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Pesrome

ens: npoananuszuposame KauHuuecKue 0COOEHHOCMU HE8UIbCOHOBCKOU 2eNamoyepedpanbHoll Oe2eHepayuu.
MarepuaJ u MeToabl. [Ipogedensl cucmemamuzayus u aHAIU3 OGHHBIX OmMe4eceeHHol U 3apyoexCHol Tumepany-
Ppbl O namoeenesy, KIUHUKe, OUAeHOCMUKE U JIe4eHUI0 PeOKO20 6apUaHMA XPOHUYECKOU SHYedaionamuu Ha (oHe
HapyuweHusi 06MeHa 8elyecms — He8UIbCOHOBCKOU 2enamoyepedpanbHol 0eceHepayui.

Pe3yabTtatsl. [Ipedcmasneno cobcmsentoe kaunuyeckoe nabnooenue. Ilepeuucienvt ocHo8Hble ACheKmbl NAMozeHe-
3a u ghaxmopul pucka. Cucmemamuzuposansl COCMOSHUS U 3a001e8aHUs, C KOMOPLIMU He0OX00UMO NPOBOOUNb OUP-
hepenyuanbryio OuacHOCmMuKy npu ROOO3PEHUU HA 2enamoyepedpanviylo decenepayuio: bonezus Bunbcona-Konosa-
71064, HEBUNIbCOHOBCKAA 2enamoyepedpanvhas 0eeHepayus, AdCCOYUUPOBAHHAs C HapyuleHueM 0OMeHAa a30Mmucmolx
OCHOBAHULL, XPOHUYECKOU UHMOKCUKAYUET MAP2AHYEM.

3axuouenne. B cuny peoxoi scmpeuaemMocmu U HeCneyupuueckux KIuHU4ecKux nposigieHutl, 00CHynHOCmb Cee-
OeHutl 0 namozenese, KIUHUKe, Oup@depeHyuarvHoll OUacHOCuUKe U J1e4eHuy 2enamoyepeopanvholl decenepayuu
PAzU4HOU dSmuonocuu ocmaemcsi Hegvicokoll. CosepuieHcmeosanue OuppepeHyuposanHoo 6b160pa cneyuaiucmom
Memo008 OUAZHOCMUKU, 8 YACIMHOCMU MAZHUMHO-PE30OHAHCHOU momozpaghuu, 1a6opamopHeix cnocob08 OyeHKU Me-
MabonuyecKux Hapywerull, a maxice 6aPUAHMOE 2eHOOUASHOCHUKU CNOCOOCMBYION YIYUULEHUIO BbIAGLEHUSA U OUg-
hepenyuposanus OAHHLIX COCMOSHULL.
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ACQUIRED NON-WILSONIAN HEPATOCEREBRAL DEGENERATION

Litvinenko 1.V., Dynin P.S., Ruban A.V., Emelin A.Yu., Krasakov L.V, Lobzin V.Yu., Shermatyuk E.I., Kotova Yu.A.,
Tsygan N.V., Odinak M.M.

Military Medical Academy, St. Petersburg, Russia

Abstract

Objective: analysis of clinical features of non-Wilsonian hepatocerebral degeneration.

Material and methods: a systematization and analysis of data from domestic and foreign literature on the pathogen-
esis, clinical picture, diagnosis and treatment of a rare variant of chronic encephalopathy against the background of
metabolic disorders — non-Wilsonian hepatocerebral degeneration were carried out.

Results. Our own clinical observation is presented. The main aspects of pathogenesis and risk factors are listed. The
conditions and diseases that require differential diagnostics in case of suspected hepatocerebral degeneration are
systematized: Wilson-Konovalov disease, non-Wilsonian hepatocerebral degeneration associated with nitrogenous
base metabolism disorder, chronic manganese intoxication.

Conclusion. Due to the rare occurrence and non-specific clinical manifestations, the availability of information on
the pathogenesis, clinical picture, differential diagnostics and treatment of hepatocerebral degeneration of various
etiologies remains low. Improvement of the differentiated choice of diagnostic methods by a specialist, in particular
magnetic resonance imaging, laboratory methods for assessing metabolic disorders, as well as gene diagnostics op-
tions contribute to the improvement of detection and differentiation of these conditions.
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Cokpawenusa: AT®a3za — aneHo3uHTpH(OCHaTa3a;
I'AMK — ramma-amunomacisnas kuciota, ['TIJ] — re-
rarornepedpansHas nereHepanust, MPT—wmarautHo-pe-
3oHaHcHast Tomorpadus,; III'J] — mnpuobOpereHnas
renarornepeodpanbHas nereaeparus, T1-BW — T1-B3Be-
meHHoe wu3o0paxenue, FLAIR Fluid-attenuated
inversion recovery (mociemoBarensHOCTE MPT «un-
BEPCHUA-BOCCTAHOBIICHHE» C TMOAABICHUEM CHUTHAjla OT
cBoOomnaon skmmkoctu), SLC30A10 — Solute carrier
family 30 member 10 (10-if uneHn cemelcTBa TpaHc-
moptepoB pactBopeHHBIX BemiecTB 30), SLC39A14 —
Solute carrier family 39 member 14 (14-ii unen ce-
MEWCTBa TPAHCTIOPTEPOB PACTBOPCHHBIX BemecTB 39);
SLC39A8 — Solute carrier family 39 member 8 (8-i
YIEH CeMeHCTBa TPAaHCIIOPTEPOB PACTBOPEHHBIX Be-
mectB 39).

BBenenue. I[IpuoOpereHHas remarolnepeOpanbHas
nereneparust (IIITLJ]) — pemkas ¢opma mporpeccu-
PYIOILIEr0 W HEOOpPaTUMOro HEBPOJIOTHYECKOTO 3a00-
JIEBaHUA, SIBJSIOMIETOCS OCIOXKHEHHEM TSDKENO TIIpo-
TEKAIONIeT0 TMOPAXKCHHUS TI'enaToOMIMapHONH CUCTEMBI
C BOBJICUEHHEM B TIporiecc 0a3allbHBIX TAHTIINEB U pa3-
BHTHEM KOTHUTHBHBIX HapyIICHUH, TTHPAMHUIHON, 3KC-
TpanupaMHUIHON 1 MO3KeukoBOM cumnToMaTuky [1]. Ee
pacnpoCTpaHEeHHOCTh HAXOAUTCS B npenenax 2% cpenu
BCEX TAIMEHTOB C XPOHMYECKUMH 3a00JIEBAaHHSIMHU TIe-
YCHH W JKETYHBIX MyTEH; MPH 3TOM MY>KYHHBI €BPOIEO-
WIOHOW pachkl HambOoyee TMOIBEp)KEHBI BO3SHUKHOBEHHUIO
JAHHOM HO30JIOTHHU.

MexaHU3MBI, JeKallre B OCHOBE Pa3BUTHS KIWHU-
YECKUX MPOSBICHUMN, 3aKJIFOYAIOTCS B TICUEHOYHO-KIIE-
TOYHOM HEJIOCTATOYHOCTH, MPEIIIECTBYIONIEH HEHpo-
JIETEHEPAaTUBHOMY TPOLIECCY C Pa3BUTHUEM 3HJOTCHHOMN
WHTOKCHKAIIMU C W30BITOYHBIM HAKOIUICHHEM aMMHaKa
¥ Maprasiia B opranusme. CrienuaircraMu Bce OoJbIe
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BHUMAaHMUS yIeisieTcs rnocieqaeMy u3 Hux. Hapacranme
KOHIICHTPAIIMU MapraHiia B OpraHu3Me COTPOBOXKIAETCS
YBEIMYEHNEM aKTHBHOCTH TIPOIECCa OKHCIHTEIHHOTO
cTpecca BBUJY MOPAXKCHHUS MUTOXOHIIPHIA W DHJIOILIA3-
MaTHYECKOTO PETHKYIyMa, YTO CONPSKEHO ¢ aeduimn-
TOM KJIETOYHBIX MAaKpO3PrOB M HapacTaHHUEM YpPOBHS
MPOTEONUTUIECKUX ITUCTEHHOBBIX (PEPMEHTOB — Kac-
a3, a CIeI0BaTeIbHO MpeolIajaHieM MPOAONTOTHYIC-
CcKOTO cocTosHUS [2]. BaskHO OTMETHTB poiTh almb(da-cu-
HyKJIenHa B oOMeHe mapranna. llpeamomaraercs, 4to
NP KPATKOBPEMEHHOM yBEITMYEHNN KOHIIEHTPAIIH Me-
TaJula, TaHHBIN OCJIOK BHITIONHSET 3aIUTHYIO (PYHKIIUIO,
OITHAKO TPH JITUTEITHFHOM BO3/IEHCTBHH, IPOUCXOANT JIe-
(dopmarusi GETKOBOI CTPYKTYpBI ¢ 00pa30BaHUEM OJIH-
TOMEPOB, YCKOPSIOIMMX Helpoaerenepanuto. [Tomumo
3TOTO OTMEYAETCS U POJIb IBYXBAJICHTHBIX NOHOB B HEM-
POBOCIAIICHNN TIOCPEICTBOM CTUMYJISIIMHM HEHPOTINU
C aKTHBaNueld ceMelcTBa MH(IAMMAacOM — MHOTOOEI-
KOBBIX OJMTOMEPHBIX KOMILIEKCOB, HETOCPEICTBEHHO
YYaCTBYIOIIUX B aKTUBAI[MH BOCIAIUTEIHLHOTO OTBETA,
coneprKalyuXx TUPUHOBEIN JOMEH-3, YBeTUIeHHs 1-WH-
ruduTopa KMHa3bI-2 OOraToi JICHITUHOBEIMY TOBTOPAMU
M BBICBOOOXKJIEHHS TPOBOCIHAIUTEIBHBIX [HUTOKHHOB,
a Taxxe HapyureHus 1ukna [AMK/rnyramar/mimyTamuH,
4TO comnpoBoxaaeTrcss cHmxkeHuemM ['AMK-epruueckoit
nepefadn ¢ yBEIWYEHHEM HMKCaMTOTOKCHUYHOCTH [2].
Bce mepeunciieHHBIE MEXaHWU3MBI, ONHAKO, SBISIOTCS
BTOPUYHBIMH K MPOTPECCUPOBAHUIO YXKE HMEIOIIEH-
cs BBICOKOM KOHILIEHTpauuu Metaya. [lonsITku HauTu
MEPBONPUYUHBI JAHHOTO SIBJICHHS MPUBEINA K H3y4e-
HUIO TPaHCTIOPTEpOB MeTamioB. OCHOBHOE BHHMaHHE
3/IECh HAIPABIICHO Ha CJICAYIOLIUE TPAHCIIOPTEPHI: (ep-
poroptuH, 10-i 4jIeH cemeicTBa TPaHCIOPTEPOB pac-
TtBOopeHHbIX BemecTB 30 — SLC30A10 (Solute carrier
family 30 member 10), Ca-AT®a3a 1 anmapara 'onb-
»u, Ca/Mn HOHHBIN Hacoc B au3ocomax [3]. Mapranery
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B OCHOBHOM BBIBOIUTCH C keimubio, a SLC30A10 moka-
JU3yeTcsl KaK B KETYIOYHO-KAIIEYHOM TPaKTe M IIede-
HU, TaK U B MO3T€, UTO JCJIAET €T0 BAKHBIM PETYIATOPOM
netokcukaruu [4]. Jpyrue Oenkd HaHHOTO CeMei-
CTBa TaK)X€ MTPAIOT BAXHYIO POJIh B OOMEHE MeTala,
SLC39A14 (Solute carrier family 39 member 14) BbI-
nonaser gynkuuto cxomuyto ¢ SLC30A10, B To Bpe-
Mms kak SLC39A8 (Solute carrier family 39 member 8)
SIBJISIETCSI UMIIOPTEPOM U BOCCTAHOBUTEJIEM MapraHIa
BBIAENIIEMOrO ¢ kemublo [5]. KpaiiHe peako npousBo-
JUTCsI TaToMOpdoioruyeckas OlieHKa JaHHOTO COCTOsI-
Husl. OIHAKO B MCCIIENOBAHUSAX, MTOCBIIICHHBIX TaHHON
mpo0JieMaTukKe, OTMEUEHO 0COOCHHOE BOBJICUCHHE B IMa-
TOJIOTUYECKHH MPOIECC, COMPOBOXKTAIOIIUICS THOCTHIO
KIIETOK, arpodueit n monumukpokasutanuei [11-V cio-
eB JIOOHOW, TeMEHHOW M 3aThUIOYHON 00jacTell KOphl,
C COXpaHHOH BHCOUHOM 30HOU [6]. [TogoOHBIE M3MEHE-
HUs HaOMIOIAr0TCsI B TITyOOKOM CEpPOM BEIECTBE, B J100-
HOH ¥ TEMEHHOI 00/1acTsX, a TaKKe MO3Keuke [6].
Crnemyer y4WuTHIBaTH W POJbh aMMHaKa B Pa3BUTHH
III'IOJ. Ero HEWpOTOKCMYHOCTh acCOLUMHUpPOBaHa C Ha-
pacTaHHeM YpOBHS TJIyTaMWHA, HAKAIUIHBAFOIIETOCS
B aCTPOIUTAaX C Pa3BUTHEM OCMOTHYECKON TJIHOIATHH.
[Tomumo »TOTO, THIEPAMMOHHEMHS COMPOBOXKIAETCS
MIOBBIIICHUEM YPOBHS JIAKTAaTa B TOJIOBHOM MO3TE, a Clie-
JloBaTenbHO, U anuao3oM [7]. Kak usBectHo, coctosiHue
MIOBBIIICHHON KUCIOTHOCTH B TKAHSAX COTPSDKEHO C pas3-
BUTHEM THIEPKAIHEMUHU, U B JAHHOM CIIy4ae aMMHaK
NeCTaOUIM3UPyEeT MEMOpPAHHBIH MOTEHIMA OMIOCPEI0-
BaHHO. OHAKO Ui HETO0 XapaKTEepHO W MpsMoe Jei-
CTBHEC HA MOHHBIC KaHAJBI, CBSI3aHHOE C KOHKYPCHIIHEH
noHoB amMmoHUs 3a Na/K-AT®azy u apyrue koTpanc-
noptepbl HoHOB Na, K, Cl [8]. BaxxHO OTMETHUTH, YTO
pe3Koe HapacTaHWE B MEKKIJIETOUHOM BEIIeCTBE U IIIa3-
M€ MOHOB aMMOHHUS U Kallus, COIPOBOXKIACTCS BBIpa-
JKCHHBIM CIABUTOM MEMOpPaHHOTO IMOTeHIAAala U YMEHb-
IIEHUEM ITPOIIeCCOB TopMOxeHwsI. [Ipenmonaraercs, 4To
TakuM 00pa30M WHTOKCHKAIIVSI aMMHAKOM CIIOCOOCTBY-
€T TIOSBIICHUIO CYIOPOXKHBIX SMUJICITHICCKUX TPUCTY-
MOB, a TAaKXK€ OCTPBIX MNCUXUYECKUX HapylleHuu [8].
OTmMmedaeTcst CXOMHOE JCHCTBUE aMMUaka Ha HEHPOHBI,
NEPULUTHL, KJIIETKH MUKPOIJIMU U 3HAO0TEH [9].
Kinunudeckre npHU3HAKK JaHHOTO 3a00JieBaHMSI
KpaiiHe pa3HOOOpa3HbI M BKIIFOYAIOT KOTHUTUBHBIE, IBU-
rarelbHbIe SKCTPAUPAMUIHEIE, TUPAMUTHBIC, MO3KEU-
KOBBI€ HapYIICHUs, a TAK)Ke CHMITTOMBI TeTaToOmInap-
HBIX 3a00JICBaHUN B pa3HbIX KOMOMHamusx. CHHIPOM
MapKUHCOHU3MAa, CBS3aHHBIM C TemarolepeOpaibHOR
nerenepanuei (I'L/I), xapakrepusyercs CHUMMETpHU-
HBIM J1e0I0TOM, paHHUM Pa3BUTHEM HapYIICHUN MOXOJI-
ki (YKOpPOYCHHE IJIMHBI Iara, yYBEIMYCHUE ILUIOMIATN
OTIOPBI, YBEIIMYCHHE JITUTEILHOCTH OTIOPHI), a TO3/IHEee
Y TIO3HBIMHU HAPYIICHUSMHU, COYETACTCS C BRIPAXKEHHBIM
KHHETUKO-TIOCTYPaThbHBIM W HHTEHIIHOHHBIM TPEMOPOM,
JIETKUMH KOTHUTUBHBIMU HapymieHusmu [10]. Koruu-
THBHOE CHIDKEHHE MOXKET OBIThH MPEICTABICHO HATUYH-
€M HapyIIeHUH OPUEHTHUPOBKHU C IMICUXOMOTOPHEBIM BO3-
Oy>KIeHHeM, OHAKO JAaHHBIE CUMITOMBI HE SBIISIFOTCS
criel(pUUHBIMUA st 3TOTO 3abosieBanus [11]. Moryt
pa3BUBaTHCS HAPYIIEHUS 110 JIOOHOMY TUTTY (a0ymus, mep-
ceBepaluu, aucOasus), 3pUTeIbHO-IPOCTPAHCTBECHHBIC
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HapyIIEHUsl, CHW)XEHHWE KPAaTKOBPEMEHHOI MaMsTH.
BaxxHO OTMETHTB, YTO MpPOSABIEHHS HEBHIBCOHOBCKOHN
T'TIZT MoryT coderarbes C OCTPBIM Pa3BUTHEM AEIIAPUS
B CBSI3U C JCKOMIICHCAIMEH NMEeYeHOYHOH 3Huedaona-
tuu [1]. I[Ipu 3TOM BBIpaKEHHOCTH CHMIITOMOB Hapy-
IEHUH rernaroOmInapHON CHCTEMBI MOKET OBITh ITPSIMO
He cBsi3aHa ¢ pasButuem ['11J[ B ciyuae moprocuctem-
HOTO IIYHTUPOBAHUS C COXPAaHHOH (yHKIMEH MEYCHH.
HemanoBaxHbIM SIBIISIETCS U TOT (PaKT, YTO MOBBIIICH-
HBI YPOBEHBb MapraHiia B KpOBU HE SBJIETCS MapKepOM
pa3BUTHS camMoro 3aboyieBaHUS U HE KOPPECTOHIUPYET
C BBIPQXXCHHOCTBIO HEBPOJOTUYECKUX HapylieHud [1].
B TakoM ciy4ae 3HaYMMOIN MOXKET OBITh OIEHKA YPOB-
HSl aMMMaKa B MJIa3Me, KOTOPBIM 3a9acTy0 MOBBIIIAETCS
B ClIydyae Me4eHOYHO-KIETOYHOW HeJoCcTaTouHOoCTH. OH
KOCBEHHO CBA3aH ¢ HAKOIUIEHUEM MapraHIia B TOJIOBHOM
mosre npu [I'/] u3-3a CHUKEHHON 3KCKPELIMU 3JIEMEH-
Ta ¢ )xemublo [ 12]. Mapranen siBisieTcsl mapaMarHUTHBIM
METaJIJIOM U BBI3bIBa€T TMIEpUHTEHCUBHOCTH Ha T1-BU
M300paXEHUSIX IPU BBIOJIHEHUH MarHUTHO-PE30HaHC-
Hol Tomorpaduu (MPT) romosHoro mo3ra BO BHyTpeH-
HEM CErMEHTE MaJuIMayMa, CKOpIIyTe, XBOCTaTOM SApE,
BHYTpEHHEeH Karicyie, cpeqHeM Mo3re 1 Mozxeuke [13].
[lopaxeHnns Mo3xeuka MPOABIAIOTCS KaK THIIEPUHTEH-
cuBHble Ha T2-BU n300paskeHUSX M THIIOMHTECHCUBHBIE
v n3ouHTeHcnBHbIe Ha T1-BU n3zo0pakeHusx, B CBs-
3M C YeM CYIIECTBYET MPEATNOJIOKEHHE O CYIECTBOBA-
HUU UHOU NPHUYWHBI, MPUBOASALIEH K JTaHHBIM H3MEHeE-
HusM [1].

Huddepennmanbaas AUarHOCTHKA, TIABHBIM 00pa-
30M, COCTOUT B HCKIIOUeHHH Oonie3Hu Bunbcona-Kono-
BajioBa, a Takxe MaHraHusma [14]. HeBpomoruueckue
MIPOSIBJICHUST TaHHBIX 3a00JIeBaHUN KpailHe CXOIHBI, H,
ClIeoBaTeNbHO, Tpedyercst Oosiee TILATENBbHBIA cOOp
aHaMHe3a, OLEHKA Pe3yJIbTaTOB U MPUMEHEHUs J1abopa-
TOPHBIX, THCTPYMEHTAJIBHBIX, & TAKXKE T€HOJUarHOCTH-
YECKUX METOIOB.

Jns O6onesnn Bunbcona-KoHoBanmoBa xapakTepHO:
Hanuumne koner Kaiizepa-®neiimepa; CHIKEHUE YpOB-
HS LIepYJIOIUIa3MUHA IUIa3Mbl; MOBBILICHUE Oa3aabHON
CyTOYHOM 3KCcKpeuuu Meau ¢ mouoit; MPT — cummnro-
MBI B BUJIE «MOPAOYKH TMTaHTCKOW MaHJbD», THIEPHH-
TEHCHUBHOCTH B TEKTAJbHOW IUIACTHHKE, HEHTPATHLHOM
OTAEJe MOCTa, 0a3aJIbHBIX TAHIIIUSX, TAJIAMYCE U CTBO-
Jle MO3Ta; BBISBJICHHE MPU T'C€HOIMATHOCTHKE MYTaluil
B rene ATP7B [10].

Huddepenumansuas auarnocruka [T/ u xpoHu-
YECKOr0 MaHraHW3Ma OCHOBBIBACTCS HA OCOOEHHOCTSIX
aHaMHe3a MalieHTa, OIIeHKe yPOBHS MapraHiia, aMMHa-
Ka 1 (hepMEHTOB IIEYCHH B IJIa3M€ KPOBH, BU3yaIH3aLuU
M3MEHEHU TIEYEHH, a TaKKEe JIaHHBIX HEUpOBU3yaIn3a-
muu. IlonTBepkaeHNEM XPOHUYECKOM WMHTOKCHUKAIIUU
MapraHiieM MO)KET CTaTh HAaKOIJICHHE JIBYBaJIEHTHOTO
MeTajuia B 6a3aJbHbIX TAHIINSX, B YACTHOCTH B OJIETHOM
mape, uro BuaHo Ha T1-BU-n306pakeHnsx mpu BBIION-
HeHuu MPT. Bo3aMo)xHO HapacTaHUE KOHLIEHTPALUHA aM-
MHaKa ¥ Maprasiia B IUIa3Me, OHAKO YPOBEHb MOCHeI-
HETO HE KOPPENUPYET C KIMHUYECKOW KapTHHOM.

Mertoasl Tepanuu HeBuibcoHOBcko I['T[J] mocra-
TOYHO OIPaHHUYEHBI U B OOJIBIIEH CTEIIEHH HOCST CUMII-
TOMATUYECKUM XapakTrep. EIWHCTBEHHBIM METOAOM
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JIeYeHHsI, KOTOPBIN MPUBOAUT K 3HAYUTEIBHOMY perpec-
Cy KIMHUYECKUX, JIAOOPAaTOPHBIX W HEWpOBU3yalIn3a-
[IUOHHBIX TPOSBICHUN ITAaHHOTO COCTOSHHUS SABISETCS
TpaHcIUtaHTauus nedenu [15]. HeBponoruueckoe ymyu-
IIEHHE MTOCJIE TPAHCIUIAHTAI[H NIeUYeHH MTPOUCXOANT I10-
CTENIEHHO B TE€UEHME MEepUoJa OT Mecsua Ao roxaa [16].
Hccnenosanue, cpaBHUBILEE pe3yIbTaThl ONMEPATUBHOTO
1 KOHCEpBaTUBHOTO JieueHus y nanueHtos ¢ [T/, no-
Ka3aJio, 4TO TPAHCIUIAHTALUS TIEYeHN IPUBOIUT K YIyd-
LICHUIO B BUJIE perpecca HeBpOJIOrHYecKoro aeduuura,
MIOJIOKUTEIIbHOM JUHAMUKH HEHPOBU3YaIU3ALMOHHOMN
KapTUHBI, B TO BpeMs KaK MEIUKAaMEHTO3HbIE CIIOCOOBI
KOppEeKIMH (Tepanusi ¢ MCIoJIb30BaHHEM pHUDaKCHMU-
Ha) HE YIy4YlIaoT UCXOH, HO MPHUBOIAT K YaCTHUYHOMY
YMEHBIIICHUIO cUMITOMaTHKy [15, 17].

Tlpusooum kaunuuecxoe nabniooenue. 1lanment, K.,
50 seT, MOCTYIWII B JIeYeOHOE YUPEKICHHE C jKaIo0amMu
Ha CHW)KEHHME NaMsITH Ha ONrpKaiie coOBITHS, CHUXKe-
HUE KOHIIEHTpAIlMX BHUMAaHUS; 3aTpyJHEHHE NPH MpH-
HATUYU PEIICHUH, CI0XKHOCTh MPOCTPAHCTBEHHOH OpH-
EHTAallUN; «IpOKaHUe» B pPyKaxX, NPEHUMYIIECTBEHHO
B IIPaBOil, HapyIlIEHUE KOOPIWHALMH ABM)KEHUH, N3Me-
HEHUE peud (CTana 3aMeUICHHON), HapyIIeHUEe MOXOI-
KH, TPOSBIAIOIINECS HEYCTOMUYNBOCTBIO U CHIDKEHUEM
€€ CKOPOCTH.

Anamnes 6oneznu. Co CIOB MALMEHTa U €0 CyNpy-
T'H HOYBIO B Hayane HoA0psa 2023 1. oTMeuancs 3mu30]
CIyTaHHOCTH CO3HAHHUS, B TOT )K€ ICHb IMALMEHT ObLI
TOCIIUTAIN3UPOBAH B JedeOHOe YUpeKIeHHE 110 MECTY
KHUTENbCTBA C JUAarHO30M «UIIEMUYECKUH UHCYIBT (He-
YTOUHEHHBIN MOATUI) B OacceiiHe JeBOM 3aaHEH MO3-
TOBOM apTepHy B BHJE NMPAaBOCTOPOHHEW MHUPaMUIHON
HEIOCTaTOYHOCTH, YaCTMYHOTO Iape3a TPeTheil mapbl
YEepenHbIX HEPBOB, OOIIEMO3TOBOH CHMITOMATHKH,
nucnupkyssitopHast sHuedaronarus 11 craguuy. Ilepe-
BEJICH Yepe3 5 JHeil B MHOTONPO(UIBHBINA CTallMOHAD
JUIsL 1aibHEHIIero o0CiIeIOBaHuUS U JICUCHUSI.

Anamnes orcuznu. B 2015 1. manmenty Obinl ycTa-
HOBJIEH AMArHO3 «LUPpO3 NeueHm». B aToMm xe rogy oH
OTMETHJI NOSABIIEHHE TPEMOpPa B MpaBoil pyke. B mapre
2019 1. 61 yTOUHEH nuarno3 — «lluppo3 neyenu an-
KOTOJIbHOM 3THOJOTHMH, MPOTHOCTUYECKUHN KJacC A 1O
Yaitna-IIeto. CuHApOM TOPTAIBHON T'HIIEPTEH3UH.
CHHIpOM MapeHXMMATO3HOM HenocTaTo4HOCTH. Ilede-
HOYHasl dHIle(ayionarus JaTeHTHas». B nepuox ¢ 2012
no 2014 r. magueHT oTMeYal yBEJIMYEHHE MacChl Teja
mo 165 kr ¢ mocnenyrmmM ee CHuXeHueM 1o 115—
120 xr B Teuenue apyx jeT. B 2020 r. Onm3kue orme-
TUJIU U3MEHEHHUE Peun — CTaja 3aMeleHHOU. BecHol
2023 r. pOOCTBEHHUKH OTMETHIIM IOSABICHUE TpeMopa
TOJIOBBI 110 THITY «HET-HEeT». CaM MalKeHT ero He 3aMe-
yai. B Hos6pe 2023 1. OH OTMETHII MTOSIBIIEHUE TpeMopa
B JIEBOU pYKE.

B nesponocuueckom cmamyce ONpEnenseTCs CHH-
JKCHHWEe OOOHSHHSA, pPeYb 3aMeAJICHHAs, IU3apTpus
C DJIEMEHTAaMU CKaHIUPOBAHHOM peuu. SApkuil cumn-
ToM Mapunecky-PanoBuun ¢ aByx cropol. Ilocty-
palbHO-KUHETUYECKUN TPEMOP B pyKax, NpEeuMylle-
CTBEHHO CIpaBa. MBILIEUHBI TOHYC B IIpaBOM HOre
MOBBILIEH IO CMIACTUYECKOMY THILY, B OCTAJIbHBIX KOHEU-
HOCTAX HE M3MEHEH. MBIIIeYHas cuiia B pyKax U HOTax
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yaoBieTBopuTeNnbHas. [ybokue peduekcsl ¢ BepXHUX
KOHEYHOCTEH JKUBBIC, C HIKHHUX KOHEYHOCTEH IIOBBI-
IIeHbI, KJIOHYCHl CTOI, HECTOWKHE MaTOJIOTUYECKUE
nupamMHuIHble KUCTeBble 3Haku (SxoOcona-Jlacka,
TpemHepa); MaToOJOTHYECKUE CTOMHBIE pedIeKchl OT-
CyTCTBYIOT. llpenbsiBisieTcss HapylIleHHE MOBEPXHOCT-
HOW YyBCTBUTENHHOCTH B BHIE THIIEPECTE3UH C dIle-
MEHTaMH CHIIEPIIATHH 110 OJIMHEBPOIATHYECKOMY TUILY
B HWYKHUX KOHEYHOCTSX C YPOBHSI HW)KHEH TpeTH rose-
Heil. CHUMOTOMBI HaTsDKeHUsT OTCYTCTBYIOT. [Ipu onenke
KOOPAWHATOPHBIX MPOO ¢ BEPXHUX KOHEUHOCTEH (Iaib-
LIe-HOCOBasl, MaJbIIe-MOJIOTOYKOBAsI) BBIPAXKEHHBIN MO-
CTYpajJbHBIH TPEMOpP C HHTCHLIHMOHHBIM JIPOKAaHHEM;
MSTOYHO-KOJICHHYIO IPOoOYy BBINOJHAET YHIOBJIETBOPH-
tenbHO. B mpobe Pombepra momarsiBaetcs 0e3 oTueT-
JUBOW JNaTepain3aliu. DJIeMEeHTHl JOOHOW aucOasuu.
[Ipo6a Teenapa otpumnarenpHas. OyHKIHH Ta30BBIX
OpraHoB KOHTPOJHUPYET.

PesynbraTsl  NONOJHUTENBHBIX  HUCCIENOBAHUN:
B OMOXMMHYECKOM aHaJIHU3€ KPOBU OINPEAETSICTCS TIOBBI-
HIeHue ypoBHs obmiero omnupyonHa — 30,5 MKMOJIB/1
(mopma 5,1-19,0 mxMomnb/M) W TpsMOro OUIMPYOH-
Ha — 10,51 Mxmone/n (Hopma 1,7-6,8 MKMOJB/N),
a TakKe MOHIKeHUe KpeatnHuHa — 57,5 (HopMma 74,0—
110,0 mMxMoJb/i). AHanu3bl KPOBH Ha ONpEACICHHUE
YpOBHEH LIepyI0IUIa3MUHA U MapraHLa He IOKa3aIn OT-
KJIOHEHHH OT HOPMBI, B TO BpeMsl KaK YPOBEHb aMMHaKa
B KpoBU Obln yBenmuueH: 117,0 mxmonb/n (Hopma 0,0—
72,0 MmxMoJIb/1). KoHLIeHTpanyst Mean B MOde OKa3aach
MOBBIIIEHHOM: 1,6 MKkMOIB/1T (HOopMa 0,1-1,3 MKMOIIB/IT).
I'enonnarnocruka 6one3uu Bunscona-Konosanosa: my-
taruit H1069Q u E1064K B rene ATP7B He BbisiBie-
HO. Pesynsrarel MPT roioBHOTO MO3ra NnpeacTaBlICHbI
Ha puc. 1.

[lo nmaHHBIM 53JEKTpOHEHpOMUOTpadH BBISBICHO
JIETKOE aKCOHAJIbHOE MOPAKEHHE CEHCOPHBIX BOJIOKOH
HEPBOB HI)KHHUX KOHEYHOCTEH IO MOJMHEBpONaTH4e-
ckoMy tumy. Hefiporncuxonornieckoe TecTHpOBaHUE
MOKA3aJo0 CIEAYIOUINe pe3yabTaThl: M0 KPaTKOM IKaje
OIIEHKH TICHXUYeCKOro craryca — 21 Oamn (Hopma 28—
30 GamnoB), tect «barapes 10OHOH TUCOYHKIHMM) —
13 GamnoB (Hopma 16—18), TecT mpokiIagpIBaHUS MYTH
(uactp A) — 206 c, (vactp b) — 3amanue He BrIMONHE-
HO, TecT matu cinoB — 10/10: HemocpeacTBeHHOE BOC-
npousBenenne 5 = 4 + 1(c moackaskoii), OTCpOYEHHOE
BocmpousBeneHue 5 = 4 + 1(c momckaskoii), TeCT pu-
coBaHus 4acoB — 4 Oata (Hopma 10 6amioB). Ilo pe-
3yabTaTaM HaTUBHOW KOMIbIOTepHOM ToMorpaduu (KT)
Y KOMITBIOTEpHOU TOMOTpaduuecKkoil anruorpaduun xu-
BOTa OTMEYAJIMCh IPU3HAKU LUPPO3a TICUCHH.

[Tarmenty OBLT yCTAaHOBIIEH JAMArHO3 «JAHCMeETa-
Oonnueckas (meYeHOUYHas, AaCCOUMHMPOBAHHAs C pas-
BUTHEM LUPPO3a MEYCHH U BEPOSTHBIM HAPYIICHHEM
MeTabonn3Ma MapraHiia U amMMHaka) dHIe(aronaTus
C pa3BUTHEM KOTHHTHBHBIX HapylIeHWH (Ipenmylie-
CTBEHHO YNPAaBIAIOUMX (YHKUMIT), SKCTpanupaMui-
HOTO, TMMPaMUIHOTO, MCEBIO0YILOAPHOTO CHHIPOMOB,
AIIEMEHTOB JIOOHOH ArcOa3zuu (mpruoOpeTeHHas HEBUIIb-
COHOBCKasi rereroliepedpanbHast aerenepanus). [uc-
MeTaboInYecKas CEHCOPHAs TOJIMHEBPOIIATHSL HIDKHUX
KoHeuHOCTeH». [lamueHT nmomydan pudakCUMUH, ObLIO
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NCCNEAOBAHNA N KNIMHUYECKE HABITIOAEHWA

Puc. 1. Pe3ynbsrarbl MarHUTHO-PE30HAHCHOM TOMOTpaduu roJoBHOTO Mo3ra. A — carutraibhblid cpe3, T1-BU (T1-B3BemieHHOe n30-
OpakeHHe), CTPYKTYpHbIC U3MECHEHHsI B 00JacTH ONETHBIX [IAPOB, BEPOSTHO, TUCMETA00IHUYECKOTO XapakTepa (3a CYeT OTIIOKCHHUS
MmapraHua); b — axcuanshslii cpe3, FLAIR (Fluid attenuation inversion recovery — nocinenoBarenbHocts MPT «uHBepcus-BoccTa-
HOBJICHHE) C ITOJABICHHEM CUTHAJa OT CBOOOIHOM KHUKOCTH), YIaCTKU TIH03a B OEIOM BellecTBe OONBINKX MOTyIIapHii; B — akcu-
anbHbIid cpe3, FLAIR (Fluid attenuation inversion recovery — mnocienoBarenbHOCcTh MPT «MHBepCHs-BOCCTAHOBJICHHE» C MOJaBIIe-
HHUEM CHUTHajla OT CBOOOJHOM >KUIKOCTH), KAPTUHA CHMMETPUYHBIX YYACTKOB CTPYKTYPHBIX M3MCHEHHH B 001acTH ONETHBIX MIAPOB,
BEPOSITHO, INCMETA00IMIECKOr0O XapakTepa (3a CUeT OTIOKEHHUS] MapraHIa)

Fig. 1. Brain magnetic resonance imaging results. A — sagittal section, T1-WI (T1-weighted image), structural changes in the globus
pallidus area, probably of dysmetabolic nature (due to manganese deposition); b — axial section, FLAIR (Fluid attenuation inversion
recovery — MRI sequence with suppression of free fluid signal), areas of gliosis in the white matter of the cerebral hemispheres;
B — axial section, FLAIR (Fluid attenuation inversion recovery — MRI sequence with suppression of free fluid signal), pattern of
symmetrical areas of structural changes in the globus pallidus region, probably of dysmetabolic nature (due to manganese deposition)

PEKOMEHIOBAHO MPOBECTH JOMOJHUTEIHLHO 00CIe0Ba-
HUE C IETBI0 OMPEIEeICHUsT COMYTCTBYIONMX 3a00IeBa-
HUH M TPOBEACHUS MX KOPPEKIMHU IS CTa0MIN3aluu
MeTa0OoIMIECKOTO PO IS IMAITMEHTA.

OOcyxnenne. JlaHHBI ciydail JEMOHCTpUpPYET
PEOKyIo, aCCOMMUPOBAHHYIO C MUPPO30M IedeHu (hop-
my [T/, Ero ocoGeHHOCTAMU SBISIOTCS JUIUTEIBHOE
CyOKIIMHAYECKOE TEUYCHHNE IEUCHOYHOW SHIledanomna-
THUU, TOCTENICHHOE HApaCcTaHUE MPOSBICHUN HKCTpaIu-
pPaMHUIHOTO CHHIPOMA, a TaKkKe OOOCTpPEHHE TeUeHUS
3a00JICBaHMSI C AMU3010M CITyTAHHOCTH CO3HAHUSI.

OOcyxmas TIaTOTeHe3 TaHHOTO 3a00JIeBaHUS BaXK-
HO MMETh B BHJy KOMOMHHUPOBAaHHOE BO3JICHCTBHUE KaK
Maprasiia, Tak 1 aMMHaKa, IPA 3TOM POJIb TOCIETHETO
B JIaHHOM Clly4ae, Mo-BHUIUMOMY, Oojee Bbicoka. He-
00XOMIMO YYWTHIBaTh M OTHOCHUTENBHYIO ITOKa3aTellb-
HOCTb ONPEJEICHUS KOHIIEHTPAIMU MapraHiia B Iiazme
BBHJIy OTCYTCTBHSA JOCTOBEPHBIX KOPPEISAINH MEXITy
collep KaHUEM 3JIEMEHTa U KIMHUYECKONW CHMIITOMATHU-
Koi. B Hamem cinydae 3Ha4eHUs COAEpKaHUsS MapraHila
HE TIPEBLIIIANN MOPOrOBBIX 3HAYeHU. B To ke Bpems
YBEIMYEHHBIH YPOBEHh aMMHaKa B IUIa3Me OBUT SBHO
C HUMH aCCOLIUHPOBAH.

MPT-kapTuHa MOATBEPAKIAET STUOJIOTHUECKYIO POJIb
METa00IMYECKUX U3MEHEHHI B Pa3BUTHH dHIIe]aomna-
THH, a TAaK)Ke YKa3bIBaeT HA BEPOATHYIO CBSI3b MapraHIla
C pe3yabraTaMy HelWpoBU3yallu3aluu U (pOopMUPOBaHU-
€M KIMHUYECKOH KapTHHBI 3a00JIeBaHus.

OrpaHuyeHus: B NPUMEHEHUH KOHCEPBAaTHUBHOU Te-
panmuu CBS3aHBI CO CHIDKCHHEM ee€ NanbHeHmen 3¢-
(DEKTUBHOCTH IO MEpE YCTAHOBICHHS 0OJiee BBICOKOTO
KJlacca IMppo3a TMeYeHH, a TaKKe CTaJANU MEeYeHOTHON
sHIledanonaruu. B 1o ke BpeMs npuMeHeHHe pudak-
CUMHHA aCCOLMUPOBAHO CO CHIKEHHEM KIIMHUYECKOM
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CHUMIITOMAaTHKH, HO HE C yIy4llleHHeM ucxona 3adoie-
BaHUs.

3axmouenue. CoBpeMeHHOE MaToPU3U0IOTHIECKOe
noaumanue 'L/l Tpebyer manpHEHIIEro TIaTeIbHOTO
MOMCKa TMPUYMHHO-CIEACTBEHHBIX CBsi3ed. BrIaBUHY-
ThIE THITOTE3BI O KIKOUEBOW POJIM HAKOIUIEHUS MapraHIa
1 TOKCUYECKOM BO3JIEHICTBUM MOHOB aMMOHHMS B pa3BH-
THUU Y NMPOrPECCUPOBAHUM JaHHON HO30JIOTHUH SIBIIAIOT-
Cs1 BOKHOM ONOPHOM TOYKOW JUIsl IOCIEAYIOIIEH OLEH-
KM TaToreHe3a M pa3pabOTKM METONOB AMAarHOCTHUKH.
[Iporpecc B NaHHBIX HaNpaBIECHHUSIX MOCIOCOOCTBYET
yIydmieHuto  auddepeHINaIbHON THarHOCTHKA pac-
CTPOWCTB, 00NIaAIOMINX 3HAYUTEIBHBIM KIMHUYECKUM
cxonmctBoM. OTCYTCTBHE Ha CETOMHAIMIHUHN NeHb d(hdek-
TUBHBIX cpenacts Tepanuu [II'LJ], Taxke cnocodcTByeT
JAJBHENIINM HUCCIIEA0BAaHUAM B 9TOM HallpaBJICHUU.

KondummkT unHTepecoB. ABTOpHI 3asBIAIOT 00 OT-
CYTCTBUU KOH(JIMKTA HHTEPECOB.

dunaHcupoBaHue. VccienoBanue BHIIOTHEHO 0e3
(hMHAHCOBOH MOIIEPKKH.
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