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AunddepeHumanbLHO-ANArHOCTUYECKUE
Kputepumn 6onesHmn BunocoHa — KoHosanosa

Ha ocroBaHmy faHHbx 0030pa Hay4HO! MEeULIAHCKOV MATEePaTypbl 1 pe3ynkTatoB COOCTBEHHOIO NCCAGACBaHUSA C y4a-
crvem 82 nauneHToB ¢ boneaHsio BunscoHa — KoHoBanosa npoaeMoHCTPUPOBAHO, HTO B HACTOSILLSE BPEMS! COXPaHSI-
10TCA TPYAHOCTY paHHelt auarHocTvky Gone3nu BunscoHa — Konosanosa. [po6nema obyc08/18Ha BbIDaXeHHbLIM K-
HUHECKHUM MONTMMOPOU3MOM Y HEAOCTATOYHON HACTOPOXEHHOCTLIO NPAKTUYECKUX BPpaqeii B OTHOLLEHUM BhISBJIeHHUS
JaHHoro 3abonesanus. B HacTosuee Bpems 00LLenpu3HaHHbIM CTaHAaPTOM AuarHocTukm 6onesHu BunscoHa — KoHo-
BanoBa ABNAETCA Hanmuue koney Kaisepa — @neifuiepa B AecUeMeToBoH MeMOpaHe poroBovi 060/104YKU ri1a3a, CHKe-
Hue YpOoBHS LepynonnaamiiHa B rinaame kposu <0,200r/n (B Hopme — 0,2-0,6 r/n), CHXXEHME COLepXaHus Menu
Brinaame kpoen < 12,6 Mxmonb/n(8 HopmMe 12,6—24,4 MKMOJIb/T), NOBLILLEHNE SKCKDELMI Meaum ¢ Mo4ou >60— 100 mkr/cyT
(B8 Hopme <60 MKr/CyT). B COMHUTENbHBIX Cy4Yasax nokasaHs! O1oncus nedeqHn (Hamane 8 6uonrare megn >100 Mr/r
CYXOM Maccsl), MONEKYNSPHO-reHETUHECKOE UCCIER0BAHNE, MAarHUTHO-PE30HAHCHAA TOMOIrpagus roaoBHOro Mo3ra
M yNbTPa3ByKOBOE UCC/IEA0BaHNE OpraHoB 6pPiOLLHONA nonoctu. OOHAK0o, HECMOTPS Ha BLICOKYIO CneLuguyHOCTs rnoka-
3aresied o6LUenpU3HaHHoro CTaHaapTa, H OfHA U3 BLILIENEPEYUCTTEHHLIX METOAMK HE MOXET UMETL CaMOCTOSTENLHO-
ro AnarHoCTUHECKOr0 3HaqyeHns. YCTaHoBAeH e JOCTOBEPHOMD AMarH03a 06ecneyBaeTca COBOKYITHOGCTBIO Pa3ni4HbIX
KIuHU4Yecknx, GUOXUMUHECKNX U FeHeTUYECKUX TECTOB.

Kniouessie cnosa: 6one3Hs BunscoHa — KoHOBanoBa, AMarHocTuyieckue KDUTEDWK, LLepynonnasMnH, obMeH Meau, Konbua

Kaiisepa — @neiwepa.

Beepenue

BoneaHs BunscoHa — KoHoBanosa,
wunv renarouepebpanbHas AMCTPOPUA, — Ha-
clleiCTBEHHOE ayTOCOMHO-peLecCMBHOS
3aboneBaHue, AJ1A1 KOTOPOro XapakTepHo
M30bLITOYHOE HaKoMeHUe B OpraHn3ame Mepu
C COOTBETCTBYIOLLUMWU TOKCUHECKUMU 3-
¢ekTamu. boneaHb conpoBoXaaeTcs coye-
TaHHLIM MOPaXeHWEM BHYTPEHHUX OPraHoB
W CTPYKTYP FOJIOBHOIO MO3ra.

BoneaHb Bunscona — KoHosanosa — oT1-
HOCUTENBHO PEAKOE XPOHMHECKOE 3abonesa-
HUe, C 0QMHAKOBOW YaCTOTOW BCTpeUaloLLeecs
BO BCEX CTpaHax Mupa. B cpegHem yactoTa
rOMO3UroTHOro HOCUTENLCTRA reHa ATP7B
cocTaensieT 1 cny4aii Ha 200 Teic. HaceneHus
(Sternlieb 1., 2000; 3ansnosa 3.A., boraa-
HoB 3.W., 2002). Mo aaHHbIM ApYTUX aBTOPOB,
4acToTa rOMO3UrOTHOrO HOCUTENLCTBA 3Ha-
YUTENbHO Bbille M gocTuraeT 1 cnyyas
Ha 30 ThiC. HaceneHus. PacnpocTpaHeHHOCTb
reTepo3nroTHOr0 HOCUTENLCTBA NPU 3TOM
Ha HECKOJILKO MOPSAKOB BhILLE U COCTaBNIAET
1 cnyyaii Ha 200 xuteneit. O6L1EN3BECTHLIM
ABNAETCA TO, 4TO 3aboneBaHne BCTpeuaeTcs
3HAYUTENBHO YaLLEe, YEM ero AMarHoCTUPYIOT
(Owen C.A. Jr, Ludwig J.,1982; Cyxapesal'.B.,
2005).

BonesHb BunbcoHa — KoHosanosa oby-
CrnoBnieHa MyTaumsiMu B reHe ATP7B, nokanu-
30BaHHOM Ha [UTMHHOM rieye 13-i1 xpoMoco-
Mbl. B HacTosLee BpeMs uaBecTtHo 6onee
350 pa3nuuHbix MyTaumid reHa ATP7B, u3 Hux
Haubonee pacnpocTpaHeHHOoN B eBpONeickux
nonynsaumusix u B Poccum siBNsieTCA MUCCEHC-
MyTauus (ToueuHaa mytaums) His 1069 Gin
(Kapynac A.C.1998; MnnapuowkuH C.H. nco-
aBrT., 2002).

MyTauun cnocobcTBYIOT AUCHYHKLMK
MEOb-TPAHCTIOPTUPYIOLLIEN aaeHO3UHTpUdOC-

darasbl (ATPa3bl). Bcnepctsue aToro Hapy-
LLIAETCH BHYTPUKIIETOUYHBIA TPaHCMOPT Meau
B renaTtoumTax, BbiBeAEHME U3NIULLKOB Meau
C Xenybio, a TaKoke BKIIDYEHWUE MEOVN B MONe-
Kyny uepynonnaamuna (LiM). HapyweHune
obmeHa Meau CrocobCTBYET pa3BUTUIO FUMNO-
LepynonnasmuHeMum, MoBLILLIEHUIO KOHLIEH-
Tpaumu cBo6OAHOW, He cBA3aHHOM ¢ LiM,
TOKCU4ECKO Meay B Nnia3me KpOBU, HakorJie-
HUIO e B Pa3/IM4HbIX TKAHSX M OpraHax — npe-
X[e BCEro B NeYeHu, CTPYKTypax rosioBHOro
MO3ra, no4kax u porosuue rnaaa (MeaHosa-
CmoneHckan M.A., 2006; Roberts E.A. et al.,
2008).

BoneaHb BunbcoHa — KoHoBanosa —
0AHO U3 HEMHOTUX reHeTUYecku obycnoBeH-
HbIX HelpozereHepaTMBHbLIX 3a6oneBaHuii,
KOTOpoe nogaaeTcs nedeHuio. boneaHs xa-
paKkTepU3yeTCs BbIPAXKEHHLIM KIMHUHECKUM
NofMMOPdOU3MOM B OTHOLLIEHWM KAK HEBPOJTO-
rMYECKMX, TaK U COMAaTUHECKUX NMPOABIIEHNIA.

YKka3aHHbIA KIIMHUYECKWI MOMMOPOU3M
3Ha4YUTENIbHO 3aTPYOHSAET CBOEBPEMEHHOE
yCTaHOBNEHME guarHo3a, BMECTe C TeM
MMEHHO PaHHAS AUarHoCTUKa npeponpene-
naeT apOEeKTMBHOCTL MPOBOAMMONA TEPANUK.

HecMoTps Ha TO 4TO 3aboneBaHue ABns-
€TCH HacnefCTBeHHO 0OYCNOB/IEHHbIM, Ana-
rHO3 YCTaHaB/MBAaIOT NPenMyLLIeCTBEHHO 6e3
MCMONb30BaHUA AaHHLIX FEHETU4ECKOro UC-
CNnepoBaHus, @ Ha OCHOBaHWU JIULLb PE3ylib-
TaToB KJIMHUKO-NabopaTopHbLIX MCCnesoBa-
HWiA. Takasa cuTyaums CoXxunacb BCreacTBue
BbICOKOA CTOMMOCTWU MEHETUYECKOW anarHo-
CTUKKN U TEXHUHECKMX CNTIOXHOCTEN ee npoBse-
neHust u3-3a 6onbLWoro konuyectsa (>350)
MyTaumii reHa ATP7B.

JuarHoctvka 3abonesanusi 6a3upyeTcs
Ha pesynbTaTtax paaa KIMHUHECKUX M BMoXMMK-
YECKMXUCCNeaoBaHnin. Kaxkooe anarHocTmye-

CKO€ UCCIEA0BAHME MEET CBOV OrPaHMYEHMUS,
M TONBKO KOMOUHALMSA KITMHUYECKUX, BUOXMMU-
4eCcKMX U reHeTn4ecknx TecToB obecneunsaer
GYHKUMOHANBHDIA U HAAEXHbIA MHCTPYMEHT
1 AMArHOCTMKU AI@HHOM NaTosIoriu ¢ Bbipa-
EHHbIM KJTMHUYECKMM MONMMOPGU3MOM.

B HacTosiLLee Bpems 06LLenpraHaHHbIM
CTaHJapTOM YCTAHOB/NEHWs aimarHo3a 6onea-
HKU BunbcoHa — KoHoBanoBa sBnseTcs Ha-
nuuue koneu, Kaiiaepa — dneiiiepa, cHuxe-
Hue yposHs LIMN B nnaame kposu <0,200 r/n
(B HopMme — 0,2-0,6 r/n), cHUXeHne coaep-
XaHus Mev B nia3me KpoBu < 12,6 MkMonb/n
(B HOpMe 12,6—24,4 MKMONb/N), yBENUYEHUE
aKckpeummn Megu ¢ mouon >60-100 mkr/cyT
(B HopMe <60 Mkr/cyT). B cOMHUTENbHBIX
cnyyasx nokasaHa 6uoncus nedeHn (Hanmume
B 6uonTarte meam >100 MKr/r cyxoii Macchl).

YpoBeHb My B N1a3Me KPOBU NALMEHTOB
¢ 6oneaHbio BunscoHa — KoHoBanoBa Bapeu-
pyeT OT FMNOKYNpPeMUM A0 MMMNEPKYNPEMUN.
JononHuTensHLIMU METOAAMU ANArHOCTUKK
ABNSIOTCA FTEHETUYECKME UCCNEN0BaHN, HEH-
POBM3yanu3aunoHHbIE METOAbI (MarHATTHO-
pesoHaHcHas ToMorpagua — MPT, MarHuTHO-
pe3soHaHcHas cnektpockonua —MPC), onpe-
[OeneHue ypoBHS MOYEBOI KUCIIOTHI B MnasMe
kpoeu (Baraesa M.3. u coagrt., 2004; Poau-
Ha T.M., 2005; CyxapeBa I.B., 2005;
Roberts E.A. et al., 2008).

HecMoTps Ha BbICOKYIO CNeLU@UYHOCTL
rokasaTenieil CTaHAAPTHLIX TECTOB, HY OAMH
M3 HUX HE MOXET UMETb CBMOCTOSTENIbHOTO
[OMarHOCTUYECKOrO 3HAYEHHUS.

OpHOi1 13 BeayLLei COCTaBNAoLWEen oma-
rHOCTUKM 3abonesaHus aenseTcs 6enok LiM,
CUHTE3UPYEMBIIA B IE4YEHU, AeDULIUT KOTOPO-
ro NaTOrHOMOHUYEH ANsi AaHHor 0 3abonesa-
HuA. Mockonbky dyHkuuu LN B opraHname
MHororpanHbl (LM aBnseTtca B TOM uncne
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peaKkTaHTOM OCTPOM ¢aabl pas3siMyHbIX BOC-
nanuTesbHbIX NPOLIECCOB), €ro YpOBEHb MO-
XET MEHSITECA HE TO/bKO BCNEACTBUE reHe-
TU4eckun 06yCcnoBieHHOro HapyLueHusi obMe-
Ha Meau, HO M Pa3/INyHbIX BOCNAUTENbHbIX,
TOKCUYECKUX, HEOMNIaCTUYECKMX U APYrux
naToNoOrM4eCcKux NPOLIECCOB.

MHOMe aBTOpbI CYATAIOT, YHTO HOPMAJTLHbIA
(He AMarHOCTUHECKMIA — CHWXKEHHBIN) YPOBEHb
LiNmoxet onpepensitbeay 10—15% naumeHTos
¢ 60onesHbio BuwiscoHa — KoHoBanoBa, a npum ak-
TUBHOM BOCTIQ/IUTENILHOM MPOLIECCE B NeYeHu
3TOT NoKazatesb MoXeT AocTurate 35% (Strem-
mel W. et al.,1991; Brewer G.J., 2001; Schil-
sky M.J., 2002; Cyxapesa I'.B., 2005; Merie U.
etal., 2007; Roberts E.A. et al., 2008).

P. Steindl u coasTopbl (1997) BriIsBNISM
aunarHocTuyeckuin yposens LIM B nnaame
KpoBU nuib Yy 40 (73%) n3 55 60NbHbIX.
B rpynne ¢ nopaXeHWeM HEPBHOK CUCTEMBI
(20 6onbHbIX) HU3KMIA ypoBeHb LM onpeae-
nsnu y 85% 6onbHbix. T.M. PoauHa (2005),
obcnenoas 71 nauueHTa ¢ 601e3Hbto Bunb-
coHa — KoHOBanoBa, BbISIB/ISUIa HOPMAJIbHBIA
ypoBeHs LiI1 B nna3me kposu y 18,3% 13 Hux.
MNpw naonmpoBaHHO a6AOMUHANBHOI dOp-
Me 6one3nn BunbcoHa — KoHoBanosa Hop-
MaTbHbIA NNa3MeHHbI yposeHb LM 3aperu-
CTpUpOoBaH y 17% G0NbHBIX.

BmecTe ¢ TeM HeobXx0aMMO YYecCTb, YTO
HU3KYI0 KOHUEHTpauumio LN B nhaame kposu
MOTYT BbISIBJIITL HE TOJIbKO NPy 6onesHn Buwib-
coHa — KoHoBanoBa, a Takxe y 605bHbIX
C OCTPbIM W XPOHUYECKUM renaTuToM pasnuy-
HOro reHesa, NpyU HacNeACTBEHHOW runo-
M auepynoniasMMHEMMIH, a TaIoKe Y reTepoau-
rOTHbIX HOCUTENEA €AMHCTBEHHOTO MyTaHTHO-
ro reHa 6e3 KNIMHUYECKUX NPOSABIEHUIA
6oneanu (LUynytko B.W., 1995; Maiiep K.I.,
1999; CyxapeBal'.B., 2005).

[Noka3aTesnb CYTOYHON SKCKpeuun Meau
C MOYOIA, N0 MHeHWIo BONBLLIMHCTEA aBTOPOB,
NOBLILLEH MPAKTUYECKU Y BCEX NaLMEHTOB
C CUMITTOMaMM 3a00/1eBaHWS, ABNSSICE BXHBIM
M AOCTYMHbIM AUArHOCTUYECKUM METOA0M
(LLlynytko B.U.,1995; Merle U. et al., 2007).

Ha ¢oHe Tepanum npenaparamu ¢ Meab-
3NMMWHUPYIOLLMMUK CBOIMCTBaMM (NeHnumn-
JIaMUH) CTeneHb Kynpypymu MOXET BO3pacTaTb
MHOrOKpaTHO, a YMEeHbLUEHUe KOMYecTaa
9KCKPETUPYEMO MEU MOXET CIYXWTb Map-
KePOM COKpaLLIEHWs1 3anacos Meay B OpraHax
n TkaHsx (Cyxapesa I'.B., 2005).

OpHako HeoGX0AUMO YUUTLIBATD, HTO 3KC-
Kpeumst Meay ¢ Moo MOXeET ObITh NOBbILLIEHA
M NpU ApPYrux NaTonNoruax, B 4aCTHOCTH
npuv xonecraruyeckmx 3aboneBaHusx neve-
HWU — NepBUYHOM GWIMApHOM LMPPO3E Neve-
HY, NEPBUYHOM CKJIEPO3UPYIOLLIEM XOJIaHIUTE
n ap. (Poauna T.1., 2005).

3onoTbiM cTaHAapTOM auMarHocTuku 60-
neanu Bunbcona — KoHoBanosa cuutaior
onpepeneHe CoaepxXaHus Meau B NeveHu.
B HOpMe 9TOT nokaaaTens Peaxo NpeBbiLLaeT
50 mkr/r cyxoit Maccel (3ansunosa 3.A., Bor-
naHoB 9.U., 2002; Roberts E.A. et al., 2008;
MNonewwyk B.B. u coasT., 2013).

B HacTosiLee BpeMsl HET §4UMHOIO MHEHWS
B OTHOLLIEHWM NOPOroBOro 3Ha4YEHWUs CoaepXa-
HWUAA MEIM B NMEYEHU NaUMEHTOB ¢ 6ONE3HbI0
BunbcoHa — KoHosasiosa. U. Merle v coaeTophl
(2007) BoinonHUAM 6MONCUIO NEYEHM y 55 nuu,
¢ 6one3nbio BunecoHa — KoHoBanosa

1a 163 obcnenoBaHHbIX. B uenoM, y 92,7%
60bHBIX B BMONTaTax NeYeHn coaepxaHue
Meau cocTaBuiio >250 MKr/r Cyxoli Macehbl.
JOuanasoH copepxXaHusi Meay B NMeYeHn Co-
cTaBun 95-3776 MKr/r Cyxoi Macchl, Co cpea-
HUM 3Ha4yeHueM 898,6 MKr/r Cyxoi Maccehl.
Coaepxarune <250 MKT /I BLISBISUM MLLb Y 8%.

P. Ferenci u coasTopsl (2005) Ha ocHO-
BaHWM aHanu3a 114 6uoncuii ne4eHn npu re-
HeTU4eCKW NOATBEPXAEHHbIX Chydasx 6ones-
HU BunbcoHa — KoHoBanoBsa npeanarawT
CcuuTaTh NOPOrOBLIM YPOBHEM COAEPXaHUs!
MeM B neveHmn 270 MKr/r Cyxoii Macchl.

Kak ormesatot C. Martins da Costa v co-
aBTopbl (1992), E.A. Roberts n coaBTOpbI
(2008), copepxaHue Mepy BnedeHn >250 Mxr/r
CYXOro ocTaTka MoXeT 6bITb He TONBKO Y Maum-
eHTOB G 60ne3Hbio BunscoHa — KoHOBanNoBa,
HO U NpU [UTMTENBHO NPOTEKAIOLLMX XONecTa-
TUYeckux 3aboneBaHUAX NeYeHu, a TaKke
M NPU CUHAPOME MAMOMATUYECKOr0 MeOHOro
TOKCUKO3a. Bonee Toro, cneayeT yuuTbIBaTh,
4TO Mefb He BCEraa pacrnpeaensieTcsl B TKaHU
Ne4eHn roMOreHHo, NO3TOMY fiaHHbIE aHaIu3a
6uonTaTa MoryT ObiTb HeAOCTATOYHO penpe-
3eHTaTMBHLIMWU. HeCcMOTPS Ha BbICOKYIO Aua-
rHOCTUHECKYHO 3P EeKTMBHOCTh, BMOMNCUIAHBINA
METOA, ANArHOCTMKM UMEET U CYLLECTBEHHbIE
orpaHudeHus. Tax, T.M. PoauHa (2005) npv 06-
crnepoBaHuy 71 601bHOTO HE BbIMOMHUNA HU
0HOro 6MONCUItHOrO UCCNEA0BAHMS NEYESHM.
PeweHune aBTopa 06yClOBNEHO TEM, YTO
y 6onblueit yactv naumeHToB (89%) 6oneaHb
BunbcoHa — KoHoBanoBa guarHOCTMpOBaHa
B CTayn UMpPOo3a NeYeHu, Koraa nposeeHue
61oncun neveHn HEBO3MOXHO BCNeacTeune
BbIP@XEHHOI KoarynonaTum uimM TpoMGoLmTo-
neHvu. Mpu ctabunusaumm cocTosHUA 6ob-
HbIX B NPOBEAEHUN MMCTONOMMYECKOr0 UCCE-
[[oBaHus He ObNo Heo6X0AMMOCTH, MOCKOMBKY
[AnarHo3 Gbln YCTAHOB/EH C UCMONb30BAHMEM
Opyrux MeToaoB obcnenoBaHus.

T.C. YerwHa (201 1), U3yumB YyBCTBUTENb-
HOCTb U CMeunbUIHOCTb AMarHoCTUHECKUX
KpuTepueB MeTabonuama Meay y aeteid, no-
Kasana, 4To ONTUMaJIbHbIM COOTHOLLEHUEM
YYBCTBUATEJTBHOCTM U CNIELMbUIHOCTV 06NagaloT
cneayowme NMMUTUPYIoLLIME 3Ha4YeHUA Kpure-
pues: LN B niasme kposu — 16,8 mMr/on (4ys-
CTBUTENBEHOCTL — 83,2%, cneumduyHoCcTE —
87,3%); cyTO4Has 9KCKpELMS Meay C MOYON —
50,2 mxr/cyT (94,6 1 92,7% COOTBETCTBEHHO);
CYTOYHasi 3KCKpeLMs Meay ¢ Mouoli B npobe
¢ D-neHnunnnamuHom — 861 MKkr/cyT
(84,9 183,8% COOTBETCTBEHHO) M KOJIMHECTBEH-
HOEe coaepxXaHue Megy B neveHn — 50 Mkr/r
(100 n 95,7% cootBeTCTBEHHO). Takum obpa-
30M, aBTOPOM NPOAEMOHCTPUPOBAHO, YTO
HanbonblUeid AUarHOCTU4ECKONW TOYHOCTBIO
06nafaloT TakMe NokKasaTesn, Kak CyToYHas
9KCKpELVWS Mey C MOYOW M KONUYECTBEHHOE
cofaepxaHve meay B GMonTaTax neyYeHu.

B avarHoctuueckuii Habop npu Goneanu
BunbcoHa — KoHoBanoBa 061MratHoO BXoauT
M TaKoi TecT, kak konbLia Kaiiaepa — Mdneiiwe-
pa, npeacTasnsoLme cobol OTNOXeHVe Meoy
B AeCLIeMeTOBOI MeMOpaHe poroBoiA 060n04-
KW rnasa. YacToTa BbisSIBNeHUs1 KOJeL| 3aBUCHT
ot ¢opMbl 3aboneBanus, a Taoke ahdexTms-
HOCTU 1 NPOACIXUTENLHOCTU NedeHust. Y 6011b-
HbIX G HEBPONOrMYECKUMU (hOPMaMK AaHHbIe
NpU3HAKM BCTPEYAIOTCS YaLle, HeMy NaUneHToB
¢ abaoMUHasEHBIMK pOpMamMm 3a6oneBaHusl.
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U. Merle u coasTopbl (2007), o6cnenosas
163 naupeHTa ¢ 6oneaHbio BunbcoHa — Ko-
HOBAanNOBa, BbIABNANAM KONbua Kaliaepa —
®neiiwepa y 66,3% 13 HUX. Yawe aaHHbIA
CUMIMTOM OTMEYA/IM Y NAUMEHTOB C HEBPONO-
rMYeckUMU NposiBeHusMU 6oneanu (85,5%),
Nno CpaBHEHUIO C 60NbHBIMU C MEYEHOYHOIA
CUMMNTOMAaTUKOM (52,1%).

T.M. PoauHa (2005) B uccnepoBaHum
¢ yyactueM 71 601bHOro BhiSIBUSIA KONbLA
Kaiizepa — ®netiwepa y 81,7% 13 Hux,
Nnpu 3TOM Y NaUMEHTOB C U30JIMPOBAHHOM
abpomuHanbHoli dopmoii GonesHu Bunbco-
Ha — KOHOBas10Ba KONbLA OTMeYanay 72,3%,
acnopaxkeHneM HepBHOM cucTeMbl —y 95,8%
60nbHbIX. P. Steindl n coastopsl (1997), 06-
cneposas 55 nauveHToB ¢ 6oneaHbio Bunbco-
Ha — KOHOBa0Ba, kKonbLa Kaiaepa — dnei-
Lepa BbissBUIKU y 55%, B TO BpeMsl Kak B rpyTi-
ne ¢ NopaxeHUeM HEPBHOM CUCTEMbI AAHHBII
npuaHak yctaHoBieH y 90% 60nbHbIX.
M.D. baraeBa u coasTopul (2004) cpeau
40 perteii ¢ 6one3Hbio BunbcoHa — KoHosa-
NOBa BbISBNSN KONbLA Kaiaepa — Pneifwe-
pa y 30% o6cnepoBaHHbix. M.®. deHucosa
ncoasTopsl (2013) npn 06¢cneaoBaHun 24 ne-
TelA B Bo3pacTe 3—18 neT ¢ ne4eHo4Hol dhop-
MOii 3aboneBaHus oTMeTuM konbua Kaitae-
pa — dneiiwepay 7 (29,2%) 60NbHbIX.

CBoeBpemeHHoe U 3¢ deKTUBHOE neve-
HWe MOXET NPUBECTU K UCHE3HOBEHUIO AaH-
HOro NpuaHaka. OTMeTUM, 4TO KoNbua Kaii-
3epa — Mdneitwepa BoIABAAIOT TaKKe Y 60/1b-
HbIX C NEPBUYHLIM OUIMAPHBIM LIUPPO3OM
NEeYEHU, NEePBUYHLIM CKIEPO3UPYIOLLIUM XO-
JNaHTUTOM, MEXaHU4YeCKoi xenTyxoi (Cyxa-
pesa I'.B., 2005; Roberts E.A. et al., 2008).

HecMoTpsi Ha TO 4TO reHeTU4eckas auna-
rHOCTUKA AIBNISIETCA AOPOroCTOSLLER METO-
OVKOW M DOBOJBHO CNOXHOMW BCleacTBue
60JbLIOro KONUYecTaa MyTaumii reHa ATP7B,
B NocneaHee BpPeMsi MOJIEKYNIIPHO-TeHEeTU-
Yyeckue UCCNe0BaHUs MPUMEHSIIOT B KIIMHU-
YEeCKO NpaKTUKe 3HaYMTeNbHO Yyawe. B Ha-
cTosiee BpeMs npedepeHun 0603HaYEHbI
B NOJb3y NPSAMOrO aHanu3a MyTaumii. MHTep-
npeTauus pe3ynbTaTtoB OCTAeTCs AOBOJILHO
TPYAHOI 3afa4eit, NOCKObKY 60MbLUMHCTRO
nauMeHToB — reTepo3nroTHble 0cobu ¢ pas-
JINYHBIMW MYTaUUSIMU B KaXAO0i annenu.
Hanbonee nHpopMaTUBEH AaHHbLIA METOA
B YKa3aHHbIX NONyNAUMSX C OrPaHUYEHHbIM
cnexkTpoM MyTaumii ATP7B. K Takum nonyns-
LUMAM OTHOCSATCA STHUYECKME UCMAHLbI, KO-
pefubl, ANoHLb!. B BocTouHo#i EBpone Taicke
MMeIOTCS MONYNIALUMK, B KOTOPLIX Npeobnaaa-
et mytauus H1069Q (Firneisz G. et al., 2002;
Margarit E. et al., 2005; Wan L. et al., 2006).

Mo paHHLIM POCCUIACKVX aBTOPOB, Y MONO-
BUHbI BONbHBIX BLISIBISIOT OAHY U TY XXE MyTaLMIO
B 14-M 9K30He reHa, NpUBOASILLYIO K 3aMeHe
B 1069-M NONOXEHUM aMUHOKUCHIOTBLI TUCTUAW-
Ha Ha ryTamvH (MBaHoBa-CMoneHckas MLA.,
1999; KapyHac A.C., 1999; Poauna T.11., 2005).

U. Merle u coastopbl (2007) BeInOnHWIM
aHanu3 MyTauuu, kogupyiowein obnactu
ATP7By 150 13 163 o06cnepoBaHHbIX 60/bHbIX.
BbisbiBatoLume 60ne3Hb MyTaumm Bbinu oTMe-
YeHbl y 57% GonbHbiX Ha 06enx XxpOMOCoMax
1y 29% — Ha opHoM xpoMocome. He BhisiBre-
HO MyTaumii y 15% nauueHToB. ABTOpbI He OT-
METWU/M CYLLECTBEHHBIX Pa3/IMyMii B YacToTe
NaToNorM4eckux nokasaresei nabopaTopHbIxX




MCCeA0BAHWIA Y MAUMEHTOB, 601€3HL KOTOPbIX
Bbi3BaHa MyTaumaMn ATP7B Ha 06enx XpoMo-
coMax, Uy O0MBHBIX, Y KOTOPbIX, M0 MEHbLUIEH
Mepe, BbisIBfieHa OfiHa HEU3BECTHASA MyTaLWS.

Mpu pyarHoCTHke HEBPONOrMYECKUX HOPM
npu 6oneann BunbcoHa — KoHoBanosa po-
MOJIHATENBHLIMU AMArHOCTUHECKUMWA METOAR-
MU SIBNISIIOTCS HEAPOBU3yaIU3aunMoHHble (MPT
1 MPC) uccneposaHus ronoeHoro Moara. Co-
rnacHo AaHHbIM MPT, CTpyKTYpHbIE M3MEHEHWs1
B MOJIOBHOM MO3ry MpU AAHHOIA NaToj0rMm
nMetoT audPyaHblil xapakTep ¢ npeuMyLLe-
CTBEHHbIM ABYCTOPOHHUM MOPaXXEHUEM Cepo-
ro BeLLeCTBa NOAKOPKOBLIX Y3JIOB U CTBONA
Moara. daHHbie MPC-uccnenoBaHuii noa-
TBEPXAAIOT HAIMYUE HEpoaereHepaTUBHOMO
npouecca B 6a3anbHbIX raHMUsAX Mo3ra 601b-
HbIX (Kim T.J. et al., 2006; Trocello J.M., 2010;
BonowwH-IanoxHos U.K., 2013).

Y 605bHbIX ¢ a640MUHAIBHBEIMWA CUMINTO-
MaMu 9 GEKTUBHBIM A0NONHUTENBHBIM ME-
TOAOM AUArHOCTMKU AABNSIETCS YIbTPA3BYKO-
Boe uccnegosaHue (Y3W) opraHoB GpioLLHoOA
nonoctu. MeTtoa no3sonseT onpeaenuTb
pasMep U xapakTep CTPYKTYPHbIX U reMoau-
HAaMMW4YECKUX U3MEHEHMWI B NEeYEHU, NoyKax
1 ceneaeHke (baraesa M.3. u coasr., 2004;
Poauna T.I1., 2005).

B kayecTBe AONOAHUTENBHBLIX AMArHOCTU-
yeckux kputepues 6onesHn BunscoHa — Ko-
HOB2J10Ba HEKOTOPbIE aBTOPbl PEKOMEHAYIOT
Y4MTBLIBATH CHUXXEHWE YPOBHS MOHEBOI KUCIIO-
Tbl B N1a3Me KpoBW <2,5 Mr/gJ1 v NoBbILLIEHUE
9KCKPEeLMM MOYEBO KUCNOTh C MO4YOMH
>600 mr/cyT (Poauna T.M1., 2005; Roberts E.A.
etal., 2008).

Kak cBUAETENLCTBYIOT BhiLLENPUBEAEH-
Hble AaHHbIe, B HACTOALLEE BPEMS COXPaHSi-
10TCA 3HAYUTESIbHBIE TPYAHOCTH B AMArHOCTU-
ke Goneauun BunbcoHa — KoHoBanoBa, He-
CMOTPA Ha AJIUTENLHYIO UCTOPUIO U3YYEHMS
3aboneBaHus. YKa3aHHble TPYAHOCTHU YacTo
CTaHOBATCS NPUYUHON NO3AHEH AUArHOCTUKK
3aboneBaHus, a cliefoBaTeNlbHO, HECBOEBPE-
MEHHOI0 Ha4yaJ1a NpoBeAeHUs 3TUonaToreHe-
TUYECKOr0 NedeHrst 60/bHBbIX.

U MeToabl

3dHMUA

Ha o6cnenosaHum U le4eHUn B KIMHUKE
[ocynapCTBEHHOro yupexaeHusi «MHCTUTYT
HEBPONOIK, NCUXMATPUM U Hapkonorumn Ha-
LMOHAJIbHOW akaaeMUU MEAULIMHCKUX HayK
YKpauHbl» B XapbKOBE HAX0AMNUCh 82 naumeH-
Ta ¢ 6onesHbio BunbcoHa — KoHoBanoBa.
W3 HUx 22 naumeHToB Habnioaanm B AUHAMUKE
B TeueHue 1-5 net. U3 Hux 40 naumeHToB —
XEHLLUHLI. Ha MOMEHT rocnuTanvaaumm cpeg-
Hui1 Bo3pacT 60/bHbIX cocTaeun 27,3+5,6 roga
(5-50 ner). CpeaHuii Bo3pacT 60/bHLIX HA MO-
meHT aebiota 3aboneeanna — 21,3+3,2 rona
(1-40 ner).

MNepuroa 0T NosIBNIEHUA NEPBbLIX CUMITTOMOB
3aboneBaHus [0 YCTaHOBNEHUA OKOHYaTeSb-
HOro AvarHo3a, a cnepoBarenbHoO, A0 Havana
NpOBeAEHUA STUOMATOrEHETUYECKOM TeEpanuu,
cocTaBun B cpeaHem 2,5 ropa ¢ amanas3oHoM
0-7 net. B 3aBUCUMOCTM OT KJTMHUYECKMX NPO-
AIBNEHWIA B AOrOCNUTaSbHbIA Nepuoa, 60/1bHbIE
nosny4anu NeYeHne B YCIIOBUSIX MEAULIMHCKUX
y4pexaeHuil paanuuHoro npodguns co cneay-
IOWMMKU auarHo3ammu: 6onesHb BoTkMHa —
6 (7,3%) cnyvaeB, XpOHUYECKUIA renaTuT

7 (8,3%), umppo3a neueHn — 5 (6,1%), 6oneaHb
MNapkwHcoHa — 6 (7,3%), aHuedanut —
11 (13,4%), paccesiHHblii cknepo3 — 2 (2,4%),
TOpCUOHHasA aMcToHusa — 1 (1,2%), nMaodpe-
Hust — 1 (1,2%), perckuit uepebpanbHbiii Na-
panmy — 6(7,3%). B9 (11%) cnyuasx 60/ibHble
CBA3bIBAJIM HAYAJ10 3a00I€BaHMSA C Pa3nnyHbI-
MU MCUXOTPABMUPYIOLUIMMU akTOpaMu,
a B 10 (12,2%) cyyasx — ¢ YepenHo-Moaro-
BbIMW TPaBMaMu. [NepBu4HO AMarHo3 6oneaHun
BunbcoHa — KoHOBanioBa yCTaHOBNEH MEHee
4YeM y NOJIOBUHbI 60/IbHBIX. Y YaCTV NaLMEHTOB
KIMHWYECKWIA AMarHo3 B NEPUOA A0 YCTaHOB-
JIEHUS1 OKOHYATENBHOrO AuarHo3sa 6onesHu
BunbcoHa — KoHoBanoBa MeHsum 3-4 pasa
B TEYEHUE HECKOSBKUX JIET.

B xiMHUKe, MOMUMO KOHTpOAs oOMeHa
Meau, 6onbHbIM NpoBeaeHsl MPT u MPC ro-
noBHOro Moara. C nomouusio Y3U nayyeHsl
CTPYKTYPHbIE UBMEHEHUS MEYEHU U MOYEK.
DYHKUMOHATLHOE COCTOSIHUE NEYEHU OLIEHU-
BaJIM C NOMOLLBIO TaKUX Noka3aTenei, kak
o6wmit GunupybuH (npsiMoii, HenpsiMoi),
anaHvHammHoTpaHcdepasa, acnaprataMuHo-
TpaHcdepasa, wenovyHaa pocdarasa
M ramma-riyramuTpaHcnenvaasa. yHkum-
OHAJILHOE COCTOSIHME NOYEK OLIEHUBAIN C NO-
MOLLbIO CKOPOCTH KIyGOUKOBOM pynbTpaumm
1 CYTOYHOI 9KCKPEeLUU MOYEBOI KUCNOT.

Bce 60/bHBIE OCMOTPEHBI BPA4YOM-
odpTaILMONOrOM Ha Hanuume kone, Kaiise-
pa — ®neiiwepa. [na yTouHeHWs AMarHo3a
y 14 60nbHbLIX NPOBEAEHO MOJIEKYNSAPHO-
reHeTuyeckoe o6cneposanwme. Npu yctaHoB-
JIEHUKN gMarHo3a no BO3MOXHOCTU NPOBO-
ONIN CEMEMHbIA CKPUHUHT.

ie

OCHOBHOW KpUTEPWUIA parHoCTMkun 6ones-
HY BunbcoHa — KoHoBanosa — Hasmume LM
B Mna3me KpoBu. B rpynne 60nbHbIX AAHHDINA
rokasaTenb coctasun B cpeaHem 0,08 r/n
C AMana3oHoM 3HaveHmit 0,016-0,26 r/n.
JunarHoctniyeckuii HuU3knii yposeHb (<0,2 r/n)
oTMeveHy 85,4% nauperTos. Takum 06pa3om,
y 14,6% nuu ¢ 60ne3HbI0 BunbcoHa — KOHO-
BaJI0Ba NMoka3aTesib ra3MeHHoro LM cooT-
BETCTBOBAJI HOPMATUBHLIM 3HAYEHUAM.
[pyny ¢ HopMasbHbIM ypoBHeM LI cocTaeu-
v GonbHble ¢ aebioTom 3aboneBaHusi B BO3-
pacte >30 net u 106POKAYECTBEHHbIM TEYE-
HueM 6oneanun. 1 6onbHasA U3 3TON rpynmnbl
NOCTYNWAA B KIIMHUKY NOCIE OPTOTONMYECKOA
TPaHCMJIaHTaUMK MEYEHHU.

CoaepxaHue Megu B Mjia3aMe KPpOBMU
y 60onbHbIX konebanock B aguanasoHe 1,5-
18,7 MkMonb/n, cpegHee 3HavyeHUe —
6,16 MkMOb/N. KOHUEHTpaUMA Meay B ryia3me
KPOBW HWKE HOPMaTUBHbIX 3HA4YEHUI OTMEeYeH2
y 87,8% 605bHbIX, B Npeaenax HOpMbl —
y 12,2%. KOHLeHTpaLmA Meav B ryiasme KpOBHU,
MPEBbILLAIOLLAS HOPMY, HE BbifBNIEHA. CyToHHas
9KCKPELIMA MeaM C MoH0i1 y 60/bHBIX COCTaBUNA
21,2-830 mkr/cyT, cpegHee 3Ha4eHue —
199,1 mxr/cyT. CyTOuHOE BblOeNeHne mMeau
C MOY0i4 <60 MKr oTMEeYeHo b y 8,5% Gonb-
HbX, Y 91,5% nauneHTOB YPOBEHb IKCKPELMU
Me Oy C MOYO MHOMOKDATHO NPEBBbILLIAN AaHHDINA
rokasatesib, 0c0B6EHHO NoCcne Havauia ileueHus!
6OJEHBIX TAKMM XenaTepoM, Kak MeHULMIIaMUH.

3KCKpeuns MOYEBOI KMCNOTkI C MOYOWA
coctasuna 106-313,5 mkmMonb/n, cpegHee

3HayeHwne — 202,7 MKMOJb/N. Hyxke HopMa-
TUBHOIO 3TOT NoKa3aTesib OTMEUEH y 26,8%
60NbHbIX, Y OCTa/IbHBIX — COOTBETCTBOBA
[Uana3oHy KOHTPOSbHBIX LIUGpP.

Krno4yeBoi AMarHocTUYECKUi NpU3HaKk —
konbua Kaiisepa — ®neiiliepa — BbiSBUIN
B75,7% cnyyaes. Y 60/bHbIX C a0A0MUHANb-
HOW dopmMoit 3abonesaHus (5 nuu) Konbua
Kaitaepa — Pneiiliepa He BbiSIBNEHDI.

MonekynsipHO-reHeTu4eckoe nceneano-
BaHWe NpoBeaeHo y 14 60MbHbIX. BbinonHeH
aHanMa MyTaumii kogupyloLweii obnactu reHa
ATP7B. Boiabiaowme 6051€3Hb MyTaLuu
yctaHoBneHbl y 10 (71,4%) naumeHTOB,
M3 HUX Yy 5 — Ha OOHON xpoMocoMme. Bece
MyTauum oTHocunuck K His 1069 Gin, npeo6-
najaroLLeid B nonynsaumm BoctouHoit EBponbl.

B xauecTBe AONOAHUTENbLHBIX METOAOB
JAUAarHoCTUKK y 32 605bHBIX UCMOJIL30BAHbI
metoabl MPT 1 MPC. Y 87,5% nauuveHToB
npu MPT-nccnegoBaHum BbisiBNEHb Xapak-
TepHbIe Ans AaHHOro 3aboneBaHus nNaTono-
rmyeckue nameHeHusi B 061acTi noaxkopko-
BbIX Y3J10B NMOJyLIAPWIA FONOBHOIO MO3ra.
Mpu MPC y 77% 60nbHbIX 3apermCTPUPOBaHBI
NpU3HaKu HelpoaereHepaTUBHOMO NpoLecca
B 6a3abHbIX raHIIMAX NOJyLLApUii MO3ra.

Y3 opraHos OpiOLLHOM NO/I0CTY BbISIBUIIO
Ha/IM4Me CTPYKTYPHBIX MaTONOrMYECKUX U3-
MEHEHWIA B NeYEHU Y Bcex 60NBHBIX C HEBPO-
norumyeckuMun ¢opmamm 6oneaHm Bunbco-
Ha — KoHosanoBa. Y 58% naumeHToB oTMe-
YEHHbIE MBMEHEHWS COOTBETCTBYIOT TAKOBbLIM
Npu XpoOHUYeCKUx renatutax, y 42% —
NPy LMPPO3€e NeYeHHU.

BmecTe € TeM Takne OTHOCUTENBHO CneLy-
uryeckve nokasarenu GpyHKUMOHANLHOIO CO-
CTOSIHMIS| NEYEHU, KaK allaHUHAMUHOTpaHcde-
pa3a, acnapTataMMHOTpaHchepasa U raMma-
ryTaMUITPaHCNeNnTUAa3a, COOTBETCTBOBAIUN
BEpXHEei rpaHuLe HOpPMbI U Nulb Yy 28%
60/1bHBIX NPEBLILLI/IA HOPMATUBHBIE 3HAYEHUS.

BoiBoabl

LaHHble 0630pa Hay4HON MeOMLMHCKOM
JUTepatypbl U NPOBEAEHHOr0 COGCTBEHHOMO
MccneaoBaHWs NO3BOJIAIOT YTBEPXAATh, YTO
BHaCTOsALLIEE BPEMSA OTCYTCTBYET YHUBEPCaSTb-
HbIA AMArHOCTUHECKV TOYHBIA U CneuMdUYHbINA
METOoA, NO3BOJSIAIOLLMIA HA PaHHUX CTaaMAX
omnarHoctmpoBaTb 60s1e3Hb BunbcoHa — Ko-
HOBaJ10Ba. JINLLIbL COBOKYTHOCTbL OMNpeaeneH-
HbIX KIIMHUYECKUX U OUOXMMUYECKUX TECTOB
AaeT BO3MOXHOCTb YCTaHOBUTb fJ0CTOBEPHbIiA
JMarHos.

Haun6onee nocTynHLIMKU, AOCTOBEPHLIMU
1 HE IMEIOLLIMMU NPOTUBOMNOKA3aHWIA ABNSAIOT-
cAl crieayoLmMe AUarHoCTMYecKUe METOAMKM:

e onpegeneHune UM B nnaame kpoBwu

<0,2r/n (B HopmMe 0,2-0,6 r/n);

® CHVDKEHME KOHLICHTPALUMN Meay B Nna3Me
kpoBu <12,6 MkMonb/n (HopMa: 12,6-
24,4 MKMOnb/n);

® yBENMYEHUE IKCKPELUU Meau C MOUOA
>60-100 mkr/cyT (B HopMe €60 Mkr/cyT);

* onpegeneHue koneu Kaiizepa — ®neir-
wepa.

B COMHUTENBHBIX Cy4asix rnokasaHa 6mo-
ncus NeYeHy (oUMarHoCTUYeCKUA KpUTepuiA —
Hanuume B 6uorrate meam >100 MKr/r cyxoit
Macchbl). Y 605bHbIX HEBPOIOrMYECKMMK HOp-
MaMu nokasaHo MPT-uccneaoBaHue noaxop-
KOBbIXCTPYKTYP FO/I0BHOroMO3ra n Y3 neuenu.
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OPUTIHAJNIBHI AOCNIAXEHHA

CneayeT 0c060 aKLIEHTUPOBATL BHUMAHWE
Ha OTCYTCTBMM Y MHOTMX Bpadeil Heobxoanmoit
HaCTOPOXEHHOCTV B OTHOLLEHUW AAHHOIO pea-
KOro HacneacTBeHHoro 3abonesaHus. B pe-
3ynbTare 310ro 60NbHLIX (HACTO B TEYEHUE He-
CKOJbKMX JIET) HAONIOAAIOT C APYIMMU IMarHo-
3amu. Mo3TOMy B KJIIMHUHECKOW NpakTuke
cnepyet ob6pauwiate BHUMaHWE B TOM YuCne
1 Ha HecneLMpUIecK1e CUMITTOMbI M CUHAPO-
Mbl, KOTOPbIE YACTO BCTPE4aloTCs Npu 6oneaHn
BunbcoHa — KoHosanoga. MpogemoHCTpupo-
BaHO, YTO A1t 6OMbHBIX C HEBPOJIOMMYECKUMMU
¢opmamu 3aboneBaHus xapakTepeH NoamMop-
¢U3M HEBPONIOrMHECKOI CUMITTOMATHKM, B CO-
CTaBe KOTOPOW OTCYTCTBYIOT CYry6o naTorHo-
MOHMWYHBIE CUMITTOMBI, CreLMpUIEcKHe ULLb
ona6oneany BunscoHa— KoHosanosa. Bmecte
CTeM NP1 HANIM4UK Y BONTBHOTO B HEBPOJIOTU4E-
CKOM CTaTyce rMnepkuMHe3oB TUna «risus
sardonicus» u «flepping» («B3Maxa Kpblia M-
Lbl»), a TaKKE crneumdun4eckoro NoaxKopPKOBOro
TVNa MOTOPHOI ada3uu, cneayer 3anoao3puTb
6one3Hb BunscoHa — KoHOBanoBauuceneao-
BaTb coaepxaHue LM B nnasme kposu, Meau
B MO4e, a TaKke Hasmume koney Kaiisepa —
Gneiwepa. MNpu ycTaHoBNEHUU AuarHo3a
TaKoKe ClIeAyeT Y4ECTb, YTO Y 60MBHBIX C IAHHOM
naTtosiorveil MoYTU He BLISIBNSIIOT Takux Hapy-
LWEHWA cneumduryecknx KOpKOBbIX PyHKLMIA,
kak MoTopHas adasusa Bpoka u ceHcopHas
adaauna BepHuke.

nqA paHHeii gnarHocTukuy 6o1e3HU Bunb-
coHa — KoHoBanoBa BecbMa 3¢ peKTUBHbLIM
SIBNSIETCS CEMEMNHBbIA CKPUHMHI. MeTop no-
3BonsieT AguarHocTupoBaTtb 3aboneBaHue
Ha JOKJIMHUYECKOW CTafuM, 4TO AaeT BO3-
MOXHOCTb Ha3Ha4YuTb CBOEBPEMEHHOE MNpo-
GUNAKTUYECKOE JIeYEHUE C Lenbio npeay-
npexzaeHus pa3sBuTUs cneumduyeckoro no-
paxeHus Mo3ra.
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OudepeHuiitHo-gis
KpuTepii xeopobu
BinbcoHa — KoHoBanoea
I.K. BonowmH-Fanonos

"HOCTUYHI

Peawome. Ha nigcrasi ornagy garmx Hayxosor
MenuYHOI NITepaTypn 1a pesynsTariB BIACHOTO
AOCTHIXEHHS 33 y4acTio 82 naLienTia 3 x80po-
6010 BinncoHa — KoHoBanosa npoaeMoHCTPO-
BaHO, L0 A0CI HasBKI TRYAHOLWI PaHHROT fia-
rvocTukm xsopobu. MpoGnema aymoeneHa
BUPAXEHAM KITIHIYHAM NOMIMOPGDI3MOM | Heo-

www.umj.com.ua | YKP. MEZL. HACOMWC, 2 (100) - llI/IV 2014

CTaTHBEOI0 HACTOPOXEHICTIO NPAKTVHHNX NiKapiB
CTOCOBHO JJaHOI0 3aXBopioBaHHA. Hapasi 3a-
rasibHOBU3HAHMM CTaHAAPTOM BiarHoCTUKN
XBOp0oOU BinbcoHa — KOHOBAIOBA € HAABHICTh
Kineus Kaisepa — reiiliepa B AeCLEMETOBI
MemBpaHi pOriBki 0ka, 3HXEHHs DiBHs Liepy-
nonna3amity B cuposatui kposi <0,2 r/n(s Hop-
mi0,2-0,6 r/n), 3HDKEHHA BMICTY Mili B Inasmi
kpoBi <12,6 Mkmonb/n (B Hopmi 12,6—
24,4 mkmone/n), 36ineLeHHs exckpewii Migi
3 ceyeio >60-100 mkr/no6y (B Hopmi
<60 MKr/o06y). ¥ cyMHisHUX BUNaAKax noka-
3aHO NPOBeAEHHS BIONCIT NeYiHK( AiarHocTny-
HUA KpUTEPIA — HaaBHICTL y BionTati migi
>100 MKr/I cyxoi Macu), MonekynspHo-rexe-
THYHOIO AOCTIMKEHHS, MarHiTHO-pe3oHAHCHOT
TOMOrpagii rosIoBHOr0 MO3KY, Y/IbTPa3ByKOBO-
1O ZOCTIXEHHS 0PI aHiB HePEBHOI IIOPOXHUHN.
OnHak, He3BAXAat041 Ha BUCOKY CrIeLNpMHICT
MOKA3HWKIB 38ralbHOBM3HAHOIO CTanaapry,
XOZEH i3 BUIIE3a3HAYEHNX TECTIB HE MOXe
MaT CaMoCTIiHONO BiarHOCTUYHOO 3HAYEHHA.
BcranorneHHs OCTOBIDHONO AiarHo3y 3abes-
NEYYETHCR JINLLE CYKYITHICTIO PISHUX KITTRIMHIX,
BioXiMIdHMX | F@HETUHHNX TECTIR.

Kmovosi cnoea: xsopoba BinscoHa — Koro-
Ba/IoBa, AiarHoCTYHI KpuTepil, Lepynornas-
MuH, 06MiH Migi, kinsuA Kaiiaepa — ®neiiiepa.

Differential diagnostic

b~ |
criteria of Wilson’s disease
I.K. Voloshyn-Gaponov

Summary. On the base of literature data and
our own study experience involving 82 patients
with Wilson’s disease (WD) it has been demon-
strated that even nowadays there are some
difficulties in an early WD diagnosis. The prob-
lem is due to significant clinical polymorphism
of the disease and insufficient vigilance of health
care providers. Today a conventional standard
for WD diagnosis worldwide includes Kayser —
Fleischer rings presence, decreased plasma
level of ceruloplasmin <0.2 g/L (normally 0.2-
0.6 g/L), decreased plasma level of copper
<12.6 umol/L (normally 12.6-24.4 umol/L),
elevated urine copper excretion >60-100 ug/
day(normally €60 ug/day). A liver biopsy(pres-
ence of copper in bioptate >100 ug/g of dry
mass), molecular-genetic examination, brain
magnetic resonance imaging and ulirasonog-
raphy of abdominal cavity should be prescribed
in doubtful cases. However, despite of a high
specificity of parameters of the conventional
standard, none of them has got an independent
dfagnostic significance. Only various combina-
tions of clinical, biochemical, and genetic tests
provide a reliable diagnosis.

Key words: Wilson’s disease, diagnostic
criteria, ceruloplasmin, metabolism of cop-
per, Kayser — Fleischer rings.
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