KJIMHNYECKWNE PEKOMEHOALWN 1O BEAEHWIO NETEW C BONE3HbLIO
BUJ/IbCOHA Y NETEN

[aHHble KTMHNYECKNEe peKoMeHJaL My pacCMOTPEHbI U YTBepXAeHbl Ha 3acefaHuun Klcnonkoma
npogeccMoHabHOM accoumaumm getckmx Bpadeid Cotosa neguatpoB Poccum Ha XVII Coesge
neanaTpoB Poccun «AKTyasbHble Npobsiembl neguaTpumn» 15 despans 2013r.

BBegeHne

BonesHb BusibcoHa — peaKoe HacneAcTBeHHOe 3ab0neBaHNe, CBA3AHHOE C HapyLUeHUeM
mMeTabonmM3amMa meay M M3ObITOYHBIM €€  HAKOM/JEeHNeM MPENMYLLECTBEHHO B MeYeHun W
LIEHTPa/IbHON HEPBHOM cucTeme. KnnMHuyeckas kapTuHa 60n1e3HM BunbcoHa Xapaktepusyetcs
MHOroo6pasviem CMNTOMOB C NEPBUYHOM MaHUecTaLmein 3a60/1eBaHNs B ETCKOM BO3pacTe.

BonesHb BunbcoHa OTHOCMTCA K 4MCNy Hambonee TPYAHO AMArHOCTUPYEMbIX
3a60/1eBaHNI NeYeHN B CBSA3N C 4/INTENbHLIM NaTEHTHbIM TeYeHUEM, OCOOEHHO Ha HavaslbHbIX
cTagusax 3abone.aHuns, U 60bLWMM NOAUMOPGU3MOM KIMHUYECKOA CUMNTOMATUKN. B CBS3M C
3TMM 60fe3Hb BunbcoHa HEO6XOAMMO WCKNHYaTh Yy  KaXXAoro mnauueHta [eTCKOro W
NOAPOCTKOBOr0 BO3pacTa C NaToNorMein neyeHn HeyTOUHEHHOW 3TUONOT M.

CBOeBpEMEHHOE Ha3HayeHWe MnaToreHeTUYecKoW Tepanuu npu 6onesHn BunbcoHa y
[eTe  CONPOBOXJAETCA  PErpeccoM  K/AMHUYECKOM  CUMMTOMATWKK, NpefoTBpaleHreMm
(hOpMUPOBaHMS LMPPO3a MeYeHN N HEBPOJSIOrMYECKON CUMNTOMATUKM, YNy4LUeHWEM KayecTBa
XWU3HW W coumaibHOW ajanTauum pebeHka. B CBS3M C 3TUM BaKHEMLEN MeAWLMHCKON W
CoLVabHOI 3aiaueil ABNAETCS paHHAA AMarHOCTMKa W afeKkBaTHas Tepanua 601e3H BunbcoHa.

[JaHHbIN NPOTOKON MO AMarHOCTMKE W Tepanuu 60/1e3HN BunbcoHa y feTelt co3faH Ha
OCHOBaHWM cuUcCTemaTnyeckoro o63opa snuTepatypbl 1996-2013 rogoB Medline (Pubmed
version), Embase (Dialog version) n Cochrane Library databases, ¢ nCnonb3oBaHMeM CO34aHHbIX
MPOTOKO/I0B AMarHOCTUKN 1 Tepanun 6one3Hn BunbcoHa: Guideline AASLD 2008 (American
Association for the Study of Liver Diseases) n Guideline EASL 2011 (European Association for
the Study of the Liver).

BonesHb BuibCOHa OTHOCUTCA K PefKMM 3ab60/1eBaHNAM, YTO UCK/IOHYaeT BO3MOXKHOCTb
NpoBejeHns 60/1bLUINX KOFOPTHBIX Y PaHAOMU3MPOBaHHbLIX KOHTPOIMPOBAHHbLIX MCCeL0BaHNI
W AN co3h4aHus MPOTOKOMOB AMArHOCTUKM M Tepanumn KCMOMb3yTCH /MWb TeMaTU4ecKune
1ccrefoBaHNs 3KCNepToB, ONYOMKOBaHHbIE B MOC/ELHUE AeCATUNETUS.

OnpegeneHne

BonesHb BunbcoHa - peAkoe HacnecTBeHHoe 3abosieBaHue, CBA3aHHOE C HapyLUeHneM
MeTabonM3amMa Meau U U30bITOYHBIM €e HaKOMJEHVEM B Pa3/IMYHbIX OpraHax W TKaHsX,
NPeVMYLLECTBEHHO MPOSABNAIOWEECH CUMNTOMATUKOM MOPAXKEHUA MeYeHW W LeHTPaIbHOWA
HEPBHOM CUCTEMBI.

Kog no MKB10:

E 83.0 HapyweHne obmeHa meam

"eHeTMYeCKMe acneKTbl U aNUAEMNOOrUs 601e3HN BunibcoHa

MaTonornyecknin reH, OTBETCTBEHHbIN 3a pa3BuTUe 60ne3Hn BunbcoHa — reH ATP7B,
NOKaNn3oBaH Ha A/MHHOM Mnedve 13 xpomocombl (13g14.3-g21.1), cocTomT M3 21 3K30HA U
NPUMEPHO 7,5 TbICAY reTepoLMK/INYECKUX OCHOBaHUA HYKEMHOBOM  KWCMOTbl.  Twn
HacnefoBaHWs 3ab0neBaHNSA ayTOCOMHO-PELIeCCMBHBIA. B HacTosiee BpeMsi M3BECTHO OKOJIO
500 myTaumin reHa ATP7B, 13 kotopblx 380 naeHTU(ULMPOBaHbI B NaToreHese 3ab0sieBaHms.
YacToTa BCTpeyaemMocTu 60ne3HN BunbcoHa B nonynsuumn koneénercs ot 1:30000 go 1:100000,
C 4acToTOM reTepo3WroTHOr0 HOCMTeNbCTBA MaTtonorumyeckoro reHa 1:90. Hawbonee
pacnpocTpaHeHHON MyTauueli B reHe ATP7B cpean eBponeouHON pacbl SBASETCA MyTauus
3207C>A (H1069Q) B 9k30He 14. Okono 50-80% nauneHTOB C 60/M€3HBbI0 BubCOHA,
NpoXMBalOLWMX B CTpaHax LleHTpanbHOlM, BocTouHo u CeBepHoil EBponbl  ABNAOTCA



HOCUTENSIMW MO KpaiHeil Mepe OAHOW annenn C fJaHHOW MyTaumeir. Cpean €BPOMECcKOro
HaceneHMs BCTpeyaroTCcAa TakKke MyTaumm B 3K30He 8 (2299insC, G710S), B 3k30He 15
(3402delC), B 3k30oHe 13 (R969Q). OpHako, 4acTOTa BCTPEYAaEMOCTM [aHHbIX MyTaluii
cocTaBnseT meHee 10%. YactoTa BCcTpeyaemoctn mytaumy H1069Q B poccuiickoi nonynsymm
coctasnseT 30,5%, myTtaummn 3402delC — 2,2%. B bpasvnun B 30% cnyyaeB BB onpepensetcs
myTauma 3402delC, cpean MoHrnougHow pacel - Mytauma 2333G>T (R778L) B 8 3K30He,
naeHTUUUmMpyeMas ¢ 4actoto 12-45,6% B 3aBUCMMOCTM OT TEPPUTOPUANbHOrO apeana
NpoXuBaHUs. 3aboneBaHve NPOABAAETCA MPY FOMO3UTOTHOM WM KOMMNayHZ-reTepo3uroTHOM
HOCUTENbCTBE MyTauuin reHa ATP7B.

MartoreHe3 60n1e3HM BunbcoHa

ATP7/B - reH JKcnpeccupyeTcd, B OCHOBHOM, B Te4YeHW W KOAUPYeT
mMegbTpaHcnopTupyowyo ATd-azy (ATd-aza 7B, AT®-aza 2, AT®d-aza P-tuna).
CeHeTUYECKN [eTEPMUHMPYEMOE CHUDKEHME (PYHKUMM Mefb-TpaHcnopTupytowed AT®d-a3bl B
pesy/bTaTe MONEeKYNSPHbIX AetheKToB B reHe ATP7B NpuBOAMT K CHYKEHUIO renaTobunmnapHoi
3KCKpeLMn Mean U HapyLLeHUIo BCTpavBaHWA Meiu B Liepy/ionnia3sMuH, BCIeACTBUE Yero Meab
HaKanMBaeTCs B Pa3IMYHbIX OpraHax u TKaHaX, NpenmMyLLeCcTBeHHO B NeYeHu, rofloBHOM MO3re,
pOroBuLle rnasza, Moykax, obecneymsasi MOMMMOPYU3IM KIMHUYECKUX MOSIBNEHWIA 60NE3HN
BunbcoHa.

B opraHuam meap NOCTYMNaeT B OCHOBHOM C nuulein (tabn.l). Hambonee 6oratbl Mefbto
cnegyrolme NPoAYKTbl: NevyeHb, MOJIOCKU, Kpabbl, KPeBeTKW, YCTPULbl, N106CTepbl, COeBble
6006bI, LLOKONAA, OPEXMU.

Tabnuua 1.
CofepxxaHue meam (Mr) B HEKOTOpbIX NpoayKtax nutaHus (Ha 100r)

MpofykT Megb, mr B 100r Mpofykr Megb, mr B 100r
MeyeHb TenaYbA XapeHas 23,9 ManvHa 0,170
MeyeHb HapaHbs XapeHas 13,5 ABpUuKoc 0,170
Ycrpuubl 7,5 Peanc 0,150
Yrpw BapeHble 6,6 Aila KypuHble 0,150
Jpoxoku cyxue 5,0 KapTodens 0,140
Kakao-nopoLiok 3,9 Ceekna 0,140
tope TomaTHOe 2,9 BaknaxaH 0,135
CemeHa NnoACco/THeYHMKA 2,3 Kuswn 0,135
Opexu Kewbio 2,1 UecHok 0,130
KpeBeTKu BapeHble 19 KpbKOBHUK 0,130
Kpabbl BapeHble 1,8 CmMopoanHayepHas 0,130
Opexu 6pasunsibeKune 1,8 3emnsHMKa cafoBas 0,125
CemeHa TbIKBEHHbIE 1,6 Canar 0,120
CemeHa KyHXyTa 1,5 pywa 0,120
TaxuHn 1,5 KanycTa 6pokkosu 0,120
Owmapbl BapeHble 1,4 A610KK 0,110
Opexu rpeukne 1,3 Momungop 0,110
Opexw KefpoBble 1,3 Penbka 0,100
DYHOYK 1,2 Orypupl 0,100
Apaxuc 1,0 Mepel, KpacHbIiA cnagkuii 0,100
Kanbmapsbl 1,0 BuLuHs 0,100
MuHpanb 1,0 JIyK 3eneHbiit 0,092
PDUCTALLKYM XKapeHble CoJeHble 0,8 CnuBa 0,087
CmopoamnHa 0,8 JlyK penyatblii 0,085
"opoLLeK 3e/eHbll 0,75 MopkoBb 0,080
ApaxuncoBoe Mac/o 0,7 BuHorpag 0,080
"punbbI 0,7 Kanycra 3eneHas 0,075
YeyeBuua 0,66 Coblp Yenaep 0,070
peva sgprua 0,64 CbIp pOCCUCKMIA 0,070
puc 0,560 CbIp paccosbHbIi 0,070
repkynec 0,450 AnenbcuH 0,067




KyKypy3a 0,290 CbIp agbIreiicknii 0,060

JIMMOH 0,240 [bIHA 0,047

CyTo4Has noTpebHOCTb - 2-4 MI MeAan B CYTKW. BepxHuiA [ONYCTUMBIA YPOBEHb
notpebneHns mean - 5 mr (JaHHble occaHanmaHaa3opa Poccun). JedunumT meam B opraHu3me
MOXET pa3BMBaTbLCA MPY HELOCTATOYHOM MOCTYM/IEHWUWN 3TOTO 3/1eMeHTa (1 MI/CyTKMN 1 MeHee), a
Mopor TOKCUYHOCTU A1 Yenoseka paseH 200 Mr/cyTKMPa3nnyHble MyTauum MoryT BAUATH Ha
pasHble yHKUun ATP-a3bl 7B B pa3HOIl CTEMeHW, NO3TOMY, MOXHO MPeAnoNoXuTb, YTO Npu
HEKOTOPbIX MyTaLMAX HapyLIaeTCA IKCKPeLMA MEAN B XKeNub, HO NPU 3TOM BCTpaviBaHWe Meau B
LIepy/1oniasMuH 1 ero 3KCKpeums B KpoBb He U3MeHsieTcs (puc.l).
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Puc. 1. TpaHCcnopT Meaun BHYTpU renaTounta

MaToreHHble aheKTbl 130bITKA MeAW B KNETKE OMOCPeoBaHbl reHepaLyeil CBO60AHbIX
pagMKanoB, KOTOPble MCTOLLAOT KIETOYHbIEe 3amnachl F/Il0TaTUOHA M TOKO(eposna, OKWCHAT
nmnuabl, (epMeHTbl U GenKW UMTOCKeneTa. BcneacTBve MOBbILWEHWS BHYTPUKNETOYHON
KOHLEHTpauun MeAn MOBPEXAAETC MHOXECTBO BHYTPUK/IETOUHLIX CKUCTEM, XOTA TO4YHas
KNeTOYHas MMLLEHb, Ha KOTOPYH BO3AENCTBYeT W3OLITOK Mean, Hem3BecTHa. Ha paHHMX
CTagusx MevyeHOYHO-K/IETOUYHOIO MOBPEXAEHNSI BOBMEYEHME B MPOLECC 3HAOMNA3MaTUYECKOTO
PETUKYNYMa, MATOXOHAPWIA, MEPOKCMCOM U SAPbILLEK B COYETAHUM CO CHUXKEHWEM aKTUBHOCTU
MUTOXOHAPWASTbHLIX (HEPMEHTOB BEET K MEPEKMCHOMY OKMCIEHWIO NMMWAOB, HAaKOM/EHWHO
TPUINNLEPWAOB, a Aanee — K HeKpo3y renatoumToB. O6pasytoLmniics B pe3ybTaTe NepekMCcHOro
OKMCNEHWS IMMUA0B MaJIOHOBbIA AnanbAerng CTUMYMPYeT CUHTE3 KosnareHa, CrocobcTBys
(hmnbporeHesy. JIN3NC Neperpy>XeHHbIX Mefbto renaTouuToB NPUBOANT K MOBbLILLIEHWIO YPOBHS
CBOGOAHON Mean B CbIBOPOTKE KPOBU W, CMefOBaTeNlbHO, KOMMEHCATOPHOMY MOBbILUEHNIO
CYTOYHOI 3KCKPELMM ee C MOYOI 1 HAKOM/IEHUIO B OPraHax-MULLIEHSIX.

KnuHnyeckas kapTuHa 60ne3Hu BunbcoHa (Tabn. 2)

KnuHnyeckas kapTuHa 60ne3Hn  BunbCOHa  XapakKTepu3yeTcsi  MHOroob6pasmem
CYMMNTOMOB M pefKo MaHU(ECTMPYET A0 5-neTHero Bo3pacTa. OgHaKo, onmcaHbl ciyyam gebroTa
6one3Hn BunbcoHa y pebeHKa 40 AOCTMDKEHUA 2-X NeT, LMppo3a neyveHn B Mcxope 60n1e3Hu
BunbcoHa y 3-X NeTHero pebeHKa 1 pa3BmTne OCTPOM MEeYEHOYHOW HEe0CTAaTOUHOCTU Y pebeHKa
5 ner.

Pa3BepHyTasd K/AMHMYECKas CUMMTOMaTUKa 06one3Hn BunbCoHa XapakTepusyetcs
3HaYMTENbHbIM  pa3HOOOpa3veM, 0O6YCNOBMEHHbIM M30bITOYHLIM HaKOMIEHWEM Mean B
Pa3fMYHbIX OpraHax W TKaHAX W MPEUMYLLECTBEHHO MNPOSBAAETCA CMMMATOMAaMMU MOPaXEHUS
MeYeHN, LeHTPa/IbHOM HEPBHOWM CUCTEMbI, FN1a3, PeXke NoYeK, KOCTEN, Cepaua, XKene3 BHYTPEHHEN
cekpeuun. HeBponormyeckas cuMnTomaTika 60n1e3H1 BunbcoHa MaHM(ECTMPYET NO3Xe, YeM
MOpPaXXeHne neyeHn, B GOMbLUMHCTBE C/lyYaeB Ha BTOPOM — TPETbEM AECATUNETUN XXMU3HWU, HO



MOXET MPOSBAATLCA U B AETCKOM BO3pacTe C 4acTtoTol 0 26%. Hanbonee paHHWin BO3pacT
AebroTa HEeBPOMIOrMYECKOM CUMNTOMATMKM 60ne3HNn BunbcoHa onucaH y pebeHka 4 neT,
MeYyeHoOYHON — y pebeHka 2 feT.

MopakeHWe neveHn nNpu 6051e3HN BunbcoHa

CuUMNTOMBI MOpaXeHUa neveHn npu 6one3Hn BunbcoHa y feTeil BeCbMa BapuabenbHbl 1
MMEIT TeHAeHUM0 K Gonee paHHein MaHuecTauum, Yem HeBPOIOrMyeckas CUMMTOMATMKa.
MepBuyHas MaHugecTaums 60ne3HN  BunbcoHa MOXET MpoTekaTb B BuAe OCTPOro
(hyNbMWHAHTHOrO renaTtuTa, MPOSBASAOLLErOca Koarynonatuen, aHuedanonatmein, Kymoc-
HeraTVBHON remMoIMTUYECKOW aHEMUEN, MeYEHOYHOKIETOYHOMN 1 NOYEYHOM HeJ0CTaTOYHOCTbHO,
C BbISIB/IEHVEM 3HAYUTENIbHOIO MPEBbILLEHNS MeAW B CbIBOPOTKE KPOBU M MOYE.

KnrHnyeckas KapTMHa XpOHUYECKOro renatuta npu 6one3Hn BuibcoHa Maio oTiMymMma
OT MOPaXEeHWA MeYeHN JpYyroro reHesa M 6e3 MaTOreHeTMYeCKOW Tepanuu MNPUBOAUT K
(hOPMUPOBAHMIO LMPPO3a MeYeHW, UTO [AUKTYET HeoOXOAMMOCTb WCK/IUEHNUs 60/1e3HM
BunbcoHa y BCEX NaLMEeHTOB C XPOHUYECKMM MOPaXKEHWEM MEeYEHOUYHON NapeHXnMbl ¢ Un 6e3
UMppo3a MeyeHn. XapaKTepHOM YepTOil XPOHWYECKOro renatuta npu 60nes3Hn BunbcoHa
ABNAETCA YMEPEHHOEe MOBbILUEHNe OUMOXMMUYECKUX MapKepoB LUMTONM3a, XonecTasa U
OuMMpyonMHoBOro 06MeHa C  BbICOKUM YPOBHEM CTPYKTYPHbIX W3MEHEHWA NeYeHOYHOI
napeHxMmbl NPy MOP(OSIOTMYECKOM UCCNeA0BaHUM 6MoNTaToB neveHW. bonesHb BunbcoHa
MOXET KIVHUYECKM nNpoTeKaTb MO TUMY ayTOMMMYHHOrO renatuta, C BbISB/EHUEM
MOBbILLIEHHOr0 YPOBHS CbIBOPOTOYHbIX MMMYHOI00Y/IMHOB U HeCcneunpuYeckKnux ayToaHTUTenN,
cnefoBaTesibHO, He06X0AUMO MUCKYaTh 60/1e3Hb BUbCOHa My 60/bHBIX C ayTOMMMYHHbIM
renatuTom Npv HeaPQEKTUBHOCTU KOPTUKOCTEPOUAHOIA Tepanuu.

MopaxkeHune neyeHn Npu 601e3HN BUbCoHa Y feTei Npu OTCYTCTBUM NaTOreHeTUYECKONA
Tepanuu XapakTepusyeTcs BbICOKOW 4YacToTon (44%) (hopMMPOBaHWA  LMPPOTUYECKOM
TpaHchopMaummn neyeHn B nybepTaTHOM nepuoge. Mpy OTCYTCTBUM LLMPPO3a NeYeHr 0TMeYeHO
npeobnagaHve CUMMNTOMOB XPOHWYECKOrO renatuta MUHUMaJIbHOW W YMEPEHHOW CTerneHu
aKTMBHOCTM.

Mopdonormyeckue u3MeHeHUs neveHW npu  60ne3HM BunbCoHa He ABNAKOTCA
MaTOrHOMOHWYHBLIMA 1 BKIOYAOT B Ce6S  Ha paHHMX CTaguax MpuU3HaKkuM >KUPOBOI
WHUIbTPpauMn  renaTounmToB  (KpynHOKanenbHOW U MeNKOKanefbHOR),  FIMKOreHoBOM
fereHepaumn aaep U (QOKasbHbIN renaToUeNTIONAPHbIA HEeKpo3, a Tak>ke npeobnafaHve
MWHUMa/IbHOW ¥ HWU3KOW CTeneHn akTUBHOCTU BOCMa/MTENBHOrO npouecca B covyeTaHun C
BbICOKOW [0Nei BbIpaXKeHHbIX (PUOPOTUYECKNX n3MeHeHUn (puc.2-4). Kak nonaratoT, XmpoBas
JereHepauma renatoumMToB npu 601e3HN BuibCOHa CBSi3aHa C OKCUMAATUBHBIM MOBPEXAEHVEM
MWUTOXOHAPWIA C MOCNeAyOWMM HapylleHneM MeTabonvM3Ma MNUAOB, a BOCNA/IUTE/bHbIE
MPOSIBMEHUA — C NEPEKUCHbIM OKUC/IEHWEM NIMNUAOB, reHepauumeid CBOOOLHbLIX PafVKaioB W
NCTOLLEHMEM 3aracoB NKOTaTMOHA B pe3y/ibTaTe HakKomnjeHWs u3bbiTKa Meau B renatoumTax.
OnucaHbl TUCTONOTMYECKME W3MEHEHUS MEYEHOYHOW MNapeHXMMbl MO TUMY ayTOMMMYHHOrO
renatuTa, BMPYCHOrO, &IKOrONbHOTO W JIEKAPCTBEHHOIO MOpaXKeHUs neveHW. o mepe
MPOrpeccuMpoBaHns NOBPEXAEHWI NapeHXMbl, (hopMupyeTcs Gprbpos 1, BNOCIeACTBUN, LMPPO3
neyeHn. O6bIYHO BCTPEYaeTCA rMCTOMOrMYecKas KapTuMHa KPYMHOY3M0BOrO Lyppo3a NneyveHn B
ncxope 60ne3HN BuibCoHa, 04HaKo, onmcaHbl C/lydan U MeJIKOy3/10BOro Lppo3sa.

[na KayecTBEHHOro BbISB/MEHUS [EMO3UTOB MeAM B MEYEHOYHON TKaHW MCMO/b3ykoTeA
pas/ninyHble rTMCTOXMMUYECKME METO/bI OKpacKy (pofamMuH, pybeaHoBasi KUCNOTa, OPCENH, METOS,
TvMMmca ¢ cepoii), 04HaKO, BCE OHW MMEKT HU3KYIO AMArHOCTUYECKYHO LLeHHOCTb



Puc. 2. Mopdonoruyeckoe
1CCNeaoBaHme TKaHu
neyeHn y pebeHka 14 net ¢
60ne3HbI0 BunbcoHa
(oKpacka remMaToKCUINHOM
1 303VIHOM, YBEe/INYeHMe
x400):

A- cnabo BbIpaXXeHHas
NHDUNbTPaLMSA
NopTa/IbHOr0 TpakTa

B - KpynHo- n
Me/IKOKanesibHoe
0XXVIpeHVie renaToLnToB

B - Bakyonu3sauus agep
renaToumToB.

Puc.3. Mopdonornyeckoe
1CccnesoBaHNN TKaHW
neyeHn y pebeHka 14 net ¢
60ne3Hbl0 BunbcoHa
(okpacka no BaH-IM30H,
yBenmueHune x100):
MHOXeCTBEHHbIe NopPTO-
nopTasibHble CeNTbl

Puc. 4. Mopdonoruyeckoe
1ccnefoBaHNM TKaHU
neyeHun y pebeHka 9 net ¢
60ne3HbI0 BunbcoHa
(okpacka no BaH-I'M30H,
yBenmyeHune x400):

A- nopTo-nopTasibHas
cenTa

B — 30HbI
nepurenaToLeItoNApHoro
(hmbposa.

HeBponorunyeckue npossneHns 6one3Hn BunbcoHa

HakonneHve mMeau B TrO/IOBHOM Mo3re npu 601e3HM BunbCcoHa nNpuBOAUT K
MOBPeXAeHWIO  6asa/ibHbIX raHrMeB C  pasBATMEM  TUNO-  WAM  TUNEPKUHETUYECKON
aKCTpanMpaMmugHo CUMNTOMATUKN B BUAE aKMHETUKO-PUrMAHOIO CUHAPOMA, aTakcuu,
Tpemopa, [AMCTOHWUYECKOro CuHApOMa. HeBposiorMyeckne  HapylleHWs — pas3BuBatOTCA
MOCTENEHHO W 6e3 fIeYeHNS HeyKSIOHHO NPOorpeccuMpytoT. [CMXMYecKMe HapyLleHus npu
6one3Hn BunbcoHa BcTpeyvatoTcs B 10% cnyyaeB M BK/IKOYalOT B CeOA HapyLLeHWe NoBeAeHNs,



arpeccuto, obumn, MmaHum, NCUxo3bl, UHTENNEKTYaNbHYI0 U KOTHUTUBHYIO HEAOCTAaTOYHOCTD, a
TaKXXe CUHAPOMa&/IbHbIE COCTOSHUA: OMMONSAPHbIE PaCcCTPOMNCTBA, Aenpeccun, AUCTUMUN.
OnuncaHbl TaKXXe MUTPEHW, FON0BHbIE 60N, GECCOHHMLA, ANUNENTUYECKE NPUCTYMbI Y AeTel C
HEBPOOrMYECKOM CUMMNTOMATUKON 601e3HN BUnbCOHa.

[ns BbIABNEHWSI CTPYKTYPHbIX WM3MEHEHWI FOMI0BHOMO MO3ra MpY HEBPO/IOrMYECKON
cumnTomaTtumke 60ne3Hn BunbcoHa ncnons3ytoT MPT 1 KT ronosHoro mo3sra. Hamb6onee yacTto
BbISIBNAOTCA NOHM>KEHME NNOTHOCTU Ha KT 1 runepuHTEeHCUBHOC T curHana B T2 u T1 (puc.2)
Tpexkumax MPT B 06n1acTu 6a3anbHbIX S4ep rof0BHOr0 mMo3ra. Takke BbISIBNAOTCA U3MEHEHUS
curHana B 06nacTun CTBONMA rONOBHONO MO3ra, Tanamyca, MO3>Keuka B CodeTaHum ¢ AnddysHom
aTpodmeld Kopbl 1 6en10ro BellecTBa ronoBHOro mosra. ameHeHnss MP-curHana ot CTPyKTyp
rONOBHOrO MO3ra MOryT OTCYTCTBOBaTb Yy 7-17% peTeil CO CMeLlaHHON (hopMoi 60ne3Hu
BunbcoHa Npy Ha/MuMM HEBPO/IOrMYECKOW CUMMTOMATUKW B BuUAe Tpemopa, Av3apTpum W
N3MEHEHNA MbILLEYHOro TOHyCa Mo 3KCTpanupamugHomy Tuny. B Toxke Bpems M3MeHeHWs Ha
MPT n KT ronoBHoro mMosra MOryT Onepexartb pPa3BUTWE HEBPONOrMYECKOW CMMNTOMATUKN B
10% cny4aeB 601e3HN BrnbCcoHa 1 6bITb 06paTUMbIMK Ha (DOHE MeAbXenaTUPYHOLLLER Tepaniu.

Puc.5. Ycunenne MP curHana B T-2 pe>kuMe 0T NOAKOPKOBLIX S4ep ro/I0BHOro Mo3ra y AeBoYKu
11 neT co cMeLlaHHo hopmoii 6onesHn BunbcoHa

MopakeHwue rnas npu 6on1e3Hn BunbcoHa

OthTasIbMO/IOrMYecKme NposiB/ieHNs Npu 60n1e3HN BunbcoHa BKIKOYAlOT B cebsi KonbLa
Kalizepa-®neiiluepa 1 MefHyt0 KaTapakTy no Tuny «noaconHyx» (puc.3). Konbua Kaiisepa-
®neliepa NpeAcTaBAOT COO0 OT/IOXKEHME [Aen03UTOB MeAM Ha BHYTPEHHe MOBEepPXHOCTU
poroBuubl B  [AecLemeToBoi  o6onouke. Busyanmsaums  konbua — Kaiizepa-dneiiwepa
MPON3BOAMTCS NPU 0P TaTbMONOTMYECKOM OCMOTPE MPX MOMOLLM LLENEBOI Namnbl, MHOT A Mpw
MOMOLM TOHMOMNH3, B AAIEKO 3alleflinxX CTagusax 3ab0/eBaHMsi MOXHO BWAETb KOMbLO
HEBOOPY>KEHHbIM B3I ISA0M.



Copa3go pexe Npu 60/1e3HN BunbCoHa BCTPeYaeTcs pasBuTVe MeAHON KaTapakTbl B
BUAE «MOACONHYXa». KaTapakTa He BAMSIET Ha OCTPOTY 3PEHNS 1 BU3YaNN3NPYETCst MPX MOMOLLY
LLleNeBO namnbl B BUAE CEPOro MM 30/10TOr0 AMCKA Ha MepeaHeit 060M104Ke XpycTanmka, oT
KOTOPOro paauasibHO OTXOASAT Nyum Ha Neputiepuio XpycTanmka.

A B
A: Konbua Kaitsepa-®reiiLepa (OTIOXeHWE 4en03nToB Mefin BO BCEX KBaJpaHTaxX PorosuLbl) y AEBOYKM
14 ner.
B: MefHaa KaTapakTa «MofACO/HYX» Y [IeBOYKMN 14 NneT.
Puc. 6. Konbua Kaizepa-®reiiliepa n MefHas KaTapakTa «noACONHYX» npu
0 TabMONOrMYeCKOM 0CMOTpe Y AeTeli ¢ 60/1e3HbI0 BuabcoHa

MopakeHWe A4pyrnx opraHoB rnpu 60n1e3Hu BunbcoHa

Mpy 60ne3HM BunbcoHa HabMOAAeTCA LWNMPOKUIA CNEKTP BHEMEUYEHOUHBIX MPOSBEHWNA,
O[HAKO 4acToTa WX BbISIBNEHUS B MeAMaTpuyeckon MpakTuke He npesbiwaet 10%. K HuM
OTHOCAT MOpa>keHue OMOPHO-ABUraTEeNbHOIO annapaTta C  BblSBAEHWEM  CMMMNTOMOB
OCTeoMaNAuuM, OCTeonopos3a, OCTe0apTPUTOB, XOHAPONATWWU, CMNOHTAHHbIX MEepenoMOoB,
CyOXOHApanbHbIX KACTO3HbIX hopmaumic. Hambonee yacToil nokanmsaumein ABNSETCA
MO3BOHOYHWK N KOJIEHHBIA CYCTaB.

OnucaHbl NOBPE>KAeHUA MblwL, nNpu 60ne3HW BunbCcoHa, NpoTekatowme no Tuny
pab4omMnonn3a, BCeACTBME NOPKEHNS MbILLEYHbIX MUTOXOHIPWNA.

OTnoxeHne un36bbITKA MeaM B CEPAEYHOM MblWLe MPUBOAUT K (POPMUPOBaHUIO
KapgvomuonaTuid, apuTMUiA, AUCHYHKLMN CUHYCOBOTO Y3Nia.

ApyrvMn — pefiKUMU  MPOsiBNEHNAMM  60/1e3HN  BuibCoHa  ABNSKOTCA  CUMMTOMBI
MOBPeXAeHWs  XKene3  BHYTPEHHEM  Cekpeuuun,  XapaKTepusyrlolmecs  CMMNTOMaMu
runonapaTupeoansma, runepnponak TUHeMun, ameHopen, 6ecniogus, NOBTOPHbIMU 3NWU304aMu
HeBbIHALLMBAaHNA GEPEMEHHOCTMW.

Mopa>keHune noyek npu 60s1e3HN BubCoHa CBA3aHO C BO3AENCTBMEM U30bITKA MeAn Ha
MPOKCUMabHble KaHasblbl. CrekTp TYOYNspHbIX AUCHYHKUMIA pa3HOOOpa3eH OT BbISIBNEHUA
MOBbLILIEHNA 3KCKPELMM MOYEBON KUCNOTbI C MOYOM A0 (POPMMPOBaHUSA CUHAPOMA DaHKOHU C
aMuHoaumaypven, noYeyHbIM KaHabLeBbIM auyAo30M, [IOKO3ypUen W 31eKTPOIUTHbLIMU
HapyLeHnsamn. HapyLleHre 3KCKPeL MmN 3N1EKTPOIMTOB MOXKET NPUBOAUTL K HE(DPOKa/IbLIMHO3Y.

FeMOMTMYeCKass aHeMusi BbISIBNSETCA Npu 60ne3HnM BunbcoHa ¢ vactoton 1-12% wn
CBfi3aHa C MOBbILLEHVEM CbIBOPOTOUYHOIO YPOBHA MeAW B pesynbTare HeKpo3a renarouuToB.
"feMonMTYeCcKas aHeMUs MOXKET ObITb OCTPOI U acCOLMMPOBATLCA C PE3KUM MOABLEMOM YPOBHSA
ounmpybuHa, coveTaTbes C (y/IbMUHAHTHON MeYEeHOUYHOW HeLOCTaTOYHOCTbIO, a TaKXKe HOCUTb
cnabo BbIPKEHHbIN NEPCUCTUPYIOLMIA XapaKTep, NPUBOLAS K XPOHUYECKOW aHEMUUN U SABMSSICH
nepBbIM  CAMMNTOMOM  MaHudgecTaumyu  6one3Hn  BunbcoHa.  TMOBTOpHblE  3MM30[4bl
reMOIMTUYECKMX KPU30B NPUBOLAT K Pa3BUTUIO XKeNveKameHHOW 601e3Hn. KaMHW cMeLLaHHOoro
Tuna, 06pa3oBaHbl CONAMU GUIMPYBMHA 1 XONECTepUHa.



Tabnnua 2.
KnvHn4yeckume npusHaky 60n1e3H1 BunbcoHa

MpossneHus 6one3Hy BunbcoHa CumnTOMBI

MopaxkeHvie neyeHw - beccumnTOoMHas renatomeranus

V30n11MpoBaHHas crijieHoMeranus

LiuTonmtuyeckas akTMBHOCTb GUMOXMMUYECKMX MOKa3aTenei
Creatorenatut

OcTpblii (hyNbMUHAHTHbINA) renatnT
AyTOMMMYHOMOAOGHBIV renatuT

Linppo3 neveHn

Mopaxexue LUHC - JABUratenbHble HapyLLeHWs (TPEMOP, HEMPOU3BO/IbHbIE ABUKEHNS)
CntoHOTeYeHwue, AM3apTpus

PurngHas auctoHus

MceBao6ynb6apHbIA CUHAPOM

BeretococyaucTas fUCTOHNSA

MwurpeHenoo6HbIe FONOBHbIE 60K

beccoHnua

Mpunagku

Mcuxuatpryeckne CUMNTOMBI - Jenpeccus
HeBpoTuyeckoe nosefeHue
M3MEHEHUS TMUYHOCTK
MNcuxo3

Jpyrve cuctemsbl - Odgranbmonorus: konbLa Kaiisepa-®nelillepa, «MeaHas» kaTapakTa
"emonmTUYECKas aHemua

[Jepmartonoruyeckue NposBeHNs: «rofybble HOTTeBbIE TYHOUKU»
MaTonorus noyek: amuHoaUMAypus, HeponuTnas

MaTonorus ckeneta: paHHUIA OCTEONOPO3, apTPUT

MopaxeHuie cepaua: KapAMoMMonartus, HapyLeHUs puTMa
MaHKpeaTuT, )enyekameHHas 60/1e3Hb

M'MnonapaTMpeoaunsm, rMraHTu3m

HapylieHve MeHCTpyanbHOro  umkna, Gecnnogue,  MOBTOPHbIE
BbIKMAbILIN

Knaccngmkaums 6onesHm BunbcoHa

B cooTtBeTCcTBUM C MeXAyHapoaHoi knaccudmkaumenn m MKB 10 wucnonbsyetcs
HOMeHKnaTypa 60/s1e3Hb BuibcoHa (E83.0 — HapyweHue obmeHa wmeam). OfHako B
OTEYECTBEHHON /fMTepaType TakXe MNPUMEHSETCA Ccneaylolas TepMUHOMOrMS:  60M1e3Hb
BunbcoHa-KoHoBasiosa, renaToNeH TUKynspHas JereHepauus, renaToLepebpasibHas
ANcTpodnS.

B HacTOflLee BpeMs MCMOMb3yeTcs KnacCUMKaLms, MOCTPOEHHAA Ha KIMHWUYECKUX
npu3Hakax 60/1e3HN, COYeTaHMsi MOPAKEHWUS MEYEHW W UEHTPasIbHON HEPBHOM CUCTEMBI,
npeanoxexnHas J.Walsh (1983):

dopmbl 6011e3HK BrnbcoHa (Knaccugukauma J.Walsh, 1983):

BeccumnToMHas hopma
MeyeHO4YHas opma
LlepebpanbHas thopma
CMeLuaHHas opmMa

CornacHo knaccugukaumm H.B. KoHoBanoBa pacno3HaroT 5 hopm renato-LepebpasbHOM
auctpogum (1960), B 3aBMCMMOCTM OT BOBJIEYEHMS| B MATONOMMYECKUIA MPOLLECC MeYeHn W
LIeHTPpa/IbHON HEPBHOW CUCTEMbI U XapaKTepa aKCTpanmMpaMuiHoOM CUNTOMaTUKMN,

BprowHan (abgomuHanbHasa) opma - THKENOe MOPaKeHWe MeyeHu, NpUBOLSALLEe K
CMEpPTU paHbLUe NOSB/IEHWNS CUMITOMOB CO CTOPOHbI HEPBHOM CUCTEMbI; 32060/1€BAKOT AETH.
E& npofomKnTensHOCTb OT HECKO/bKMX MecaLeB Ao 3-5 feT.




PUrngHo-apuTMorunepKnMHeTNYeCcKas, WM paHHAA ¢opma OT/MYaeTcs ObICTPbIM
TEYEHMEM; HauMHaeTCA Takke B [AETCKOM Bo3pacTe. B  KAMHMYECKO KapTuHe
npeobnafatoT MbleyHas PUrngHOCTb, NPUBOAALLAS K KOHTpakTypam, 6efHOCTb WU
3aMefIEHHOCTb  [BMXKEHWIA, XOpeoaTeToniHble WM  TOPCUMOHHbIE HACWMbCTBEHHbIE
OBWKeHUS. XapaKTepHbl Au3apTpua U gucdarus, CyLOPOXHbIA  CMeX W nnad,
apeKTMBHbIE PAaCCTPONCTBA M YMEPEHHOE CHUKEHMe UHTeNnekTa. 3aboneBaHne AANTCS
2-3 roja, 3akaH41BaeTca IeTa/lbHO.

[poxaTenbHo-purngHaa opma BCTpevaeTca valle Apyrux; HaymHaeTcs B KOHOLLECKOM
BO3pacTa, NPOTEKaeT MeA/eHHee, NMOPOA C PEMUCCUMSAIMM W BHE3AMHbIMU YXYALLIEHUAMM,
COMPOBOXAAOLLMMMCA cy6hebpunbHol Temnepatypoi; XapaKTepu3yeTcs
OJHOBPEMEHHbIM Pa3BUTUEM TSHKENOW PUTMAHOCTA W APOXKaHMS, [POXKaHWE OYeHb
pUTMUYHOE (2-8 [pOXKaHWA B CeKYHAY), Pe3KO YCWIMBAETCA MpU  CTaTUYeCKOM
HanpsHXKeHUN MbILLIL, ABVKEHUAX W BO/IHEHMM, B MOKOE M BO CHe uc4yesaeT. VHorpa
06Hapy>XMBatOTCA  aTeTOMAHble  XOPeOPOPMHblE  HAaCW/IbCTBEHHblE  [BUKEHUS;
Habno4aroTCa Takke aucharna n ansaptpus. CpeaHas NPOAC/HKUTENbHOCTb XKU3HU OKOJIO0
LLECTW NeET.

[dpoxaTtenbHasd ¢opma HaumHaeTcs B Bo3pacTte 20-30 f1eT, NpoTeKaeT [0BOJIbHO
mega/ieHHo (10-15 nieT n 6o/bLUe); ApoXKaHWe pe3ko npeobnagaer, pUrMaHOCTb MOABAETCA
NWb B KOHLUE 60/1€3HK1, a NOpoil HabNtoAaeTCH rMNOTOHUA MbILWL; OTMEYaeTcs aMmmmus,
Me[/IeHHass MOHOTOHHasd peyb, THKENbIE W3MEHEHUS MCUXWUKKM, 4YacTbl afi(eKTUBHbIE
BCMbIWKN. HabnoaatoTes annnenTugopMHble NPUNnagku.

JKCcTpanupamMmnaHo-KopKoBas (popma BCTPeYaeTcs pexxe Apyrux @opm. TunuuHble A4S
renato-uepebpanibHON  AMCTPOPUM  HapylleHWss B [Ja/IbHEALLIEM  OC/IOXHSAKTCS
anonaeKTMHopMHO Pa3BMBAKOLLMMUCA NUPaMUAHBIMW Nape3amu, 3nuaenTUQOPMHbLIMU
npunagkamun n THKENbIM cnaboymmem (06HapY>XMBaKOTCS OOLLUMPHbIE pasMArvyeHns B Kope
6onbLMX nonywapuii). Anutcs 6-8 neT, 3akaH4YMBaeTCA NeTa/lbHO.

IMprmepbl gnarHo3oB:
1) bonesHb BunbcoHa, neyeHo4YHouHas hopma. Linppos neyexn.
2) bonesHb BwibcOHa, cMellaHHas opmMa, PUrMAHO-apuTMOTrUNepKUHeTUYCeKas
topma. Linppos neuexn.

[OvarHocTnka 60/1e3HM BunbcoHa
CKpPUHMHT Ha 60ne3Hb BWbCOHa A0/MKEH MPOBOAUTLCS Y AETEN B Bo3pacTe OT 2 A0 18
NeT, VMELMX HEOOBbACHNMOE MOBbILEHWE CbIBOPOTOYHbIX aMUHOTpaHchepas, NposBIeHUS
(hYyNIbMWHAHTHON MEYEHOUYHON HEe[OCTAaTOYHOCTW, XPOHWYECKOro renarmta, LMppo3a MeyeHu,
HEBPONOTrMYECKME  HapyLleHUsi  HEeYCTaHOB/IEHHOW  3aTuonoruu,  Kym6c-HeraTvBHYHO
reMONMTUYECKYH aHEMUIO, OTATOLLIEHHbIV CEMENHbIA aHaMHE3 No 601e3HK BubCoHa.
[varHoctuka 6onesHn BuibcoHa 6asupyeTca Ha  KOMOUHaUUWU  KIMHWUYECKUX
CMMNTOMOB,  AaHHbIX /1abopaTOpHOro  06CnefoBaHMs M MOEKYNSAPHO-TeHETUYECKOro
TECTMPOBaHUA 1 BK/OYAET B CebA cnefyroLue napaMeTpbl:
CHWXeHWe YpOBHSA Liepy/ionsiasMmHa B CbIBOPOTKe KPoBU (MeHee 20 mr/an);
MoBbILLEHME CYTOYHOM 3KCKPeL MmN Mean C MOYONA:
v’ 6a3zanbHoi (6onee 50 MKr/cyT);
v’ B npobe ¢ A-neHnumnammHom (500 mr x 2 pasa /cyT) — 6onee 1600 mkr/cyT
MoBbILLEHME KOMIMYECTBEHHOIO COAEPXaHUA Men B TKaHU neyeHu 6onee 250 MKr/r (uim
MONOXMTE/bHAA TMCTOXMMUYECKast OKpacKa Ha Mefb NeYeHOUHOW TKaHw);
Hannume koney, Kaisepa-®reiwepa (MegHas KaTapakta Mo TUMY <«MOACOMHYX») MNpu
0(pTa/IbMOIOrMYECKOM OCMOTPE;
Hannumne cneummyeckoin HeMponcmMxmaTpuyeckom cUMNTOMATUKN (MM U3MEHEHUS Ha
MPT I'M);



"OMO3MroTHOE/KOMNayHAreTepo3nMroTHOE HOCUTENLCTBO MyTauuii reHa ATP7B.

NB! Hu ognH nabopaTopHbIii TecT (3a MCKOYEHMEM MOSIHOrO CEKBEHUPOBaHMSA
natonorunyeckoro reHa ATP7B) He o6nagaet 100% 4yBCTBUTE/IbHOCTbD U HE
obecneumBaet 100% cneuynuUHOCTb; [AnarHo3 60/1e3HM BuibCOHa CTaBUTCA Ha
OCHOBaHMW  COBOKYMHOCTM  K/IMHUYECKUX [AaHHbIX, pe3y/ibTatoB 1abopaTtopHOro
nccnefoBaHMAa U MOIEKYNAPHO-TEHETUYECKON0 aHaNu3a.

Ha VIII unHTepHauMOHaNbHON KOH(MEPEHUMM, MOCBALLEHHON W3Y4YeHUO 60Ne3HU
BunbcoHa n 6onesHn MeHkeca (16 — 18 anpens 2001 rog, Jleinuwmr, epmaHuns) 6bina
YTBEPXAEeHa 6an/ibHas LKana AnarHocTuky 60ne3Hn BunbcoHa (tabn. 3).

Tabnnuya 3.
BannbHas WwKana gnarHocTMku 6o1e3Hn BunbcoHa
. CumnTOMBI Bannbli 11. JTabopaTopHble TeCTbl Bannbi
1.Konbua Kaizepa-®neiiiepa 1.9KCKpeuys Meam ¢ MoYoiA
- NPUCYTCTBYHOT - HopMa 0
- OTCYTCTBYIOT 2 - 1-2 HOpMBbI 1
0 - 60/1ee 2 HopM 2
- HOpMa, HO yBennueHne 6onee 5 Hopm Npu Npobe 2
C KYMpPEeHWIOM
2.Heiponcuxuatpuyeckas 2. KonuyecTBeHHOe ompefeneHne meam B
CUMNTOMATUKa  (M3MEHEeHUs  Ha 6ronTaTax nevyeHu
MPT) - Hopma -1
- NpUCyTCTBYET 2 - 50-250 mKr/r 1
- OTCYTCTBYET 0 bonee 250 mMKr/r 2
3.Kymbec-HeraTvBHas 3.PogamvH — NO3UTMBHbIE renaTounTbl  (Mpw
reMoanT1YecKas aHeMus HEBO3MOXXHOCTW _KOJIMYECTBEHHOIO OMpeaesieHmns
- NpUCYTCTBYET 1 Meu B NeYeHn)
- OTCYTCTBYeT 0 - MPUCYTCTBYIOT 0
- OTCYTCTBYIOT 1
4.YpoBeHb LiepyonaasmMMHa B ChIBOPOTKE KPOBM
(npv HopMe 6onee 20 mr/an)
- HOpMa 0
-10-20 1
- MeHee 10 2
I111. MonekynsipHO-reHeTUYeCKOe nccreaoBaHme (BbisiBNieHMe MyTaumii reHa ATP7B)
- TOMO3KroTa (KoMMayHf-reTeposnroTa) 4
- reteposurora 1
- MyTaUWil He 06HapYXXeHO 0

CymmapHble 6annbl:

4 v 6onee: BbICOKas BEPOATHOCTb 60/1e€3HM BUnbCOHa;

2-3: bone3sHb BunbCcoHa BEpPOSTHA, HO TPebyeTcs AanbHeiLlee 06cnefoBaHMe NALMEHTA;
0-1: bonesHb BunbcoHa COMHUTENbHA.

Mpn Hanmuum koney, Kaisepa-dneliliepa, CHUMXKEHWS YPOBHS Lepy/nonnasMuHa
MOBbILEHNA 6a3a/IbHOM 3KCKpeumMn Meau ¢ MOYOi amarHo3 60ne3Hn BunbcoHa He BbI3blBaeT
COMHeHUI. OfHaKo, B psfe Cny4yaeB KIMHUYECKUE CUMMTOMbI MOFYT OTCYTCTBOBATb UK ObITb
HecneynpuuHbIMK, a NabopaTopHble AaHHble HAXOAMTLCA B NpeAenax HOPMaslbHbIX BENYWH,
4TO 3aTPYLHAET CKPUHUHIOBYH [AMAarHOCTUKY 60ne3Hn BunbcoHa v TpebyeT AanbHeiiLlero
yrny6neHHoro obcnefoBaHust MaumMeHToB C MPOBeAEHNEM MYHKUMOHHOW OMoncum neyeHn ¢
KO/IMYECTBEHHOM OLEHKOW MeAM B OuonTatax MeyeHn W MONEKYNAPHO-reHEeTUYECKOro
TECTMPOBaHUSA C LieNbo BbisBNeHWs MyTauuii reHa ATP7B (Tabn. 4).

Tabnuua 4.
[narHoctunyeckune Kputepum 6051e3H1 BunbcoHa
(MPUYMNHBI JTOXKHOOTPULLATE/TbHBIX U JIOXKHOMOJIOXKUTENIbHbIX Pe3y/IbTaToB)

Tect M3MeHeHus IMPUUYNHBI NIOXXHOMOOXKUTENBHbIX MpuynHbI
npu 6one3Hu pesynbTaToBs NOXXHOOTPULATENBHBIX
BubcoHa pesynbLTaTtoB
LiepynonnasmuH Menee 20 bonesHb MeHKeca, nevyeHOYHas OcTpoe BoCnaneHue,




CbIBOPOTKM mr/on HeJ0CTaTOYHOCTb, ManbabcopbL s, ANUTeNbHOe rMnepacTporeHeMms,
napeHTepanbHOe NUTaHue, reTepo3uroTHoe 6epeMeHHOCTb, ONyXonu
HocutenscTeo ATP7B, auepynonnasMvHemus,
He(POTUYECKNIA CUHAPOM, AETCKMWIA BO3pacT
MeHee 2 feT
Kosnbua MpucyTcTey XpoHuYecKue xonectatuyeckune 3abonesaHms PaHHMe cTagmmn 60/1e3HU
Kalizepa- 0T MeyYeHun, HeoHaTasbHbIN X0NecTas, BunbcoHa, neyeHouHble
dneiwepa (hopMbl 60n1e3HU BrbcoHa
JKCKpeunsa megm bonee 50
C MOYoiA MKr/cyT AcumMnTomMaTuyoe TeyeHne
SKCKpeLUs My Bonee 1600 | XPpOHWYECKUIA aKTUBHBIA renaTuT, XPOHUYECKMe 60ne3HY BunbcoHa,
¢ MOYOIA Ha thoHe MKr/cyT XO0MecTaTuyeckme 3a601eBaHNS MeYeHN, paHHuWe cTaguu 60n1e3HU
II- 3arpsasHeHune n3BHe BunbcoHa, Tepanus
neHUuunNaMmmHa Xenaropamu
(500 mr x 2 pasa)
KonunuectBeHHoe | bonee 250 BHyTpMneyeHoYHbIii XonecTas,
cofepyKaHue MKr/T YacTunuHas bunuapHas atpesus, MbLL, MCX HTeF’a””ﬂ Xe”afoga'\"”
Meau B TKaHW VIHAWACKWIA feTCKuiA UMppo3 EA0CTATOHBIV Obpasel
neyeHn Vanonatnyeckuii TOKCMKO3 MefbHo MEYEHOUHOM TKaHW

POACTBEHHMKM NO MPAMOW IMHUN BHOBb BbISIB/IEHHOTO 60/1bHOMO ¢ 60/1€3HBI0 B1nbCcoHa
AO/MKHbI MPOXOAUTb CKPUMHUHI Ha HalMume Yy HUX 3abonesaHud. pu TwatensHoM cbope
aHaMHe3a He0OXOAMMO Y[eNnsTb BHUMaHWe Ha BbISB/IEHWE 3MNU3040B XENTyxu, 3aboneBaHuii
MeYeHn, paHHei CMMNTOMATWMKE HEBPOSIOrMYECKMX OTKIOHEHWN. [MpoBoauTcs nabopaTopHO-
WHCTPYMEHTa/IbHOe 06CNefoBaHMe NauyueHTa ¢ uccnefoBaHneM Metabosnmsma mMean (YpoBeHb
LiepynionnasMmMHa B CbIBOPOTKM KPOBW, MOKasaTeNM CYTOYHOM 3KCKpeuuMm Meau C MOYOM,
O(PTa/IbMOIOrMYECKNIA OCMOTP C Le/b0  BbISIBIEHNUA Hanmums/oTeyTcTBus Konel, Kalisepa-
dneliwepa), No pesynbTaTam KOTOPOro PeLUaeTcs BOMPOC O HEeobXoAMMOCTM MPOBEAEHUN
6roncMM nNevyeHM C KONIMYECTBEHHON OLEHKOM Mean W MOMEKYNSPHO-FEHETUYECKOro
nccnefoBaHms MyTaunii reHa ATP7B.

Ko+
Llep<20 mr/gn
24-h Cu >50 mKr

Ko+
Liep=20 mr/an
24-h Cu >50 mKr

Ko -
Llep<20 mr/gn
24-h Cu <50 mKr

ANTOPUTM ANArHOCTUKM 60/1e3HM BunbcoHa

K® -
Llep<20 mr/gn
24-h Cu >50 mKr

‘ T~

<

>250 MKr/T

brnorncna neveHn ¢

KO/IMYECTBEHHOW
OLIEHKOW

copep>kaHua meamn

Buoncua neveHn c
KO/IMYECTBEHHOIA
OLIEHKOW
coep>kaHusa mean

<50 MKr/r

<250 MKr/T

\ 4

/

[pyroi gnarHos
MonekynapHo-

reHeTUYeCKoe
nccnefoBaHue

+
A 4

Bone3Hb BunbcoHa

50-250 MKr/r

>250 MKr/r




Puc. 7. ANroputm guarHocTukm 6one3Hn BunbcoHa
K®d-konbua Kaiisepa — ®neiiwepa; Liep — uepynonnasmmn; 24-h Cu — CyTo4YHas 3KCKpeLmst Meam ¢
MOUYOIA.

Tepanus 60n1e3HN BunbcoHa

[varHoctuka n Tepanua 60ne3HV BunbcoHa Yy [JeTeil OcyluecTBnsieTcss Ha 6ase
CreLnann3npoBaHHbIX CTaLMOHapPOB racTPO3HTEPOIONMYECKOr0 (renaToiorMyeckoro) npoguns
C MNPUB/EYEHNEM CMEAYHOWMX CMeLMasMcCToB: racTpo3HTeposior (remartosior), OKY/UCT,
MCUXOHEBPOJIOT, MCUXOJION, TPaHCMIaHTosor. MepBuyHad AMarHOCTMKA M Hayalio Tepanuu y
[eTeil ¢ 60ne3Hb0 BunbCoHa OCyLLECTBNSETCA Ha 6a3e crneumanv3vpoBaHHOIo crtauuoHapa u
BK/tOYaeT B cpegHem 30 KOMKO-AHeW ¢ 06s3aTelbHOM OLEHKON meTabonm3Ma meau, CTeneHu
(h1MBpPO3MpPoBaHMS NEYEHOYHOW NapeHXUMbl U HaPYLLEHUA NCUX0-HEBPONIOrMYECKUX PYHKUMIA, C
onpefeneHVeM  MOKasaHWA  4/18  CBOEBPEMEHHOTO  BbIMOJ/IHEHWUS  OPTOTOMMWYECKONA
TpaHCcnIaHTaumm neyeHu.

KoHcepBaTnBHas Tepanus MpoOBOAUTCA Ha 6as3e KPYrioCyTOYHOro WA [HEBHOro
CTauMoHapa C 006s3aTeNbHbIM KOHTPOMEM /1abopaTOPHbIX MOKa3aTene u MNocneayroLLen
MPeeMCTBEHHOCTbIO C amby/naTopHbIM 3BEHOM 34paBOOXpaHeHus: Ha 1 MecsAue Tepanuu
OCYLLECTB/IAETCA €XeHefelIbHbI  KOHTPO/b  1ab0paTopHbIX MokasaTenend, Ha 1 rogy -—
eXXemecauHblli, panee 1 pa3 B 3 MecAua, C MPEeMCTBEHHOCTbI) MeXAY CTaluMOHapHbIM U
ambynaTopHbIM 3TarnoM Hab/IloAeHus.

Cneumann3nmpoBaHHOe CTalUMOHapHOe HabNtofeHWe OCYLLECTBNAETCA 2 pasa B rof Ha
6aze KpYyrnocyTo4yHOro crayuoHapa WaM Ha 6ase [HEeBHOro CTauuoHapa npu OTCYTCTBUM
HEeob6X0AMMOCTN 3aMeCTUTENbHOM MHMY3MOHHOM Tepanuu, C eXemMeCAYHbIM aMOynaTopHbIM
HabNloAeHneM  MauueHTOB MO MeCTY >KUTEe/NIbCTBA Bpadeill CneumanvcToB: neguatpa wu
racTpO3HTEpPO/Ora Npu MeYeHOYHON 1 CMeLlaHHoW (hopmax 3ab0neBaHUs, MCUXOHEBPO/IOra U
McMXosiora Npu cMeLLaHHoi hopme 60/1e3HN BubcoHa.

NeyeHne GonesHn BunbcoHa cnefyeT HauMHaTb C  [AMeTbl, HanpaB/eHHOW Ha
YMEHbLUEHME MOCTYMNeHNs Meau B opraHusMm. OrpaHuyMBaloTCAa MPOAYKTbl C  BbICOKUM
cogep>kaHvieM Mefun (MeyeHb, KPEBETKMW, OpPexw, LIoKonad, rpubbl). Kak MUHUMYM, B TeyeHue
MepBoro roja JeyeHns, WUCNONb3yeTCs CBOOGOAHAs OT MeAan Bofda, MNpU HeobXo4UMOCTM
YCTaHaBNMBAKOTCA OUYUCTUTESIbHbIE (UIbTPbI ANF KOHTPONA YPOBHA COAEpXaHus Meau B
BOAOMNPOBOAHOM BOAe, T.K. MNPV ee [JOCTaBKe MOryT WCMOMb30BaTbCA MeAHble Tpyobl.
3anpeLyaeTcs MCMnosb3oBaTb MeAHYH MOCYAY ANS NMPUroTOBMEHUS NULM U efbl. Heobxoanmo
n3beratb BUTAMWHHbIE W MWHEpa/IbHbIE Mpenapatbl, cofepXawue Medb. [ueTnyeckue
peKoMeHaUMy NPUBOAAT K 3aMef/IEHNI0 MPOrpeccupoBaHns 3aboneBaHNs, OgHaKO He MOryT
MCNOMb30BaTbCA KaK eANHCTBEHHAA IMHUA Tepanuu.

B HacTOfilLlee BpeMs MCNOMb3YHOTCA pas/inyHble npenapatbl 418 fleYeHns 60e3HN
BunbcoHa, 0bnagatoLime pas/IMyHbIM CTPOEHWEM W MeXaHW3MOM [eicTBus. [-neHuuunnamuH
(KynpeHun) sBnseTca npenapaTom Bblbopa npu nedeHnn 6one3Hn BunbcoHa. [-neHuyunnammt
npeacTaBnseT co60i NPOU3BOAHOE MEHULUWNMHA, MONEKY/la KOTOPOro COLEPXMT CBOOOAHYHO
CYNb(OMAPUNIBHYIO TPYNMY, C MOMOLLbKD KOTOPOW OCYLLECTBNSIETCS XenaTopHas akTUBHOCTb
[aHHOro npenaparta. [-neHuumniammH MOOUIN3YET Mefb W3 MeyeHu W ApYrux OpraHoB U
YBENNUYMBAET €€ MOYEBYH) 3KCKPeUMIo, a Takke WHAYUMPYET CUHTE3 MeTaNIoTUOHWMHOB. [-
neHnuMNNamMH HasHavaeTcs 3a 1 yac uam yepes 2 yaca nocse npuemMa nuim, T.K. efa CHKaeT
KueyHyro abcopbuumto npenapata. HavanbHble f03bl Npu Tepanumn coctasnaoT 250-500 mr/cyTt
C nocteneHHbIM (Kaxable 4-7 AHeRn) yBennuyeHWem [03bl Ha 250 Mr A0 ne4e6HON [103UPOBKM
1000-1500 mr/cyT, KoTOpas gaetca B 2-4 npvema. [na feTel TepaneBTUYecKas Ao3vposka [-
nexuyunnamuHa coctasnset 20 mr/kr/cyT. Koppekuma [o3bl npenapara npou3BoAUTCA No mMepe
CHVKEHMS YPOBHS 3KCKpeLun Meam ¢ MOYOM.



Mo6ouYHble 3PdeKTbl Ha Tepanuto [-neHnuuniammHom passuaroTcs B 30% HabnoaeHuin.
Y 60MbHbIX CO CMELLaHHOW (HEBPONOrnMYeckoin) copmori 6one3Hn BunbcoHa B 30% cny4vaes
OTMEeYaeTCs YXYZALUeHWe HEeBPOIOrMYEeCKO CUMNTOMATUKM, YTO CBSI3aHO C WHAYLMPOBAHHOM
BbICOKOV MOGWUM3aLMei Mean 13 MeYeHN U OT/IOKEHVEM ee B 6asasibHbIX fApax ro/ioBHOMO
MO3ra, 4YTO MPOBOUMPYET UM YCUNNBAET HEBPOJIOTUYECKYO cuMnToOMaTuKy. OKono 25-30 %
nauneHToB C 00Me3Hb0 BunibcOHa Ha (hOHe Tepanuu pas3BMBalOT OCTPYHO asifiepruyeckyto
peakuMio B BWAE CbiMW, JMXOPaLKW, KpanuBHMUbl. BO3MOXHO pa3BuTUE MNOAOCTPON
TOKCMYECKOW peakuun B BUAe MPOTEMHYPUM, YTHETEHUS KOCTHOMO3rOBOro KpoBOOOpaLleHus
WM XPOHNYECKOTO TOKCUYECKOrO AelCTBMA Ha KOXY (NMpeXXaeBpeMeHHOe cTapeHue, aedeKTbl B
(hopmMmpoBaHUM PYOLOBOIA TKaHW, CEPrMHTUHO3HLIN NepgopupyroWwniA 31acTo3, BCeACTBUE
TOKCUYECKOrO BO3AENCTBMA Ha KO/NareHoBble BOJSIOKHA, BO3MOXHO pasBuTMe C€nabocTtu
COCYAMUCTOM CTEHKM), WMMYHHYH CUCTEMY C Pa3BUTMEM ayTOMMMYHHbIX 3ab0seBaHuiA
(cuctemHas KpacHas BOMYaHKa, apTpWTbl, MOBLILEHWE aHTUHYK/IEAPHOro (hakTopa), a Takxe
CHVKEHME PEe3UCTEHTHOCTU K MHgeKumaMm. Mpyu npumeHeHnn [-neHvuypunnammHa pa3BmBaeTcs
HeA0CTaTOYHOCTb MUPUAOKCHHA, YTO TpebyeT Ha3HayeHus BUTamuHa B6 (NpnLoKcuH) B fo03e
25-50 mr/cyTt. Mpu pa3BUTMK NOBGOYHBLIX [eACTBUIA [-nNeHuuyunnammHa HasHavaeTcs Apyroe
a/lbTepHaTUBHOE JIeYeHMe.

LIMHK nopasnsieT BcacbiBaHWe Mey B KULLEYHWKE Y NMPUMEHSETCSA KaK albTepHaTUBHOE
neyeHne npu 6one3Hn BunbcoHa. [MpenapaTbl UuHKA (CynbaT, OKUCb, aleTaT LMHKA)
VHAYUMPYIOT METa/IIOTUOHMHBLI 3HTEPOLMUTOB, 001aAatoLLMX BbICOKMM CPOACTBOM K MeAu, YTO
MPUBOAMWT K 3aXBaTy Meu 13 NULLY METa/INIOTUOHWHAMM, CBA3bIBAHMIO B AMUTEIMN KULLIEYHMKA,
M NPensaTCTBMIO abcopbuumn mMeTaiia B CUCTEMHBIA KPOBOTOK C Bblfe/leHWeM U30bITKa Meaun C
Kasiom. [NpenapaThbl LyHKa MeHee TOKCUYHbI, YeM XenaTopbl.

Kpome Toro, gnd neyeHns 60ne3Hn BunbcoHa MCNoMb3yoTCs TPUEHTUH (TPUITUNEH
TeTpamuH) n TeTpamonmbiaT aMMOHUS, OLHAKO Ha POCCUICKOM (hapMakonormMyeckom pbiHKe
[aHHble npenapaTbl He 3aperncTPUpPOBaHbI.

TpaHcnnaHTaums nedeHun npu 6on1e3Hn BunbcoHa

TpaHcnnaHTayms nedveHn npu 6one3HM BunbCoHa BbIMOMHAETCS MO CAEAYHOLMM
MoKasaHusaM:

passuTre PybMUHAHTHOW NeYeHOYHOW HeA0CTaTOUYHOCTH;

He3IP(EKTUBHOCTb Tepanuu XenatopaMmn Mean B TeYeHWMe HECKOSIbKUX MECALEB Yy
NauneHToB C JeKOMMNEHCUPOBAHHBLIM LIMPPO30M MeYeHH;

BO3HWKHOBEHME TSHKENON MPOrpeccupytoLleil NeYyeHOUYHOW HefoCTaTOYHOCTM Npu
CaMOCTOATE/IbHOM MpPeKpaLLeHnn JIeYeHNs, MNPOrPeCcCUMpPYOWNX U HeobpaTUMBbIX
HEBPOIOrMYECKNX HaPYLLEHUSX.

BbDK1BaeMOCTb MNauUMEHTOB B TeYeHMe roja Moc/ie YPreHTHOM TpaHCnnaHTauuu Mo
nosofy (yNbMUHAHTHOW MNEYEHOYHOM HeLOCTAaTOUYHOCTU Npu 60ne3HM BunbCOHa AoCTMraeT
70%, B OTCYTCTBME TpaHCMN/IaHTaLUM BbDKMBAEMOCTb COCTaB/AET eAuHWYHble cnydaun. [Mpu
TpacnnaHTaumMm MneyeHU Ha CTaAuMu [LeKOMMEHCUPOBAHHOIO LMpPPo3a MeYeHU BbDKUMBAEMOCTb
nauueHToB B TeyeHue roga coctasnset 95%, uyepes 5 net — 83%, uyepes 10 net — 80%.
Y ny4lleHne HEBPOJIOrMYECKON CUMNTOMATUKI MOC/e TpaHCnaHTaumMmn HabnogaeTcsa 6osee Yem
B 50% cnyyaeB. OfHaKo, ecy HEBPO/IOrMYeCKasi CUMMTOMATMKA MepCcuMCcTMpyeT 6onee 2 neT Ha
(hoHe neyeHunsi, ynydlleHne pe3ynbTaToB Noc/e NPOBeAeHNS OPTOTONMYECKOI TpaHcniaHTauum
MeYeHn UM NPOJOMKEHNS XeNaTOPHON Tepanuy ManoBepoATHO. BbhK1MBaeMOCTb NaLUEHTOB CO
CMeLLaHHON hopMoli 60M1e3HN BunbCoHa Nocne NPoBeAeHUst TPaHCNIaHTaL N NEYEHN HIKE NO
CPaBHEHMIO C MNeYeHOYHOW (hopMmoiA. TpaHCNNaHTauus MevyeHyW NPUBOAMT K HOpManm3auum
obmeHa MeaW, MOBLILEHWIO YPOBHA LEepy/noniasM1MHa B NepBble Mecslbl Noc/ie onepawuu,
CHWDKEHUIO 3KCKpeuunM Meau C MOYOA  Nocfie TpaHChiaHTauuu € MOSHOM HopMaim3aumel
[aHHbIX Mokasatenen K 6-9 Mecsly MOCNeonepayMoHHOro nepuoja, MCHE3HOBEHWIO KOrel,
Kaizepa-®neiiwepa y 60/1bLLINMHCTBA NaLMEHTOB.

MporHo3 1 ncxoabl 601e3HM BunbcoHa



BonesHb BunbCcOHa SBMSETCA MPOrpeccupyrowMM 3aboneBaHneM U MNpU OTCYTCTBUM
CBOEBPEMEHHON Tepanuu 60/bHble YMUPAOT OT OC/OXHEHWUI LMppOo3a neyYeHn n/unu pexe ot
MPOrpeccupytoLLlein  HeBPOIOrMYECKON cuMmnTOMaTUKW. [pu  Xenvpyrowen Tepanuni 1
TpaHcnIaHTaumMmn nevyeHn 4MTeNnbHas BbPKMBAEMOCTb MalMeHTOB ¢ 60/1e3HbI0 BuibcoHa cTana
HOPMOIA, XOTA 1 He OLLeHMBasIaCb NPOCMEKTUBHO.

MporHo3 npu 60/1e3HN BunbcoHa CBA3aH CO CTEMEHbK) AeKOMMEHcaUMn nevyeHOUHbIX
(DYHKUMIA, TAXKECTbIO HEBPO/OrMYECKON CUMMNTOMATUKM U MPUBEPXXEHHOCTBIO  Tepanuu.
Hopmanusayms neyeHoUHbIX PYHKUUIA NPOMCXoaUT Ha 1-2 rogy Tepanuu U He Nporpeccupyet
Mpv NONHOM BbIMO/IHEHWNM BCEX PeKoMeHAaumii. KoHcepBaTMBHas Tepanusa He a(hdeKTuBHa npu
(hyNbMWHAHTHOM TeuyeHWW 3abonieBaHus. Bbin paspaboTaH MPOrHOCTUYECKUA WHAEKC GO0Ne3HU
BunbcoHa (Dhawan et al.), cornacHo KOTOpoMy OLeHKa CBbilwe 11 6annoB CBA3aHa C BbICOKOM
BEPOSTHOCTbIO NIETa/IbHOIO MCX04a NPY OTCYTCTBMM CPOYHOW OPTOTOMMYECKON TpaHCMNaHTaumm
MeyeHu.

Tabnumua 5.
IMporHocTnyecKnin MHAeKc 6onesHn BunbcoHa (B mogndmkaumm Dhawan et al.)
Mokasatesb 1 6ann 2 6anna 3 6anna 4 6anna
Bunupy6uH (MKMosb/n) 100-150 151-200 201-300 >300
ACT (Ea/n) 100-150 151-300 301-400 >400
MHO 1.3-1.6 1.7-1.9 2.0-2.4 >2.4
NelikouyTsl (10°) 6.8-8.3 8.4-10.3 10.4-15.3 >15.3
AnbOYMUH /N 34-44 25-33 21-24 <21

*-CymmapHaﬂ oueHKa cBbiwe 11 6annoB CBsi3aHa C BbICOKOIA BEPOATHOCTbLK /N€Ta/lbHOro uncxoga 6e3
TpPaHCnnaHTaunn nevyeHn.

HeBponoruyeckaa cMMmnToMaTtuka 60ne3HM BunibcoHa YacTMyYHO o6paTV||v|a npn Tepannn
XxenatopamMm w nposBeAgeHUn TpaHcnnaHTauunn rnevyeHn, 410 CBA3aHO C H€06paTI/IMbIMI/I
NOpPaXKEHNAMN NMOAKOPKOBLIX AA€EP NO/I0BHOI0 MO3ra TOKCMYECKUMW KOHLUEHTPpaUAMN MeAN.



