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Ciiy4yay renaToJeHTUKYJISIPHOM
JIETEHEPAIIUU CO «CKPhITON»
[1aTOJIOTMEN TI€UEH U

H.B. Banosa, JI.C. Jlonoka, T.H. ITpockokosa, A.M. XemmcKuii
@I'E0Y BIIO «/lanvHesocmoubiti eocyoapcmeentbiii Meouyurckui ynusepcumenm» Munzdpaea Poccuu, Xabaposck, Poccus

TIpedcmasnero onucanue cayuas eenamonenmuxyasproii deeenepayuy (IJI1) y nayuenma 27 sem. 3abosesatue dedromuposano 6 eude U30AUPOBARHOL NCUxo-
HeBpOA0UHeCKOil CUMPMOMAMUKY (2AABHbIM 00PA30M, ROAUMOPGHbIE IKCMPARUPAMUOHbIe U MO3iceuKo8bie paccmpoiicmea). Kaxux-aubo Kaunuveckux, aabopa-
IMOPHYIX UAU YAIPA3EYKOBLIX NPUSHAK0E NOPANCEHUS neyeHy 00HapyiceHo He Obino. Boisieumb namonoeuro neenu yoasoch Auutb Hpu CHUUdsbHOM UCCAe08aHUY
¢ nomouibto anacmoepachuu. Juazros noomeepicoer MoseKyIIpHO-eeHemu4eckum memodom (svisenerue mymayuii 6 eeve ATP7B). O6cyicoaromes caroxcHocmu
ceoespementoeo pacnosrasanus IIIJ] u cospementbie 603M0dICHOCU AGOOPAMOPHO-UHCIPYMEHMAAbHOU OUaCHOCUKY 3a0071e8aHUA.

KioueBblie clioBa: cenamonenmukyispras 0eceHepayus, 0sueamenstble paccmpolicmea, 0uaeHOCMUKA.
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Hepatolenticular degeneration
with hidden pathology of liver: Case report

Nadezhda V. Vyalova, Denis S. Doloka, Tatyana N. Proskokova, Aleksandr M. Khelimskiy
Far-Eastern State Medical University, Ministry of Health of the Russian Federation, Khabarovsk, Russia

A case of hepatolenticular degeneration (HLD) in a 27-year-old patient is reported. The earliest signs of the disease were observed as isolated psychoneurological
symptoms (mainly as polymorphic extrapyramidal and cerebellar disorders). Neither clinical, nor laboratory, nor sonographic signs of liver pathology were detected.
Liver pathology was revealed only during special examination by elastography. The diagnosis was verified by molecular genetic testing (detecting mutations in the
ATP7B gene). Challenges of timely recognizing HLD and the modern potential of diagnosing the disease using the laboratory and instrumental techniques are discussed.
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emaToJaeHTUKYsIpHas nereHepanus (IJI), wim 6o- Hesponoruueckue nposieienus [JIJ] BKIoualoT: QUCTOHUIO,
Jie3Hb Busibcona-KoHoBajioBa — penkoe reHeTuYeCKu TPEMOp, TAPKMHCOHU3M, MO3KEUKOBYIO aTaKCHIO, TU3aPTPUIO,
00yCJIOBIEHHOE 3a00J€BaHUE C ayTOCOMHO-pELEC- runepcanusaimio u ap. [1, 10]. Ha MPT ronosHoro mosra npu
CUBHBIM TUIIOM HACJEI0BAHMS, XapaKTEPUIYIOLIEECs STOM BBISBISIETCS IBYCTOPOHHEE CHMMMETPMYHOE IIOBBIIIE-
HapylieH1ueM oOMeHa MeIu U U30bITOYHBIM €€ HaKOT- HUE UHTEHCUBHOCTH CUTHAJA B 0OJACTH CKOPJYTIbI, OJEAHOTO
JICHHEM B pa3TUYHBIX OpTaHaX M TKaHsIX (IPEKIe BCEro MeyeHu IIapa, 3aTHeM Kpae BHYTpEHHEH KarlCyibl, TaJaMyce. 3a cueT
U TOJIOBHOM MO3re), ¢ MaHUdecTalreii CUMITOMOB TPEUMYy- KOMOMHALIMM TOHMXEHHOTO CUTHajla B TPOEKLUU KPACHBIX
IIECTBEHHO B MOJIOIOM Bo3pacte [1-3]. sIIep ¥ MOBBIIIEHHOTO CUTHAJIA B OKPYXKAIOIIEH 00IacTH Cpe-
Hero Mo3ra Ha T2-B3BeLIEHHBIX U300pakeHusIX popMupyercs
3aboseBaHKe CBA3aHO ¢ MoBpexaeHueM reHa ATP7B, B KOTo- KapTWHA, BHELTHE HATOMUHAIOLIASI «TOJIOBY MaH/Ibl» — O€JI0T0-
POM K HACTOSIIIIEMY BpeMEeHM MIECHTUGhUIIMPOBAHO yXe OoJee JIOBOTO MEJIBE/ISI C YSPHBIMU OBaJlaMU BOKPYT IJla3 M YepHBIMU
600 pasnuuHbIX MyTanuii. OmHOM M3 Hanboiee YacThIX MyTa- ymamu [11, 12]. Takasg kapTrHa MOMOTaeT MpaBUIbHON AUAr-
LMA, TpuBoAsLIel K Bo3HUKHOBeHuI0 [JI/I, sBnsiercss muc- HOCTHUKE 3a00/IeBaHUS, OCOOEHHO B aTUIIMYHBIX CTy4asix.
ceHc-mytamus His1069 Gln (3207C>A) [4—6]. B poccuiickoit
MOIY/ISUUK OHA BhIsiBIsieTcs: B 31% ciydaes 3a0o/eBanus [7]. [Mopaxenue neyenu npu [JIJ1 mposiBsieTcs: B BUAE OCTPOTO WK
XPOHMYECKOTO TeMaTuTa WM L1ppo3a, WIK B BuIe QyrsMu-
IMaromormaeckwmii mpotece mpu [J1J] HOCUT MYITBTUCHCTEMHBIIA HAHTHOM NEYCHOYHOM HeOOCTaTOYHOCTH. LInppo3 meueHn mpu
XapakTep, OCHOBHBIMU OpraHaMU-MUILIEHSIMHU SIBISIOTCS TO- IJI1 MoxeT maMTenbHO MpOoTeKaTh OECCUMIITOMHO WM Majlo-
JIOBHO MO3T, TIeYeHb U MouKH [2, 8, 9]. CUMITTOMHO, OTHAKO OH BBISIBJISIETCS Y BCEX OOJBHBIX C HEBPO-
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JIOTUYECKOM CUMITOMATHKOM [2, 3, 7]. MaHubecTays «BUIb-
COHOBCKOTO» 1IMPPO3a MIEYEHH U €r0 OCJTOXKHEHUI, Pe3y/IbTaThl
OMOXMMITICCKHX TECTOB HE OTIIMYAIOTCS OT CUMITTOMOB IIPH JIPY-
roii atronoruu uuppo3os [3, 7]. K knmuHu4YecKuM NposiBIeHU-
SIM TIEYEHOUHOM HEIOCTATOYHOCTU OTHOCSIT: CUHIPOM «ILIOXOTO
MUTaHUS», CHIDKCHME Typropa TKaHEH, CyXOCTb KOXM, MKTe-
PUYHOCTb KOXHU U CKJIEP, 3y KOXW, COCYAUCTBIE «3BE3MOUYKU»,
MaJbMapHYIO 3pUTEMY, «OeNble» HOITH, JIMXOPAIKy, TeMoppa-
TMYECKUii T1uate3, TMHEKOMACTUIO, YBEIMYSHUE WU YMEHbIIe-
HUE pa3MepoB MeUeHH, TCIIETICUYeCKIe pacCcTpoiicTBa, 001 B
MIpaBoM Toapedepbe, 0COOEHHO MOCIe MpUeMa XKUPHOM MUILH,
CIUIEHOMETAJINIO, OTEKH, aCLIUT, 3aropsl 3, 13, 14].

ITpencrasnsem kmanndeckuii cayyaii IJIJI 6e3 siBHO# martosno-
TUM TIeYEeHU, TMATHOCTHKA KOTOPOTO ITOTpeboBaia MpoBeAeHUSI
CMeLIMATbHBIX METOIOB MCCIIEIOBAHMUSI.

boavnoii Y., 27 net, npeabsaBIsSeT Xalo0bl HA APOXKaHUE PYK,
0oJIbIIIe TIPaBOIf, YCUITMBAIOIIEECS MTPU ABIKEHUY, BOTHEHUH,
MOILIAThIBAHKE, TIOBBILICHHOE OTAeIeHHIE BI3KOU CIIIOHBI, CHU-
KeHMe TTaMSATH Ha TeKYIIUe U ITPOIILIbIe COOBITHSI.

Anamnes 3abonesanus. Co IKOJLHOTO BO3pacTa HabIogascs ¢
JMUarHO30M «ayTu3M» (ObLT 3aMKHYTBHIM, MaJOOOLIUTENbHBIM,
cTecHUTENbHBIM). OKOHYMI CPENHION0 IIKOJY, 3aTeM BY3 3a-
OYHO U3-3a TPyJAHOCTEN ¢ obiieHueM. B Bospacte 25 net mo-
SIBUJIOCH IPOXaHUE MU3MHIIA CTIPaBa, B TEUCHUE MOMYTO/a pac-
TIPOCTPAHUBLIEECS Ha BCIO PYKY, IIOCTETIEHHO PUCOSANHIINC
TUTIEpCcATMBAIIUS, HapyiieHus: mamsatu. [lpu obcienoBaHun
cnycts rog Ha MPT ronoBHoro mosra o6HapyxeHbl (10 JaH-
HBIM BBITINCKY) «M3MEHEHUsI Oa3abHBIX TaHTJIMEB, TalaMyca
U CTBOJIA MO3Ta, YMEPEHHO BbIPAXEHHAs! CMEIIAHHAs TUIPO-
neanvsi»; TpU yIBTPa3BYKOBOM MCCNIEIOBAHUY YBEIMUEHUS
MEYeHN U CeNIe3eHKU He BBISBIEHO. J[MarHOCTMpOBaH I0Be-
HWIbHBIA MapkuHcoHu3M. Ha doHe mpuema mpamumnexcona
U KJIOHa3eTaMa B TeYEHME HECKOJBKUX MECSIEB OTMEYAIOCh
YCUJIEHME TPeMOopa MpaBoi pyKu, MPUCOEANHUICS TPEMOP Jie-
BOU PYKU, IOSIBUJIOCH MOIIATHIBAHUE, YCUIIEHNE CKOBAHHOCTH
U caluBalliu, MalUEHT CTal 00Jiee 3aTOPMOXKEHHBIM.

Ilpu ocmompe 6 Kaunuke: COCTOSHHE YIOBJICTBOPHUTEIBHOE,
ACTeHUYeCKoro TenocioxeHus. KoxHble MOKpoBbl OneqHOI
OKpAacKM, 4iCThle. ApTepranbHoe gaBnenue — 120/80 MM pT. cT.,
nynec — 84 ynapa B MUH. Jlycrienicuueckue pacCcTpoicTsa, 60i1u
1 TSDKECTh B ITPaBOM TI0fIpebephbe OTPUIIAeT, 3aropoB HeT. Ku-
BOT MATKMii, 6€300Je3HEHHBII MPU MAIbIIAIMU BO BCEX OTIC-
JIax, TIeYeHb M celie3eHKa He YBEJIMYCHBI.

Heeponoeuueckuii cnamyc. ®oH HACTPOEHMST CHIZKEH, Ha BOITPO-
CHI OTBeYAeT OMHOCTOXHO. CO CTOPOHHI YepeITHBIX HEPBOB 0¢3
narosorud. [unomumust, TunooHus: peyb THXasl, 3aMeIIeH-
Hasg. O0beM IBIXKEHUI U CUIa B KOHEYHOCTSIX TOHbIE. TOHYC
aKCHAJIbHBIX MBI, MBI KOHEYHOCTEH ITOBBIIIEH IO ILIa-
CTUYECKOMY TUITY, I'pybee cripaBa. [pyOblil MOCTypaibHbIiA, K1i-
HETHICCKHI M MHTEHIIMOHHBIN TPEMOP B TIPaBOit pyKe (T10 THITY
TpeMopa XojMca), MeHee BhIpaXKeHHBIN ApoKaTeIbHbINA THIep-
KHMHE3 TaKOTO0 e THIIA B JIEBOI pyKe; TPEMOp YCHINBACTCS TIPH
BosiHeHUM. M3-3a npoxkaHus He MOXKeET IHCaTh, CAMOCTOSITE -
HO MPUHKUMATD MUIIY, HYXAAeTCs B TIOCTOSIHHOM MOCTOPOHHEH
niomony. CyXOXWIbHBIC U HATKOCTHIMYHBIC PEICKCHI KIBBIE,
paBHOMEPHbIE, TaToIornyeckux pediekcos HeT. [TomarsiBaHe
B mpoOe Pombepra u ripu xoapbe. AxeiipoKiHe3 crpaBa.

B BepxHeM cermeHTe poroBuiibl 00oux a3 adoculus BUIHO
konbLio Kaiizepa—@ieitiuepa, moaTBep:KAeHHOE MPU OPTalb-
MOJIOTUYECKOM OCMOTpE.
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Puc. 1. MPT ronoBroro mo3ra 6osbhoro Y. (FLAIR)
JIBycTOpOHHEe CHMMETPMYHOE TOBbIIIEHHE WHTEHCUBHOCTH CHTHANA B
TNPOEKIHH TOJIOBKH XBOCTATOIO SIPA, CKOPJYIbI, TAIAMYCA

Fiﬁ. 1. An MR image of the brain of patient Ch. (FLAIR mode)
A bilateral symmetrical increase in signal intensity in the view of the head
of the caudate nucleus, the putamen, and the thalamus

Puc. 2. MPT rojoBHoro Mosra

oonpHoro Y. (T2-B3BemenHoe
uzoopaxenne). «JIumo maHmb»
(cTpenka)

Fig. 2. A T2-weighted MR image
of the brain of patient Ch. (image).
Face of a giant panda sign (shown
with arrow

Jlannble 00C/Ie10BAHUS

O6wuii ananu3z kposu: Tpomboruronerus (135x10°/m).

O6wuii anasuz moyu: npoteunypus (0,46 1/71), JTEUKOLMTHI
2—4 B mose 3peHusl, SIPUTPOLUTHl U3MEHEHHbIE 2—3 B TOJNE
3peHust.

buoxumuueckuii anaauz kpogu: odbmuii 6enox — 72 t/m, Mo-
yeBuHa — 5,04 MMOJIb/J1, KpeaTuHUH — 134 MKMonb/n (HOp-
Ma 71—115 Mxmomnb/n), oumupyomn — 27,1 mmonp/1, AJIT —
18 en/n (Hopma 5—40 en/m), ACT — 25 en/n (Hopma 5—38 en/n),
mesnouHast pocarasa —196 en/n (Hopma 70—270 ex/n).

IKT — yactoTa cepaeyHbIX COKpallleHn it 64 yaapa B MUH, pUTM
CHUHYCOBBIIA, SNIEKTpUYECKas OCh cepilia HopMaIbHasl.

Y3U enympennux opeanos: TieUeHb HE YBEJIWYCHA, TOJIIMHA
npaBoii moiu 140 MM, neBoit o — 65 mm. Tlapenxuma cpe-
Helil 9XOTEHHOCTH, CTPYKTYpa YMEPEHHO HEOJHOPOMHA, COCY-
JVICTHII PUCYHOK He Ie(OopMHMPOBaH, COXpaHEeH. 3BYKOIPOBO-
JIVIMOCTB COXpaHeHa. BHYTpHIIeUeHOYHBIE XeTYHBIE TPOTOKHU B
0benx Joiax He paciupeHsl. V. portae — 11 MM, v. lienalis —
7 MM, XoJ1e10X— 3 MM. KeJTYHBII Iy3bIpb HE YBEJIMYEH, TEPEruo
B 001acTy Tesia, oobeM 21 cM3, CTEHKM POBHBIE, OMHOPOAHLIE,
TOJIIIMHON 2 MM, B TPOCBETE JOMOJIHUTEIBHBIX 00pa3oBaHU
HeT. [TomxenymouyHas xenesa, ceje3eHka — 0e3 MaToJOTUH,
npu3HaKy HedpornTosa ciesa I creneHu.

MPT 201061020 Mo32a: B TIPOEKLIMK TOJOBOK XBOCTATBIX SLAED,
CKODJIYIIBI, TAaJaMyCOB CHMMETPMYHO C JBYX CTOPOH OIIpe-
JeIAeTCs TIOBBIIICHHAS WHTEHCHBHOCTh CHTHAla B peXuMe
FLAIR (puc. 1). [Ipu npuienbHOM MCCAEAOBAHUU CPEIHETO
MoO3Ta ¥ BepXHEH JaCTH MOCTa — TIOBHIIIEHNEe MHTCHCUBHOCTH



Tom 11 Ne 22017

www.annaly-nevrologii.com

curHana Ha T2-B3BEIICHHBIX M300paKeHMSIX BOKPYT KPACHBIX
Siep W YepHOMl CyOCTAHLIMKM B BHIAE «IWIAa MaHIB» (pHc. 2),
TIOBBIIIICHNE CUTHAJIA OT 3aTHHX OTIENIOB MOCTa. boKOBHIE Xe-
JIyIOYKW aCMMMETPUYHBIE, MPaBbIii 0oJIblIIE JIEBOTO, YMEPEH-
HO pacIIMpeHbl Ha YpOBHE LICHTPATBHBIX OTAEIOB (CIpaBa —
1,9 cm, cineBa — 1,5 cM), MHAEKC OOKOBBIX XeNYyJOYKOB 25,7
(Hopma 18,0—22,1); momepeuHblii pa3mep TepeIHHUX POroB
crpasa 0,8 cM, cieBa — 0,8 cM, MHIEKC TTOMEPEYHBIX POroB 26,4
(Hopma 24,0—-26,3) 111 xenynouek pacmmpet a0 0,9 cm., IV xe-
JIyIO4YeK He pacIIipeH.

AKycmuyecKkue cmeon08ble 8bi36aHHble NOMEHYUANDI: BBIPAXEH-
HoOe yBeJauyeHue JateHTHocTH I muka u MeXNMKOBOro MH-
tepBana I-III, a Takxke cHUXXeHMe aMILTUTYAbl V IUKa ¢ 0be-
UX CTOPOH, YTO CBHIETENBCTBYET O HAPYIICHUH IPOBEICHIS
CIyxoBoii appepeHTallMy HA MOHTOME3EeHIIE(DaTbHOM YPOBHE
¢ 00euX CTOPOH.

TakuMm 00pa3oM, B MpeACTaBIEHHOM ciyyae y 6oapHOro 27
JIeT ¢ TUIUYHOI HeBpojormyeckoi kaptuHou IJIJ] (coue-
TaHHME MapKMHCOHWYECKOTO CHHIpPOMa, aTakKCUH, rpyboro
MOCTYPaNbHOTO ¥ KUHETUIECKOTO TpeMopa B pyKax, THUIIep-
canuBaluy, AMCHOHUU, TMCUXUYECKUX M3MEHEHUM) U Xa-
PaKTepHBIMU JIJIS JAaHHOTO 3a00JIeBaHWS M3MCHCHUSMHU Ha
MPT ronoBHoro Mosra (yMepeHHO BbIpaxKeHHast aTpodus
MOJTyIIapuii MO3ra, CUMMETPUYHbBIE OYaroBble M3MEHEHUS
0a3aIbHBIX SIIEP, CPEAHETO MO3Ta U MOCTA, «JIMIO TaHIBI»)
OTCYTCTBOBaJIM KaKue-Iu00 KIMHUYECKHe MO0 PyTHMHHBIE
J1ab0paTOpHO-MHCTPYMEHTAIbHEIE TPU3HAKKA ITOPAXCHUS
nevyeHu. B ¢BS3U ¢ 3TUM OBLITO pelIeHO MPOBECTH 31aCTOrpa-
(U0 MeyeHu: 3TaCTUYHOCTh cocTaBmaa 6,5 kIla, uto coort-
BETCTBOBAJIO MUHUMabHOI cTeneHu pudposa F1 mo kpure-
pusim METAVIR.

HccnenoBaHue medHo-06eak068020 eomeocmasa BBISIBUIO CHU-
>KeHUE YPOBHsI Me[u B KpoBU — 4,36 MKMOJIb/J1 (HOopMa 12,56—
24,34 MKMOJIb/JT), TIOBBILIIEHUE CYTOYHOW SKCKPELUM MEAd —
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123,69 mxr/n (HopMa 2—80 MKT/1), CHIKEHUE YPOBHS LIepYyJI0-
TIa3MIHA CBIBOPOTKY KpoBu — 0,06 1/ (Hopma 0,15—0,6 T/m).

[pu mosexyaspHo-eenemuyeckum uccaedoganuu BbISBIEHA TH-
nuyHast MaxopHas Mytauust His1069 Gln (3207C>A) rena
ATP7B B rOMO3UTOTHOM COCTOSIHUMY.

Juaenos: TT1]1, purunHo-apoxaTenbHad opMa.

C ¢espansg 2015 . Havata MembITUMUHUPYIONIAST TEparus
D-neHunuiIaMiuHOM 1M penapaToM HUHKa (IIMHKTepa).

Coycts 9 Mec OT Havaia Tepaluu COCTOSTHUE 00TbHOTO 3HAYM -
TEJIbHO YNYYIIMIOCh: OTMEYaJOCh BBHIPAXXEHHOE YMEHbILEHUE
TpeMopa IMpaBoil PyKH, MCUE3HOBEHUE TPeMOpa JIEBOM PYKH.
[ManueHT cran mucaTh, CaMOCTOSATENbHO NMPUHUMATDH IUILY,
BBITIOJTHSITD BCE IBIDKCHUS TIPABO PYKOM, KOTOPHIC OBLIN He-
BO3MOXHBI 0 JIeYeHHMs, B T.4. HEOOXOIUMYIO paboTy 10 JOMY.
Wcuesnu atakcus, axepoOKMHE3, CaTUBAIS. YIydIImics hoH
HacTpoeHus, cTai 0ojee oommuTeneH. CoOXpaHSIIOTCS JIEMEHTHI
PUTHIHOCTH B TIPaBOi pyKe, JIeTKas rumoMuMust. [IpoBeneHme
anacTorpaduy eYeH B TMHAMIKE Ha (POHE JICUSHNUS TIPOTpec-
cupoBaHus (hprubpo3a He BBISIBUIIO (31acTHYHOCTD 6,9 KIla, cTe-
neHb pubdposza F1 no METAVIR).

[IpencraBneHHOe HaOIOAEHUE TTOKA3bIBAET, YTO MPU HATUUKUU
3KCTpanupaMUIHON CUMIITOMATUKU Y JIML MOJIOJOTO U Cpell-
HEro Bo3pacta HeobXomuMoO MpPOBOIUTH A epeHIaTbHbIIM
nquarHo3 ¢ [JI/] paxe mpu OTCYTCTBUU IPU3HAKOB MATOJIOTUU
neyeHu. [Tpu aTOM HEOOXOAMMO UCTIONB30BaTh BCE NOCTYITHbIE
COBPEMEHHbIE METOIbl IMATHOCTUKH, B T.4. acTorpaduio rme-
YeHM, IPU HEOOXOAMMOCTH — MMYHKLUMOHHYIO OMOTICHIO TeYeHU
C MCCJIEIOBAaHUEM COEPXaHUS MEIN, a TAKXKE MOJIEKYJISIPHO-
TeHETUYECKMI aHaJIN3.
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