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BOJIE3Hb BUJIBCOHA — KOHOBAJIOBA.
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bonesnuv Bunvcona - Konosanosa — msoicenoe npozpeccupyiowjee HAc1e0CmE8eHHoe
3abonesanue, nepeoaroujeecss No aAymoCcOMHO-PEYeCCUBHOMY MUny, Npueoosuyee K
HapyUeHuto 9KCKpeyuu MUKpOdJIeMeHma mMeou u e2o u30bimo4HOMY HAKONJIEHUIO 8
NAPEeHXUMAMO3HbIX ~ Opeanax U  2onoeHom  mosee  [1,5].  [ebiomupyem
NPeUMyWecmeeHHo 8 O0emcKOM U MON00OM 803paAcme C NOPANCEeHUs. HEeCKOIbKUX
cucmem 0peamo8, umMo NPUBOOUM K MHO2000pA3UI0 KIUHUYECKUX NPOsGIEeHUl,
3ampyOHAIOUUX NOCMAHOBKY OUACHO3A.

Pacnpocmpanennocmo u 3a601e6aemocme 6onesnvio Bunvcona-Konoeanosa 6 mupe 6
Hacmosawee 6epems Maiousydennvl. Hmeromesa omoenvHblie OauHble JUUL NO
HeKomopwviM cmpanam u pecuoram u cocmasasarom om 1:10 000 oo 1:100 000 meicau
Hacenenus.. Paznoobpasue Kiunuueckux nposeieHul, omcymcmeue OaHHbIX O
pacnpocmpaneHHocmu U 3a601e6aemMocmuy  npueooum K HO30Hel OUAeHOCHIUKE,
Hec80e8peMeHHOU Mmepanuu U COOMEEnCcmeeHHo HebIa2onPUSIMHOMY UCXO0OY.

B cea3u c wem, npedcmasnsem kiunuvweckuil cayuai 6onesnu Bunrbcona — Konosanosa,
KOMOpblli  OeMOHCmpUpyem O1a2onpusmHblll. npo2Ho3 3ab01e6aHusi npu paHHeu
ouazHoCcmuKe U C80e8peMeHHOU mepanuu.

Knrwwueevie cnosa: oOonesnvo  Bunvcona-Konosanosa, eenamonenmurxynsapHas
OdeceHepayusi.

Wilson-Konovalov disease is a severe progressive hereditary disease transmitted in an

autosomal recessive manner, leading to impaired excretion of the microelement copper
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and its excessive accumulation in the parenchymal organs and the brain [1,5]. It
debuts mainly in childhood and young age, with damage to several organ systems,
which leads to various clinical manifestations that make it difficult to make a diagnosis.
The prevalence and incidence of Wilson-Konovalov disease in the world is currently
poorly understood. Separate data are available only for some countries and regions
and range from 1:10,000 to 1:100,000 thousand of the population. Various clinical
manifestations, and lack of data on prevalence and incidence leads to late diagnosis,
untimely therapy and, accordingly, an unfavorable outcome.

In this connection, we present a clinical case of Wilson-Konovalov disease, which
demonstrates a favorable prognosis of the disease with early diagnosis and timely
therapy.

Key words: Wilson-Konovalov disease, hepatolenticular degeneration.

Heab: nponeMOHCTPUPOBATh KIWHUYECKUN cliydail Oone3nu BunbcoHa-
KonoBasioBa i1 MOBBIIEHHS OCBEIOMJICHHOCTHA Bpade€l, paHHEW NUAarHOCTUKU W
CBOEBPEMEHHOM TEpaIIUHU.

3amavu: pacCMOTPETh STUOJIOTUIO U TTaToreHe3 0oJie3Hu Bunbcona-KonoBasoga,
KIIMHUYECKHE (OPMBI, KPUTEPUU TIOCTAHOBKHM JIMAarHO3a U MOHHUTOPUHTA TEParuH.
[TpuBecTr UMErOITMECS AMUIEMUOJIOTMYECKUE TAHHBIE O PACTIPOCTPAHEHHOCTH (pOopM
3a00JIeBaHUS CPEIM TMAIMEHTOB C MOJTBEP>KICHHBIM JUArHO30M, HAOIIOJaeMbIX Ha
0aze «CubupCcKOro MEAUIIMHCKOro IieHTpa» ropoaa bapnayna. IlpoananmsupoBaTh
KJIIMHAYECKU ciydail 6one3nn Bunbcona-KoHoBanoBa ¢ paHHEH JUAarHOCTUKOW H
0JIarONPUSTHBIM UCXOJ0M.

Matepuajbl 1 METOABI HCCACI0BAHUS

[IpoBeneH pPETPOCTIEKTUBHBIN aHAIM3 amMOyJaTOPHBIX KapT TMAalMEHTOB C
niarso3zoM Ooiie3nb Bunbcona — KonoBanopa Ha 0a3e «CHOMPCKOTr0 MEIUITMHCKOTO
neHTpa» ropoaa bapuayna. Takke ObUI MpoaHANIM3UPOBAH KIMHUYECKUN Clydal
6osie3nu Bunibcona — KoHoBasoBa y maiueHTKu 43-X JIeT.

PesyabTarsl
Ha ocHoBanum 0030pa JUTEpaTypHBIX HCTOYHUKOB OBbLT BBISBJICH OOJIBIION

JMaIa3oH pacnpocTpaHeHHOCTH 0oe3Hu Bunscona-KonoBanosa B Mupe - okono 1:10
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000-1:100 000, B cpearem 1:30 000, Bo3pacTaeT B MOMYJISILHUSIX C KPOBHBIM POACTBOM
(Hanumuue yacto AoMuHHUpYromux myrtanuit ATP7B), Bo3pact neGrora - 10-30 ner,
4acTOTa BCTPEUAEMOCTH Y MY>KUMH U >KEHIINH oauHakoBas [1,2,9,10,11,12,13,16,17].

B 2014-2015 rony B Poccuu Obl10 3apeructpupoBaHo Bcero 572-602 cioydaeB
3aboneBanusa, uro cocrtaBmwio 0,39-0,41 ma 100 000 HaceneHHs, TaK)KE OTMEYECHO
BO3pACTaHUE B MOMYJALUSAX C KPOBHBIM POJACTBOM (HAJIUYHE YACTO JOMUHUPYIOIIUX
mytauuii ATP7B) [12,15].

[To pe3ynbTaTam aHann3a aMOyJIaTOPHBIX KapT 5 MallMEHTOB C MOATBEPKACHHBIM
nuarfo3oMm Oone3nu Buiibcona-KoHoBanoBa, COOTHOIIEHHE MYXYUH W KEHIIMH
coctaBmwio 1:1.5, cpenuuii Bo3pacT nanueHtoB 33.8 + 11.95 ner, cpegnuit Bo3pact
nedrora 3aboneBanHusi coctaBun 28.5 + 11.84 mer. BucuepanbHble NpOSBICHUSA
orMmeueHbl y 60% mnanuentoB. [lo popmam 3a0osieBaHusl YCTAaHOBJIEHO CIEAYyIOIIEE
pacnpenenieHue: JApoXkareibHas (opma HaOdoAanach y OJHOrO MalHUeHTa, YTo
coctaBwiio 20% OT BCEX CiIy4aeB, APOKATEIbHO-PUTHIHAS W PAHHAS PUTHUIHO -
apuTMOTUNepKuHeTHYecKas Habmonanuck B 40% ciaydaeB cOOTBETCTBEHHO. J[eOroT
paHHEH pUTUIHO — APUTMOTHUIIEPKUHETHYECKOW (opmbl coctaBui 18,5 er,
XapakTepu3oBayics Oojiee TsDKENIBIM TEYEHHEM M JIETaJbHBIM HMCXOJOM B O0OHMX
ciaydyasx. llomyyeHHble pe3ynbTaThl COMVIACYIOTCA C JAHHBIMU JIMTEPATYPBI
[3,4,5,9,16].

B npencraBieHHOM KJIMHMYECKOM Cilydae TaluMeHTku 43-x Jer Oblia
yCTaHOBJIEHA LepeOpanbHas (opma, JpoxKaTeNbHbIA BapuaHT Oosie3Hu Buiabcona-
KoHoBanoBa, KOTOpBI XapaKTepU30BaJICS TPEMOPOM TMOKOS U MOCTYypPaJIbHBIM
OTCYTCTBUEM AKHMHETUKO-PUTHUIHOTO CUHAPOMA W BUCLEPAIbHBIX MPOSBICHUN. Y
NAlMEHTKH OTMEYAJIOCh CHM)KEHHE YPOBHS LIEpYJIOIJIa3MHHA CHIBOPOTKH KPOBH U
MOBBIIIEHUE CYTOYHOM S3KCKPELUHMH MEIU C MOYOM, YTO SIBIISIETCS XapaKTEPHBIMU
7a00paTOPHBIMU  KPUTEPUAMH IS JAUArHOCTUKH 3a0oneBaHuss. OOHAKO TIpH
0 TaTbMOJIOTUYECKOM OCMOTPE U PE3yJIbTaTaM MarHUTHO-PE30HAHCHOM ToMOorpaduu
XapaKTEPHBIX pu3HaKoB Oosie3Hu Bunbcona-KonoBanosa He BeisiBIeHO. [1o qaHHBIM
MOJIEKYJIIPHO-TEHETUYECKOT0 uccaeaoBanus Oblia BelsiBiaeHa myTanus p.His1069GIn
B reae ATP7B, uto moareBepknaet nuarno3 6omne3nu Bunscona-Konosanoa. Uepes 3
Mecslla OT TOSBJICHUS TEPBBIX Kalo0 MarMeHTKe Oblla Ha3HA4YeHa CTaHJapTHas

TCpaliys: AU€Ta CO CHMXXCHHUEM COACPKAHMUA MCAW B IMHIIC, XCIaTHasA TCpalivsi D-
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MEHUIWIJIAMUHOM C MOCTENEHHBIM YBEJIUUYEHUEM J03bl, PEenapaThl [[MHKA, BATAMUH
Bs. Ha ¢done mpoBomumoi Tepamuy OTMEYanach MOJIOKHUTEIbHAS KIMHAYECKAS
(YMEHbBIIEHHE BBIPAYKEHHOCTH HEBPOJOTUYECKOW CHUMITOMATHKU) U J1abopaTopHas
(CHMKEHHE YPOBHS MEIU B CBHIBOPOTKE, MOBBIIMICHHWE YPOBHS JKCKPEIUH MEIH C
MOYO) TMHAMUKA.
BriBOaLI:

bone3ns Bunbcona — KoHoBasioBa oTHOCHUTCS K Oop(daHHBIM 3a00JICBaHUSIM C
ne0I0TOM B MOJIOJJIOM BO3pacTe, C BBIPAKEHHBIM KIMHUYECKUM TMOJTUMOPPHU3MOM,
HEYKJIOHHBIM MPOTrPEeCCUPOBAHUEM, MPUBOIAIINM K MHBAIUIN3AIMU NAIUEHTOB U UX
JIETAJIbHOMY HCXOAY IPU OTCYTCTBUM Tepanuu. [IpuBeneHHBIN KIMHUYECKUN CITydan
MNOAYCPKUBACT, YTO OTPULATCIIBHBIC PC3YJIbTAaTbl HCKOTOPBIX AWMATrHOCTUYCCKUX
KputepueB (0TCyTcTBUE Kosblla Kaiizepa - ®eiliepa u cnienuduaecKux U3MEHEHUI
Ha MPT rosioBHOro mo3ra, XxapakTepHbIX JJIsl JAHHOTO 3a00JI€BaHMs ), HE UCKIIOYAIOT
oone3ns Buibcona-KonoBanmoBa. PanHss quarHocTuka 3a0ojieBaHUS M Ha3HAYCHUE
TEepanuu IMO03BOoJWIa M30€kKaTh BUCUEPATBbHBIX HPOSBICHUA M MPOTrPECCUPOBAHUS
HEBPOJOTUYECKOTO Ae(UIINTA, UTO TTO3BOJIUIIO YIAYUIIUTh OTIAJICHHBINA MPOTHO3.
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