOJTBEPXKJEeHUH ro-
MO3WUTOTHOTO HOCUTeNbCcTBA MyTanuii ATP7B u kosbLa
Katizepa - ®seliiepa npu opTasbMoI0rH4eCKOM o6 cie-
JloBaHuHU. HecMOTpsa Ha Kosie6aHHUS BBICOKHUX YPOBHEH
cosepxaHus Meau B moue (ot 6,12 go 10,5 Mkmosb/
CYT.) U HU3KYI0 KOHLleHTpalHIo LiepyJonja3M1UHa B
IJia3aMe KpoBH (He mpeBbiwiasa 60 mMr/j), BHOBb 6blia
3aBblieHa poJb [JHK-ananusa rena ATP7B, u guarsos
MOBTOPHO Obl1 KBa/MuLUpoBaH: «ManonaTuyeckas
TOPCUOHHAsA AUCTOHHUSA, TeHepaJu30BaHHasA popMay,
a npueM MeJb3JUMUHUPYIOLEeH Tepanuy NpeKpalleH.
[locsie oTMeHBI AaTOreHeTUYECKOH Tepanuy COCTOSIHUE
pe3Ko YXyJIIUI0Ch, B TeUeHHe JIByX HeJieJib pa3BU/ach
«JiBUraTesbHasi 6ypsi», pacCTpONCTBA ICUXUKH JOCTUIJIN
CUIIOMaHMH, HAPOC MHeCTHYecKu i fedeKT. BosbHOM ObLI
BBbIHYK/IEH He TOJIbKO NPeKpaTUTb 06yyeHHe B TeXHHU-
KyMe, HO Y 06leHHe C GJIM3KUMU POACTBEeHHUKaMu. U
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TOJIbKO BO30OHOBJIEHNE Tepalluy 06ecreymnio yayylile-
HUe COCTOSIHUS B TeYeHHe NOoCIeyIoLero Mecsaua.

B npuBesieHHOM KJIMHUYeCKOM HabJII0[JeHUH Npej-
noytenue posu JIHK-ananuza B guarHoctuke [JI/]
0Kas3aJIo OTpULATe/IbHOE BJIMsIHYE He TOJIbKO Ha CBOEB-
peMeHHOe BhIsiBJIeHHe 3a00JIeBaHUs, HO U Ha ero Jjeye-
HHUe. ITOT CcJy4yail CBUJeTe/IbCTBYET O HeJOMyCTUMOCTH
npejnoyYTeHuUsI OLHOTO U3 NoKa3aTesell 06cief0BaHUsA
(B 4aCTHOCTH — NpeANoYTEeHUs] POJIM NoKa3aTeseld Mo-
JIEKYJISIPHO-T€HEeTUYeCKOro 06¢/1e/J0BaHus) y 60bHBIX C
KJIMHUKOM JIBUTaTe/IbHbIX HapylLlleHUi SKCTpanupaMu-
HOT'0 XapaKTepa U BbIsIBJIEHHEM B JIab0PaTOPHbBIX TECTAX
yKa3aHUH Ha HapylleHHe o6MeHa MeIU. ITO COIJIacyeTcs
cmHeHueM M. Carta etal. (2012), P. Ferenci (2014), D. Krsti
etal. (2014) u AUKTYyeT HEOOXOAUMOCTb IIPOBEJIEHHUS B
MOJOOHBIX CJIy4Yassx MPOGHOTO Kypca JieYeHHUs C BKIIoYe-
HHEM B Hero MeJib3JIMMUHUPYIOLMX IpenapaTos [7-9].

HABJIIOOEHUE 2

Bosbhas C., 20 net (McTopus 6osie3uu N2 10346). [To-
CTYIWJIA B KJIMHUKY B utoJie 2012 1. ¢ xano6aMu Ha 06ILyI0
CKOBaHHOCTb, HapylLIeHUEe IVIOTaHUSA U NPOU3HOLIEHHUH,
JpOKaHHE PYK, <MOpraHue», BHE3aHOE «B3/IpardiBaHue»
BCEro TeJ1a; TAK Ha3bIBAeMble, «3aMUPAHUSI» U KOTKJIHOYKHY,
3pUTeJIbHbIE U C/IyXOBble ra/UIIOLMHALMY, TPUCTYIIb] He-
HPOU3BOJILHOTO CMeXa UJIH ABUTaTeIbHOT0 BO36Y K JEeHHUSI.

W3 aHamHesa. [lo 7 sileT MOTOpHOE pa3BUTHE 6e3
ocobeHHOCTel. Xopo1o nesa U pucosasa. [locrynuia B
XyJl0’)KeCTBEHHYIO 1LIKOJIy. B Bo3pacTe 7 JieT nMosABUJIKCH
KeJyAo4HO-KUIIeuyHble guchynknuu. K 14 rogam -
JIpO’KaHUe pyK, HapylleHue TOHKOH MOTOPUKHU (Mo4epK
M3MEHUJICS, PUCOBATh MpeKpaTHIa), IPUCOeAUHUINCD
JMCJIEKCUS Y aKa/IbKyJ1us1. BriepBble pa3Buiics reHepasu-
30BaHHBIN CYZI0OPOXKHBIM NPUNIAJ0K. B TedyeHue nocieny-
I0LIMX Tpex JieT Ha ¢oHe npreMa UH/IeNICHHA IPUNIAJIKU
He NOBTOPAAMUCh. B 17 sleT fpoxkaHUe pyK yCHUJIUJIOCH,
3BYYHOCTb '0/10Ca U3MEHUJIACh, pe4b yTPaTH/Ia YeTKOCTb.
B 18 neT B0306HOBWINCH pUNAAKY. [eHepaM30BaH-
Hble CYAO0POHble NMPUCTYINbI CTAJIM YepesoBaThCs C
«abcaHcaMMU». Bo3HUK/Ia pe3UCTEHTHOCTb K NPOTUBO-
CyLlOpOXKHOM Tepanuu. [IonbITKY N006paTh NpenapaThl
(mocefoBaTeNBbHO: AENTAKUH-XPOHO, TOMMPOMAT, KENIpa,
6apOuTypaThl U 6EH30/IMa3ENHHbI) HE IPUBEJIU K YCIIEXY.
K 19 rogam ycuinanch ¥ BBIpQXK€HHOCTb FTUIIEPKUHE30B,
Y O6y/sb6apHble PacCTPOMCTBA, U HApYLIEHUs NMCUXUKHU.
Crasia coo6IaTh O TAJIIONUHALMAX U CYULHUJATBbHBIX
MBICJISIX, ©3MEHMJIACh 11033, JIULL0 CTaj10 MAaCKOO6Pa3HbIM,
JIBIDKeHUS 3aMe/lJIeHHbIMU. Bblyla rocnutasn3npoBaHa.

[Ipy nocTynieHuu: NpoJyKTUBHOMY KOHTAKTy MaJio
JIOCTYIIHA, Ha BONPOCHI OTBEYAET C TPYAOM, UCIIBITHIBAET
3aTpy/JHeHHe B OPUEHTUPOBKE B MecTe, BpeMeHU U B
JIMYHOCTU. [leproiiyecKku HacUJIbCTBEHHBIN cMeX. JInLo
MacKoo6pa3Hoe cO CBOeOOPA3HbIM pacTArMBaHUEM I'y6
B HACHUJIbCTBEHHYIO Y/IBIOKY 10 THUIY «IICEBAOY/IBIGKHU» —
«risus sardonicus», nosa cru6aresieii, ku$po3 B IpyJHOM
oTJeJie N03BOHOYHUKA. OTMeyaeTcs ApoKaHUE PYK,
MHOKJIOHUH B JINLLEBOM MYCKYJIaType U B NJIeYeBOM I10-
sice, 6y1epapoKJIOHYC, AU3aPTPUs, AUCPOHUS, fucdarus.
BbIpaxkeH TpeMop NOKO$, TOCTYpa/IbHbINA TPEMOP KUCTeH
pPYK. MbILIEYHBIN TOHYC MOHMXKEH, INIy60KHe pedieKchbl
OKMBJIeHBI, paBHbI. KoopAHAaTOpHbIE NPOOLI BBINOJI-
HSIET C UHTEIIUOHHBIM JpOXKaHUeM (IPU 3HAYUTESTbHOM
TEPMHUHA/JIbHOM YCUJIEHUH).

W3 faHHBIX JOMOJHUTENBHOTO 06caeoBaHus: AT (B
JIMHaMUKe) — Ha QOoHe BbIPaXKeHHbIX UPPUTATHUBHBIX U3-
MeHeHHH KOPKOBOM PUTMUKH PETyJIATOPHOr0 XapaKkTepa
pPErucTpUpyoTCs MPU3HAKU Pa3ApPaKeHUs] CpeJUHHBIX
CTPYKTYp Au3HLEePaJbHOIO YPOBHA U peruoHajbHble
HM3MeHeHHUsl B BH/Jle KOMIJIEKCOB «OCTpasi — MeJJieHHast
BOJIHa» B 3aThlJIOUHO-TEMEHHBIX 30HAX C IPAaBOCTOPOH-
HUM aKLIeHTOM PU UX IepUOUIECKOH reHepaan3aluu
(o Tumy «BcobIek»). OPTasbMOIOrHYECKOMY OCMOTPY
HeJocTynHa. OGI M aHA/IU3 MOYM - 6e3 MaTOJIOrUHU; B
KPOBM — TPOMOOLUTONEHUs (CHUXKEHHEe YPOBHSA TPOM-
6ouuTtoB g0 83), ACT - 14 Ex/a, AJIT - 8 Ex/a, obuiuii
6UIMPyOUH — 14 MKMOJIb/J1, KOHLIEHTPALMsI CLIBOPOTOY-
HOTO LlepyJioNJIa3MUHA CHUXKeHa A0 33 Mr//1. YpoBeHb
Menau B Moue - 2,5 MKMouib/cyT. Y3U nevenu - auddys-
Hble u3MeHeHus. JIHK-ananus rena ATP7B He BbIsAsBUI
HOCHUTeJIbCTBA 3 MyTallUH, XapaKTepHBbIX /151 60JIbHBIX
1[I, npoxxuBatoux B BoctouHnoit EBpone. Koncynabra-
1ua ncuxuarpa: Uavuonatuyeckas reHepajyv3oBaHHas
anuencus. Opranudeckoe 6penoBoe (KM30dppeHono-
Jlo6HOoe) paccTpoicTBO. [IcuxoopraHUYeCcKU CHHIPOM.

[l nojTBepKAeHUsI AUarHo3a U BbI6Opa Tak-
TUKHU BeJleHUs 6oJibHasA Oblja HanpaBseHa B CaHKT-
[Terepbyprckuit HUITHU um. B.M. BexTepeBa. OHako,
HeCMOTps Ha JIabopaTOpPHOe NOATBEPKAeHue Hapylle-
HU 06MeHa Me1Y, 6bLJI BHOBb BbICTaBJIEH JUArHO3 Opra-
HHUYeCKOro IKU30$PEeHHOr0 pacCTPONCTBA U SNUJIENICUU
(Bbimucka ot 14.03.2014 1.). B 1e4eHU U peKOMEH0BAHO
IIpOU3BeCTH 3aMeHy ¢peHasenama Ha nperabasuH, rajao-
nepujioya — Ha KJIOMUKCOJI, U UCII0JIb30BaTh PeJIaHUyM
JJIs1 KYIUPOBaHUSA CepUM 3NUJIeNTUYECKUX TPUNIALKOB.
PexoMeHz0BaHHas Tepanus okasanach HeadpHeKTHBHOM:
IporpeccupoBasa NpoAyKTUBHAs ICUX0NATOI0IMuecKast
CUMIITOMATHK3, yCUJIMBAJIACh BbIPAXKEHHOCTb MOTOPHOTO
3KCTpanupaMuHoro gedekxra.

[locneayrouee HabGAOAeHUe U JabopaTOpHOe
o6cnenoBanue B TeyeHrue 2014 1. mokasaso: KOHILIEH-
Tpauusl CLIBOPOTOYHOIO LepyJIONJIN3MHUHA KoJiebaiach
oT 66,8 10 145 mr/s1; ypoBeHb Meiu B Mo4e — oT 1,1 fio
3,4 mkMouib/cyT. MPT rosioBHoro mo3sra Ha T2 BH, no-
MHMO aTpodUYeCKUX U3MEeHEeHNH B TapeHXVMe, BbIsSIBUJIA
n3MeHeHHe MP-curHasa B pocTpaslbHBIX OTZeJ1ax CTBOJIA
T0JIOBHOI'O MO3Ta B BU/IE «I'0JIOBbl TUTAHTCKOM MaHAbI».
OcmoTp odTanbMosiora 06HaAPYKUJI GparMeHThl KOJIbLia
Ka#izepa - ®eiimepa. bosibHOM 6bL/1M HAa3HAYEHBI ME/IbI-
JINMUHUPYIOLIME penapaTsl (KyIpeHUI C 10CTeNeHHbIM
noabeMoM 10361 1o 1500 mr/cyT.).

[Ipu ux npreme o Mepe CHIKeHHUsI J,03 ICUXOTPOMHbIX
IpenapaToB C UX 10CJeyIolel OTMEHON U OTpaHUYeHU
MPOTHUBOCYL0POXKHOU Tepalliy BaJlbIIPOeBOM KUCIOTON B
COYeTaHUH C JIAMOTPU/PKUHOM COCTOSIHHE OOJIbHOH I0-
CTeIeHHO Y/Iy4IInI0Ch. Mcyessa arpeccus, yMeHbIIUIACh
BbIPa’>K€HHOCTb TMIIepKUHEe30B. bosibHas cTajia OpueHTH-
pPOBAThCS B IPOCTPAHCTBE U BpEMEHH, 0OCIYKUBATD CeOs1
B OBITY U BBINOJIHATb 3/1eMeHTapHble 3a/jaHusl.

[lpuBeeHHBIN KAUHUYECKUHN cayyall siBJseTCS
npuMepoMm AebrTa HeBpoJsiorudeckou craguu [J1/] ¢
MaHHUGeCTalUU NMUIeNTUHIECKUX PUNAJLKOB U IPyObIX
paccTPONCTB NCUXUKHU. ITO HAbJIIOAEHUe NOATBEPX-
JlaeT onvcaHue noAo6HbIX ciaydaeB P. Xu et al. (2010),
R. Schmitt de Bet et al. (2011), M. Carta et al. (2012),
D. Krsti et al. (2014) u ap. [7-9, 11, 12]. OHo yka3biBaeT
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Ha HeJONNYCTUMOCTb UTHOPHPOBAHUA nmokasaTeJiel
J'laﬁOpaTOprIX 06c11e,a013aH1/1171, CBUAETEJIbCTBYHOIIHX O
HapyleHHUH ob6MeHa Meau. 3to AUKTYET HEO6XOAI/IMOCTL
InpoBeJeHUuA J'Ia60paT0prIX PICCJIe,LLOBaHPIﬁ, HaIllpaBJI€H-
HBbIX Ha HUCC/eJOBaHHUE o6MeHa Me[H, KaK B CJy4adx C
BO3HHMKHOBEHHEM IICUXUYECKUX HapymeHHﬁ, TaK U IPH
pPa3BUTHUHU BHHHGHCHﬁ, PE3UCTEHTHBIX K aHTUKOHBY/JIb-
CaHTaM, AJid pelleHUdA BOIIpocCa O BK/JIIOYEHHH B CXeMbl
JIedeHUdA Me,C[bB.}IHMI/IHI/IpyIOIHeﬁ Tepalunu.
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