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Pesiome

BonesHb BunbcoHa — KoHoBanoBa npepfcTaBnseT cobol pefikoe reHeTUYeckoe 3abone-
BaHWe, CBA3aHHOE C HapyleHeM obMeHa Meau, UTO NPUBOAUT K ee HAKOMEHNIO B Op-
raHV3me 1 OKasblBaeT TOKCMUYECKOe BO3[AENCTBME Ha MeyeHb, FOIOBHOW MO3T 1 apyrue
opraHbl. KnvHuueckne nposeneHnsa 60Me3HN BKJIIOYAIOT MHOXECTBO CUMMTOMOB, Kacalo-
LUXCA PA3NINYHBIX CUCTEM OPraHOB: HEBPONOrMYECK/e PacCTPONCTBA, XPOHMYECKMe 3a-
60neBaHNA NeyeHK, NCUXMYecKne paccTPoCTBa U Apyrue NPosABIEHUS.

[JlaHHOe MccnefoBaHMe HaMpPaBNEHO Ha OMWCaHME KNUHWYECKOro Cyvas MauMeHTKU C
M3BECTHON GoNe3Hblo BUNbCOHa, Y KOTOPOM pa3BMIUCL CUMMTOMbI, COOTBETCTBYIOLLME
OCTPOMY AEMUENVHU3NPYIOLLIEMY MPOLECCY B CPefHelN YacT OCHOBaHWA MOCTa MO3ra.
Mbl NpefACcTaByUM faHHble aHaMHEe3a, KNMHNYECKME CYUMMTOMbI, Pe3ysbTaTbl 1abopaTopHbIX
N VHCTPYMEHTa/bHbIX NCCNeAOBaHMM, a TakKe NoAXOAb! K IeYeHMI0 AaHHOWN MaLNeHTKN.
AHanus 3Toro c/iyyasn Nno3BOoAUT NlyuyLle MOHATb CBA3b MeXAY renaToNeHTUKYNAPHO aere-
Hepauuei, TPaHCNIaHTaUyen NeYeHn 1 OCTPbIM MOHTUHHBLIM W SKCTPANOHTUHHbIM Muie-
NIMHOMM30M, @ TaKXKe MoAYEPKHYTb 3HAYMMOCTb PAHHEN ANArHOCTVKN U KOMMNEKCHOIo
noaxofa K Be4eHUIo Taknx NaLyneHToB.

KnioueBble cnoBa: 6one3Hb BunbcoHa — KoHOBanoBa, renatoneHTUKyNsipHas gereHepa-
UMA, KNVHUYECKUIA CrlyYaid, MOHTUHHBLIA MUENUHOMN3, SKCTPAMOHTUHHbBIN MUENNHONN3,
MONEKYNAPHO-TEHETUYECKAsA ANarHOCTMKa
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Abstract

Wilson-Konowalow disease is a rare genetic disorder of copper metabolism leading to
copper accumulation in the body and producing toxic effects on the liver, brain and other
organs. Clinical manifestations of the disease include many symptoms affecting various
organ systems: neurological disorders, chronic liver diseases, mental disorders and other
manifestations.

This study aims to describe the clinical case of a patient with known Wilson’s disease
presenting symptoms consistent with an acute demyelinating process in the medial base
of the pons. The medical history, as well as clinical symptoms, results of laboratory and
instrumental studies and approaches to treatment of this patient are presented. This case
analysis will provide a better understanding of relationships between hepatolenticular
degeneration, liver transplantation and acute pontine and extrapontine myelinolysis,
and emphasize the importance of early diagnosis and a comprehensive approach to the
management of such patients.

Keywords: Wilson-Konovalov disease, hepatolenticular degeneration, clinical case,
pontine myelinolysis, extrapontine myelinolysis, molecular genetic diagnosis

B BBEJAEHWE

bonesHb BunbcoHa — KoHoBanosa (BBK, renatouepebpanbHas guctpodusd, nporpec-
cupyioLLian renaToneHTUKYNAPHas fereHepaLms) — pefKoe reHeTuyecky obycioBieHHoe
XpOHUMYeckoe 3aboneBaHve, B OCHOBE KOTOPOro NEXWT HapyleHne obmeHa meau. BBK
ABNAETCA ayTOCOMHO-PELeCCBHO HacsielyeMbiM 3aboneBaHMeM, NMPUYUHOW KOTOPOro
ABNAIOTCA MyTaumnm B reHe ATP7B, uTo npnBOAMT K HapyLeHWIO TpaHCNopTa Meau 1 ee
N36bITOYHOMY HAKOMJIEHMIO B EYEHU, MO3re U APYTUX OpraHax.

Mo gaHHbIM pAfa aBTOPOB, YacTOTa FOMO3UITOTHOrO HoCUTeNbCcTBa gocturaet 1:30 000
HaceneHusA, a reTepo3nroTHOro HocutenbcTea — 1:200 [1, 2].

Mpwn 3TOM paHHAS AnarHocTuka bBK umeet pelatoliee 3HaueHne ana obecnevyeHuns
CBOEBPEMEHHOW Tepanuy, NPeaoTBPaLLeHNA UHBaNNAM3aUU U paHHel rmbenu nayueH-
TOB. bbINo ycTaHOBNEHO, UTO Cpean Bcen nonynauum nauneHtos ¢ bBBK HesaBrcrmo ot co-
6nofeHNA pexXmMa fleuyeHns, KNMMHUYECKUX CMMNTOMOB, HauyallbHOW cTaguu 3aboneBaHus
YPOBEHb CMEPTHOCTY Ha 5-6,1% Bbllle, YeM Y 300pOBbIX Ntogen [3].
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Menb Heobxogmma ana HopManbHOW GU3MONOrNK YenoBeKa, OHa CIYXUT KodaKTo-
pom dbepMeHTOB, KOTOpble Y4acTBYIOT B AblXaHWM (LMTOXPOM C-OKCMAa3a), akTuBaLlmu
HelPO3HAOKPUHHBIX NenTUAoB (NenTuanun-a-MOHOOKCHIeHasa), NMrMmeHTaumm (Tmposu-
Ha3a), CMHTe3e U KNMpeHce KaTexonamrvHoB (podamuH-okcmaasa) 1 page apyrux npo-
LeccoB. B Hopme meb abcopbupyeTca B TOHKOM KULIEYHUKE SHTepoLMTamMuy 1 MoCcTynaet
B KPOBb, OTKyfla Yepe3 NnopTasnbHY0 BEHY NepeHOCUTCA B NeyeHb. VI3nuwKm yganaTca
renatoumMTaMmmn nyTeM 3KCKpeuuu Mean B »Kenuyb. DTOT MPOoLecC HapyllaeTca myTauma-
Mu B reHe ATP7B, koaupyowem mMefb-TpaHCMOPTUPYOWNA TpaHcMeMbpaHHbI 6enok
AT®-a3y P-Tvna, KOTOpbI BCTpanBaeT MONeKysly Men B anoLepynonnasmuH 1 ocyLyecT-
BNAET 3IMMUHALMIO Mean B xenub. CBobofHasA, He CBA3aHHasA C LiepynonnasMrMHOM meib,
NPUCYTCTBYIOLAA B KPOBM, NOCTOAHHO MOIMOLAETCA NPaKTUYECKN BCEMU TKaHAMMU, YTO
NPUBOAMT K €e HaKOMNEeHMWIO B NeYeHu, MoYKax, FONOBHOM MO3re 1 Apyrux opraHax, npwu
3TOM KNUHUYECKIME NPOABEHNA 3aBUCAT OT KONMYeCTBa HakonmBLLeica cBOOOAHON TOK-
cnyeckon megm [4, 5]. TOKCMYHOCTb Meaun CBA3aHa C ee OKUCINTeNbHO-BOCCTaHOBUTENb-
HOW aKTMBHOCTbIO, KOTOPas 3amnycKaeT OKUCIIUTESIbHbIN CTPecc, MHAYKLMIO anonTo3a, no-
BpexaeHve nunuao., 6enkos, monekyn JHK n PHK [3].

3aboneBaHue pa3BMBaETCA NPY HANMUUK NGO FOMO3UTOTHBIX MyTaLuiA, NGO KoMNayHA-
reTepo3nroTHbIX MyTaumin (ABYX pasHbIX MyTaHTHbIX annenen) [3]. MyTaumum, KoTopble
NPUBOZAT K MONIHOMY OTCYTCTBUIO UM HePYHKLMOHaNbHOW akTMBHOCTM Genka ATP7B,
CBA3aHbl C paHHUM HayanioM BBK, 06bluHO NPoABAAIOTCA TAXKENON NeYeHOUHOWN Gpopmoi
3aboneBaHMA 1 BCTpeYaloTCA OTHOCUTENbHO peaKko. MHOXeCTBEHHOCTb MyTalui reHa
ATP7B npuBOAMT K Bblpa)keHHOW BapnabenbHOCTU KAMHUYECKUX NPOosBieHnn 3abone-
BaHWA, MPY 3TOM YCTaHOBUTb YETKYIO KOPPEeNnALMIo MeXay reHoTUnom (MyTaumamm reHa
ATP7B) n dbeHOTMNNYECKMMUN NPOABNEHNAMMN 60NIe3HN HA CErOAHALLIHUIA AeHb He yaaeTca
[6]. Kaxpan 13 MHOXeCTBa reHHbIX MyTauuii BlieyeT 3a cobo Heo4MHaKOBYIO CTeMNeHb Ha-
pyLWeHU TpaHCcnopTa MeAn, YTO NPUBOAUT K Pa3fIMUHbIM OMOXUMNYECKUM U KIMHWYe-
CKUM nponaBneHnam sabonesaHus.

Y 6onbluMHCTBa MauMeHTOB nepBble cumnTombl BBK pa3BuBatotca B Bo3pacTe oT 5
no 35 ner. MpumepHo y 45-50% nauuneHToB 3aboneBaHne MaHndecTUpyeT NprU3HaKamm
nopaeHus neveHun. B 50% cnyuyaes 3aboneBaHne HauMHaeTCA C Pa3BUTNA HEBPONOMU-
YecKon CUMNTOMATUKN U N3MEHEHUA NCUXMKN HapAdy C NaTeHTHO NpoTeKaloLwWwmm no-
paxeHuem neuveHun. B 1-5% cnyuaeB maHudecTauma 3aboneBaHUA NPOABAAETCA BHene-
YEeHOYHbIMY BUCLIEPaNbHbIMU NOPaXeHUAMU — NOPaXeHNeM Noyvek, CUCTEMbl KPOBU U
SHAOKPWHHOW c1CcTEeMbl. XOPOLLO M3BECTHa abaoMumHanbHas popma bBBK, koTopas moxeT
NPUBECTU K CMepPTU A0 Pa3BUTMA CUMITOMOB MOPa)KeHWUA HEPBHOWN CMCTeMbI [7].

MNeueHb NMeeT camyio BbICOKYIO TKaHeBYlo aKkcnpeccuio ATP7B n agnAeTca ueHTpanb-
HbIM OpraHOM, perynnpyLMm CUCTEMHBbIN 6anaHc Mefun. HapyLieHre sKkckpeLmmn meam ¢
Xenublo B MepBylo ouepeb NPUBOANUT K €e HAaKOMNEHMIO B NeYeHW, Kak CneacTBue, Bo3-
pacTaeT KOHUeHTpauua mean B Hel B 5-20 pa3 no CpaBHEHWUIO CO 340POBbIMI IO AbMMU.
[lokasaHa 3HauuTenbHaA cTeNeHb Koppenaumm Mexxay coaepaHnem mean B roloBHOM
MO3re 1 TAXKECTbIO HEBPONOrMYeCKMX NpoaBneHni. nntenbHoe BO3AENCTBME BbICOKNX
KOHUeHTpaLuunmn Meam NnpnBoanT K MOBPEXAEHNI0 aCTPOLUTOB, ONUroAeHAPOLNTOB U HER-
POHOB rofIOBHOro Mo3ra, AUChYHKUUN remaTosHuedannyeckoro H6apbepa. MNatonornye-
CKMe U3MeHeHNVA, BKNloYatloLme acTpornmos, AeMnennHn3aumio U HeKpo3 TKaHewn, valle
Bcero HabnogaTca B 6asanbHbIX FAHINAX, TalaMyce, MO3XKeUKe U BepXHUX oTaenax
cTBONa mosra [3].
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Mpn BBK BblaenAwT Tpy OCHOBHbIX HEBPONIOMMYECKUX CUHOPOMA: QUCTOHUYECKUN
CMHAPOM, aTaKCMUYeCKUN M NapKUHCOHWYECKUN CUHAPOMbI, MPU 3TOM B KIMHUYECKOMN
KapTWUHe yvalye Habniogaetca ux KombuHauusa. Hanbonee pacnpoctpaHeHHbiM npu BBK
cynTaeTca AUCTOHMYecKnin Tpemop. nctoHna npucytcteyeT y 30% nauyuneHToB ¢ BBK n
MOeT OblTb reHepann3oBaHHOW, CerMeHTapHON, MyNnbTUdOKanbHOM UNN GOoKasbHOM.
MapKMHCOHNYECKNI CUHAPOM NPOABNAETCA 3aMeaSIEHHOCTbIO ABVXEHUN, TMIIOMUMUKEN,
6pagvKknHesmnel, WapKatlLleli NoxoaKon. HapyLueHa NCUXUKN NPOABAAIOTCA NOBbILIEH-
HOW pa3gpaKUTeNbHOCTbIO UM PACTOPMOXKEHHOCTbBIO, M3MEHEHNEM INYHOCTM, TPEBOToM
n genpeccuen. Mcnxo3 BcTpeyaeTca pefko. KorHUTMBHbIE HapyLeHUsA MOryT GbiTb Bbipa-
MEHHbIMM y NaLUeHTOB C TaxKeson HeneueHol popmoint BBK, Ho obbluHO NpoasnAloTCA
HapyLleHnem NCNONHUTENbHbIX GYHKLMIA 1 aedbrunTom BHUMaHWA [4].

B HacTosee Bpems obLlienpr3HaHHbIM CTAaHAAPTOM MOCTAaHOBKM AnarHosa bBK sB-
naetca Hannuue Konel, Kasepa — Oneliwepa, CHUXeHMeE LepynoniasmmnuHa B CbIBOPOT-
Ke KpoBu Huxe 0,200 r/n (Hopma 0,200-0,600 r/n); yBennuyeHme sKCKpeuun meam ¢ Mo-
you 6onee 60-100 MKr CyTKM (HOpMa MeHee 60 MKI/CyT), KOHLEHTpaLna Mean B CyXom
ocTaTKe buonTaTta TKaHu neyeHn — 6onee 100 MKr/r. lonofHUTENbHbIMKM MeTOAAMWN Ana-
FHOCTUKN ABAAIOTCA FeHeTUYeCKne NccnefoBaHns, HeMpoBmn3yanm3aLMoHHbIe MeToAbl —
MarHUTHO-pe3oHaHcHaa Tomorpadua (MPT), marHUTope3oHaHCcHaA cnekTpockonus (MP-
CNeKTPOoCKoNus), ynbTpa3BykoBoe uccneposaHue (Y3/) opraHoB OpioLWIHON NOAOCTY,
onpepgeneHne ypoBHA MOYEBOM KNCSIOTbI B CbIBOPOTKE KpoBu [8].

OpHako, HeCcMoTpA Ha BbICOKYID crneundUUHOCTb MoKa3aTeneli obuenpusHaHHO-
ro CTaHAapTa, HY OAMH M3 HUX HE MOXET UMEeTb CAaMOCTOATENIbHOrO ANArHOCTUYECKOro
3HaueHuA. O6bluHO Hanuune Konel Karzepa — ®neliepa u CbIBOPOTOUHOTO Liepyno-
nnasmuHa (LUM) <10 mr/gn gocTaTouHo AnA yCTaHOBNEHUA AnarHo3a. [pomexyTouHble
YPOBHM Liepynonsa3mnHa, Npu KOTOPbIX OH HWXKe HOPMasibHOro AMana3oHa, HO Bbile
0,5 mMr/pn, MOryT yKa3sblBaTb Ha TO, UTO NaLMEHT ABNAETCA reTepPO3nroTHbIM HOCUTENEM MY-
Tauuu ATP7B. OgHako Konbua Karszepa — Onenwepa oTCYyTCTBYIOT NPYMEPHO Y MONIOBUHbI
BCEX MaLVEHTOB C MPU3HaKamu nopaxeHua neyexu [4].

TNMYHBIMKW gNs AaHHOro 3aboneBaHnA 3MeHeHUAMU MPT cumTaloT rMNePUHTEHCMB-
Hble o4yary B obnacTy 6a3anbHbix raHrnnes Ha T1-BM (napamarHuTHble cBOMCTBA Meau),
CMMMETPUYHOE MOBbIWEHNE NHTEHCUMBHOCTM CUrHana Ha T2-BUW (unn HeogHopogHbin
CUrHan) oT ckopsynbl (C rMNepUHTEHCMBHBIM 060KOM Mo nepudepun ckopnynbl 6una-
TepasibHO), XBOCTaTbIX Afep, Tanamyca, 6efHbix WapoB. XapakTepHbIA CUMMNTOM «ULO
rMraHTCKOW MaHAbl»: KpacHble SApa C HOPMasibHOM MHTEHCMBHOCTBIO CUTHaNa Ha poHe ru-
NePUHTEHCUBHOCTY NOKPBbILWKNA CpegHero mo3sra [9].

JlabopaTopHble McCnenoBaHUs BKIOYalOT onpegeneHne napameTpoB metabonmsma
MeQV B CbIBOPOTKE KPOBU, MeAib B MOYe, a TakKe GYHKLMOHaNbHble Npobbl neyeHn. Hys-
Kne ypoBHM Mefu B MOYe 1 NaHUMTOMEeHMA, YKa3blBalole Ha Ype3mMepHO MHTEHCUBHOe
nleyeHme, Tak »e Kak 1 BHOBb BO3HMKLUME KIMHNYECKME NeYEHOYHbIE UK HEBPONOTrnYe-
CKMe cMNTOMbl Ha GpoHe cTabunusauum, TpebyoT KoppeKLMn [03bl U CXEMbI TEYEHUA.
C uenblo BbiABAIEHUA renaTouesnioAPHON KapLMHOMbI MPOBOAAT PerynsapHbIA yibTpa-
3BYKOBOW CKPUHWHTI neyeHu [4, 10].

[eHeTnyeckoe TeCTUpPOBaHNE UrpaeT BaXKHYI0 PONb B NOATBEPXKAEHUN KNMHNYECKOro
anarHo3a BBK. B nccnepoBaHusax 66110 nokasaHo, UTo e natoreHHble myTauuu ATP7B
MOryT 6bITb 06Hapy»KeHbl y 98% MaLMeHTOB C KNMHMYECKN NoATBePKAeHHbIM 3aboneBa-
HueMm [4].
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CywecTByeT KOHLeNumMa NocnefoBaTesibHOro fieueHns, Kotopas BKI/OYaeT nepBoOHa-
YanbHY MHTEHCKBHYIO Tepanuio Nno YCTpaHeHMIo N30biTKa Mefm 1 nocnefytoLlyto noaaep-
XKMBaloLLylo Tepanuio, HarnpaBsfieHHYIo Ha Nogfep»KaHne HOpManbHOro roMeocTasa Meau.

Kak npaBuno, ana neyeHns NpuMeHAIOT xenaTopbl meau (D-neHnumMnnamuH, TPUEHTUH
1 TeTpaTMomonnbaaT) U/Unu Conu LMHKa. XenaTupytowmne areHTbl CBA3bIBAOT Meflb HemMo-
CPeACTBEHHO B KPOBM U TKaHAX 1 06neryaioT ee BbiBefieHVe, UMHK NPenATcTByeT Bcachl-
BaHUIO Mean B KuleyHuKe. NprmepHo 1/3 Bcex naumeHTOB C HEBPOOrNYEeCKUMU NPOSB-
nennamn bBK HypaaloTca B CUMNTOMaTUYECKOW Tepanmnm HEBPOIOrNYeCKMX NPOABNEHNI
3aboneBaHus. TpaHCMMaHTaLMIO NeYEeHN C Lesblo BOCCTAHOBNEHWA CMOCOOHOCTU renaTo-
LIMTOB K dKCKpeL MM Mean 1 KOppeKLnn reHoTuna neyeHn paccmaTpurBaloT y NaumMeHToB C
ocTpon (GynbMUHAHTHO) NeYEHOUYHON HEJOCTAaTOUHOCTbBIO UM XPOHNYECKMM AeKOMMEH-
CMPOBaHHbIM LMPPO30M MeyeHn. Ponb TpaHCNNaHTaLMM NeYeHn Kak BapuaHTa fieyeHus
NaLMeHTOB C TAXeNbIMU HEBPOJIOrMYECKUMM CUMITOMaMKM OCTaeTcA cnopHom [4, 11, 12].

LleHTpanbHbIn NOHTUMHHBIN MuenuHonu3 (LIMM) — 3To cMHapoMm, B OCHOBE KOTOPOro
NEXNT pa3pyLleHne MUeNMHOBbLIX 060104eKk MocTa (B OCHOBHOM MOBpeXaeHue 1 rnbenb
ONUrOAEHAPUTHBIX KNETOK), 06bIYHO BbI3BaHHOE ObICTPbLIM NOBbILIEHNEM OCMOJIAPHOCTHA
nnasmbl KPoBY. HepeaKko AgeMrenvHU3NPYIOLWUI NPOLIECC MOXET TakXe NpoTeKaTb B ApY-
rmx otgenax LeHTpanbHon HepBHoM cuctembl (LLHC) — 3KCTPanOHTMHHBIN MUeNNHONN3
(3MM).

Hanbonee yacTble nokanusauum NopaXkeHMA — CTbIK KOpbl 1 6enoro BelecTsa Mo3-
XeuKa 1 Kopbl 60nbLUNX NONYLIAPUIA, KOJIEHYaTble Tefa, HECKOJIbKO peXe — Tanamyc, HOX-
KW MO3ra, Hapy»Hble 1 BHYTpeHHUe Kancynbl. OnncaHo TakxKe nopakeHue 6a3anbHbix
raHrMeB, XBOCTaTbIX Afep, NepuBeHTPUKYNApHoro 6enoro sewectsa. MM B oTgenbHbIX
Cny4Yasax MOXeT pa3BMBaTbCA U3onmposaHHo. Hapaay ¢ 3IMM, LNM aBnaeTca yacTbio oc-
MoTMueckoro gemuenuHusnpyiouero cuHgpoma (OAC). OAC, xoTa n BCTpeyaeTca peako,
peructpupyetca y 0,4-0,56% naumeHTOB, MOCTYNUBLUNX B HEBPONOrMYecKue oTaesneHuns,
1 0,05% oT obLyero uncna NOCTynMBLIKX B CTaLMoHapbl 06uero npoduns.

B 6onbwmHcTBe cnyyaeB O[C BO3HUKaET Yy NaLMEHTOB C XPOHUYECKON (>24 vyacoB)
rMNOTOHNYECKON (MMNOOCMONAPHON) rMNOHaTpreMmneil, KOTopasa KoppeKTnpyeTca CAunLL-
KOM 6bICTpO. CaMbIMM M3BECTHBIMU NpeapacnonarawmmMmm GakTopamm ABAIOTCA TAXe-
nas runoHaTpremma (<120 mmonb/n), 3noynotpebneHune ankoronem, Npuem TUasnaHbIX
OVNYPETUKOB, rMnokanuemmna n HepgoepaHme. ONMCbIBalOTCA MeHee pacnpoCcTpaHeHHble
daKTopbl prcKa, Ha poHe KoTopbix pa3sunca OJC: TpaHcnnaHTauma neveHu; BBK n gpyrue
3aboneBaHNA NeYyeHn; aHOPEKCUA; 0XKoroBas 60ne3Hb; caxapHbill grnabeT 1-ro Tmna, re-
CTaUMOHHbBIN AnabeT; uenvakus; runodpochatemMus; NCMXoreHHaa NoAMANNCAUSR; remogma-
NN3; OCTPbIV MaHKpeaTuT; NepBUYHaA HaANOUYeYHNKOBaAA HeJOCTaTOUHOCTb; aHeBpPM3Ma-
Tyeckoe cybapaxHomaanbHoe KpOBOU3NUAHUE.

MporHo3 UMM n 3MNM BapbupyeT OT NOUTW NOAHOrO BbI3J4OPOBMIEHNA A0 YaCTUYHOIO
WSV NOMHOrO OTCYTCTBUA BbI3AOPOBIIEHNA, BMIOTb A0 JIeTalbHOro Ucxoaa B bnuxanwen
(B nepBble 2 Hegenn) nnn oTaasIeHHOW NepcneKkTuBe (B TeueHne roga).

B KITVMHWYECKNI CITYYAN

MauunenTKka K., 39 neT, nocTynuna B HeBposornyeckoe otraeneHve N2 2 PHIL HeBpono-
rN N HENPOXMPYPruK B AHBape 2024 . ¢ Xanobamm Ha N3MeHeHVe NOXOAKN 13-3a OTKIO-
HeHMA TynoBULLa K3auy, HapyLleHre peyn, WaTKoCTb Npu xofbbe, ycuneHne Tpemopa B
pykax. Ha MomeHT o6palleHnsa naymeHTKa He paboTana, ABNAnacb MHBaNMAOM 1-1 rpynnbl.
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B 2008 r. (16 net Ha3ap) yctaHoBneH anarHo3 bBK. [Je6ioT 3aboneBaHnaA ¢ nosbiLle-
HMA NeYEHOYHbIX TPaHCaMMHa3, KOTopoe OblI0 BbIABIEHO NOC/E POXAEHUA NaLNEHTKON
pebeHKa. Torga »e 6bl1 BbINOSIHEH FrEHETUYECKUI aHanu3 1 noaTeepxaeHa bBK. Habnto-
fanacb ambynaTopHO ANUTENbHO C neyeHouHon dopmoit 6onesHu. MopaxeHne neyeHn
He CONPOBOXAANOChb APKOW KANHUYECKOW CMMMATOMATUKOW, OTMEYaNnCb He3HauuTesb-
Hble M3MeHeHNA B BUOXMMMYECKNX aHann3ax Kposu, AnddysHble U3MeHeHNA nevyeHr npu
YNbTPa3ByKOBOW AnMarHOCTMKe. HeBponormyeckmux NposBneHnin He 0TMeYanoch. B Kaue-
CTBE NleYeHnAa NpUHMMana LMHKTepan (HeperynapHo), KynpeHun He HasHavanca. Takum
06pa3om, CMNTOMbI MOpaXeHNA MeYeHn Ha MHOTO JIeT onepeanIn HeBPOSIOrMYECKyIo
CMMNTOMATUKY.

OpHako B aBrycTe 2021 r. nayMeHTKa OTMeTWNA BblpaXKeHHOoe yxXyALeHne COCTOAHNA
B BUe HapacTaHuA obLei cnabocTu, NOABAEHNA HEYETKOCTM Peyn, WaTKOCTU NPU XOb-
6e. bbina rocnnTanMsnpoBaHa B peaHUMaLUMOHHOe OTAeNneHne 60bHULbI MO MECTY K-
TeNbCTBa, rae 6bin BbiABNEHbI MeYeHOoYHasA HefJoCTaTOYHOCTb 1 AMarHOCTMPOBaH LMppo3
neuyeHwn. MNaumneHTKa 6bina NepeBefeHa AnA JanbHenwero neveHus B MY «MUHCKnIA Ha-
YUYHO-NPAKTUUYECKUI LeHTP XMPYPru, TPaHCMIaHTONOMMK 1 FeMaToNiorMmy, rae Gbin ycTa-
HOBJIEH ArarHo3: uMppo3 neuveHu B ucxoge bBK. BHyTprnneueHouHaa popma nopTanbHON
runepTteH3nn. BapmkosHoe pacwrpeHue seH nuwesoga 0-1-1 ct. CnneHomeranus. [mnep-
cnneHnsm. MopTocucteMHas sHuedanonatna 1-2-n ct. (npu noctynneHum). 01.09.2021
npou3sefeHo onepaTMBHOE fleyeHre — opToTonmyeckas TpaHCnIaHTauma neveHu. B no-
c/leonepalnoHHOM Nepuoe pa3Bunnch UleMnyeckoe NoBpexxaeHne bunmapHoro Tpak-
Ta C AecTpyKuUmnen BHeNeYeHOUHbIX »KeNYHbIX MPOTOKOB, Pa3fINTON »KeNYHbIA MePUTOHNT,
OVHaMMUecKasn KulleyHasa HenpoxogmmocTb. Onepauma 6unnapHom peKoHCTPyKLMn oT
14.09.2021. HarHoeHue paHbl. HenonHbi HapyHbli UHPULIMPOBAHHDIN ENUHbIA CBULL,.
MannnnochunHKTEPOTOMUA, CTEHTUPOBAHUE XeNlueBbIBOAALLMX NyTen oT 09.03.2022.

B paHHem nocneonepauOHHOM nepuofe y nauneHTKN NOABUANCH Takne HeBPOIo-
rmyeckre CUMMTOMbI, Kak TeTpanapes C HapyweHuem ¢yHKUUM xofabbbl, 6ynbbapHbIn
CUHAPOM, CTBONOBO-MO3XEUKOBbIN CUHAPOM, KOTHUTKBHblE HapyleHua. Mpu MPT ro-
NOBHOrO MO3ra B 3TOT nepuog nmenmcb MP-npusHakn NOHTVUHHOIO N SKCTPANOHTUHHOIO
MUennHonM3a ¢ Npu3Hakamy rwemmsaumm obnactu cTosa 1 Tanamycos. [posogunach
Tepanua: Megpon, amaHTaflviH, UNUIPUKC, LuepanuH, dpakcMnapuH, rentpan, KoNUCTUH.
B HeBponormyeckom cratyce npw Bbinucke 16.03.2022: coctoAHMe YAOBNETBOPUTESNb-
HOe, B CO3HaHWK, JOCTYMNHa NPOAYKTUBHOMY KOHTaKTy, akTMBHa. [peabasnaeTt xanobol
Ha TpeMmop pyK npu BonHeHuW. MNepeasuraeTca no nanate ¢ NOAAEPKKON (XOAYyHKMN) Ha
Wwnpokor H6ase. YepenHble HepBbl: HACTarMa HeT, ABUMXEeHUA rnasHbIX AGNOK B MOSHOM
obbeme, A3bIK NO cpefHeN NMHUKN, MATKOE HEGO MOABUXKHO, rMoTaHue 1 GpoHaLmMA He Ha-
pyweHbl. CyxoXmnnbHO-NepuocTanbHble pednekcbl C pyK Bbl3blBalOTCA, PaBHOBENNKNE,
CpefHen XMNBOCTW, C HOT CHUXKEHbI, axunioBbl pedieKkcbl oxunBneHbl. CUnoBbix Nape3os
HeT. TOHYC B KOHEUYHOCTAX MOBbIWEH MO IKCTPanupaMUgHoOMy TUMy, YyBCTBUTENbHOCTb
He n3meHeHa. B no3e Pombepra HeycTonumBa, NanbLie-HOCOBYO NPOOY BbIMONHAET C HTEH-
LMein, Xy»e cneBa, TATOYHO-KONIEHHYI0 NPOBY — C MHTeHUMe. [1na neueHnsa xenatopbl Megm
(D-neHNUMNNaMnH, TPUEHTUH U TeTpaTomMonn6aaT) U/unum Conm LUMHKa He Ha3Havanuchb.

YxypalweHne coCToAHMA NauneHTKa OTMeTUNa B TeueHne 3—-4 mecAues A0 rocnuTanu-
3aumm B PHIL HeBpOnorum n Hempoxmpyprum B BUAE U3MEHEHUA NOXOAKM, HapacTaHuWA
KOOPAMHATOPHbIX HAPYLUEHWUI, yMEHbLUEHMWA ANCTaHL KU Npu xoabbe (0o 500 m), HapyLue-
HUA peun, NoABeHNA NnepepasrnbaHna B CNHe Npu xoabbe, ycuneHnsa Tpemopa B pyKax.
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Ha MmomeHT 06palleHusa NocTosaHHO NprHMana Tab. agarpad 5,5 mMr B cyTku, Tab. ypcope-
30KCUXOJIEBOW KUCNOTbI.

Ha mMomeHT nocTynneHma coctosHue yposneTBoputenbHoe, Afl 120/80 mm pT. CT,,
nynbc 74 ya/muH, Temnepatypa Tena 36,2 °C. Poct 156 cm, macca Tena 57 kr, UIMT 23,4
(Hopma).

HeBponorunyecknin CtaTyc: BbiClLaa HepPBHaA AeATeNIbHOCTb: CO3HaHWe AcHoe. OpureH-
TUpoBaHa BepHO. KoHTaKTy goctynHa. JusapTpua. YH: 3pauku D=S, peakuyma 3paykos Ha
cBeT coxpaHeHa. lNpwu BrU3yanbHOM ocMoTpe Kosbla Karsepa — Oneliwepa He onpepens-
1oTcA. MMasHble wenu D=S. [1BuKeHnA rna3Hbix A6710K B NosIHOM obbeme. lunnonumn HeT.
Huctarma HeT. HocorybHble CKnagKkn CUMMETPUYHbI. f3blK N0 cpefHen TMHUN. [NOTOYHbIN
pednekc coxpaHeH. Markoe HEGO NoABUKHO. MblleyHan cuia B BEPXHUX KOHEUHOCTAX
5 6annoB., B HMXKHUX KOHEYHOCTAX 5 6annoB, CHUXKeHa cuna B pasrnbatensx neBon CTo-
nbl o 4 6annoB. BepxHAA 1 HWXHAA Npoba bappe oTpuuaTenbHble. MblWeYHbIA TOHYC
B BEPXHUX KOHEYHOCTAX HE U3MEHEH, B HUXKHUX KOHEYHOCTAX He3HAUYMTeIbHO MOBbILWEH
no sKkcTpanupamugHomy Tuny. My6okme pednekcol D=S, cpenHein xnsoctu, 6e3 paclum-
peHHbIX 30H. MNogoLlBeHHble pednekcbl Bbi3biBatoTcs D=S. MNaTonornyecknx pepnekcos
He BblABNeHO. B no3e Pombepra noluatbiBaeTcs, Nerkunin Tpemop Kucteli. MNanbueHocoByo
NpoOy BbINONHAET C MHTEHUKMEN C ABYX CTOPOH, MATOUYHO-KONEHHYI0 NPoby BbIMNOMHAET C
BblpaeHHOW NHTEHLMEN C IBYX CTOPOH. Y6eauTenbHbIX PacCTPONCTB YyBCTBUTENBHOCTU
He BblAiBNeHo. CycTaBHO-MbllLeYHaA YyBCTBUTENbHOCTb He HapylleHa. MeHunHreanbHble
CMMMTOMBbI OTpuLaTeNibHble. [loxoaka aTakTuyeckas, Nerkum ANCTOHUYECKUI rmnepKrnHes
B BUJe OTKIIOHEHWA TyNoBULLa K3aau Npu xogb6e.

3a BpemsA rocnuTanusauuy nauueHTke NPOBOAUIUCH NTabopaToOpHble U UHCTPYMEH-
TajlbHble NCCIeA0BaHMA, a TakXKe KOHCYIbTaLmmn Bpavyamu-crneLmanuctamu.

Y3 opraHoB GpIOLHON NOSIOCTU: COCTOAHME NOC/Ie OPTOTONUYECKON TPAHCMJIaHTa-
uum neyveHm (2021 r.). HeaHaunTtenbHble anddy3Hble U3MEHEHWA NeYeHr (TpaHCnaHTaTa).
CnneHomeranusa. Junatayma cene3eHOYHOWN BEHDI.

MPT ronosHoro mo3sra: B Tanamycax, cteone mo3ra Ha T2BU/ n FLAIR onpegensatotca rn-
nepuvHTEHCUBHbIE yyacTKnU. CHUXKeH curHan Ha T2BU, T1BW n SWAN oT ronoBok XBOCTaTbIX
Aanep, CKopnynbl, GneaHbIX WapOoB, KPacHbIX Afep, YePHbIX Cy6CTaHUMIA 1 3ybuaTbix Agep.
3aknioyeHne: MP-KapTuHa NnocneacTBUN TOKCUKO-MeTaboNNYECKNX N3MEHEHWUI B FONOB-
HoM mo3re (6one3Hb BunbcoHa — KoHoBanoBa) (CM. pUCyHOK).

JKT: put™ perynapHbin, cnHycosbiin. YCC 82/muH. lopusoHTanbHoe nonoxeHne 30C.

KoHcynbtauma Bpaua-odptanbmonora: Visus OD/OS = 1,0/1,0. BTM OD/OS = 17/16
(Hopma). [IBrKeHue rnasHbix 610K B NofiHOM obbeme. 3paukn D=S, poTopeakumns »u-
Bas. MNepegHuin otpesok: OU — cnoKkoliHbl, cpefbl Npo3pauHbl. [1o nepudepnn porosubl
KOMbLEBUAHO (3a NCKNOUYeHNeM YUYacTKOB Ha 3 1 9 Yacax) OTNIoXKeHMe 3e1eHO-KOpUYHe-
BbIX rpaHyn nurmeHTa. nmasHoe gHo: OU — [13H 6negHo-po30Bble, KOHTYPbI YeTKKe. Xoa U1
Kannbp cocyloB He M3MeHeHbl, a : B = 2 : 3. Makyna 6e3 natonoruu. Bugumas nepundepusn
rnasHoro fHa 6e3 ocobeHHoCTel. 3aknoueHue: Konbua Kansepa — Onenwepa OU.

brnoxumnuecknin aHanms Kposw: AJIT - 10,3 EA/n, ACT - 13,3 EL/n, meob -
15,39 MKmonb/n, uepynonnasmuH — 22,26 mr/n (Hopma 20,0-60,0 mr/n).

Ha ocHoBaHMK aHanu3a »*anob, AaHHbIX aHaMHe3a XU3HW 1 3ab0o5eBaHnA, KNNHWYe-
CKOW KapTWHbl U AaHHbIX AOMOMHUTENbHbBIX METOLO0B UCC/IefoBaHWA Obln yCTaHOBIEH KIK-
HUYECKUI AMarHo3: renaToNeHTUKYNApHan fereHepauns, CoOCToAHWe nocsie Xnpyprmye-
CKOroO fleueHus (TpaHCNNaHTauuA NeyeHn No NoBoAdy LMppo3a neyeHu B ucxoge 6onesHu
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MPT ronoBHoro mosra (akcmanbHas npoekuus), pexxum T2 FLAIR. CHMKeH curHan ot ronoBokK
XBOCTaTbIX Aflep, CKOPAynbl, 6NeAHbIX LLapOB, KPAacHbIX AfEpP, YePHbIX Cy6cTaHLMil 1 3y6uaTbix aaep
MRI of the brain (axial projection), T2 FLAIR mode. The signal from the heads of the caudate nuclei,
putamen, globus pallidus, red nuclei, substantia nigra and dentate nuclei is reduced

BunbcoHa — KoHoBanosa ot 01.09.2021; nwemmyeckoe nospexaeHue 6unmnapHoro Tpakta
C AecTpyKLUMel BHeneUYeHOUHbIX XeNTUHbIX MPOTOKOB; orepauma GunmapHom peKoHCTPYK-
uum ot 14.09.2021; nannnnochMHKTEPOTOMUA, CTEHTUPOBAHUNE XKeTYEBbIBOAALNX NyTeN
o1 09.03.2022, x0nefoxonuUTO3KCTpaKuua, cTeHT yaaneH 23.08.2022; cTeHTUpOBaHMe neyve-
HOYHOW apTepUK No NOBOAY CTEHO3a apTepUaNibHOro aHactomo3a 15.09.2021) Ha doHe no-
CNeacTBUN NepPeHeCeHHOro NOHTUHHOIO Y SKCTPaNOHTUHHOIO MnennHonusa (09.2021 r.),
nerkaa gmM3apTpus, yMepeHHble KOOPAUHATOPHbIE HapyLUEeHWA, Nerkuii AUCTOHNYECKNI
CMHAPOM, NEFKNI Napes pa3rnbaTenen NeBow CTonbl.

B ObCYXJIEHUE

B npvBegeHHOM KNMHMYECKOM Ciyyae Y NauneHTKn anntenibHoe BpemMsa oTMeyvanach
abgomunHanbHaa ¢opma bBK, npoasnasLwasnca B TeueHne 16 nNeT NpenMyLLECTBEHHO CUM-
nToMamu nopaxkeHua neveHn. OgHaKo NauneHTKa HeperynapHo NprHMmana natoreHeTu-
yeckylo Tepanuio, YTo NPUBENO K AEKOMMEHcaLnn 3ab6oneBaHnA 1 Pa3BUTKIO NEYEHOUYHOW
HeJOCTAaTOYHOCTM U LUMPPO3Y MeyeHn 1 MOCYKUN0 NoKasaHueMm Ana TpaHCniaHTauum
neyenun (01.09.2021).

TpaHcnnaHTaumaA neyeHn B paHHEM NocsieonepaLMOHHOM Nepuoge ConpoBoXdanacb
pa3zsutrem LIINM n 3TM ¢ HeBponormyeckom CUMNTOMaTMKOW, B YaCTHOCTY Pa3BUIUCH Te-
Tpanapes c HapyLleHnem GyHKL MM XOAbObI, OynbbapHbI CUHEPOM, CTBOSTIOBO-MO3XKEYKO-
Bbll CUHAPOM, KOTHUTUBHbIE HapyLleHWA. [TOCTOAHHBIN NprYeM renaTtonpoTeKTOPOB, Hel-
PONPOTEKTOPOB 1 MMMYHOCYNPECCOPOB MPUBEN K CTabnnnsaumm COCTOAHUA B TeYeHne
3 net. Xenatopbl Meau 1 Npenapatbl UMHKA He Ha3HaYyanucb, T. K. TpaHCNIaHTauuA neyeHn
y OAHHOW NauMeHTKM NpuBena K HopManusauum obmeHa megm n GyHKLUUKW NeyeHun, Yyto
noATBep»KAaeTCA pesynbTaTaMy NPoBefeHHbIX nccnefgosaHmi B 2021-2023 rr.
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B TeueHuve 2023 r. naymeHTKa OTMeTUNa yCuneHne CMNTOMOB 3aboneBaHuna, nosaBe-
HMe OTKJIOHEHMWA TynosuLLa Npu xoabbe. YKasaHHble HEeBPONOrMyeckne CMNTOMbI COOT-
HOCATCA N C U3MeHeHnAMN Ha MPT M B AMHaMKKe: Hannuyme o4aroB NOHTUHHOIO U 3KC-
TPaNoOHTUHHOIO M1ENMHONM3a C NPU3HaKaMy UlemMm3aLm obnacTy CTBoNa 1 Tanamycos
(09.2021 r.) n BbiABNEHMe Ha GOHe paHee YCTaHOBNEHHbIX U3MEHEHNIA CHUXKEHWA CUrHana
8 T2BU, T1B/ n SWAN oT ronoBok XBocCTaTbix Aiiep, CKOpAyrbl, 6nefiHbIX WapoB, Kpac-
HbIX AAep, YepHbIx cybcTaHumiA 1 3ybuatbix agep (17.01.2024) Kak nocnencTBmna TOKCUKO-
MeTaboIMUYeCKNX U3MEHEHWI FONOBHOIO Mo3ra npu 6onesxn bBK.

MporHo3 HeBponormyecknx NPoABAeHNn y nauneHTos ¢ bBK nocne TpaHcnnaHTayuu
neyeHmn 3aBUCUT OT HECKOJIbKIMX GaKTOPOB, BKOUYAA TAXKECTb HEBPONOMMUYECKUX CUMMNTO-
MOB Ha MOMEHT TpaHCMNaHTauun, cteneHb NOBPeXAeHNA TKaHel, CBOEBPEMEHHOCTb U
NPaBUIbHOCTb JIeYEHNA, a TaKXKe cobrtofeHne NoCcTonepPaLMOHHbIX peEKOMeHAALUNA.

TpaHcnnaHTauMA nevyeHM NO3BONAET YCTPAHUTb OCHOBHOW WMCTOYHWUK HaKOMNeHuA
Me[U, UTO MOXKET NPUBECTU K YNyULIEHNIO CUMMTOMOB M iaXke K 06paTHOMY pa3BUTMIO He-
BpPONOrmyeckmx HapyleHnin. OgHaKko cTeneHb 3TOro ynyudleHnsa BapbupyeTca 1 3aBUCUT
OT KOHKPETHOrO KNMHMYECKOro cnyyas.

Y NauMeHTOB C BblpaXeHHbIMU HEBPOJSIOMMYECKMMUN CUMITOMaMW, TAKUMU KaK cepbes-
Hbleé KOTHUTUBHbIE PAaCcCTPOWCTBA MW ABUraTeNbHble HapyLLEHNA (Hanpumep, Xopesa um
LOUCTOHMA), MPOTrHO3 MOXeET OblTb MeHee 6naronpuATHbIM. B HEKOTOpPbIX Cnyyasax ynyuile-
HVEe MOXET ObITb HEMOMHbIM U 3aMeaSIEHHbIM.

bonee monopon BO3pacT Ha MOMEHT TPAHCMaHTALMM MOXET CNOCOO6CTBOBATL Honee
nonoXxutesibHoMy NporHo3y. Hannure gpyrvx 3aboneBaHunn, a Tak»Ke MHTPaonepaLMoH-
HbIX U MOCTONEPALMOHHbIX OCIIOKHEHUI MOXET BINATL Ha Pa3BUTUE HEBPOOrNYECKMX
CUMMNTOMOB, @ TaK»Ke BOCCTaHOB/NEHME HapyLeHHbIX GYHKLMI Nocne TpaHCnaaHTaLuun.

B npefcTaBneHHOM KNMHMYECKOM HabtoaeHn Bbino NpefoTBPaLLEHO NPOrpeccnpo-
BaHVe NeyeHOYHOWN HeJOoCTaTOYHOCTU, AOCTUMHYTbl 3HAUUTENbHBIN perpecc HeBpPOnoru-
YecKnx CMMNTOMOB 3aboneBaHusA, 00ycnoBneHHbIN conyTcTayowymMmn LINMM n MM, Hop-
Manm3sauusa obmeHa meau, UTO NOATBEPXKAANOCh OTCYTCTBMEM MOBLILEHMWA MEYEHOYHbIX
$epMeHTOB B KPOBW NaLMEHTKMU.

B 3AK/THOYEHUE

TeueHne BBK nporpeccupyeTt n BeeT K MHBANMAHOCTU. YUMTbIBaA CBA3b Mexay ne-
YeHblo 1 HEPBHOW CUCTEMOW, HEBPONOMN JOMKHbI 06paTUTb BHMMAHKE Ha BO3MOXHOCTb
renaTtoneHTUKYNAPHOW AereHepauun y nauneHToB C NeYeHOUYHOW HeJoCTaTOUYHOCTbIO,
0COBEHHO ecnun NPUCYTCTBYIOT HEBPONIOTMYECKe CUMNTOMbI. TO TpebyeT mMexancLm-
NAVHAPHOro NoAxoda M akTMBHOIO COTPYAHMYECTBA MeXAY HEBPONOraMm 1 racTposHTe-
ponoramu gna onTUMasnbHOM ANArHOCTUKKU 1 IeYeHNns.

MporHo3 HeBpPONOrMYEeCKNX NPOABAEHNI Y NALMEHTOB C renaToNeHTUKYNAPHOW Aere-
Hepauwuer nocse TPaHCNNaHTALUN NeYeHN MOXKET ObITb MONOXKUTENbHbBIM, 0COOEHHO ecnn
[0 onepauunmn HEBPOSIOrMUYECKNE CUMNTOMbI ObIN MeHee BblpakeHbl. [peacTaBneHbl AaH-
Hble BbPKUBAeMOCT/ NaLMEHTOB B TeUeHme roga nocne ypreHTHon TpaHcnaaHTauum no
noeogy &ynbMMHAHTHON MeYeHOUYHOWN HepocTaTouHocTn npu BBK, koTopasa pocTturaer
70%, yepes 10 net — 80%, B OTCYTCTBME TPAHCMAHTALMN BbIXXNBAIOT TOSIbKO OTAEeNbHble
nauueHTbl. O6WUI pe3ynbTaT TpaHCMIaHTaUMM OLEHNBAETCA Kak OT/IMYHbIN, NpuYem y
nauneHToB peunanBoB 3aboneBaHnA He HabnogaeTcs.
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