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Pesiome

MpepcTaBneH peaKnii KIMHWYECKUIA CAyyal AnarHoCTUKY bonesHu BunbcoHa-KoHoBanoBa y naumeHTk nocie nepexe-
CEHHOW HOBOW KOPOHABMPYCHOM MHdeKUMK. Pa3BuTIe Y Hee HEBPOOrMYECKOW CMNTOMATUKY, MO3BOAMBLUEE YTOUHNTD
3TUONOT IO YXKe UMEBLLErOCA NOPAXKEeHWA NeyeHr, BO3MOXKHO, OblNI0 CNTPOBOLMPOBAHO nepeHeceHHoi Hdekumert COVID-19,
MNpW KOTOPOW B NATONOMMYECKMA NPOLECC BECbMA YaCTO BOBNEKAETCA LIeHTPaNbHaA HEPBHaA c1cTema. B CBA3M C Hannuvem
y 6ONIbHO HEBPONOTMYECKMX NPOABNEHUI 1 MPU3HAKOB LMPPO3a NeyeHu Obina 3anofo3peHa bonesHb BunbcoHa-KoHoBanosa.
B nanbHeliwem amarHo3 6611 NOATBEPX/AEH reHeTNYeCKN, BbIABNEHbI HAPYLLIEHUA 0OMeHa Meau v Ha3HauyeHa natoreHeTMyeCkas
Tepanus, CnocobCTBYIOWIan BbIBEAEHIO M3ObITOUHOMO KONMUECTBA Meay 13 OpraHi3ma.

Knioyesble cnosa: 601e3Hb BunbcoHa-KoHOBanoBa, renatoneHTUKyNApHas AereHepaLus, LMppo3 nedeHu, HeBposoruyeckas
CUMNTOMATHKA

KoHGNMKT nHTepecoB. ABTOPbI 3aABAAIOT 06 OTCYTCTBUM KOHOAMKTA UHTEPECOB.



3KCMEepUMEHTabHaA U KNMHUYeCKan ractposHteponorua | N2 199 (3) 2022

[®) ov-ne-sa |

experimental & clinical gastroenterology | N 199 (3) 2022

https://doi.org/10.31146/1682-8658-ecg-199-3-161-165

Wilson-Konovalov disease in a patient after COVID-19 infection

A.V. Aparkina', E.|. Kashkina', A. A. Markova', K.D. Dorogoikina', R.V. Lyakisheva?
' Saratov State Medical University named after V.I. Razumovsky, Saratov, Russia;

2 State healthcare institution “Regional Clinical Hospital”, Saratov, Russia.

For citation: Aparkina A.V, Kashkina E.I,, Markova A.A., Dorogoikina K.D., Lyakisheva R.V. Wilson-Konovalov disease in a patient after COVID-19 infection.
Experimental and Clinical Gastroenterology. 2022;199(3): 161-165. (In Russ.) DOI: 10.31146/1682-8658-ecg-199-3-161-165

P4 Corresponding author:

Alena V. Aparkina
alena437539@yandex.ru

Alena V. Aparkina, Department of Hospital Therapy of medical faculty, Associate professor, Ph.D in Medicine;
ORCID: 0000-0001-8463-2379

Elena I. Kashkina, Department of Hospital Therapy of medical faculty, Professor, MD; ORCID: 0000-0001-8561-2214

Anna A. Markova, Department of Hospital Therapy of medical faculty, Assistant, Ph.D in Medicine; ORCID: 0000-0001-8561-2214
Ksenia D. Dorogoikina, Department of Hospital Therapy of medical faculty, Assistant; ORCID: 0000-0003-1765-2737

Rimma V. Lyakisheva, head of Department of gastroenterology; Ph.D in Medicine

Summary

We present a rare clinical case of Wilson-Conovalov disease in a patient after a new coronavirus infection. The development
of her neurological symptoms, which allowed to specify the etiology of the already existing liver damage, may have been
provoked by the COVID-19 infection, in which the central nervous system is frequently involved in the pathological process.
Wilson-Conovalov disease was suspected due to the presence of neurological manifestations and signs of liver cirrhosis. Sub-
sequently, the diagnosis was confirmed genetically, copper metabolism disorders were identified and pathogenetic therapy

was prescribed to eliminate excess copper from the body.
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BBepeHune

bonesub Bunbcona-Konosanopa (remaToneHTUKYIAp-
Hasi lereHepaLisi) — pefKoe, FeHeTUIeCKy 06yCIOB/IeH-
Hoe 3a60/IeBaHMe C Ay TOCOMHO-PELIeCCHBHBIM TUIIOM
HacJle[JOBaHNA, B OCHOBE KOTOPOTO JIXKUT HapyLIeHMe
ob6MeHa Mey ¢ M3OBITOYHBIM ee HaKOIJIEHMEM, IIpe-
MMYIeCTBEHHO B ITeYeHN U B I[eHTPATbHON HEPBHOII
cucreMme [1]. PeriecCcuBHBIN T€H, OTBETCTBEHHBIN 32
pasBuTye 60/me3Hy, 0603HadeHHbI1 Kak ATP7B, pacmo-
JIOKEH Ha IJIMHHOM II/Iede XpPOMOCOMBI 13 1 KofgupyeT
cuHTe3 PepMeHTa, TPAHCIIOPTUPYIOLEro Mefib, - ATD-
a3bl IPOTOHHOT'O TUIA. 3aperUCTPUPOBAHO 0K0J10 600
MyTanuit 3Toro rexa [2]. ITo JaHHBIM TUTEPATYPHI,
gacroTa 6one3nn Bunbcona-KoHoBamoBa cocraBnsieT
1:100 Tic. monynAumuu. OHa 0ObIYHO MaHUbeCTUPYeT
B Bo3pacTe 8-18 jieT, a MHOIJA U paHbIlle, HO B CIIy-
YasAX, KOI7la B Ha4aJIbHOJ CTa[juM OHA IIPOTEKaeT Ma-
JIOCHMIITOMHO, €€ JMarHOCTUPYIOT B 60JIee cTapIInx
BO3PACTHBIX TPYIIIaX, HEPEJKO y>Ke npu cHopMu-
poBaBiemcs puppose nedenn [3]. V 50% 60npHbIX
TIpY HAaJIMYUY IATEHTHO MPOTEKAIOIeTo IOpaXKeHN A
reyeHy 3a60JIeBaHILe IPOSIB/IAETCS HEBPOIOTMYECKOI
CUMIITOMATUKO VI/V/I USMEHEHMAMU IICUXUKY [4-5].

B cnyyae nopakeHus rnedenu 6onesHb BunbcoHa-
KoHoBamoBa MOXeT MpOABIATLCSA QYyIbMUHAHT-
HOJ NMeYeHOYHON HeZOCTATOYHOCTbIO, OCTPHIM

Y XPOHMYECKUM I'eaTUTOM C UCXO[OM B IIPPO3, IIPO-
TEKAILUM C HOPTa/AbHONM I'MIIE€PTEH3MEN U OTE€IHO-
aCIUTIYECKMM CUH/IPOMOM, KPOBOTEYEHEM U3 Bapy-
KO3HO- pacIIMpPeHHbIX BeH MNUILeBOAA U XelyaKa [6].
Tl XpOHMYeCKOro rermaTiTa Hpyu 6one3Hy Bunbcona-
KoHoBa0Ba XapaKTepHBI BBICOKast aKTVBHOCTD, BbI-
pakeHHas XeJITyXa ¥ HeKPO3 relaTolUTOB, O 4eM
CBUIETENIbCTBYET CYI[eCTBEHHOE MOBBIIIEHNE COTep-
JKaHHUA B CBIBOPOTKe KPOBU (GePMEHTOB LIUTONN3A,
(bepMeHTOB X0/IecTasa, TUIepraMMaraiooyIMHeMus
u 6picTpas TpaHcopMalA B UMPPO3 HedeHn [3, 6].
PasButre Gpy1bMUHAHTHOI NeYEHOYHON HEJOCTa-
TOYHOCTM IIPOBOLMPYETCS OCTPBIM BUPYCHBIM Te-
IATUTOM C peIl/IMKalMell BUpyca B Ile4eH!U U BUPY-
coM repneca VI Tuma, mopakaromyuM TKaHb NeYeHN
[7-8]. BnusiHue HOBOJt KOPOHABUPYCHOI MHPEKIMU
COVID-19 Ha popMupoBaHue u TedeHne 3aboseBa-
HUII TIeYeHY TTOKa TOYHO He YCTAaHOBJIEHO U TpebyeT
JabHelero u3ydeHus. JucyHKLMs eyeHn y ma-
yuenToB ¢ nudexnmeit SARS-CoVa-2 moxert 6bITH
06ycIoBIeHa IPAMBIM AeilCTBUEM BUpYCa WIN XKe
BTOPMYHBIM BO3MIEMICTBMEM TaKUX PaKTOPOB, KaK
CUCTeMHas BOCHAJAUTeNbHAA peaKlus, TUIIOKCHA,
[O/IMOpTaHHasA HEOCTATOYHOCTD, VICIIO/Ib30BaHMe
reraTOTOKCUYHBIX IEKaPCTBEHHBIX cpeficTB [9]. Bupyc



COVID-19 Taxxe 061afaeT HePOTPOIM3MOM U MO-
JKeT pacIpoCTPaHATbCA B LeHTPaIbHON HEPBHOII
cucreMme [10]. B cBA3M ¢ BO3MOXKHBIM NOPakeHNUEM
KaK Me4eHM, TaK ¥ HepBHOM CUCTEMBI Y MALMIeHTOB
¢ nadexnueir COVID-19, a Tak)Ke B TOCTKOBUHBI

KnunHuyecknn cnyyan

IManuenTtka K. 35 71eT mocTynmia B TaCTpO3HTEPOJIO-
rndyeckoe otfeneHe B ssuBape 2021 r. ¢ )xamobamu Ha
YYBCTBO TSDKECTU B IPABOM IOfpebepbe, M3BpalieHne
BKYCOBBIX /I 00OHATEIbHBIX OLIYIIIEHNIL, TPEMOP BEPX-
HMX KOHEeYHOCTell, HapyIIeHe IIOXOAKM, C1aboCTb.

Cunraet ceb6s 601bHOI ¢ 13-1€THETO BO3pacTa, KOr-
Ia 'y Hee ObUI BBISAB/IEH KaJIbKYJ/IC3HBIN XO/MEIVICTHT.
B panpHeriieM K BpadaMm He obpamjanace. B 2015 r.
B BOo3pacTe 28 €T — CpPOYHbIE POABI 3LOPOBBIM pe-
6eHkoM. BepeMeHHOCTD poTeKana 6e3 0CTOKHEHMIL.
Ocenbpio 2019 1. B BospacTe 32 jieT B CBA3MU C 60si-
MU B IpaBOM Hopipebepbe MaljMeHTKa 06paTUIach
B ITOIMK/INHNKY, T7ie XMPYyPTOM YCTaHOBJIEHA XKeld-
HOKaMeHHas 60/le3Hb ¥ PEKOMEHJOBAHO BBIIIOTHE-
HI€ XONMeIMCTIKTOMIY B NIJIAHOBOM nopsApke. [Ipn
TTabopaTOPHOM MCCIE[OBAHNUY, HA3HAUCHHOM Ilepef,
olepaTMBHBIM BMeIIATe/IbCTBOM B HOs16pe 2019 I., BbI-
ABJIeHAa TPOMOOLIMTOIICHN A, OIHAKO HJ B GMOXUMMYe-
CKOM aHanm3e KpOBM, HU IPU VICCIEeJOBAHNM KOATy-
JIOrpaMMBI OTKIOHEHNI He 06HapyskeHo. ITanmenTke
6BII0 IPOBEMIEHO MHCTPYMEHTAIbHOE 06CIefOBaHIe.
YbTpasByKOBOe UCC/IeOBaHIe OPIOLUIHOI OMTOCTHI
(Y31 OBII) npopeMoHCTpUpOBaIo AuddysHble U3-
MEHEHN A Te4YeHN, TOJKETYTOYHO >Kee3bl, CIITIEHO-
Merannio, mepernd >keTYHOTO IMY3bIPs, ero MOJNIIBI
U KOHKpeMeHTBI. I[Tpu 930¢aroracTposyoseHOCKOIUN
(9TAC) BbIABIEH XPOHMYECKNIT S3PO3VBHBII TaCTPUT,
BapUKO3HO-paclIpeHHble BeHbl nuiiesosna (BPBIT)
2 crenenu. IlanueHTKa Obl/Ta KOHCYTBTUPOBAHA Ta-
CTPO3SHTEPOIOTOM, KOTOPBIM IMarHOCTUPOBAHBI XPO-
HUYECKUIT KaTbKYy/Ie3HbI XOMELIUCTUT B CTafuu 060-
CTpPEeHN; TONINTIO3 XeTIHOTO MY3bIPs; XPOHNIECKMIT
HaHKPEATUT B CTafuUM 060CTPEHMsT; XPOHNIECKIIT
3PO3UBHBII TaCTPUT B cTaguu oboctpenusa. Kpome
TOrO, B cBsA3u ¢ HannumeM BPBII 2 cT., criireHOMerannu,
TpomboLuToneHuy, fupy3HbIX U3MEHEHMIT IEYEH N,
KOTOpbIe BPauOM, YIUTBIBAsA HaTM4Me TPU3HAKOB 13-
6b1TOuHOI Maccel Tena (VIMT 27,5 kr/m?), TpakToBa-
JIMCh KaK HeaJIKOTO/MbHAsI XXIPOBast O0/Ie3Hb [IeIeHIL,
BepOsITHee BCero Ha CTaf{u1 IMPPO3a, aL[ieHTKe ObIIO
PeKOMEeH/J0BaHO ajbHelllIee 06cnefoBanme. Bolio
PeIIEeHO OTIOXUTDH NPOBE/IEHNE XONELMCTIKTOMMM.
B mexabpe 2019 r. mpy MarHUTHO-PE30HAHCHOI TOMO-
rpadun (MPT) opraHoB OpIOLIHOT IOTOCTY BBISIB/IEHBI
CIIJIEHOMETa/N 1; TIPU3HAKY IOPTATbHON I'MIIePTeH3MH;
nedopManmsa U KOHKPEMEHTBI XeTIYHOTO IIY3bIps;
IpU3HAKMU XOTeLuCTUTa; fuddy3Hble M3MeHeHM s IOf-
JKETYJOYHOI JKeIE3Bl.

C 1enplo oIpeieNIeHNsA XapaKTepa IMOpa>keHNn s Tie-
YeHU [/ MICKIIOUYEHN I €T0 ayTOMMMYHHOJ Ipupo-
IBI, YIUTBIBAsI MOTIOKOI BO3PACT HALMEHTKM, ObIIN
UccnefOoBaHbl AaHTUHYK/I€AapHble aHTUTENA K MU-
KpOCOMajIbHOJ GpaKLUyy MeYeHN U MoYeK, aHTU-
MUTOXOH/IpMa/bHbIe aHTUTE/A, KOTOPbIe He ObIIN
o6Hapy>xeHBbI. VIcknoyeHa MHPEKIMOHHAS STUOJO-
IMA HaTolorn4Yeckoro npomecca B nedenu (HbsAg,
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IepHOf, MPeACTaBIsACTCSA aKTyaJIbHBIM UCKIIIOUe-
HJ€e B MOJKOOHBIX C/yYasiX TeNaTONeHTUKYIAPHON
mererepanuu. [IpuBoauM KIMHIYeCKOe HabMI0geHe
MalueHTKy ¢ 6one3upio Bunbcona-Konosanosa u 1e-
penecennoit nudexiueir COVID-19.

anti-HCV, anturena xk BUY, x Treponema pallidium,
IOHK Chlamidia trachomatis, antuTena K reJIbMUHTAM
U IPOCTEIIM OTpPULIATe/IbHbIE).

ITpu koHTpONBHOM 06CIefoBaHNy B stHBape 2020 .
B 00111eM aHa/m3e KpoBM — TpoMbormToneHus (TpomM6o-
bl 37x10°/11), aHeMuMst 1eTKo cTenen (reMormo6uH
105 r/m, spurponutser 3,07x10'%/11), B GroxnmMmdeckom
aHa/M3e KPOBJ YPOBEHb [IeYEHOYHBIX ()ePMEHTOB B ITpe-
menax pedepeHCHBIX 3HaYeHMII (a/TaHMHAMMHOTPAHC-
depasa (AJIT) 22,2 E/n, acnapratamMmuHoTtpancdepasa
(ACT) 29,4 E/n, o61mnit 6unupy6ms 20,3 MKMOB/ T,
OMMpy6MH IpAMOIL 5,9 MKMOJIB/1). IIpy BBIIOMTHEHUN
anacroMeTpuu nedeHn — pu6pos (F) 2-3 no METAVIR.
O6paiano Ha ce6s1 BHUMaHJe HECOOTBETCTBIE MEXIY
craguei Gpubposa, Mo JaHHBIM YKa3aHHOTO MCC/IENO-
BaHMA, ¥ HA/IMYYMEM IIPU3HAKOB IMPPO3a MO JAHHBIM
YKa3aHHOTO MCCTIeOBAaHNA 1 Ha/IM4Me IIPU3HAKOB LUp-
po3a, TaKuX Kak NopTanbHas runeprensud, BPBII 2 cr.,
CIIeHOMeTayusA, TpoMbouyTonenus. Ilpeamnonaranocs,
4TO HanboIee BepOATHON IPMYMHOI IIOP>KEeHNA IeYeHN
SIBJISIETCSL Hea/IKOTO/IbHASL XKMPOBast 60/Ie3HD IIeYeHI.
ITanyeHTKe ObUIM Ha3HAYEHDI TETIATOIIPOTEKTOPBI, @ TAK-
e hepMeHTHbIe, CIIa3MOIUTIYECKIIe IIPeraparhl IO Mo-
BOJy XPOHMYECKOTO Ka/IbKy/IE3HOT'O XO/EIIMCTUTA U XPO-
HIYeCKOro MaHKPeaTuTa, JUHAMI4YecKoe HabIofieH e,

VxypuieHue cocTosAHMA — B oKTA6pe 2020 ., KOr-
ma 60/bHAS OTMETH/IA [IOSB/IEHE YEPHOTO KMUAKO-
TO CTyJa, CTabOCTH, B CBS3M C YeM 9KCTPEHHO OblTa
TOCHMTANN3MPOBAaHa B XUPYPrudecKoe OTHeNeHme
PpailoHHOJ 6ONMbHNIEL B 06LIeM aHa/nM3e KPOBY — Te-
mornobusn 80 r/n, npu ITC - cocrosBiIeecs Kpo-
Borteyenue u3 BPBII. IIpu Y3U OBII - gucddysusie
U3MEeHEHNA IeYeH!, OMI>KeTyLOYHOI JKeesbl, CIIie-
HOMeTranus, IPU3HAKY aHOMaIUM GOPMBI XeT4HO-
IO Iy3bIps, MHOXXeCTBEHHbIe KOHKPEMEHTBI, O4a-
roBble 06pa3oBaHNUA CTEHKMU >XETYHOTO ITY3BIPA.
ITanMeHTKe BBICTaB/IeH AuarHos: [luppos nevenu
kmacc B mo Yarinpg-IIeroo. [TopranbHas runeprensus.
Crnenomeranust. Tpombounronenus. Auemust. BPBIT
2 cr. Ocnoxxnenus: CocroABlIieecss KPOBOTEYEHME
n3 BPBII. ITpoBefieHO N1e4yeHMe aHTUCEKPETOPHDBIMH,
(dbepMeHTHBIMMY, CIIA3MOMUTUYECKUMM IIpelapaTaMI,
reraTonpoTeKTopamu, bera-0110KaTopaMiu, HOCTIe YeTO
PEKOMEH/IOBAHO IIPOOJIKUTH TEPANNI0 aMOYTaTOPHO.

B koH1e HOst6ps1 2020 . malMEeHTKA OTMETI/IA [0~
BBIILIEHIe TeMIePaTy Pl Tela JO GpeOpunbHbIX Hudp,
nosABJeHMe cnabocTy, Kamsa. IIpoBefeHo uccneno-
BaHJe Ma3Ka CO CIM3MCTOM HOCOITIOTKM METO/IOM
IMO/MMMepas3Hoit nemHoi peaknuy Ha SARS-CoV-2 -
pe3ynbTaT NONOXUTeNbHbIN. [Ipy KOMIIbIOTEpHOI TO-
morpadun opranos rpynuoit knetku (KT OIK) Bbisas-
JIeHa BYCTOPOHHAS MO/IMCETMEHTapHa A THEBMOHMA.
IIpoBoaumIock aMbyaTopHOe JIedeHe HOBOJL KOPO-
HaBMPYCHOJ MHPEKL MU IPOTUBOBUPYCHBIMY, aHTH-
OakTepuanpHbIMU Ipenapatamu. Ha ¢poHe ykasaHHOTO
JIe4eHM A COCTOSHME YIYYIINIOCh: HOPMa/IM30BaIach
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TeMIlepaTypa Tena, Kynuposanca Kamens. [Ipu KT
OTK B gunamuke u KT opraHoB GprOIIHOI IONTOCTY —
IBYCTOPOHHSAA MONIMICETMEHTapHAa A THeBMOHMUA B ase
OCTaTOYHBIX ABJIEHMII (TTOTIO>KMTE/IbHAA JUHAMIKA);
nuddysHble M3MEHeHM NedeHn (LMPpo3?); CIIEHO-
Merajns; aCIIUT; KOHKPEMEHTBI KeTYHOTO ITy3bIPA.

B nexabpe 2020 r. maueHTKa OTMETHUIA MTOSIBTIE-
HIle TPEMOpPa B KOHEYHOCTAX, M3BpallleH)e BKYCOBbIX
u 06OHATENbHBIX OLIYILIeHMI, HapacTaHMe CIaboCTH,
noxypanye. C JTaHHBIMMU JKao6aMy OHa 0OpaTuiach
aMOy/IaTOpHO K racTPO3HTEPONIOTY. B cBA3M ¢ Hamu-
41eM y 6OIbHOI HEBPOTOTMIECKO CHMIITOMATHKIY
U IPpU3HAKOB LMPpO3a IedeHN, Obl1a 3a0f03pe-
Ha 6one3Hb Bunbcona-KoHoBanoBa, B3AT TeHeTH-
Yeckuit aHanu3 Ha myTanuio H1069Q (c.3207C>A)
rera ATP7B. Jlns ganpHeitnero o6ciemoBanmsa oHa
OblIa roCIMTaNN3UPOBaHa B OTHE/IeHME FaCTPOIH-
tepomornyu O6/1acTHOM KIMHUYECKO GOMbHUIIBI
r. CaparoBa. IIpu 06beKTUBHOM 00C/IETOBAHIM CO-
cTosiHUe OOJIbHOI yHOBIeTBOpUTeNnbHOe. Co3HaHMe
AcHoe. OTMeYasICcsa TPEeMOpP BEPXHMX KOHEYHOCTEI.
Temmepatypa Tena 36,6 °C. TenocnoxxeHnne rumep-
crennyeckoe. VIMT - 27,5 kr/mM*. KoxXHbIe IIOKPOBBI
cmyrble, anctbie. CusucTbie 060/109KM OOBIYHOTO
nBera. Orexos HeT. JKMBOT py maabaluy MATKMI,
6e360/me3HeHHBIN. VIMeNT0Ch NPUTYIIEHNE B OTIIO-
I'YIX 9acTAX )X1MBoTa. Pasmepsl neyenn no Kypnosy
14cmx11cmx10cm. Kpaii medeHy py mamblIaliviy BbI-
CTyHaeT Ha 3 CM M3-II0f] Kpas IIpaBoil pebepHoit fyTH,
IUIOTHBII, 6e36071e3HenHblit. [Ipn maboparoproM 06-
CrIefoBaHUM B 00ILIeM aHaNM3e KPOBU COXPAHAIACDH
tpombonuronenus (42x10°/1), B 6MOXMMUIECKOM
aHajyu3e KPOBU OTMeYanMCh IMIOaAbOYMUHEMUA
(32 r/m), cHM>KeHMe YPOBHA X0MuHacTepassl (2139 E/n),
runep6bunpy6unemus (06mmit Gunupyoun 34,7 Mk-
MOJIB/JT, IPAMOI OMNMNpyouH 17,2 MKMOJIB/I), OBHAKO
YPOBHIU TpeHCaMUHA3 I IeTI0OYHOI PpocdaTassl ObIIN
B IIpefie/laX HOpMBI. JI/14 pellleHusA BOIpoca O Haju-
YUY y HalMeHTKM 60e3Hu Bunbcona-Konopanosa
MCCIeIOBaIUCD Liepy/IoIIa3sMyH KpoBu (18 Mr/mn npu
HopMe 20-60 Mr/m1), Mefb KpoBu (153 MKT//I Ipy HOp-
Me 575-1725 MKr/m). Bbls IOy YeH pe3ynbTaT TeHeTH-
YecKoro aHanusa Ha MyTtanuo H1069Q (c.3207C>A)
reHa ATP7B, koTopblil 0Ka3ancs HOTOXUTETbHBIM.

O6cyxpaeHne

Knaccnaeckoit «Tpuanoit» AMarHoCTUYECKUX IIPU3HA-
kOB 60se3Hu Bunbcona-KoHoBanoBa MHOTME aBTOPBI
CYUTAIOT XKENTYXY, TEMOMTUTUYECKYI0 AHEMUIO, KOMIb-
1o Kaitsepa-®rneitiepa, cpefiyt KOTOPBIX MOC/IE{HEE
onpepenserca B 90% cnydaes [1, 11]. OgHako MHOrO-
4YIC/IEHHbIE «MAaCKU» 6one3Hn Bunbcona-Konosanosa
1 MaJIOCMMIITOMHOE TedeHNe HauyaabHO CTafum 3a60-
JIeBaHNs 3aTPYSHAIOT €€ CBOEBPEMEHHYI0 JUATHOCTH-
Ky. Hepeiko nedeHOYHBIe IIPOsIBIEHNS 3a00/IeBaHIISI
3a/JO/ITO HPeRLUIECTBYIOT [IOBIEHNIO HEBPOIOTUe-
CKOI1 CHMIITOMATHKY, YTO, 6€3yC/IOBHO, CO3/aeT IIPO-
671eMBbI BepuUKAILINHU TeNaTONIeHTUKY/ISIPHOIL fleTe-
HepaLun.

B npuBegeHHOM KIMHUYECKOM HAOIIOeHUN Y T1a-
LIMEHTKY B TeYeHUe HECKONBKIX JIeT MMEINCh MIPH-
3HAKM [MPPO3a MeYeH!, OHAKO ero ITUONOTUS He
6bU1a ycranoseHa. O6cmeoBaHMe 1A MCKIIOYEHNS
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JlynnekcHoe CKaHMpOBaHe BbIABUIO IPU3HAKY TIOP-
TaJIbHOI IUnepTeH3uu. B cBA3K ¢ HamMYMeM HEBPO-
JIOTMYECKOJ CMMITOMATUKM MALMIEHTKE BINO/THEHA
MPT ronoBHOTO MO3Ta, IpU KOTOPOIt OOHAPY>KEeHBI
CTPYKTypHBIE I3MEHEeHM A TOTIOBKY XBOCTATOTO AJpa,
CKOPITYTIBI, TAJTAMYCOB C IBYX CTOPOH, Bapo/neBa MO-
CTa, YMepPeHHO BbIpa’keHHBbIe aTpoduIecKiie U3MeHe-
HIA BellleCTBa TEMEHHBIX IONIEN M YePBA MO3XKedKa.
KoncynprupopaHa ncuxmaTpom, KOTOPBIM BbICTaB-
neH guaruos: Opranndeckoe 3a6oyeBaHe rOI0BHOTO
MO3Ta HEyTOUHEHHOTO reHesa. JIerkme KOrHUTHUBHbIE
Hapyutenus. IIpu ocmorpe odrambMonorom o6Hapy-
>xeHbl Konblla Kajisepa-®neiimepa. YunuToiBad ABHbIE
KJIMHUYECKME TPU3HAKM IeNaTONIeH TUKY /IAPHOIA fleTe-
Hepaluy, HaIM4YMe MPOABIEHNI JEKOMIEHCHPOBAH-
HOTO IIVIPPO3a ITeYeHN OT MPOBEeHNA ee MyHKIMOH-
HOJI OYIOTICUM PeIlIeHO BO3/epPIKaThCsl.

Ha 0cHOBaHNM [IO/Ty Y€ HHBIX IIPY 06 C/Ie[OBAHII JAH-
HBIX, C y4eTOM MaH1decTaly BbIpaXKeHHBIX HEBPOTIO-
TUYeCKMX IPOSABICHMIT 3a60/IeBaHN A, KOHCUTNYMOM
ObI/T BHICTAB/ICH OKOHYATE/IbHBII AMarHo3: OCHOBHOE
3aboneBanue: bonesHp Bunbcona-KonoBanosa, cra-
OUA KIVMHUYECKUX IIPOABIEHUI, LlepebpanbHast
(purnpHO-gpOXKaTeNbHAL) POPMA C IPENMYIECTBEH-
HBIM BOBJIe4eHVEM NTPaBbIX KOHeUHOCTel. [IusapTpus.
Jlerkue KOTHUTUBHbIE HapyieHud. [luppos nedenn
knacc C no Yaiing-ITsio. IlopTanbHasd runeprensus.
BPBII 2 cr. Citenomeranusi. TpoMbouuTonenus.
Acnur. ITeyeHouHasa sHuedamonaTus 1 CTelneHMu.
ComnyrcrByomue 3abonepanus: [lepeHeceHHass HOBasA
KOpOHaBMPYCHas MHEKINA, CpefHe-TshKeTast hopMa
0T HOs16ps1 2020 1. [IByCTOPOHH 151 IIO/IMCerMEeHTapHas
NTHEBMOHM I, PEKOHBAJIECIIEHT. XPOHMYECKUI Kaslb-
KY/Ie3HBII XOMeUCTUT. XpOHMIEeCKNI MaHKPeaTnT.
Ocnoxnenne: CocTosBiIeecs KposoTedenne n3 BPBII
oT oKTA6ps 2020 T.

Jleue6Hble MeponpuATusA Ipu 601e3HN Bunbcona-
Konopanopa HanpaB/eHbl B IEPBYIO OYePeNlb Ha Ipe-
HOTBpallleH)e He0OpaTUMBIX MI3MEHEHMIT B OpraHax
U TKaHAX ITyTeM BO3JeICTBUS Ha BPOXXIEeHHBIE Jle-
dexThI OunmMapHoit cekperyy Meau [6]. B cBsizu c aTum
HanyeHTKe OblIV Ha3HAYeHBI A1eTa, [l-TeHnIIaMuH
1500 MT B JieHb IJIUTENBHO C TUTPaLueit Jo3bl; -6mo-
KaTop; TaKTy/103a; TeNaTOIPOTEKTOP; AUYPETUKI.

6onesnu Bunbcona-KoHoBanoBa, HECMOTPs Ha ee MO-
JIOZOIT BO3pAcT, He HasHayaock. Kpome Toro, y 601b-
HOIT He GBITIO CHYDKeHMsT PepTUNIBHOCTH, C BBICOKOI
4aCcTOTON HabmomanIerocs npyu abgoMMHaIbBHOI
¢dbopme 6one3nn Bunbcona-Konosanosa, 4To Takxe
He Hale/IMBA/IO CIIELMa/TNCTOB Ha IOVCK YKa3aHHOI
naronoruu [4].

[Ipu renaToneHTUKYNAPHOI HereHepanuy Hepef-
KO BO3HMKAET CIIEKTP HEBPOMIOTMIECKUX U TICUXIYe-
CKMX PaCCTPONCTB, KOTOPbIe MOTYT OBITH I€PBHIMU
K/IIMHNYECKUMU TIPOSBIIEHUAMM, TIOABIATHCS OJHO-
BPEMEHHO C MPU3HAKAMM MMOPAKEHU S TIEYeHN MIIN
CIIyCTS HECKOIBKO yleT. Hanboree xapakTepHbIMU
CUMIITOMaMU SIBISIOTCS AU3APTPUSL, TPEMOP, PUTHJ-
HOCTB U aTakcus [6]. PasBurue HeBpONIOrMIecKoi
CUMIITOMATVKY Y Hallell MaleHTKY, II03BO/IMBIIee
YTOYHUTD STHOIOTMIO IIOPAXKEHN A IIedeH, BO3MOXKHO,



6BI/IO CIIPOBOLMPOBAHO IepeHeCeHHOI MHeK et
COVID-19, npu KoTOpOI1 B IaTOMIOTrMYeCKMIl IpoLecc
BeCbMa YaCTO BOBJIEKAETCA LieHTPa/bHasA HePBHAA CH-
crema [12]. Kpome toro, SARS-CoV-2, mo-Bupnmomy,

3aKknwyeHune
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crnoco6cTBOBa AUCHYHKINY [eYeHN, a TeKapCTBEeH-
HbIe IIpeIaparsl, IpUMeHseMble [JIs TedeHus nHpek-
L[MIOHHOTO IIPOIlecca, MOIIN YCYTYOUTH TAXKECTh ee
MIOpa>keHM s, CIIOCOOCTBYS JeKOMIIEHCALIMU LIMPPO3a.

HpI/I BBIAB/IEHNN Y MOJIObIX NMALIMEHTOB IIPU3HAKOB IIOPA’KEHNA ME€YEHN ITPENCTABIAETCA BaXXHbIM B IIPO-

necce yTOYHEHMA €ro 3TNOMOornm 0653aTeNbHO y4uTbhIBaTb BO3MOXXHOCTD Ha/IM4YNA Yy HUX 6onesnu Bunbcona-

KoHoBanoBa. [lanHoe 3a6o/meBanme HeOOXOAMMO TaKXKe BKIOYATh B AU depeHIaTbHO-MarHoCTUYeCK I

TTOVICK TPV COYETAHU Y HEBPOIOTMYECKOI CMIITOMATVIKY VI ITATOJIOT MY IIeY€H Y ITOCTIe ITepeHeCeHHOI MH(peKun
COVID-19.
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