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uepynonnasmuH, [-neHUunnnamuH

e/lb JJaHHBbIX peKOMeHJALUH COCTOUT B TOM,

YTOOBI ONMCATh PsAJL OOLIENPHUHATBIX NOJX0/I0B

K JMarHOCTHKe, NPoUIaKTHKe U JIeueHHo 60-
Jle3HU Busibcona. PekoMeHjalluu OCHOBAHbI Ha CHUCTe-
MaTHhuecKkoM o63ope nuTepaTypbl B Medline, EMBASE u
6a3bl JaHHbIX KokpaHOBCKOM BubanoTeku ¢ 06paboT-
Ko} MaTepuanoB c 1966 no 2011 rogf.

K coxaseHH10, HET HU OZJHOTO PaH/AOMU3UPOBAHHO-
ro KOHTPOJIMPYeMOIo HCCJIe[J0BaHUs, NPOBeJEeHHOr0
npyu 6oJsie3HM BuibcoHa, UMeloLlero ONTHMaJbHbIN
JAnusaiiH. TakuM 06pa3oM, HeJsb3sl IPUCBOUTD BbICOKOE
WJIY Jaxe cpeJiHee KaueCcTBO Jl0Ka3aTe/bCTB Ha JII000H
13 BONPOCOB, pacCMaTPUBAKOILMICA B 3TOM IpaKTHYe-
CKOM pyKoBoAcTBe. O1jeHKa B OCHOBHOM 6a3upyeTcs Ha
OCHOBe 60JIBLIION CepUU CIy4yaeB, KOTOPhIe ObLIU 3ape-
TUCTPUPOBaHbI B [TOC/IeHUE AeCATUIETU.

ITHUOJIOTUA U IIaTOreHe3

Bose3nb BuibcoHa (cHH. renaToJleHTUKYJsApHas
JlereHepaliys) aTo HacJeJCTBeHHOe 3ab60JieBaHUe, pac-
NpOCTpPaHeHHOe 10 BCeEMY MHUpY, C 4aCTOTOH BCTpeya-
eMOCTU MyTaHTHoOro reHa 1:90-150 yesioBek, 3a6oJie-
BaemocTbhio 1:30000, npu kKoTopoM AedeKTHOe Bbljie-
JIeHUe MeJIU C JKeJYbl0 IPUBOAUT K eé HaKOIJIEHHIO, B
YACTHOCTHU B IIe4eHHU U TOJIOBHOTO MO3re.

BosiesHb BusbcoHa 06yciioBeHa MyTalUsIMU reHa
ATP7B B 13 xpomocoMe, KOTOPBIM KOAUPYET TpaHC-
nopTépbl Megu 6esok AT®asy P-tumna, Haxoasuuiicsa
B TpaHc-ceTax [onpmxu renatouutoB. besok ATP7B
OTBeyaeT 3a TPAaHCIOPTHUPOBKY MeiU B KoMILIeKc [0/1b-
JOKU C TOC/eAyIOLIUM BblJleJIeHUeM JIM30COMaMHU B
KeJ14b, TaK)Ke BCTpauBaeT MOHblI MeJld B liepyJ/IoMJas-
MUH, TeM CaMbIM oGecleuynBasl UX CUCTEMHBIN TpaHC-

nopt. BciefcTBue reHetuuyeckoro gedekra o6e 3TH
GYHKIMM MHAKTUBUPYIOTCS. Tak Kak HOpMaJsibHOE 10~
Tpeb6JieHHe U MOIJIOLleHHe MeAU MpeBbILIAeT MeTa00-
JINYecKHe NMOTPEOHOCTH, U TOMEOCTA3 3TOr0 3JIEMEHTa
NOJJEPXKUBAETCS UCKJIIOUUTENBHO 3KCKpeLuel Meit C
KEJUBIO.

C nuie# 3a CyTKH B OpPraHU3M HOCTymaeT 2-5 mr
Meau. OHa BcacblBaeTcsl B KULIEYHUKE, NTOCTYNAET B
NeYeHb, IZie CBSA3bIBAETCS C Lepy/I0NJIa3MUHOM, B CBS-
3aHHOM COCTOSIHUU LMPKY/JIUPYeT B KPOBH, OTKYJa U3-
OUpaTe/bHO 3aXBaThIBAETCSI OpraHaMu, KOTOPBIE B Hell
HYXJAI0TCs, a 9KCKPETUPYeTCs € »Kea4blo. C Keublo
Takxe aKckpetupyetcs 1o 80% Bcell mocTynuBIlel B
nedyeHb MeJu. B jkesdu MeAb CBSA3bIBAETCS C KPYIHO-
MOJIEKY/IIPHBIMU GeJIKaMM, KOTOpble MPENSTCTBYIOT
ee peabcopOUMHU B TOHKOM KHIIEYHHKE, YTO MPeAOT-
BpallaeT 3HTEPOreNaTUYECKYI0 LUPKYJASALUI0 MeJd U
NPaKTHYEeCKH YPABHOBEIUIHMBAET COOTHOILIEHHE MEXIY
ee MOCTYIJIEHWEM U BbifesneHHeM. TakuM o6pasom, B
naToreHese 60Jie3HM BusibcoHa BeyLIyI0 pOJIb UTPAET
HapyluieHHe GajaHCca MeXAy NOCTYIJIEHHEM U 3KCKpe-
nuen Meau.

KinuHu4deckas MaHM(l)eCTa].ll/lH

[lepBble mposiBieHUs1 6Gosie3HW BusibcoHa MoOryT
BO3HUKHYTb JIIOGOM BO3pacTe, XOTA Yy GOJBLIMHCTBA
NalueHToB 60JIe3Hb NMPOSIBASETCS B BO3pacTe OT 5 [0
35 net. HaubGoJsiee pacnpocTpaHeHHBIMU KIMHHUYECKH-
MU IPOSIBJIEHUSAMHU SBJISIOTCS NOPaXKEHUE eYeHH WU
IICUXOHEBPOJIOTHYeCKHe HapyLIeH s Bo3moxHoO u Gec-
CUMIITOMHOE TeYyeHHe, KOTOPOe Yallle BCero 0OHapyKH-
BaeTCs C IOMOLIbI0 ceMEHHOT0 CKpUHUHTA. [lopaxkeHue
nevYeHH BCETAa NMpeJiecTBYET HOPAXKEHHUIO APYTHX Op-
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Kaunuueckue cumnmomul y nayueHmos ¢ 60/1e3Hb10 Bu1bcoHa, npedcmas/ieHHbIMU ¢ 3a60.1e8AHUSIMU NeYeHU faoa1
ABTOp, CTpaHa, ccbinka Walshe, UK Stremmel et al., Schilskyetal., Scottetal. Feren,
Germany USA UK Austrl
Konuuectso naumeHToB C 87 n.a. 20* 17* 30
3aboneBaHNAMU NeyveHn (M3 obLuero (>250) (51) (320) (45) (64)
yncna)
MpucyTcTBYIOWME CUMMATOMBI
XKenTtyxa, aHopekcus, psota (%) 44 14 15 41 37
Acuut/oTtekn (%) 26 14 50 24 23
KposoTeueHue 13 Bapmko3os (%) 6 10 6 3
lemopparnueckun gnates (%) 8 - - - 3
Femonus (%) 20 10 5 10
lenaTo-/cnneHomeranvsa % 16 49 15 29 17
OlMH (%) n.a. n.a. n.a. n.a. 17
BeccumntomHoe TeuyeHne% # 18 5 23

*CJly4au XpOHUYECKOTO aKTUBHOTO TeNaTUTa
# nosbllieHne ypoBHA AJIT npu pyTUHHOM 06C/IeJOBaHUH,
dueitiepa

raHOB U CUCTEeM, OHAKO TOJIbKO ¥ 45-50% maiueHTOB,
KakK MpaBUJIO B JIETCKOM BO3pacTe, 60Jie3Hb MaHUe-
CTUpPYeT KJIWHUYECKU SIBHBIMU MpPHU3HAKaMHU Hopake-
HUSA NleyeHM, y JApyrux 45-50% nauueHTOB NpU Ha-
JINYUHM JIATEHTHO MPOTEKAILIEr0 MOPAXKeHHUsl MeYeHH,
MaHU(PECTUPYET HEBPOJIOTUYECKOH CHUMITOMATHKOM.
0co6eHHOCTSIMHM KJIMHUYECKOT'0 TeYeHUsI 3a60J1eBaHUs
SIBJSIIOTCS JIJIMTE/NbHbIM OECCUMITOMHBIN INEpUOf U
BbIPQXKEHHBIH MOJUMOPPU3M TeUeHUs.

[TopakeHue MevyeHU MPOTEKAET 110 TPEM OCHOBHBIM
BapUaHTaM: 110 TUIY XPOHUYECKOTO renaTUTa, o TUILY
[[MppO3a MeYeHH U Mo TUNY GYJIbMUHAHTHOU NevyeHoY-
HOU HegocTaTouHOCTH. [Ipr3Haku 3a60/ieBaHus evye-
HU HecnellupUUHBI, HO JII060e 3a60/1eBaHUE IeYeHU He-
HM3BECTHOTO MPOUCXOX/EHUS CJIEJyeT pacCMaTpUBAaTh
Kak 60J1e3Hb BUJIbCOHA, MOKa He JJoKa3aHO 06GpaTHOe.
Bo3pacT cam 1o ce6e He 0JIKEeH CJIYKUTb OCHOBaHHUEM
JJIS1 UCKJIIOUEeHHUs [MarHosa 6oJiesaHiu Buibcona-KoHo-
BasioBa (GRADE II-2, A, 1). Bosiesnb BusibcoHa BXOAUT
B auddepeHMaIbHBINA JUArHO3 JII060r0 3a60/1€BaHUA
MeYeHU Yy MOJIOJIbIX MAaIlUEHTOB C OCTPHIM FeNaTHUTOM.
Ee KJIMHUYeCcKOe NposiBJeHHe MOXET ObITh HEOTJIUYH-
MO OT OCTPOT0 BUPYCHOTO TeNaTUTa, IPOTEKAIOIIEro ¢
MEJITYXOU U AUCKOM(DOPTOM B KUBOTE.

Y 6-12% Bcex nmanueHTOB 60JIe3Hb MOXET HAYaThCs
C OCTpOU TMe4YeHOYHOW HEeJO0CTAaTOYHOCTH, U BO3HHUKa-
eT MPEeUMYLIECTBEHHO Yy MOJIOJIbIX KeHIIUH (k:M 4:1).
Octpass MaHudecTaus C GbICTPbIM YXYALIEHUEM CO-
CTOSIHUS MOXXET BO3HUKATh U y MallMeHTOB, paHee I0-
JIy4aBUIUX JieueHHe, HO CAMOCTOSITEJIbHO ero mpekpa-
TUBIIKX. HeCMOTps Ha TO, YTO B GOJILLIIMHCTBE CJIy4yaeB
IUPPO3 MeYeHH yKe PUCYTCTBYET, KIMHUYECKUE TTPO-
sIBJIEHUsI OCTPbIe U OGBICTPO MPOrPeCCUPYET B MEYEHOU-
HYI0 U IOYEYHYI0 HEeIOCTATOYHOCTH, a IPU OTCYTCTBUU
JieueHUs BeJleT No4YTU B 95% k cMepTHOcTHU. [logo3pe-
HUe Ha OCTpYlo 60Jie3Hb BUIbCOHA 0IKHO GBITH 0CO-
OEHHO BBICOKO y NAIUEHTOB C TSKEJIOH KeJITYXO0H, C CO-
oTHoueHueM L@ /ob6uwuit 6unupyoun <4 u ACT\ AJIT
>2,2,4TO JJaeT JUarHOCTUYECKYH0 Y4YBCTBUTEJNbHOCTD U

WJIM CIydaiiHoe oOHapy)XeHHe LMppo3a WM KoJel Kaksepa-

cneuududHocTh npakTudecku 100%.

Kym6c-oTpunaTesnbHasi reMoOJUTHYECKass aHEMHU
MOXET ObITh €JUHCTBEHHBIM Ha4a/IbHbIM CUMIITOM 60-
Jie3HU BusibcoHa. SIBHBIN reMos1M3 06bIYHO acCOLUUPY-
€TCSI C TSDKEJIBIM IIopaXKeHUeM IedyeHH. [eMoJIi3 HU3KO-
ro KJlacca MOXeT ObITh CBfI3aH ¢ 60JIe3HbI0 BUJIbCOHA,
JlaKe ecJid 60JIe3Hb TeYeHU He SIBJISIeTCs KINHUYECKU
O0YEBU/IHOM.

Kosibnja Kaiizepa-®uieliiiepa, Bo3HUKawIIUe B pe-
3yJIbTaTe OCAXKJEHUS MeJIU B IeCLIeMeTOBO MeMOpaHe
pPOTOBUIbI, TPUCYTCTBYIOT ¥ 95% nanueHTOB ¢ HEBPO-
JIOTU4EeCKHMU CHMIITOMaMU U y 6os1ee 50% nanueHToB
6e3 HEBPOJIOrMYECKUX CUMIITOMOB. OHU He MOJTHOCTHIO
cienuPUYHbI A5 6oJie3HH BUIbCOHA, TaK KaK MOLYT
ObITh HalJeHbl Y TALHEHTOB C XpPOHUYECKHUMHU X0JIeCTa-
TUYECKUMHU 3a60JIEBAaHUSIMY, B TOM 4YHUCJIe leTeH C He-
OHaTaJIbHBIM XoJsiecTazoM. OTcyTcTBHe KoJten Kaiizepa-
dueiliepa He MCKJ/IOYaeT AUarHosa 6oJie3Hu Buibco-
Ha-KoHoBas0Ba, Jake y MalMEHTOB C NpeobJiaJaHueM
HeBpoJiornyeckoit cumnromatuku (GRADE I1-2, A, 1).

BosiesHb BusibcoHa MOXeT MPOSIBAATHCS BleYaT/Is-
IOIUM CIIEKTPOM HEBPOJIOTHYECKHX, IOBEJEHUECKHX U
NCUXUYECKUX PACCTPOUCTB, KOTOPbIE MOTYT GBLITH €ro
NEPBBIMU KJIMHUYECKUMHU MPOSIBJEHUSIMH, BOSHUKATh
OJJHOBPEMEHHO C MEeYEeHOYHBIMH 3HAKaMHU WM 4epe3
HECKOJIbKO JieT. HeBpoJsioruvyeckass CHMITOMaTHKA MO-
KET ObITh Ype3BbIYAWHO TPYAHOYJOBHUMOMH, MpepBaH-
HOH B T€YeHHE MHOTHUX JIET, HO MOXET TaKXe pa3BUTh-
csl 04eHb OBICTPO, YTO HPUBOAUT B TeUEHHE HECKOJIb-
KUX MeCSleB K MOJHOW WHBaJWJHOCTH. HeBpoJioru-
YecKHe HapyLIeHUsI MOTYT 6bITh KJIACCUPHUIMPOBAHEI
Kak: (1) akMHEeTUKO-pUTH/HbBIN CUHAPOM, MOX0XKUN Ha
6o0s1e3Hb [lapkuHCOHa, (2) NCceBAOCKIEPO3 C Mpeobia-
JlaHueM TpeMopa, (3) aTakcus, a Takxe (4) AucToHuYe-
CKUU CHHJPOM. Bo MHOTrHX c/iy4asix HeBpOJIOTUYECKUE
NpPU3HAKU OYEHb TPYAHO KJIacCUPUIMPOBATD, TaK KaK
NanueHThbl MOTYT UMeTh 6oJiee YeM OJHY aHOMAJIMIO,
KaK/J[YI0 C pa3HbIM YPOBHEM CJIOKHOCTH. XapaKTEPHBIM
SIBJISIETCSl TPYOBbI TpeMop, Hepery/sipHas MPOKCH-
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PymuHHble mecmbl 0414 duazHocmuku 601e3Hu Buiscona

Taé6a. 2

Tect TvNnYHbIE HAXOLKN

«JToXHO-OTpULATENBHbIA»

«J10XXKHO-NONOXNTENbHBINY

CHumxeHune Ha 50% Hmxe
HOPMarnbHOro 3Ha4eHns
(anana3oH Hopmbl 22-58 mr/
An)

CbIBOPOTOYHbBIN
LiepyrionnasMuH

HopmanbeHbIn ypoBeHb
y NaumneHToB C
MaHWECTUPOBAHHbBIM
BOCManeHnem neyeHu;

npu 6epemMeHHOCTH, Npu
Tepanuu 3cTporeHamu;

rmnepoueHka
MMMYHOJIOTM4YEeCKUMU
aHanmsamu

Hu3knn ypoBeHb npu:
*Manbabcopbuum
*auepynonnasMuHeMmm
* y reTepo3uroT no reHy ATP7B

24-yacoBsas Mefb B MOYe >1.6 umol/24 4

>0.64 umol/24 uy peteit

HopmanbHblii:
* HenpaBwIbHbIN cbop

*netun, 6e3 nopaxeHus
neyeHn

YBenu4yeHue:
*renaToLennionapHbIA HEKPO3
*xonecras
*KOHTaMMHaLMSA MOYM

CBobopgHas cbIBOPOTOYHAs
mMeab

>1.6 pmol/L

HopmanbHbIi, ecnv ypoBeHb LiepynonfasMyHa 3aBblLLeH
UMMYHOSOTMYECKUM aHann3om

Megb neyeHun >4 umol/g cyxoro Beca

-Y NauueHToB C aKTUBHbIM
3aboneBaHNEM nevYeHn
*Y naumeHToB C
pereHepaTuBHbIMU y3namm

XornecTtaTuyeckuii CMHOPOM

Konbua Kansepa-®neriwepa
npw ncecnegoBaHnn LWenesom
namnon

MpucyTcTytoT

OTtcyTcTBYIOT

*y 50% nauneHToB C
ne4YeHo4HoN hopmon

MoryT npucyTcTBOBaTbh NpU
nepBuYHOM GuUnMapHom
Lumppose

H6onesHn BunbcoHa

*y GOnbLUMHCTBA
6eCCMMNTOMHbIX NaLMEHTOB

MaJlbHasi JpOXb 110 BHELIHEMY BUJY HalOMHUHALIas
«6ueHHe Kpblaa». O4eHb 4acTO B MOTOpHbIE Hapylle-
HUS BOBJIEKAIOTCS YepenHble 06J1aCTH, U NMpPOsIBJISET-
Csl KIIMHUYECKU Au3apTpHUel, npuBojsiilei Kk ahoHUH,
CIIOHOTeYeHHEeM WJIM JUCTOHUEN POTOIVIOTKH, rpUMa-
caMU JIMIa, 6eryuiel cJl0HOH U BTArMBaHUeM ry6. Y na-
LIMEeHTOB C IPOrpeccUpyIoliuM 3a60/1eBaHUEM [TeYeHH,
HeBpOJIOTMYeCKUe CUMIITOMbBI MOTYT ObITb HEIIPAaBUJIb-
HO NpPHHATHI 3a NPU3HAKU NeYeHOYHOH 3HIedasona-
TUM. Y fAeTel c 60/1e3HbI0 BUIbcOHA HAGJII0aeTCs CHU-
>KeHHe BBINIOJIHEHUS LIKOJIbHBIX 3alaHUH, U3MeHeHue
nojyepka, U3MeHeHHe JHUYHOCTH, UMIYJbCUBHOCTb,
JIabUJIbHOCTh HACTPOEHMSs, CeKCyaJbHbIH 3KCTUOUIIU-
OHM3M UM HeaJleKBaTHOe MoBeJileHHe. JTH CHMIITOMBI
YaCTO HEeNpPaBUJIbHO AUArHOCTHUPYeTCs Kak NOBeJleHue-
CKHe Npo6JieMbl, CBI3aHHbIE C 10JIOBbIM CO3pEBaHHEM.

Menb Hakan/JIMBaeTCs U B APYTUX OpraHax, BbI3bliBast
nopakeHus novek (cuHApoM PaHKOHU, MOUEUYHBIH TY-
OyASIpHBINA anu/03), KOXKU (rUIepnurMeHTanus, rouay-
Oble JIYHKU Y HOI'TEBOTI'0 JIoXa), cepALa (kaparMoMuyona-
THH), ONOPHO-ABUrATEJbHON CUCTeMbl (apTponaTHH,
0CTeoNnaTHH), SHAOKPUHHOM cHcTeMblI (TUnonapaTupe-
OMJM3M, OJINTO- U aMeHopes], THPCYTU3M).

# nosbllieHHWe ypoBHsa AJIT mpu pyTUHHOM o6cCie-
JlOBaHUH, WU clyd4aliHOe oOHapy>KeHHe LiUppo3a UJIu
kousel, Kaizepa-®eiiiepa

MeToAbl AUArHOCTUKH
Kak mpaBuso, couetanue koJiel Kaitsepa-®ueitnie-

pa ¢ HU3KUM yPOBHEM LePY/IONIa3MUHA B CbIBOPOTKE
(<0,1 r / 1) focTaTOYHO YTOOBI YCTAHOBUTH JUArHO3.

Korga HeT kosien Kaiizepa-®ueitmiepa (4To 06bIYHO
NpU Ne4YeHOUYHbIX NpPOsIBJIEHUsX 6oJie3HH BusbcoHa-
KoHoBasi0Ba), ypoBeHb lepy/ioNJa3sMMHa He BcCeraa
HaJleXxeH, TMOCKOJbKY OH MOXeT ObITb HU3KHUMH MO
VMHBIM IPUYMHAM, 4eM 60Jie3Hb BuibcoHa (HanpuMep,
ayTOMMMYHHBIH renaTUT, TsKesasl leyeHoYHasi HeJlo-
CTAaTOYHOCTH B IO3/IHUX CTaAUAX 3a60/1eBaHUS IeYeHH,
LeJIMaKus, ceMelHas alepy/10nJa3sMUHeMUs1) UK y re-
TEPO3UTOTHBIX HOCUTeel MmyTauuu rena ATP7B, y ko-
TOpPBIX Nleperpy3Ka Meiu KJIMHUY€eCKH He POsBJIsSeTCs.
C fpyroi cTOpoHBI, BoCnaJieHWe B IleYeHU UJU B JIpy-
roM MeCTe MOXXeT NPHUBECTHU K MOBbILIEHUI0 KOHILEH-
Tpaluy LiepyJolJla3MHHa [0 HOPMaJIbHOTO YPOBHS,
YTO OTPAKAET eTro Kak 6eJIoK ocTpoit ¢pasbl. ITO TaKKe
BEPHO U JJIs JleYeHUs 3CTporeHaMu. TakuM o6pasoM,
JIJ1s1 MHOTMX [TAaLIUEHTOB MOXKeT O6bITh He06X0AMa KOM-
OUHAL M TeCTOB, OTPAXKAKIUX HAPYILIEHHbIA MeTabo-
JIN3M MeJH, T.K. HU OJMH TeCT caM Mo cebe He ABJsIET-
cq cnenuUUHBIM (TabJ1. 2). YpoBeHb CHIBOPOTOYHOIO
Llepy/IoNJa3MHHa B NpejieslaXx HOPMbI He 0653aTe/IbHO
uckiawodaet guarHos (GRADE 11-2, A, 1).

Bmyaﬂmauuﬂ roJIOBHOI'0 Mo3ra

MarHuTHO-pe3oHaHcHass Tomorpadus (MPT) wunu
koMmnbloTepHasi Tomorpadus (KT) rosoBHOro mosra
MOXXeT BbISIBUTb CTPYKTYpHble aHOMaJMU B 6asab-
HbIX raHMIusAx. Hanbosiee 4yacTble HaxoAKH IMOBbILIe-
HUe maoTHocTH npu KT uaM runepuHTEHCHBHOCTH B
pexxume T2 npu MPT B 06/1acTu 6a3a/ibHbIX FAHTJIHMEB.
MPT mMokeT 6bITh 60Jiee YyBCTBUTEIbHOU B 06HapyKe-
HUM 3TUX NOBpeX/JeHUH. AHOMa/IbHble pe3y/bTaThl He
OTpaHUYeHbI TOJBKO 00/1aCTbl0 6a3a/bHbIX AHIJIUEB,
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Ta6a. 3
BaanvHasa cucmema, pazpa6omaHHas Ha 8-m MexcdyHapodHoM cogewyaHuu no 60.1e3Hu Buivcona-Konoeasoea, Jletin-
yue 2001 a.
TUNUYHbIE KMMHMYECKNEe CUMNTOMbI U MPU3HaKK
Konbua K-® 2
NPUCYTCTBYIOT 0
OTCYTCTBYHOT
Hesponoruyeckue cumnTombl 2
TshKenble 1
yMepeHHble 0
OTCYTCTBYIOT
CbIBOPOTOYHbIV LiepynonnasmuH 0
HOpMaJIbHEIH ypoBeHb (>0.2 g/L) 1
0.1-0.2 g/L 2
<0.1g/L
Kym6c-HeratuBHasi remonutmyeckasi aHemums 1
npucyTcTBYyeT 0
OTCYyTCTBYET
[Hpyrve TecTbl
Mefb neyveHun (Mpu OTCYTCTBMK XonecTasa) 2
> 5x ULN (>4 umol/g) 1
0.8-4 pmol/g *1
< 0.8 umol/g 1
POMAHUH-NONOXKUTENNbHbIE FPaHYNbI *
Megb B Mo4e (npw OTCYTCTBMM OCTPOro renatuTa) 0
HopMa 1
1-2x ULN 2
>2x ULN 2
Hopma, HO> 5x ULN nocne D-neHvuyunnamuHa
[eHeTnyeckuii aHanus myTauui 4
MyTauus B 06enx xpomocomax 1
MyTaums B ogHoM Xxpomocome 0
OTcyTCcTBME MyTaLMI
O6wwi 6ann 4 n bonee [narHos yctaHoBneH
O6wwun 6ann 3 [wnarHo3 Bo3amoxeH, Tpebyetcs 6onbLue TecToB
O6Lwwmin 6ann 2 n meHee [narHo3 o4eHb ManoBeposiTeH

ObIJIM ONKCAHbI U JpyTHe HapylleHus. [lpyrue MeTo/bl
HellpoBU3yasU3alluy, Takhe KaK MarHUTHO-pe30HaHC-
Hasl CIeKTPOCKONUSA U OAHOPOTOHHAsT 3MHUCCUOHHAs
koMnbloTepHas Tomorpadus (0PIKT) MmoryT 6bITh NO-
JIE3HBbIMU J1J151 BbISIBJIEHUS] pAHHUX OBPEXJeHUH M03-
ra npu 6oJie3H" BUusbcoHa, a He TOJIBKO B IEPCIIEKTHBE
OILleHKH U JIeyeHUs1 JBUTaTebHbIX HapylieHUH. TpaHc-
kpaHHanbHoe Y3U napenxumel Mo3ra (TCS) o6Hapyxu-
BaeT TUIEPIXOreHHOCTb JIEHTUKYJIPHOTO sipa Jaxe
Torga, korga Ha MPT aHoMasiMii He HabGJIIOJaeTCsl, HO
OHO JI0/DKHO OBITb NMOATBEPKEHO B Ja/JbHEeHIINX HC-
C/1eJ0BaHUSIX.

I'eneTnueckoe TeCTUPOBaHHUE

[IpsAMass MoJieKy/nsipHO-TeHeTHYecKasl JUarHoCTHKa
3aTpysHeHa u3-3a 6oJjiee 500 BO3MOXXHbIX MYTaLUH.
lleslecoo6pa3HoO BBINOJHATL MOJIEKY/ISAPHBIM aHasu-
3a reHa ATP7B y sito6oro nanueHTa, KOTOPbIA UMeeT
npeJiBapuTeJbHbIM AuarHos 6oJie3aHb BusibcoHa, Kak
[ IO TBepXJeHUs 3a60/1eBaHus, Tak U AJs 06Jer-

YeHUs NOCJeJyHllero CKpUHHUHIA 4JeHOB ceMbH (Y
O6paTbeB U CeCTEP PUCK pa3BUTUSA 3a60/1eBaHUS COCTAB-
ssieT 25%, y noroMkoB 0,5%). X0Ts 3TOT pHUCK HEBEJIUK,
a”Hanu3 MyTtanuu reHaATP7B y neTeil 0603HaYeHHBIX
NalMeHTOB ONpaBJaH, YYUThIBas NOTEHLUAJIbHO pas-
pyuuTesbHOe TedyeHUe 6oJie3HU BuibcoHa. [losiesHo
NpoBeJleHue aJljesb-crieliupuyecKux NMpood, KOTOpble
NO3BOJISIIOT IPOBECTH NPSIMOE ONpesie/ieHHe MyTalluy,
IpU yCJOBUM, YTO MyTaLUsl MPOUCXOJUT Y AOCTATOY-
HOM YacToThl nony/asnuu (Hanp. H1069Q B ueHTpasib-
Hoii EBpomne, -441/-427 del B Capgunuu, R778L Ha
JanbueM BocToke).

Pa6oueit rpymnnoit Ha 8-M Mex/1yHapoJHOM cOBellla-
HUM 110 60/1e3HU Bunbcona-KonoBanosa B Jlednuure B
2001r 6bLIM MpeaJioKeHbl AUATHOCTUYECKUE OLleHKHU
Ha OCHOBe BCex AOCTYNHbIX TecToB (Tabu. 3). banbHas
olleHKa 60/1e3HH BuibcoHa oGecrnedynBaeT XOPOILYIO
JIMarHOCTUYECKYI0 TOYHOCTD.
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I'mcTooruyeckoe uccjie0oBanue nmevyeHn

Buormicusi meyeHW B LessAX JUAarHOCTUKU TpebyeT-
csl TOJIBKO B TOM CJly4dae, eC/IM KJIMHUYeCKUe NpU3Ha-
KH Y HEMHBa3UBHble TECThI He MO3BOJIAIOT NOCTABUTh
OKOHYATeJIbHbIM JUarHO3 WJIM eC/JU eCTh M003peHHe
Ha JpYyryi WU [ONOJHUTEJNbHYI0 NaTOJOrHI0 Ieye-
HU. CaMble paHHUe T'MCTOJIOTMYECKHEe OTKJIOHEHUS B
NeyeHU BKJIIOYAIOT YMepeHHbIH cTeaTo3 (KaK MHUKPO-
BE3UKY/SIPHBIM U MaKpOBE3UKYJ/SIPHbBIHN), [JIMKOTeHU-
pOBaHHbIe s/ipa B renaToOLUTax M o4yaroBble renarto-
LieJI/II0JISIpHble HeKpo3bl. YacTo 3TH M3MeHeHHUs OLIU-
604YHO JMarHOCTUPYeTCsl KaK HeaJIKOT0JIbHas >KUPOoBast
6osie3Hb neyeHu (HAXKBII) uiu HeasIKOroJIbHBIM cTea-
Torenatut (HACT). Buomncusi neueHU MOXET BbISIBUTh
KJIaCCUYecKre THUCTOJIOTUYecKhe OCOGEeHHOCTH ayTo-
MMMYHHBIX TelNaTUTOB (KapTHHY TaK Ha3blBaeMOro
«XPOHHUYECKOT0 aKTHUBHOTO remnaTUT»). OGHapyeHHe
MeJM B renaTOLUTaX OObIYHBIMU T'MCTOXMMUYECKHMHU
MeTOoJlaMU O4YeHb BapuabesbHO. Ha paHHUX cTagusx
3ab0JsieBaHMs, MeJlb B OCHOBHOM IIpeJiCTaBjieHa B LH-
TOMJIa3Me CBsi3aHHasA C MeTa/IOTUOHEMHOM U TUCTO-
XUMHUYECKH He oOHapyuBaeTcs. OTCyTCTBHe TUCTO-
XUMHUYECKON HAeHTHUPUKALUU MeJHd He HCKIYaloT
6osie3Hb BusbcoHa. ComepikaHue MeJy B NapeHXUMe
neyeH! > 4 MMOJIb/T CyXOM Macchl 06ecriedyuBaeT He-
006X0AMMYI0 JUAarHOCTHYeCKyo HHopMaL . Y HeJle-
YeHHbIX NALMEeHTOB, HOPMaJIbHOE CoJiep:KaHue MeJau
B neueHH (<0.64-0.8 MKMoOJIb / T CyXOl Macchl), HOUTH
BCer/ia MCKJ/04aeT AuarHos 6ose3Hu BusibcoHa-KoHo-
BasioBa (GRADE II], B, 2).

JleueHue

Jis iedeHus 6osie3HU BusibcoHa B HacTosIee Bpe-
Ms1 JOCTYIEH psij, IpenapaToB D-neHUUIIaMuH, TpHU-
€HTHH, LUHK, TETPAaTUOMOJIMGAAT U AUMepKarpoJ. [1o-
CJle yCTAHOBJIEHUS AUArHO3a JieyeHHe [T0XKU3HEHHOE U
OHO He JI0/DKHO 6bITh NPEeKpalleHo [0 0CYLleCTBIEHHUS
TpaHcmiaHTtauuu nedenu (GRADE II-1, B, 1).

[lanueHTHI JO/DKHBI U36€eraTh IpreMa MUY U BOJbI
C BBICOKO KOHIIEHTpaL el Meil, 0COGEHHO B TeYeHUe
nepBoro roja jieueHus (GRADE II-3, B, 2).

D-neHnunnnamuH

dddexTuBHOCT, D-meHULUINIaMUHA [ Jeye-
HUS OoJsie3HM BusbcOHa TNOATBepXKJaeTcss MHOro-
YUCJEHHbIMU HccaefoBaHUsIMU. OcHOBHOUM 3ddekT
D-neHunU/IaMUHa 3aK/I04aeTCs B COAENWCTBHUU 3KC-
kpeuuu Meau. [logfepxuBalomias f03a, Kak IpaBuUJIo,
750-1500 Mr/cyT, Ha3HayaeTcs B [jBa WIH B TPU NpHU-
eMa 3a OJMH 4ac Ji0 eAbl. /lo3UpOBKa y JleTel coCTaB-
aset 20 Mr/Kr/CyTKH, OKpyIJseTcd A0 OJmKanlIInux
250 Mr 4 BBOAATCS B ABa WM Tpu npuema. [Ipu npu-
eMe D-neHUIM/IJIaMUHA HEOOXOJUM JLOMOJTHUTEbHbBIN
NpreM NMPHULOKCHHA.

[ KOHTpOJIA a/leKBaTHOCTU Tepaluu 24-4acoBylo
3KCKpeLHI0 MeJji B MOuYe Ha JieYeHUU U 4epe3 2 JHA
1ocJle MpekpalleHrs Tepalnuu cjefyeT OLleHUBAThb M0
KpaitHell Mepe pas B rof. OnieHka cBo60AHOM Meau (He
CBSI3aHHOU C Llepy/IOIJIa3MUHOM) MOXET ObITb ApY-

MM [0JIe3HbIM NapaMeTpoM JJii KOHTPOJIS Tepaluu
(GRADE 1I-3, B, 1). [lniss ;OKYMeHTUPOBaHUs TeparneB-
THU4eCcKON 3P PeKTUBHOCTHU JiedeHHUs], IKCKpeLus Meau
yepes 2 JiHA M0oc/e OTMeHbl D-neHUIuIJIaMUHa [J0JK-
Ha ObITb <1,6MKMOJIb/24 4yaca. 3Ha4yeHUs MOYeBOH
3KCKpeuuu Meau >1,6MKMoJb/24 4 mocjie ABYX AHeN
npekpalleHus npuéma D-neHULM/IIaMHUHA MOXET yKa-
3bIBaTh Ha HeCObJII0/leH1e TepanuH.

Y manueHTOB C CUMITOMAaTHYeCKUM 3a60JieBaHUEM
nevyeHU, BOCCTAaHOBJIEHUE CHHTeTHYeCKON QYHKIIUY Ne-
YeHHU U yJlyuyllleHHe KIMHUYeCKHUX TPU3HAKOB POMCXO-
JIUT OOBIYHO B TeYeHHe NePBbIX 2-6 MecsAleB JedyeHus],
HO Ja/ibHelllllee BOCCTAHOBJIEHHE MOXKeT NIPOU30UTH B
TedyeHUe [IepBOro rofa jedyeHust. HecobtogeHue Tepa-
MU NPUBOJHUT K 3HAUUTEJbHOMY NPOrpecCUPOBAHUIO
3a60Js1eBaHUs NTeYeHU U BO3HUKHOBEHUIO NTIeYeHOYHOH
HeJlOCTaTOYHOCTH B TeyeHUe 1-12 Mecs1ieB nocJie npe-
KpallleHusl JedeHus. Y NaleHTOB C HEBPOJIOTUYECKH-
MU NposBJeHUsAMU 60Jie3HU BuibcoHa, yaydlileHUe
CUMIITOMaTUKHU NPOUCXOJUT MeJileHHee U MOXeT CO-
XpaHATbCS JaXe 1mocje Tpex JjeT jedeHus. Y 10-50%
NaLHeHTOB ObLI0 3adUKCUPOBAHO YXyJlLleHHe HeBPO-
JIOTU4eCKON CUMNITOMATHUKH.

Tsoxenble 10604HbIE 3O EKTHI, TPEOYIOIINE HEOOXO-
JMMOCTb NpeKpalleHUs NpuéMa IpenapaTra BCTpeya-
10Tcsl npuMepHo ¥ 30% mnauueHToB. Peakijuu paHHel
YYBCTBUTEJbHOCTH XapaKTEPHU3YIOTCH JUXOPaJKOoH M
KOXKHBIMHU BBICBINTIAHUAMH, YBeJIUYeHHeM JuMaTHye-
CKUX y3JI0B, HEUTpONeHUuel WU TPOMOOLUTONEHHEH,
NpOTEMHYpUel U MOTYT BO3HUKHYTb B TeyeHMe Iep-
BbIX 1-3 Hegenb. K N0o34HUM peaksiM OTHOCATCS He-
OPOTOKCUYHOCTb, BOJYAHOYHOIMOZOOHBIA CHHAPOM,
cuHgpoM [lyanacyepa, mporepuyeckre U3MeHeHUs B
KoXe, TeM$UronJHble MOpaXKeH!s1, KPacHbIN MJIOCKUH
Juiai u apTo3HbINA cTOMATUT. Tsxkesnast TPOMOOLUTO-
neHUsl U HeQPOTOKCUYHOCTD CIYXKaT NOBOJOM AJs OT-
MeHbI Ipenaparta. O4eHb N03/iHNE N060YHbIe 3O EKTHI
peliKy U BKJIIOYAIOT MUACTEHUIO IPaBUC, TOJUMHUO3UT,
NOTeplo BKYCa, Aelpeccui0 KMMYHOIJI00y/InHa A U ce-
PO3HBIN PETUHUT.

TpuenTuH

TpueHTUH 6bLT BBeJeH B 1969 roay kKak aabTep-
HaTuBa D-meHUIMJIJIaMUHY IPU €ro HelepeHOCHMO-
CTU. MexaHU3M JeHCTBHUSA: CIIOCOOCTBYET 3KCKpeLUU
Mend. [loTeHIMan TpUEeHTHHA KaK XejJaTopa MeAu Mo
CpaBHEHUIO C /I-MeHWLWIJIaMHUHOM SIBJSIeTCS CIIop-
HbIM. TunuuHble 7036l TpueHTUHa: 900-2700 Mr/cyT
B /iBa WJIU TpM npuema Ha crtapte, 900-1500 mr/cyT
JUIS IoJilep>KUBalolel Tepanuu. Y JieTeit 06bIYHO HUC-
noJsib3yeMas Jjo3a coctaBsieT 20 Mr/Kr/cyTKH, OKpy-
rsieTcsl A0 Gumkanmux 250 Mr 1 npuHUMaeTcs B JIBa
WJIM TPU NpUeMa 3a 14ac uau yepes 3 yaca [OCJIe e/ibl.
HeBposiornyeckoe yxyAlleHUe IOCJe Hayajla Jieye-
HUS TPUEHTHWHOM IOSABJSIETCS PeXXe, 4eM NpU NpUeMe
D-nenunuaiaMuHa. TpUEeHTHH SIBJISETCA XeJaToM e-
Jle3a, I03TOMY c/lefyeT u3beraTb COBMECTHOI'O Ha3Ha-
YyeHMs] TPUEeHTHHA U »KeJie3a, OCKOJbKY B KOMILJIEKCe
C KeJIe30M OH fIBJIAETCA TOKCMYHBIM. CTUHHAs yacTo-
Ta NM0604YHbIX 3)PEeKTOB TPUEHTHHA HEU3BECTHA, IO-

KTX 2012, N°2

55



KpuMCbKMN TepaneBTUYHUN XYPHan

CKOJIBKY, IOCKOJIbKY OH Ha3Hauasicsl He deNovo, a mociie
npuMeHeHUs D-neHUIUIIaMUHA. AZLEKBATHOCTb Jleye-
HUS KOHTPOJIUPYeTCS] TaKHUM e 06pa3oM, Kak U HpH
npuMeHeHUH D-eHnIn/IIaMUHA.

Terparuomonudaar (TM)

TM B Ke/NyJ04YHO-KUILIEYHOM TPAKTE NMPENsSTCTBYeT
MOIJIOIIEHUIO MeJIY, a TAKXKe JieJIaeT UPKYJINPYIOLIYI0
MeJib HeJOCTYIIHOM /115 MOTJIOLeHUS KJIeTKaMU. TakuM
06pa3oM, BILIEYIOMSIHYThIH NnpenapaTt 6bICTPO co3/a-
eT OTpHULATEJbHbIH GajaHC MeJU B OpraHU3Me MalH-
eHTa. TM ocTaeTcs 3KCIEepUMEHTANbHON Tepanue, u
OHa ellle He JOCTYIHA B Npojaxe. Bo3aMoxHbIe M060Y-
Hble 3QGEKThI BKIIOYAIOT B Ce6s1 JeNPECCHI0 KOCTHOTO
MO3ra, renaTOTOKCUYHOCTb U Ype3MEPHO arpeccuBHOe
yAajleHue MeJd, YTO NMPUBOAUT K HEBPOJIOTUYECKOH
gucoyHknuu. TM Takke 06s1alaeT aHTU-aHTHOTEHe3-
HbIM 3pPEeKTOM, YTO CBSI3aHHO C €ro OGIIMPHBIM 3-
beKToM Jie-oMeJHEHUS.

unk

[IMHK ObLJ1 BIlepBble UCI0Jb30BaH AJs JedyeHus 60-
ne3Hu Busbcona Schouwlnk B Tosstanguu B Havase
1960-x. MexaHU3M JAeNCTBUSA: IIMHK NPENsSTCTBYeT I0-
[JIOIleHUI0 MeJM U3 >KeJYAOYHO-KHUIIEeYHOTO TpaKTa
MyTeM UHAYLHMPOBAaHUS MeTaJlJIOTHOHEUHA SHTepOoLH-
TOB, KOTOpBIH SIBJISIETCA 3HJOT€HHbIM XeJaTOPOM Me-
Ta/IJI0oB. MeTa/lJIOTHOHEUH MMeeT 6oJibliee CPOJCTBO
K MeJi, UeM K LIMHKY W, TAKUM 00pa3oM, NpeuMylie-
CTBEHHO CBSI3bIBaeT MeJib, IPUCYTCTBYIOLIYIO B 3HTe-
poLMTaX, ¥ N0JjaBJsIeT ee BCTYIJIEHUS B LIUPKY/IUPYIO-
wui nyJ. [locie cBA3bIBaHUA Me/ib He MOIJIOIIAETCs, a
BBIBOAUTCS ¢ $peKaJbHBbIM COEP>KUMbIM, a SHTEpOLH-
Thl COpPACHIBAIOTCA B OObIYHBINA 060pOT. LIMHK MOXeT
Takxe JelcTBOBaTb IOCPEJCTBOM WHAYLUPOBAHUSA
YPOBHSI TreNaToLe/IIOJAPHOI0 MeTa/JIOTUOHEHHa,
TEM CaMbIM CBsI3blBasl M30BITOK TOKCUYHON MeaU [/
NpeJoTBpallleHUs1 TeNaToLe/JII0JSPHOr0 MOBpex/e-
HUs. Ucnosib3yoTcs pas3/IuyHble COTU LIMHKA (CcyabdarT,
aleTaT, IVIIOKOHAT). PekoMeHsayemast fj03a cocTaBJis-
eT 150 Mr ajleMeHTapHOro LMHKAa/AeHb (A1 AeTeil
<50 kr B fo3e 75 Mr) BBoAUTCA B Tpu npuema 3a 30
MUHYT A0 eAbl. O6 afeKBAaTHOCTH JiIeYeHUs IIMHKOM
MOXXHO CYAUTb MO KJWHUYECKOMY U OUOXMMHYECKO-
My YAy4IIEeHHUI0 U U3MepeHHUIo 24-4acoBOM 3KCKpeL U
MeJu, KOTopas J0/KHA ObITh MeHee 1,6 MKMOJIb/24 4
pU CcTabUJbHOM JiedeHHe. Kpome Toro, npu adpdek-
THUBHOM JIeYeHUM [I0/DKHA CHU3UTLCA HelepyJ/iolJas-
MUH CBsI3aHHas1 MeJb (CBOGO/Hast MeAb). [l npoBep-

KU KOMILJIAeHCA BpeMsl OT BPEMEHU MOXXHO U3MepsITh
3KCKpeLUIo [UHKa.

JuHK uMeeT MaJsio MOGOYHBIX 3¢PekToB. OAUH U3
HUX pa3JpakeHHe >KeJy[Ka, HO OH MOXeT 3aBUCETh
OT IpUMeHsIeMOH coJM LUHKA. [IpH MCnoJib30BaHUU
[JMHKA HEeOOXOAMM TIIATEJbHbIH MOHUTOPHHI TpPaHC-
aMUHa3 U TpebyeTcsl U3MEeHEeHHe XesaTopa, ec/ld 3TU
JlabopaTopHble noka3atesnu pactyT (GRADE C1) He-
BpPOJIOTHYECKOe yXyALIeHUWe NMpU NMpHEMe MpenapaTos
[JMHKA BCTPEYaeTCs PeJKO.

XoTs B HacTosILee BpeMsl IUHK 3ape3epBUPOBaH A1
oA JEePXKUBAIOILEN TEPANH, OH TAK)Ke UCII0/Ib3YeTCs B
KayecTBe Tepaluy NepBOd JIMHUY, Yalle Bcero y dec-
CUMIITOMHBIX NALUEHTOB, y 6€CCUMITOMHBIX OpaTheB
Y cecTép, y MaLlueHTOB C HEBPOJIOTMUECKOH CHMIITOMA-
TUKOMH, HO C 60JIbIIONA OCTOPO’KHOCTbIO €r0 HeoO6X0U-
MO Ha3HayaTh MalMeHTaM C Ne4eHOYHBbIMH MpOosiBJie-
HUSAMU 3a60J1eBaHUSl.

Tekyuiue pekoMeHJALUU TOBOPSAT O TOM, YTO Bce
CUMIITOMAaTUYeCKUe NalMeHThl ¢ 60JIe3HbI0 Buiib-
COHa, JOJDKHBI IOJyYaTb  XeJaToo0Opa30BaTesU
(A-nenunuanamud uian tpueHTuH) (GRADE II-1, B).
LIMHK MOXXeT UrpaTh ONpeZeseHHY0 POJib B Tepanuu
NePBOH JIMHUU Y 60JIbHBIX C HEBPOJIOTMUECKUMH MPO-
asiaenusamu (GRADE II-2).

JlokeH NpOBOAUTHLCS peryasipHbld (2 pasa B roj)
MOHUTOPHHT: CbIBOPOTOYHOH MeAU U LiepyJIonaa3Mu-
Ha, aKTUBHOCTH NE€YeHOYHbIX PEPMEHTOB U MeXyHa-
pPOJLHOTO HOPMAJM30BaHHOTO OTHOLIEHHUs, PYHKIHO-
HaJIbHBIX 1ApaMeTPOB NeYeHHU, aHAIU3 KPOBU U aHAJIU3
MOYH, a TaKXe QU3UKATbHOE U HEBPOJIOTUYECKOE 06-
cnepnoBanue (GRADE I1-2, B, 1).

Jlpyrue BUABI JedeHUs

Onpe/ie/leHHYIO POJib B KayeCTBe J0MN0JHUTEIBHOTO
JleyeHUs1 MOTYT UrpaTb aHTUOKCU/AAHTbI, B OCHOBHOM,
BUTaMUH E, T.K. 6bIIM yCTaHOBJIEHB] €T0 HU3KHeE ChIBO-
POTOYHBIN U eYEeHOUHbIN YPOBHU NPU 60Jie3HU Buiib-
coHa. Coo6111a/10ch 0 CUMITOMAaTUYECKOM YJIy4lLIeHUU
npu J06aBJeHUM BUTaMHHA E B cxeMy JsiedyeHus1, HO
TIATeJbHBIX UCCIeJ0BaHUMN He TPOBOAMUJIOCD.

JlaHHble Ha >KMBOTHBIX CBUJETEJbCTBYIOT O POJIH
aMUTPUNTHUIMHA B NPeJOTBpPaAlLlieHN Pa3BUTHS INeye-
HOYHOM HeJJ0CTaTOYHOCTH IpHU 60s1e3HM BubcoHa, Tak
KaK OH CHW)XaeT Me/lb-UH/yLIMPOBAaHHBIN alloNTo3 KJje-
TOK Ile4YeHH, U TeM CaMbIM NOBbIIIAeT BbLKMBAEMOCTb
ATP7B-pebunutHbix Kpbic. TeM He MeHee, JJaHHbIe 00
ero MCIoJIb30BaHUM y YeJI0BeKa, 1I0Ka HeJJOCTYIHBDL.

In vitro, neyeHue 4-GeHUNOYTUPATOM U KYPKyMHU-

Ta6a. 4
IIpocHocmuyeckue uHdekcwbl npu 60.1e3HuU Busibcona, moduguyupoeanusiii Dhawan c coagm.

l* 2* 3* 4*

CbIBOPOTOYHBIV GUNNPYOUH 100-150 151-200 201-300 >300

(pmol/L)

ACT (U/L) 100-150 151-300 301-400 >400

MHO 1.3-1.6 1.7-1.9 2.0-2.4 >2.4

JletikounTst (109/n) 6.8-8.3 8.4-10.3 10.4-15.3 >15.3
AnbOyMUH r/n 34-44 25-33 21-24 <21

*GaJIJbl IIKaJIbI.
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HOM YaCTHYHO BOCCTaHaBJIMBAET 3KCIPeccrIo 6esKa U3
G0JIbUIMHCTBA MyTaHTHbIX reHOB ATP7B u MoxeT oT-
KpBITb HOBble CTpAaTeruu JieyeHus 60Jsie3HU BusbcoHa.
KpoMe Toro, KypkyMUH fBJsieTCsl UJiealbHbIM aHTH-
OKCHUJAHTOM U 3PPeKTUBHBIM NOIJIOTUTENEeM aKTHUB-
HbIX GOpPM KHMCI0pPOAa U MOXKET BBICTYIIATh B KA4eCTBe
Me/ib-XeJaToo6pa3oBaTess. KiuHuvyeckue AaHHble y
NaLMeHTOB ¢ 60/1e3HbI0 BUjibcOHa ellje He JOCTYNHBI.

TpchrmaHTaum{ neYeHu

OpTroTonuyeckass TpaHciaHTanus nedeHu (OTII)
HeoOxoAuMa JJisi NAllMeHTOB C OCTPOW IMeYeHOYHOU
HeJ0CTaTOYHOCThI0 (MpU oljeHKe 11 U Bhlllle MO Mepe-
CMOTpeHHOM 1Kase KoposieBCcKOro KoJuiemxa) WId
MalnyeHTaM C JeKOMIEHCUPOBAaHHBIM LIUPPO30M Ieye-
HY, He pearupyoiuM Ha jedeHue xenatamu (GRADE
II-2, B, 1). CorslacHO mpoaHa/U3UPOBAHHBIM JaHHBIM
o0 55 OTII, MmeaHa BEIXKMBAeMOCTH 6blia 2,5 roza, ca-
Masl JJIMHHas NPOAO0J/KATENbHOCTD )KU3HU nocye OTII
6b11a 20 J1eT, a BLDKMBAeMOCThb B TeueHHe 1 rosa cocra-
BuJa 79%.

BepeMeHHOCTL H JIaKTalus

JleueHue 6oJsie3HU BUJIBCOHA [OMKHO GBITH MpPO-
JIOJDKEHO BO BpeMsl 6epeMeHHOCTH, HO pEKOMEeH/IyeTCsl
CHW)KEHHMe J103bl s D-neHULUIIaMUHa U TPUEHTHHA
(GRADE 1I-3, B, 1). KopmsieHue rpyablo Mpu JieYeHUU
XeJIaTaMH He peKOMEH/IyeTCs, XOTS eCThb CBEJIeHUs], YTO
JleTH, BCKOPMJIEHHbIE TPYAbI0 MaTepu HpPU JeUeHUH
D-neHULIM/IIAMUHOM, HE HMeJId HUKAKUX Po6JIeM.

KonTpauenuust

XoT4a KOHTpalenununu ABJaA€TCA BaXXHbIM BOIIPOCOM,
AeTaJIbHble UCC/I€J0BAHUA 40 CUX TIOP HE TPOBOAHJIUCD.
3CTpOI‘eHbI MOTYT CII0COOCTBOBAThH CHMXKEHUIO JKCKpe-

MU MeJH C XKeJ4ublo. Y 3/10pOBBIX KEHIIUH, TPUHUMA-
I0IIMX IPOTHBO3a4YaTOYHbIE CPEJICTBA, YBEJMUUBAIACh
ChIBOPOTOYHAS MeJib M 3KCKPELUU MeJIU C MOUOH, JlaKe
HabJII0J]a/IoCh OTJIOXKEHHsS] MeJIU B poroBuile. MHOTHe
BHYTPUYTPOGHbIE YCTPOUCTBA COlEPKAT MeAb. Takum
06pa3oM, TOJIbKO CIIEpMUIU/Ibl, OapbepHble KOHTpa-
LENTHUBbI U IPOTECTEPOH MOTYT GbITh MPeANUCAHbI KaK
6e30macHkbIe.

IIporHos

Bose3nb BusbcoHa yHuBepcasbHO daTasbHa, NPU
3TOM 60JIBIIMHCTBO NMallMeHTOB YMUPAIOT OT 60Jie3Hel
neyeHW U MEeHbIIMHCTBO OT OCJ0XKHEHWH, CBSA3aHHBIX
C IporpeccupoBaHHEM HeBpOJIOTHYeCKOro 3aboJieBa-
Hud. [Ipu leyeHUU XeJaTHBIMH COeJMHEHUSIMH, NpH-
MeHeHUU TpaHCIJIAHTALUU TedYeHU JJIUTe/bHOe Bbl-
’)KMBaHME CTaJlo HOPMOM, XOTs CMepTHOCTb He Obliaa
OlleHeHa B NepclieKTUBe. B 1ies10M, NPOrHo3 BbIXKKBae-
MOCTH 3aBUCHUT OT TSKECTH 3a60/1eBaHUA NTeYeHU U He-
BPOJIOTHYECKOTO0 3a60JIeBaHUs, U OT IPUBEPKEHHOCTH
K JileyeHUI0. [IporHocTUdeckuil UHJEKC ObLI pa3pabo-
TaH, a 3aTeM U3MeHeH Dhawan u ap. OueHka 6oJibLie
11 Bcersa 3aKkaHYMBAETCSl CMepTeJbHbIM UCX0/0M MIpHU
OTCYTCTBUM TPAHCIJIaHTALUM NTeYeHH.

BepxHss rpanuna Hopmel s ACT = 20 ME / ma (B
KoposieBckoM kosemxke).

Ouenka no uikaje 11 cBsi3aHa ¢ BbICOKOM BEPOSITHO-
CTbI0 CMePTHU 6e3 TPaHCIJIaHTALUK NTeYeHH!.
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XBopo6a BusibcoHa: kJiHiuHI pekoMeHAallil pekoMeHgarlii o

JiarHOCTUL Ta JIiIKYBaHHIO

LJ1. Knspumcwka, 10.C. Pabomsizosa

Y craTTi npeAcTaB/ieHH] CTaHAAPTH AiarHOCTHKHY Ta JIIKyBaHHSA XBopo6u BrusibcoHa Ha
OCHOBI KJIiHIYHUX peKoMeH/alii EBponeicbkoi aconianii 3 BUBYeHHd nedinku 2012 .

Wilsons disease: clinical diagnosis and treatment

recommendations

LL. Klyaritskaya, Y.S. Rabotjagova

The article presents the standards for diagnosis and treatment Wilson disease based on
the guidelines of European Association Study Liver 2012.
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