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BECTHUK MOAOAOTO YYEHOTO, Ne 4, 2015

one3Hbo BunbcoHa — HacneacTBeHHoOe 3a-

OoneBaHue C ayTOCOMHO-PELEeCCUBHbIM

TUMNOM HacsefoBaHUS, BbiI3BaHHOE MyTa-
uuen B ATP7B-reHe Ha 13- xpoMocoOMe U Xa-
paKkTepusyloweecs HapyLIeHHOW OununapHom
aKckpeuuer megu n n36bITOYHLIM €ee HaKomnJe-
HUEeM B OpraHusme, NpemmMyLecTBeHHO B neye-
HU U ronosHom mogzre [1, 3, 11].

ATP7B-reH kogupyet ATd-a3y P-Tuna, koTopas
bYHKUMOHMPYET KaK TPaHCMeMOpPaHHbI TPaHCNOoP-
Tep Meamn B kneTkax. C 0gHOM CTOPOHbI, NEPEHOC-
4yMk obecrneymBaeT IKCKPELMIO Mean C Xenyblo, 1
OTCYTCTBME WU CHUXXEHME €ro KonumyecTsa BeOeT
K YMEHbLUEHHOMY renaToueItoNSpHOMY BbiBEE-
HUIO MeaN B Xenyb, YTO CNOCOOCTBYET ee Hakomnse-
HUIO 1 MOBPEXAEHUNIO NeYeHn. B panbHenwem meap
BbICBOOOXAAETCsl B KPOBOTOK M HakarnjMBaeTcs B
OpYyrux opraHax, Takmx Kak rosioBHOM MO3I, MOYKH,
porosuua. C gpyro CTOPOHbI, TpaHcnopTep obe-
creynBaeT MHKOPNOPMPOBaHME Meau C anouepy-
nonaasmMuMHoM gnst o6pasoBaHms OYHKLMOHAbHO
aKTUBHOrO LepyfoniasMmuHa. YMeHbLUEHHOEe CBS-
3blBaHME MeOM C anouepynoniasmMmHoOM NpuBoauT
K CHVXKEHMIO LLepyIonasmMuHa B KPOBU Yy 60JIbLLINH-
CTBa NaLUMEHTOB BCNEACTBME KOPOTKOro rnepuona
NOJIY>XM3HW ero npealecTseHHuka [1, 5].

B naTtoreHe3e 3abo0sieBaHMS Bedyllylo pPOJib
nrpaeT HapyLeHne 6anaHca Mexay NoCTYMNIEHNEM
M 3KCkpeumen meagun. B To Bpems Kak MHTeCTUHASb-
Hasa abcopbums npu 6one3Hn BunbcoHa He U3MeHe-
Ha, 9KCKpeLns Meau C Xen4ybld 3HA4YUTENIbHO CHU-
XaeTcs, 4TO Bbl3blBaeT ee HaKOoMJeHne B opraHax u
cucTemMax B OnpefesieHHoW nocnenoBaTeslbHOCTU.
lMocne poxaeHns Medb NMepBoHavyalbHO HayYMHaET
HakannmeaTbCA B neyveHu. [locne Toro, Kak neyeHb
HaCbILLAETCSA Meiblo, OHA aKKyMYJIMPYETCS B APYrnX
opraHax v cuctemMax, npexae BCero B LLeHTPasibHOW
HEPBHOM cucteme. Y 4acTu naunmeHToB rnpesanvpy-
€T HeraTMBHOE BNUSIHME MEeOM Ha CUCTEMY KPOBET-
BOpPEHMWS C GOPMUPOBAHMEM Pa3INYHbBIX FeMaTos10-
rMYeCKUX CUHOPOMOB [4].

lMopaxeHne nevyeHn npu 6GonesHu BunbcoHa
npoTeKaeT B BUAE OCTPOro UN XPOHUYECKOro rena-
TUTa, UMPPO3a NeYeHn 1 OCTPOM NeYeHOUYHOM Heao-
CTaTto4HOCTU (PyNbMUHAHTHON). B paHHeM oeTCckom
BO3pacTe Hanbonee xapakTepPHO pas3BUTUE OCTPOro
renatuTa, Torga Kak y nogpocTkOB M MOMOAbIX na-
LMEHTOB Ne4YeHOo4YHas naTosnorms HA4YNHAETCH C Npo-
SABJIEHNI XPOHMYECKOro renatmra nnn umpposa ne-
yeHn [1, 2, 9].

HapyLeHnsa co CTOPOHbI HEPBHOW CUCTEMbI Ma-
HNGECTMPYIOT CMEKTPOM HEBPOSOrm4yeckmx, mMo-
BEEHYECKNX WU MCUXMATPUYECKUX HapPYLUEHWUMN,
KOTOpPbIE MOTYT ObITb MEPBbLIMU NMPOSIBIEHNSIMUA, BO3-
HUKAOWMMN OOHOBPEMEHHO C NEYEHOYHbIMU CUM-
NTOMamu NN HECKONbKUMN rogamMum nod3xe. Heespo-
nornyeckast popma 605e3HM 06bIYHO pa3BMBaETCA
Nno3xe, 4eM NnevYeHo4YHasi, NPeNMyLLECTBEHHO BO BTO-
pPOM-TpeTben aekanax Xn3Hm, HO MOXET MOSBAATLCA
n B getctee. OCHOBHbIE HEBPOJIOrM4eCKMe NPosiBie-
HUS BKJIIOYAIOT OU3apTpPUio, OUCTOHUIO, HAapyLUeHue
NOXO4KWN, TPEMOP, NAPKNHCOHMN3M, XOPEK Unu ate-
TO3 U anunenTuyeckue npunaaku [2, 6, 9, 10].

BoBneuyeHne opraHa 3peHus xapakTepusyeTcs
nosieneHvem konbua Karsepa-®dneiiwepa, Kotopoe
0oBHapyXuBaloT y abconoTHOro 60MbLLIMHCTBA Na-
LIMEeHTOB C HeBpoJsiornyeckon dopmoit ny 30-62 %
©0/bHbIX — C MEYEHOYHOW CUMNTOMATUKON, a TakxXe
MoACOJIHEYHOW KaTapakTbl, KOTOpasa BCTpeYyaeTcs B
17 % cnyyaes [2, 7, 9].

Kpome Toro, npu 6one3Hn BunbcoHa BcTpeya-
IOTCS MOPaXEHWE MOYEeK, OMOPHO-ABUIraATENBHOIrO
annapata, CepagyHO-COCYyaNCTON U SHAOKPUHHOMN
cucTeM, KOXHbIe nposenenus [2, 9, 12].

[na NOCTaHOBKM AMarHo3a WUCMOJb3YIOT BbISIB-
neHne koneu, Kanzepa-®neiwepa, onpeneneHne
YPOBHS LEPYIOnIasMnHa B KPOBU, CYTOYHOM 3KC-
Kpeunr Meam ¢ MO4YON, COAEPXaHUS HE CBA3AHHOMN
C uepynonnasMmHOM CbIBOPOTOYHOM MeOU, OLEHKY
BKJIIOYEHUSA N30TONa Mean B LEepyioniasMunH, rnpo-
BeaeHne OMoncum nevyeHn, reHeTM4eckKoro ncecne-
[0BaHNS (CEKBEHMPOBAHUSA MATONIOMMYECKOro reHa
ATP7B) [1].

Pa3paboTaHa anarHoctuyeckas Likana, Bkioya-
loLLas BbllLeykasaHHble nokasaTenu n obnagaroLwias
X0opoLlen ANarHoCTUYECKOM TOYHOCTBIO. [pn Hann-
4yum 2 6annoB U MeHee auarHo3 6one3Hn Bunbco-
Ha MasloBeposTeH, Npu Hann4Mmn 3 6anoB AMarHo3
BO3MOXEH, HO TpebyeTcsa nanbHenllee yrnybneH-
Hoe obcnepoBaHue, KomOuHaumsa 4 n 6onee Gan-
JIOB 4BNSETCA CBUAETENbCTBOM YCTAHOBJIEHHOMO
amnarHosa. YyBCTBUTENbHOCTb, CNeundUYHOCTb, Mo-
JNIOXNTENbHas N oTpuuaTesibHasi NPOrHOCTMYecKas
LLleHHOCTb WwKanbl coctaBnsaoT 94 %, 94 %, 91 % un
97 % cooTBeTCTBEHHO [8].

Llenb neyeHns — nukBnagauus CUMATOMOB (Mpw
MX Hanu4ium) n npodurnakTuka yxyaweHus nam npo-
rpeccupoBaHus 3aboneBaHusi. B ocHoBe neuve-
HMA 3aboneBaHus nexaT aueTta, HanpaBieHHasa Ha
yMeHbLUEeHME NOCTYMNIEHNS Mean B OPraHn3m NyTem
MCKIOYEHMSA NPOAYKTOB C BbICOKMM COAEPXaHMEM
Mean (MONOYHO-pacTUTENbHAa gueta) M nekap-
CTBEHHasa Tepanuda. MegukameHTo3Has Tepanus
(xenatopbl OOLLEr0 AENCTBUS, UHOYKTOPbLI MeTanno-
TUOHEWNHA) MPOBOANTCS HA NPOTAXEHNN BCEN XU3HN
C MOMEHTa YCTaHOBNEHNSA ANarHo3a Uamn BbiiB/IEHNS
rOMO3UIrOTHOIrO HOCUTESIbCTBA AePEKTHOro rexHa [1,
2,9,12].

MpuBoaMM cOBCTBEHHOE KNMHW4Yeckoe Habnio-
neHue.

BonbHas ., 25 net, noctynuna B ractposHTEPO-
JIOrM4ECKOe OTAEIEHNE KPaeBOW KJIMHUYECKOW 60JIb-
Huubl . CtaBponons B wone 2008 roaa c xanobamm
Ha 4yBCTBO TSXKECTU B rPaBOM 1 JIEBOM 1oapebepbsix
YMEPEeHHO! MHTEHCUBHOCTU, YCUIBAaIoLLeecsl npu ¢u-
3UYECKOU Harpyske, nepuoandyecku rosiBASIOLLYOCS
XKENTYLLHOCTb KOXHbIX TOKPOBOB, B34YTHNE XNBOTA, 00-
Lyto ¢1abocTb, yTOM/IIEMOCTb.

Cuuntaet cebs 6osbHOV ¢ peBpans 2007 roaa, Kor-
Za rnocJsie nepeHeceHHor KULWe4YHou nHpekun cranaa
b6ecriokouTb 06Las cnabocTb, YyBCTBO ANCKOM@opTa
B n1eBoM rnogpebepbe. Mpu obcnengoBaHny no Mecty
XuUTenbCTBa Oblia BbisIB/IEHA CI1/IEHOMEraJsiusi, TooM0O0-
unToneHus, nevikorneHus, aHemusi. B mapte 2007 roga
C Moao3peHneM Ha naTos0rni CUCTEMbI KPOBY Obina
HarpaBJ/ieHa B KpaeBOW OHKOJIOrMYEeCKUI AucrnaHcep,
rae obHapyXwuBaanCb renartocriieHoMeranvs, auvia-
Tauusi BODOTHOW U CEe/1e3€HOYHOV BEH, TPOMOOUUTO-
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nenns (62-83x10%/n), neiikonenms (1,7-2,3x10%/n),
ypOBeHb remorsiobuHa konebascsi ot 104 no 124 r/n.
BbinonHeHa ctepHasibHasi nyHKUus, rno AaHHbIM Mue-
JlorpamMmMbl ONpPenesssics HOPMOONACTHbIA Turl KpPo-
BETBOPEHUSI, CYXEeHWe HeunTpodUIbHOro pPocTka,
JIMM@POLNTO3, PACLUNPEHNE IPUTPOUAHOIO POCTKA 3a
cyeT remMorsio6MHCO3PeBalOLLUNX KIETOK, rurnepriasusi
mMerakapuounuTapHoOro poctka C rpucyTcTBUEM 3pe-
JbIX MerakapuoumToB 6e3 OTLIHYPOBK/ TPOMOOLMTOB.
lMaTtonorus cuctembl KPOBY Oblaa UCKIIOYEHA, 1 yCTa-
HOBJIEH NPeaBapUTEsIbHbIN ANAarHo3 LUMppo3a rnev4eHun
HeyTOLIHeHHOVI 3TnoJIornun.

U3 aHaMHe3a XW3HW: anKkoronem He 3/710ynotpebs-
€T, reMoTpaHcy3uii He ObII0, MPUEM HapPKOTUYECKUX
CpeaCTB OTPULIAET, CeMeriHbIli aHaMHe3 6e3 0COO6EHHO-
cTed.

lMpy 06bEKTMBHOM OCMOTpE: 0bLyee COCTosiHue
60/1bHOVI  YIOBJIETBOPUTE/IBHOE. ACTEHUHYEeCKOro Te-
710C/10KeHus1. KoXHble MOKPOBbI BIaXHbIE, PO30BbIE,
Ha rpyav TeneaHrnaktaduu. Ckaepbli CyOuKTepUYHbIe.
lNepugpepunyeckme numepoyssnsl He nanbnupytorcs. le-
pugepuyecknx oTekoB HeT. [pynHas kneTka 00Obl4HOM
GOopmMbI, P NEpPKyCCcumn J1Iero4HON 3ByK, ayCKyIbTaTuB-
HO Haf nerkumMu abixaHme Be3viKynsipHoe. ToHbl cepaLa
SICHbIE, PUTMUYHbIE, MysibC 88 B 1 MUHYTY, y4OBIETBO-
puTesIbHBIX CBOVCTB, putMmmnyeH. AL 120/80 mm pT. CT.
2KuBOT 06bI4HO POPMBI, YYBCTBUTE IbHBIV MPY Nasibna-
Lmu B npaBoM v J1IeBOM noapebepbsix. Pasameps nedeHn
o KypnoBy: 13x11x8 cm. [NleyeHb na0THOS1aCTUHECKOM
KoHcucTeHumn, 6e300/1e3HEeHHas, M1aakasi, BbICTyna-
et u3-rnoa pebepHo ayrv Ha 1,5 cM, Kpaii 3a0CTPEH.
lManbnupyetcs nioTHas cesne3eHka C 3a0CTPEHHbIM
Kpaem, oHa 3aHUMAaEeT JIEBYIO 0JI0BUHY OPIOLLIHOM M0-
noctu. Puanoniornyeckue oTrpasIeHUS B HOPME.

B o6uem aHanmse kposu: ap. 4,01x10"%/n; He 105
r/n; MCV 80,0 ¢pn; MCH 26,2 nir; Tpom6. 38X109/}'I,' .
2,5x709//7; 3.3 %; n. 4%, c. 63 %; nume. 26 %; MOH. 7
%, CO3 20 mm/4. B obLuem aHanm3e Moun 6e3 narosio-
rMYeCcKNX USMEHEHWN.

Buoxumuyeckme wuccnenoBaHusa. OOwmii  6es10k
71 r/n, anbbymuHbi 45 r/n. Mo4yesuHa 4,9 Mmosb/n, kpe-
atvHUH 78 MKMOJIb/N. Bunnpy6buH: 06Lymii 33 MKMOJIb/N,
KoHbrormpoBaHHbiti 10,6 mkmonb/n. AcAT 15 ea/n, AnAT
30 en/n, y-rmotamuntpadcnentuaasa 33 en/n, Lwenoy-
Has ¢ocgaraza 82 en/n. NpPOTPOMOMHOBBLIN WHOEKC
81 %, npoTpombuHoBoe Bpems 16 cek, AHTB 37 cek, ¢pu-
6puHoreH 2,22 r/n. [oko3a kposu 4,91 MMOJIb/J1, MOYe-
BUHa 3,4 MMOJIb/11, KDEATUHWUH 74 MKMOJIb/J1, XONeCTepuH
3,32 mmonb/n, Tpurnuuepuasl 1,42 MMosb/n, Mo4eBasi
kucnota 118 mkmons/n, xene3o 20,8 MKMOJb/N, MeAb
16 mkmosb/n. a-peronporenH 5,33 ME/mn.

Mapkepsbl BUpYyCHbix renatutoB B u C He obHapyxe-
Hbl. [poba Kymbca oTpuyaresbHas.

Y3U opra+os 6prorHovi nonoctu. [MpaBasi 4oss neye-
Hu1 152 mm, neBasi 407151 88 MM, 3XOreHHOCTb MOBbILLIEHA,
TKaHb AN Py3HO HeoaHOpoAHas!, 3BYKONPOBOANMOCTb
MOHWXEeHa, BHYTPUINEYEHOYHbIE MPOTOKU HEe pacLuvpe-
Hbl. BopoTHasi BeHa 15 MM, cene3eHo4Has BeHa 13 M,
xonenox 6 Mm. Pasmepsbl xenyHoro ry3bipsi 84x35 mm,
CTEHKW YTO/LLEHbI 40 5-8 MM, NOBbILLEHHON 9XOCTPYKTY-
Pbl, KOHKPEMEHTbI He onpeaenstoTcs. omxenynodyHas
xenesza 6e3 ocobeHHocTel. Cene3eHka pasmepamu
210x87 MM, B BOPOTax Ce/1e3€HKN 1 B OKOSI0NaHKpeaTu-
4ecKow kietyaTke obHapyxeHbl kosnartepanv. CBobos-
HOW XnAKOCTY B GPIOLLHOW MOJIOCTY HE BbiSIBIIEHO.

Mo paHHbIM peHTreHorpaguu opraHoB rpPyaHOM
r10J10CTU 1 Xesyaka naTtoa0ruy co CTOPOHbI JIEerkux v
cepAaua He OTMEeYeHO, OrnpeaesisioChk BapuKo3HOE pac-
LUMPpEeHVe BEH B HUXHe TpeTtu nuiesoaa. 3I]C: Bapu-
KO3HOe pacLumpeHne BeH nuiesosaa 3-4 creneHn. SKI
6e3 narosioruu.

OkynucToMm oBHapyxeHbl 1o nepupepun poroBuLibl
10 BCeVi OKPYXHOCTY OTJ/IOXKEHUS] MUrMEHTa KOpUYHe-
Boro upeTa (kosnbua Kavizepa-®dneviwepa). MNpoBeneHa

KOHCY/IbTaumsi HeBPOJIora, HeBPOOrn4eCcKmX rnposisie-
Huvi 6051€3HM BUibCOHa HE BbISIB/IEHO.

UccneposaHne Ha uepysioniasmMuH KPOBU U CO-
JAepxaHue «CcBObOOAHOM» Mean He Obla0 BbIMOJTHEHO
o TEXHNYECKUM ripu4dnHam. [1poBeaeHo n3y4yeHme cy-
TOYHOW SKCKpeLunn Meam ¢ MO4oH, KoTopasi coctaBuiia
490 mKr/cyT (3Ha4YNTE/IbHOE MPEBbILLIEHNE HOPMbI).

1o gaHHbIM AMarHOCTUYECKON LWKasbl 'y GOJIbHOM
nmesnock ABa npusHaka 3abosesaHus (KosbLa Karizepa-
bneviiepa n yBenndeHHasr IKCKpeLmns Meamy ¢ MO40ui),
B CyMMe faaBaBLuvie B cyMme 4 b6asna ro Jlevinunurckor
,HI/IaFHOCTVI'-IeCKOIZ LiKkasne, 4HTo siB1nJjiocb CBNOETE/IbCTBOM
yCTaHOBJIEHHOIO AMarHo3a.

3akmounTenbHbIA KIMHUYECKU AnarHo3: Luppo3
rneyYyeHu B ncxoge 601e3Hu BuibCoOHa C MUHUMAaIbHOM
CTerneHbio BMOXUMNYECKOV aKTUBHOCTU U CYyOKOMITEH-
CUPOBaHHOW rnopTasbHOV runepteH3ven. Knacc A no
Yavina-lbio (5 6annoB). OCi0XHEHMsI OCHOBHOIo 3a60-
neBaHus: Bapnko3Hoe pacluvpeHve BeH nuuiesona 3-4
crenexn. [nepcrneHn3m (TpoMOoUNTONEeHUs, 1eliko-
nexHus, aHemus). Kymb6c-HeratuBHasi reMosmTudeckasl
aHemusi? ConyTtcTByrouiee 3abosieBaHne: XPOHNYEeCKNI
6eckaMeHHbIV XONeLUNCTUT.

Bb110 Ha3HavyeHo neyveHve D-neHvunnnamvmHoM B
HayanbHou no3e 250 Mr B cyTku, KoTopas Oblaa yBeu-
yeHa go 500 mr, a 3atem g0 750-1000 mr B cyTku. [Jo-
6aBJieHbl aHarnpuInH Y OMernpasost B CBSI3U C HAJIMYNEM
BapuKO3HOIro pacLumpeHus BeH nuujesoga. Ha ¢oHe
Tepanuy D-neHuumnnamMmHOM OTMEYEHO YBEJIMYEHNE
rnokasaaresnevi remornobmuHa go 139 r/n, nevikoumToB
a0 3, 3x109/n, TPOMOOLMTOB A0 72x109/n, CHUXeHue
ypoBHevi obLyero 6unpybvHa 4o 21,6 MKMOJIb/J.

lMpy anHamu4eckoM HabIOAEHUN B TEHEHUE Tpex
JIET COXPAaHSINCb HOPMAaJIbHbIE 3HAYEHUS 3PUTPOLM-
TOB 1 reMorsiobuHa, uanpyobuHa n aMmHoTpaHcpepas
B KPOBW, J1IEVIKOMEHUsI 1 TPOMOOLIMTONEHUS] COXPaHsI-
ek 6e3 oTpuuatesibHou auHaMmuku. Yepes Tpu roaa
Tepanuu Ha QoHe npuema noAAEePXNBaIoLUNX [03
D-neHvumnnamuvHa CyTo4YHasi SKCKpeLunss Meauv ¢ MO4You
coctasuna 220 MKr/CyT.

JaHHoe HabnaeHne NHTEPEecHO TeM, 4To 60o-
ne3Hb BunbcoHa B KJIMHMYECKON MpakTuke Bpa-
ya-TepaneBTa BCTpPeYaeTcd [OOCTATO4YHO pPenko.
CnepyeT oTMeTUTb MaHudecTaumio 3aboneBaHus
y 60nbHOM yXe Ha cTaguu chopMMpOBaBLLErOCS
uMppo3a nevyeHn. N3BeCTHO, YTO LMPPO3 NeveHu
npv 6051e3Hu BunbcoHa gnvtensHoe Bpems npoTe-
kaeT 6eCCMMMTOMHO WM ManoCUMIMTOMHO, a ero
KAVMHMYECcKMe MPOsBAeHus, a Takke OuMoxmmuye-
CKMe OTKJIOHEHUSI HE OTIMYAIOTCS OT TaKOBbIX NpPU
LMppPO3€e nevyeHn apyron atnonorun. MNMevyeHouHada
JeKoMneHcauus  nposiBASIETCS  YBENYEHHbIMU
YPOBHAMU OMNMpPyOuHa, CHUXEHHbIMU MokasaTte-
namMm anbOymuHa 1 GakTopoB CBEPTbLIBAHUS, aCLM-
TOM, OTEKAMU, NEYEHOYHON SHUEedanonaTuen.

MmeeTcs MHeHMe, 4TO Yy NAUMEHTOB C BMEPBbIE
BbISIBJIEHHBIM LMPPO30M neveHn 6onesHb BunbcoHa
HeobXoAMMO UCK/TIoYaTb MPU HANNYUK CReayoLmX
MPU3HAKOB: MOJIOAON BO3PACT, HEMpOncuxmieckas
cumnTomaTuka, Kymbc-HeraTuMBHasi remMonutuye-
ckas aHemus, KonbLo Kanzepa-dnenepa, cemen-
HbIli aHaMHe3 no 6onesHu Bunbcona [1, 2, 9].

C opyrori CTOPOHbI, AN JAHHOT O KIIMHUYECKOro CIy-
yas Obl xapakTepeH AebtoT 3abosieBaHNs C reMaToso-
rMYECKMX NPOSIBNEHNIA. BbisBNEHNE LMTONEHMYECKOIO
CUHOpOMA Mnocne nepeHeceHHoOn MHdekumMn Ha GoHe
chfieHoMeranum — CUMNTOMOKOMIMIEKCA, XapakTePHO-
ro Onsi runepcnieHnama, notpeboBano NpoBeneHns
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CTeMbl KpoBU. B anHaMmnke oTmevanacb TeHOEHUUS K
YMEHbLLEHNIO YPOBHS remMorfiobrHa ¢ YepegoBaHneM
CHMXEHHbIX M HOpPManbHbIX NokadaTtenen. B ocHoBe
3TOro PEeHOMEHA, BO3MOXHO, NEXMUT CKPbITO npoTe-
KaoLLMn reMonmns, 00yCoBNEHHbIN TOKCUYECKUM BNN-
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Up-to-date information about Wilson disease
is reported. A clinical case of disease in woman of
25 years of age is described.
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