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AKTYAJIBHOCTD

bonesnp BunbcoHa OTHOCHTCS K 4YHMCIy HauOoyiee TPYAHO JMArHOCTUPYEMBIX 3a00JeBaHUMN
MMEYECHH B CBSI3U C JUIMTEILHBIM JIATEHTHBIM TEYEHUMEM, OCOOCHHO Ha HaYaJIbHBIX CTaJuAX
3a0o0eBaHus, W OOJBIIUM TOJUMOPHU3MOM KIMHHUYECKONH CHUMITOMATHKUA. B CBsi3um ¢ 3TUM
Oone3nb BuiabcoHa HEOOXOIMMO HCKIIOYATh Yy KAKIOTO MalUeHTa, OCOOEHHO IETCKOTO U
MOJAPOCTKOBOIO BO3pacTa C MATOJOTHEH IEeYEHU HEYTOYHEHHOMW 3THosioruu. CBOEBpeMEHHOE
Ha3HAUYCHHE NATOTEHETUYECKON Tepanuu mpu Ooje3nu BunbcoHa y ngered cOmpoBOXKIAETCS
perpeccoM KIMHUYECKOW CUMITOMATHKH, IIPEA0TBpaIiecHueM (OPMUPOBAHUS IIUPPO3a MIEUCHU U
HEBPOJIOTHYECKON CHUMITOMATHKH, YJAYYIIEHUEM KadyecTBa >KM3HU W COLMAIBHOW aJanTaluu
pebenka. B cBsI3M ¢ 3TUM BaKHEWIEH MEIUIIMHCKOW M COIMAIBHOW 3aJaueil SBIISICTCS PaHHSIS
JMarHOCTHKA U aJIeKBaTHas Tepanus 0osie3nu Bunbcona.

Yacrota BcTpeuaemoctu 60e3nu Bunbcona-KonoBanosa B momyssiuu kojiedaercs ot 1:30000
10 1:100000, ¢ yacTOTOM reTepo3UroTHOr0 HOCUTENLCTBA NaTOJI0rnueckoro reua 1:90.

ITHOJIOI'UA U ITATOI'EHE3

bonesnp Buiibcona (cuHOHUMBL: Oonie3Hb Buibcona-KoHoBanoBa, TemaTONCHTUKYISpHAS
JereHepanus, remnarouepedpanbHas AUCTpOoPHs) — pPEOKOoe HaCIEICTBEHHOE 3a0oJeBaHUeE,
CBSI3aHHOE C HapyIICHHWEM MeTadoiIM3Ma MeIu W W30BITOUYHBIM €€ HAKOIUICHHEM B Pa3iIMYHBIX
OpraHax M TKaHsX, IPEUMYIIECTBEHHO IPOSBIISIIONIEECS CUMITOMATUKON MOPAKEHUS MEUYEHU U
LIEHTPAJIbHOW HEPBHOM CUCTEMBI.

[TaTonornyeckuii reH, OTBETCTBEHHBIH 3a pa3BuTue Oone3Hu Buibcona-KoHoBanoBa — reH
ATP7B, nokanu3zoBaH Ha anuHHOM Iiede 13 xpomocomsl (13ql14.3-q21.1), coctout u3 21
DK30HAa M NPUMEPHO 7,5 THICAY IE€TEPOLMKIMYECKUX OCHOBAaHMI HYKJIEMHOBOM KHCJIOTBHL. TuI
HacJieJoBaHMs 3a00JIeBaHUsl ayTOCOMHO-pellecCUBHBIA. B HacTosiiee Bpemsi M3BECTHO OKOJIO
500 myranuii rena ATP7B, u3 koropsix 380 maeHTUGHUIMPOBaHBI B MaToreHe3e 3a00JIeBaHusl.
Haubonee pacnpoctpanennoit myramnueit B rene ATP7B cpenu eBporieouiHo# pachl sIBISETCS
mytanusa 3207C>A (H1069Q) B sx30nHe 14. Okono 50-80% nanueHToB ¢ Gone3Hpto BunbcoHa-
KonoBanoBa, mpoxuBaroumx B crpaHax LlenTpansHoil, Bocrounoit u CesepHoit EBpormbl
ABIISIIOTCS HOCHUTENIIMM IO KpailHeW Mepe oAHoOW amienu ¢ gaHHoM Myrtamueid. Cpenu
€BPOIENCKOro HAaceJIeHUs BCTpeuaroTcsd Takke MyTauuu B 3k30He 8 (2299insC, G710S), B
sk3oHe 15 (3402delC), B sk3one 13 (R969Q). OnnHako, 4acToTa BCTPEYAEMOCTH JIaHHBIX
MmyTtanuii coctaBisier Menee 10%. Yactora BcTpeuaemoctu myrauuu H1069Q B poccuiickoi
nonynsiuu  coctaBnsier 30,5%, myranuu 3402delC — 2,2%. B bpasunuu B 30% ciydaeB
6omne3nn Bunbcona-KonoBanosa onpenensiercss mytanus 3402delC, cpenu MOHTIIOMIHON pachI -
mytanusa 2333G>T (R778L) B 8 »ok30He, uueHTuduiupyemas ¢ dvactotrod 12-45,6% B
3aBHCHUMOCTH OT TEPPUTOPUATIHLHOTO apeasia MpoKUBaHMUSL.

3aboseBaHue MPOSBISAETCS MPU TOMO3UIOTHOM MM KOMIAyH/-T€T€PO3UTOTHOM HOCHTEIHCTBE
mytauuit reHa ATP7B. 7 ATP7B — ren skcripeccupyercs, B OCHOBHOM, B MEYEHH U KOJIUPYET
MeabpTpancnoptupyiomyw ATd-azy (ATd-aza 7B, ATd-aza 2, ATd-aza P-tuna).
['eHeTnyecku NeTepMUHUPYEMOE CHIDKEHUE (pyHKIMM Menb-TpaHcnoptupyoomeidn ATd-a3pl B
pe3yibTare MOJEKYIpHBIX AedekToB B reHe ATP7B npuBoAUT K CHUKEHUIO renaToOMInapHoi
OKCKpEUUU MeIW U HapyUIeHHWIO BCTpAaMBaHUS MEAM B LEPYyJOIUIa3MHUH, B pe3yJbTaTe
DKCKPETUPYETCSI W LUPKYIUPYET aloLEpyJOIUIa3MUH (HEHAarpyKE€HHbI MeIblo, CpOK
MIOJTYBBIBEJICHHUS] KOTOPOTO COKPAIAETCs BJIBOE, YTO U OOBSACHSIET TUIOLEPYIOIIIa3MUHEMHIO ), a
Me/lb HAKaIIMBAETCS B PA3JIMYHBIX OpraHax M TKaHAX, IPEHMMYIIECTBEHHO B MEYEHH, TOJOBHOM
MO3re, pOroBHIIE TJ1a3a, MOYKax, o0ecreynBas MoJIuMopPU3M KIMHUYECKUX TOSBICHUN 00JIe3HH
Bunbcona-KonoBanoBa. Bces  mmpkynupyromas (B CHIBOPOTKE KpPOBH) MeAb CBs3aHa
LEepyJOIIa3MHUHOM, a mMapagokc Oone3nu Bunbcona-KoHoBanoBa, mpu KOTOpoil oTMmeuaercs
HU3KHI YpOBEHb MEIM B CBHIBOPOTKE KpPOBHU MpU MEperpy3Ke TKaHeH, OObICHAETCS HUZKUM



YPOBHEM  LIEPYIOILIa3MHUHA.

[Ipu

TsokenblXx  (opmax Oone3snun Bunbcona-KonoBasosa,
NPOTEKAIOIIMX C UTOIN30M, MOBBIIICHNE KOHIEHTPAUMM MEIH 10 HOPMBI U BBIIIE CBS3aHO C
pacnaioM neperpykKeHHbIX MEIbIO FelaToUTOB, CBOOOIHAS (HE CBSI3aHHAS IIEPYJIONIIA3MUHOM )
MeJlb KpaifHe TOKCHYHA M ITPOBOLUPYET FeMOIMTHYECKHE KpHU3bl. B opranusm mMeap mocrymnaer B
OCHOBHOM c mnuuiei (tabm.l). Hambomee OoraTsl Menplo CHEAYIOIUE NPOIYKTHI: IIE€YCHbD,

MOJUTIOCKH, KpaObl, KPEBETKH, YCTPHIIBI, IOOCTEPHI, COEBBIE OOOBI, ITOKOJIA/I, OPEXH.

A

Ta6mmma 1 - Coxepxanue Meau (Mr) B HEKOTOPBIX IpoaykTax nutanus (Ha 100r).

[IpoaykT Menb, mr B 100 1 [[IpoaykT Menp, Mr B 100 T
[TedeHb Tensiubs xKapeHast 23,9 Masaa 0,170
[leueHnr OapaHbs JxkapeHas 13,5 AOpuKOC 0,170
Y cTpuibt 7,5 Penuc 0,150
Yrpu BapeHbie 6,6 Sita KypuHbIe 0,150
JIpoxoku cyxue 5,0 Kaprodens 0,140
Kakao-moporok 3,9 CBekJia 0,140
[Trope TomMaTHOE 2,9 baknaxan 0,135
CeMeHa ITOACOIHEYHHKA 2,3 Kusu 0,135
Opexu Kenbio 2,1 UecHOK 0,130
KpeBeTkn BapeHbIe 1,9 KpbIKOBHUK 0,130
KpaOs1 BapeHbIe 1,8 CMopoHa yepHast 0,130
Opexu OpazuibCKue 1,8 3eMIITHUKa cafioBast 0,125
CeMeHa THIKBEHHBIE 1,6 Caiar 0,120
CeMeHa KyH)XyTa 1,5 ['pyma 0,120
TaxuHu 1,5 KamycTta Gpokkon 0,120
OMapsbl BapeHble 1,4 160K M 0,110
Opexu rperkue 1,3 [Tomu0p 0,110
Opexu KeApoBbIE 1,3 Penbka 0,100
DyuayK 1,2 Orypist 0,100
Apaxuc 1,0 [Tepen kpacHbriii cnaakwuii (0,100
Kanbemapbt 1,0 Buras 0,100
MuHgaab 1,0 Ulyk 3eneHnblit 0,092
ducramrku xkapeHsie coyensie 0,8 CriuBa 0,087
CmopoaunHa 0,8 Jlyk penyatslii 0,085
["oporiek 3e1eHbIH 0,75 MOpKOBB 0,080
ApaxucoBo€ Maciio 0,7 Bunorpan 0,080
[ purOBI 0,7 Kamycra 3enenast 0,075
UeueBunia 0,66 Coip Uennep 0,070
['peua sapuia 0,64 ChIp poccUCKHIA 0,070
puc 0,560 ChIp paccoTbHBIN 0,070




repKyIec 0,450 ATIE]IBCUH 0,067

KyKypy3a 0,290 ChIp afbIreiicKuii 0,060
I TMMOH 0,240 JbIHsT 0,047

Cyro4Hast moTpeOHOCTh - 2-4 MI' MEIU B CYTKH. BEepXHHI JOMYyCTUMBIA YPOBEHBb MOTPEOICHUS
meau - 5 mr (Hdamseie ['occamsmumuam3opa Poccum). Jlebunur menm B opraHm3Me MOMKET
pa3BUBATHCA MPU HEJOCTATOUYHOM MOCTYIUIEHUU 3TOTr0 37ieMeHTa (1 MI/cyTku U MeHee), a mopor
TOKCUYHOCTH IS YenoBeka paBeH 200 Mr/cyTku. PaznuuHbie MyTanuu MOTYT BIUSATH Ha pa3HbIE
byakuun ATd-a3er 7B B pa3HON CTENEeHW, MOATOMY, MOXHO MPEINOJIOKUTh, YTO IPH
HEKOTOPBIX MYTALMIX HAPYIIAETCS SKCKPELUs MEIU B 5KeJIYb, HO MPU 3TOM BCTpAaUBaHUE MEJIU B
LEPYJIOIUIa3MUH U €T0 SKCKpelus B KpoBb He u3MeHsieTcs. [larorennsie 3¢ dexTs n30pITKa MeIU
B KJICTKE OTOCPEIOBaHBI TCHEpAIKel CBOOOJHBIX PaTUKaIoB, KOTOPHIE MCTOMIAIOT KICTOYHBIC
3amachl TJIIOTaTHOHA W TOKO(epolsia, OKUCIAIOT JTUMUAbL, (EepMEHTHl M OETKHU LUTOCKENIeTa.
BcenencrBrue moBBIIIEHUST BHYTPUKJICTOUYHON KOHIEHTpAIIMH MEAHM TOBPEXKIACTCS MHOKECTBO
BHYTPHUKJIETOUHBIX CHUCTE€M, XOTS TOYHas KJIETOYHAs MUIIEHb, Ha KOTOPYK BO3JEHCTBYET
M30BITOK MeAM, Heu3BecTHAa. Ha paHHUX CTaausaX NEYCHOYHO-KJIECTOYHOTO TOBPEKICHUS
BOBJICYEHHE B IMPOLECC 3HAOIIA3MATHUECKOTO PETUKYJIyMa, MUTOXOHAPUM, MEPOKCUCOM U
STIPBIIICK B COYCTAHUHM CO CHW)KCHHEM AaKTHBHOCTH MUTOXOHIPHAIBHBIX (DEPMEHTOB BEIET K
MEPEKUCHOMY OKHCIECHUIO JHUIUAOB, HAKOIUIEHUIO TPUIJIMLEPHUIOB, a Jajiee — K HEKPO3y
renatoruToB. OOpa3yromuiicss B pe3yibTaTe MEPEKUCHOTO OKUCICHUS JUIU0B MaJOHOBBIN
MUANbJIETH]l CTUMYJIUPYET CHHTE3 KoJulareHa, cmocooctBys  ¢ubporenesy. Jlusuc
MEPErPYKEHHBIX MEJbI0 TeMaTOIMTOB MPUBOJIUT K TOBBIIICHHUIO YPOBHS CBOOOJHON MeIu B
CBIBOPOTKE KPOBH H, CJIEAO0BATEIIBHO, KOMIIEHCATOPHOMY MOBBIIICHUIO CYTOYHOM 3KCKPELUHU €€ ¢
MOYOM Y HAKOIUIEHUIO B OPraHaX-MUIIICHSX.

KJIMHUKA U KTACCUOPUKALIUA

Knunnueckass kapTMHa TIenaTOJEHTHKYJISPHOW JereHepaluu XapakTepu3yercs OoJIbLIINM
HOJIMMOP(HU3MOM B OTHOIIEHUH KaK HEBPOJIOIMYECKHUX, TAK M COMaTHYECKUX MPOSABICHUN. DTOT
noJuMop(du3M OTpakeH B pa3nyHbIX Kiaccuduxanusax 3adonesanus (Deiss et al., 1971; Cox et
al., 1972). B Hameii crpaHe Hambonee pacnpocTtpaHeHa kinaccudukanus H.B.Konopanosa
(1960). B HUUN neBponoruu PAMH H.B.KoHoBanoBbIM M €ro mocienoBareisiMd B TEUCHUE
MHOTHX JeT uzydyeHo Gosnee 500 GonbHbix ¢ BBK. DTOT Oo0bIIOi OMBIT JaeT BO3MOKHOCTh
BBIIETIUTh HauboJiee TUIWYHBIE CUMITOMBI, XapaKTepHbIE JJIs Kaxa0H (OpMBI, pa3HbIe THUIIbI
Te4YeHHUs 3a00JeBaHMsA, a TAKXKE BBIIBUTH pPAaHHHE NPU3HAKU, KOTOPbIE JAlOT BO3MOXKHOCTH
3anono3puth bBK erie 10 pa3BuTHs TUMIMYHOM KIMHUYECKOW KapTUHBI OOJIE3HU.
OcHoBHbIMU popmamu BBK siBisitorcs1 abnomMuHanbHas U nepedpajbHasi.
AOnoMmuHaIbHAA (OPMAa MOXET NPOABIATHCA TENATONATHEH, BUIBCOHOBCKMM TE€IATUTOM U
HUPPO30M IE€YeHH, (PYIbMUHAHTHOMN MEYEHOYHOW HECOCTOSTENbHOCTbIO.
Bapuanramu nepedpajbHoii GopMbI ABJIAIOTCH:

®  PUTHJIHOAPUTMO-TUIEPKUHETHYECKas,

®  JIpOXKaTEJIbHO-PUTHIHAS, IPOKATEIbHAS

e OKCTpanupaMUIHO-KOPKOBasl.
Y HEKOTOpBIX MAIMEHTOB 3a00JeBaHNe MaHU(ECTUPYET TEMOTUTHYECKON aHeMuel (C Kpu3aMu
u 0e3), Hedpornartueit o TUNy TyOynspHoro Hegputa. Tedenne 3a001eBaHNS MOKHO Pa3/IeTUTh
Ha 2 CTaJIuy: JATEHTHYIO U CTAJUI0 KIMHUYECKUX MPOSBICHUM.
[Ipy nareHTHOM cTaAMM KIMHUYECKHE CUMITOMBI OTCYTCTBYIOT M TPHU3HAKu 3a00JIeBaHUS
(MpU3HAKM HAKOIJICHWS MEAM B OpraHuW3Me) BBIABISAIOTCS TOJBKO TpU JabOpaTOPHOM
obcnenoBanuu. Ilpum  >ddexTuBHOM  JEYEHWH  TOTOJHUTEIBLHO  BBIJICISIIOT  CTAAMIO
OTpHIATEJBHOr0 0asanca Meau. B 3ToM ciiydae B pe3yibTaTe JOCTUKEHHUS U JUIUTEIBHOIO



NOJ/Iep)KaHUsl  OTpHULIATENbHOTO OanmaHca MeAW HaONIoJaeTcs perpecc KIMHUYECKHX U
71a00paTOPHBIX NPOSIBIEHUH 3a00I€BaHHUS.

OCHOBHBIMU OpraHaMH-MHILIEHSIMU, KOTOpble mnopaxkatorcs npu bBK, sBisiorca mneuens,
TOJOBHOM MO3I M IIOYKM, 3a00JIeBaHUE, SBISSACH MYJbTUCUCTEMHBIM, 3aTparMBacT MHOIME
oprasbl U cucteMsl. HapyiieHue BbIBEI€HNS MEIU U3 OpraHu3Ma IPUBOJUT K IIOCTEIIEHHOMY €€
HAKOIUICHHIO B OPraHax M CHCTEMax B ONPEACICHHOW MocienoBaTelbHOCTH. [locne poxaeHus
pebenka c¢ nedextHpiM reHoM AT®-a3pl Menp NMEpBOHAYAIBHO HAYMHAET HAKAIUIUBATHCS B
neuenu. IToatomy y nereit 601e3Hb 0OBIUHO MaHU(ECTUPYET OJHUM U3 BAPUAHTOB MOPAKEHUS
neueHn (abgoMuHanbHas (Gopma), KOTOpoe KIMHHYECKH TMPOSBISETCS B BO3pacTe crapuie 4-5
JET, XOTA IPAKTUYECKH C POXKICHUS IEPUOJAMYECKHM OTMEYAECTCS YMEPEHHO IIOBBIIICHHBIN
ypOBeHb TpaHcaMHuHa3. [ledeHounas maHudecranys sSBiIsgeTcs HauboJee YaCcTol U OTMEYaeTCs y
40-50% OonpHbIX. [locme TOro kak me4YeHb HACHIMACTCS MEAbI, YTO B PsjIe CIy4acB
IPOUCXOIUT OECCHMIITOMHO, MEIb MEepepaclpeessseTcsl CHCTEMHO, HAKaIUIMBAsCh MPEKIe
Bcero B IIHC, 4yTo Bener K HEMPONCUXUYECKUM CUMIITOMAaM, KOTOPBIE Yalle BCETO Pa3BUBAIOTCS
BO 2-M W 3-M JecATWIETHSX XHU3HH. HeBpoiormdeckas W TICHXHYECKash MaHU(ECTaluu
Habmonatorcs (coorBercTBeHHO) Yy 35 u 10% OonbHbiX. Y 15% OonbHBIX 3a0oieBaHUE
IPOSIBIISETCS T€MATOJIOTMYECKUMHU CHUHAPOMAMHU, IPEXKIE BCETO NeMOJUTUYECKOW aHemueil. B
pPOTOBMIIE HAKOIUIECHME MEAM IPOMCXOOUT IIOCIE HACBHILEHUSA €10 II€YEHU IPAKTHYECKU
OJIHOBPEMEHHO C IIOSBJICHUEM HEHPONCUXWYECKOW CUMIITOMATUKH. JlpyrMMM OpraHamMu u
CHUCTEMaMH, KOTOphIE IopaxatoTcss npu bB B pe3ynpraTe HaKOIUIEHUS MENH, SABISAIOTCSA IOYKH,
KOXa, ceplue, KOCTHO-cycTaBHass M 3HIOKpuHHasg cucremsl, JKKT. Ilopaxkenus nedeHun y
HNalMeHTOB C 0Ooie3Hbl0 BuibcoHa MOXeT BcTpeuyaTbesl J000O€ IMOpaKEHHE IE€YEHHU.
«IleueHouHble» mnposiBIeHUs MOryT Ha 10 Jier omepexarb IOSBICHHE HEBPOJIOIMYECKUX
CUMITOMOB. BBIpaXE€HHOCTh MOpPaXCHUM II€YEHU MOXKET BapbUpOBaThb OT ACUMIITOMHOIO
TE€YEHUs] C HEOOJbIIMMHU OMOXMMHUYECKHUMH OTKJIOHEHHSMU JO SBHOIO LHUPpO3a CO BCEMHU
BO3MO>KHBIMH OCJIOKHEHHUSAMH.

OcTpblii remaTur

[Tpumepno y 25% mnauuveHTOB 3a00J€BaHME HAUMHAETCA OCTPO C PA3BUTUSA KENTYXH,
ACTEHMUYECKOT0 CHUHApOoMa, aHopekcuu. [Ipm OMOXMMHUYECKOM MCCIEIO0BAHUU OIPENEISIOTCS
MIOJIO’KUTENIbHBIE TIEUEHOYHBIE TECThl. YKa3aHHbBIE 3MM30Jbl CAMOCTOATEIBHO Pa3pellaroTcs, U
HACTYIaeT BpPEMEHHOE KJIMHUKO-OMOXMMHUYecKoe yiyuiieHue. M3-3a  ocrtporo Hauana
3a00JeBaHNs, a TaKXKe CaMOCTOSATENILHOTO pa3pelieHHs] 4acTo IMpejnoaraeTcs UH(EeKIoHHas
sTHosorust 3aboneBaHus. Mccnenoanune Ha npenmer bBK B OonpmimHCTBE ciyyaeB He
npooautca. [locie KIMHUYECKOrOo  “BBI3IOPOBICHHS’  IIEUYEHOYHBIE TECTBI  OCTAFOTCS
u3MeHeHHbIMH. [Ipu OuomNCHM MeuyeHu OTMEYaroTCs OTEK TeNaTOLUTOB, €IMHUYHBIE HEKPO3BI,
yMepeHHast TUMpOoIMTapHas HHPUIbTPALHSL.

XpoHHYECKHH renaTur

XpOHUYECKUH TemnaTuT TMpeAcTaBiser coboil Hambonee uactyro MaHupectanuio BBK y
MOJPOCTKOB W MOJIOJABIX MAlMEHTOB M XapaKTepU3yeTcs BCEMHM KIMHUYECKUMHU U
OMOXMMHUYECKUMHU MPU3HAKaMHU JaHHOTO 3a00yieBaHMs. Y IMOJOBHHBI OOJIBHBIX C XPOHHYECKUM
renatuToM, oO0ycioBIEeHHBIM Ooisie3Hblo Bunbcona-KonoBanoBa, ormnpenenstorcss Kojblia
Kaiizepa-@neiimepa. Ilpu Ouorncuu mneyeHH BBIABISAIOTCSA: OajloHHas TUCTPO(US M HEKPO3BI
renaTouuTOB, BOCHalUTENbHAas UHOWIbTpanus, (puOpo3 MOpTalbHBIX TPAKTOB, TJUKOT€HOBAs
BaKyoOJIM3allusd sJep TeNaTOLUTOB, MEPUNOPTAIbHBIM cTearo3. OCOOEHHOCThIO 3a00JeBaHUs
ABIIIETCS AUCCOLMAIUS MEXYy YMEPEHHBIM IMOBBIIIEHUEM YpPOBHS TpaHCAaMUHA3 U HaJIUYUEM
BBIPQKEHHBIX T'eMaTOLEUTIOISPHBIX HEKpo30B. OTBET 3TOW Tpymmbl OONBHBIX Ha TEPaNHio
XeJaTtaMu OOBIYHO XOPOILIHUH.

@DyJbMUHAHTHAS NMEYCHOYHAS] HECOCTOSATEIbHOCTh

OynpMUHAHTHAS MedeHo4YHas HecocTosTenbHOCTh (DIIH) wiam  «BUIBCOHOBCKHMMA KpPHU3»
npeicTaBiIsieT  co0oil  peAaKylo M OJHOBPEMEHHO  Haubosiee  HeOJIarompusaTHyIO B
nporuHoctTudeckoM turane Manudectaruioo BBK. JletanpbHOCTH NMpH 3TOM MaTOIOTHYECKOM
cocrosHuu gocturaet 60 — 95%. ITyckoBeIM (hakTOpOM, Kak MPaBUIIO, SABIAIOTCS UH(GEKLUS WIN



UHTOKCUKaIWs. MHPEeKIMOHHbIE areHThl UM TOKCUHBI MPUBOJAT K IMOBPEXKACHUIO U 0€3 TOro
CKOMIIPOMETHUPOBAHHBIX HW30BITKOM MEIM TenaToOLUTOB. bonblioe KOJIMYECTBO MeIH,
BBIJIC/IUBIICECS B KPOBb M3 MOBPEXKIECHHBIX T'€NaTOIUTOB, IPUBOAUT K reMosn3y. CBOOOMHBIH
reMOIVIOOMH W NPOAYKTHI €ro MeTabonM3Ma OKa3bIBalOT JOMOJHUTEIbHOE BO3ACHCTBHE Ha
NeYeHb W MOTYT NIPUBECTH K To4YeyHOH HemoctarouHoctd. OObruno PIIH passuBaercs y
MOJAPOCTKOB M MOJIOJBIX MalMeHTOB. Takke oHa omucaHa y mnamueHToB ¢ BBK, koropsie
NOJIyYaJId aJIeKBaTHYIO TEPAIUIO XeJIaTaMH, HO CAaMOCTOATEIbHO NPEKPATUIIN UX IIPUEM Ha CPOK
9 wmec. um Oosee. Knuamveckas KapTuHa CcXoka ¢ (QyJIbMHUHAHTHOM TIEYCHOYHOM
HECOCTOSITENIbHOCTBIO, BHI3BAHHOW MH(EKIIMOHHBIMH areHTaMH WM TOKCUYECKMMHU (haKTOpaMH,
KOTOpBIE, KaK MPaBUIIo, MIPEANOoIaraloTcs B NepByto odepeanb. OcoOeHHOCTIMU (yIbMUHAHTHON
NIEYEHOYHON HECOCTOSTEIBHOCTH MpH Oose3nn Buibcona-KonoBanosa sBIsIOTCS:

— CMEILIAaHHAas KEeNTyXa TeMOJUTUKO-TTAPEHXUMATO3HOT O TUIIA,

— TeMOJMTHYecKas aHeMusi C oTpuuareiabHod mpoboir Kymbca wu  mpusHakamu
BHYTPUCOCYAMCTOIO T€MOJIN3A,

— KOaryJionaTusi, He OTBEYarollas Ha MapeHTepaibHOe BBeAeHUEe BUuTaMuHa K,

— ObICTpOE MPOrpecCUpOBAaHUE IOYEUHON HEJOCTATOUYHOCTH,

— HECOM3MEPUMOE C TSKECThIO COCTOSIHUE M3MEHEHHE aKTUBHOCTH TPAaHCAMMHA3 U LIEIOYHON
docdarasbl.

O6napyxenue konen Kaitzepa-dieiiiepa MOXET UMETh JIUArHOCTHYECKOE 3HAYCHHUE, OJTHAKO
UX OTCYTCTBUE HE€ UCKIoyaer 3abosieBanue. [lpu OuolcMUM TIEYEHH OMPENEISIOTCS
MHUKPOBE3UKYIISIPHOE 0’)KMPEHUE, MACCUBHBIE KOATrYJISIIUOHHbIE HEKPO3bl IeNaTOLNUTOB, KOJUIAIIC
CTpOMBI, MUrMeHTcoaepkamue kineTku Kymndepa, tensua Moamnopu. anuentst ¢ @ITH u Tak
MMEIOT B KPOBH 3aIlpe/IebHO MOBBIIIEHHbIE KOHIIEHTPAIIMN MEIH, I0ATOMY, TEpAIUs XejlaTaMu,
KOTOpasi 00ecreynBaeT MOCTYIUIEHHE B KPOBb JOIMOJHUTEIBHOIO KOJIUYECTBA MEIH, Y HUX HE
nokasaHa. JlJis KynmupoBaHHS 3TOr0 MAaTOJOTMYECKOIO COCTOSHUS HEOOXOIMMO HCHOJIb30BaTh
COBPEMEHHBIE METOJBl DKCTPAKOPIOPANBbHOM TeMokoppekuuu. Ilpm ux HemocTaroyHoOn
3¢ (HEeKTUBHOCTH €IMHCTBEHHBIM CIOCOOOM CHAcTH »U3Hb NAIMeHTa SBISETCS Iepecaaka
neyenu. lHluppo3s nevyenn

[Muppo3 neuenn (LII) mpu BBK Moxer anurtenbHOe BpeMsl MpoTeKaTb OSCCUMITOMHO WIIU
MaJIOCUMITOMHO. OZIHAKO OH BBISABIIAETCS y BceX OOJIBHBIX C HEBPOJIOIMYECKUMH U3MEHEHUSIMH,
CBA3aHHBIMU C 0ose3Hpl0 Bunbcona. KnnHuueckue mnposiBIeHHs LUppo3a IMEYEHH U €ro
OCJIOXKHEHHUS, a TAaKXKe pe3yJabTaTbl OMOXMMMUYECKHX TECTOB HE OTIMYAIOTCS OT TAKOBBIX MPHU
IpYyro HTHOJOTMM 1Mppo3oB. [lpu Ouomncuum mnedeHW BBIABISAIOTCA JIOXKHBIE JOJIBKH C
(UOPO3HBIMH TsKAMH BOKPYT HUX. MOTyT Takyke HaOJIr0AaThCs: TNIMKOT€HOBAs BAKYyOJM3aIUs
AJ1ep renaTouuTOB, OTJIOXKEHNE TEMHOI'O MUTMEHTA B OT/IEbHBIX I€NaTOLNUTaX.
HespoJiornyeckue nposiBjieHust

bonesnn  BunbcoHa-KoHOBasioBa  CBOMCTBEHEH  INMPOKUMN  CHEKTP  HEBPOJIOTMYECKHX,
MOBEICHYECKUX M IICUXUATPUYECKUX CHMIITOMOB pa3JIM4YHOM CTENEHH BBIPAXKEHHOCTH OT
MaJIO3HAYUTENIbHBIX U PA3BUBAIOIIMXCS B TEYEHHE MHOTHX JIET, 0 CTPEMHUTENBLHO HapacTaroIINX
Y TPUBOJSILNX B TEYEHHE HECKOJBKHMX MECSILEB K IMOJHOM MHBanuAHocTU. HeBposornueckue
nposiBieHus: 0osiesHn Bunbcona-KonoBasioBa manudectupyroT B Bo3pacte oT 10 mo 35 ner,
OJTHAKO M3BECTHBI cy4au MaHudectauu 1 B 55 ner. KinnHuka BKIIIOYaeT AUCTOHUH, aTaKCHIO C
NOCTYpaJbHbIM M MHTEHIMOHHBIM TpPEMOPOM, PaHHUN MApKUHCOHHU3M C THUIIOKUHE3UEH,
PUTHAHOCTBIO U TpeMopoM Mokosi. Hambornee dvacTeiMu SIBISIOTCS TakKMe CHUMITOMBI, Kak
TUCINAOXOKUHE3Us, IU3apTpusi, CalluBallus, HapylleHHWE XOAbObI, MOCTYypalbHBIA TPEMOD.
ApuTMorunepkuHeTuyeckas (panuss) ¢popma, ManudecTupyoas yaiie B Bo3pacte oT 7 10
15 ner, xapakTepu3yeTcss apUTMHYHBIMU TUIIEPKHMHE3aMH, 4Yallle TOP3MOHHO-IUCTOHUYECKOIO
XapakTepa, HEPEOKO COMPOBOXKIAIOIMIMMUCS pE3KUMHU OonsiMU. [HIIepKHHE3Bl OXBATHIBAIOT
pa3iMyHble MBIIIEYHbIE IPYNNbl (KOHEUHOCTH, TYJOBHILE, a TAK)KE MBIIILbI, OTBETCTBEHHbIE 32
ApTUKYJSIUI0 U TJIOTaHWE), NPUBOAS K AW3APTPUHM U Tucharuu. ITo Tspkenas ¢opma, Mpu
KOTOpPOM OBICTPO HapacTaeT MbIIIEYHAs] PUTUIHOCTb, (OPMHUPYIOTCS AHKUJIO3bl CYCTaBOB.
XapakTepHbl CHU)KEHHE UHTEIJIEKTA, ICUXUYECKUE HAPYLIEHHsI U BUCLIEPAJIHBIE PACCTPONCTBA.



be3 nedeHus seranbHBIA UCXOJ HacTymaer uepe3 2-3 roaa. JpoxkareabHo-puruaHas (opma
OTJIMYAETCs OT Tpenpiayliero Oosiee mo3aHero Havana (ot 15 go 25 mer) u OGoiee
n00poKavyecTBEHHBIM TeueHHeM. OHa BCTpedaeTcs Jaiie APYrux U OJIMKe BCEro COOTBETCTBYET
¢dopme, omnucaHHoH BuibcoHoM. XapakTepHO OJHOBPEMEHHOE pa3BUTUE PUTHAHOCTH U
nposkanus. Yactel qucdarust u quzaptpust. COOTHOLICHUE PUTHAHOCTU U IPOXKAHUS BAPUPYIOT:
B OJHHUX CIyd4asx HpeoOiaJaeT MapKUHCOHOMOJOOHBIH CHHAPOM C DPa3BUTHEM B IEPBYIO
ouepesb PUTHIHOCTH, U MEHEE BBIPAKCHHBIM ApPOKAaHHEM, B JAPYIHX — Ha (OHE HEpPe3Ko
BBIPQXCHHONW PUTMIHOCTH IPEBAIMPYET THUIIMYHOE [POXKAHUE, YCUIMBAIOLICECS B CpEIHE-
(PU3UOTIOTHUECKOM TOJIOKEHUH CTHOaHHsl TpH YACP)KUBAaHWU PYK Ha Becy, a Takxke IpH
LICJICHAIIPABJICHHBIX JBWKCHMsX. lIcMxnmyeckume HapylleHus W BUCLEPAJIbHBIC ITPOSBICHUS
BapbUPYIOT B CBOEH BBIpAXEHHOCTHU. be3 neueHus 3a0oieBaHue MPOrpeccupyeT B TeUeHHE S5-6
JIET U TAK)KE 3aKaHYMBACTCS JIETAIBHBIM HcXonoM. JApoxkaTenbHas popma (cooTBeTCTBYIOIIAS
(¢opme Becrdas) ornuuaercs Hanbonee noopokadectBeHHbIM (10-15 net) Teuenuem u Gomnee
NO3AHUM HauyanoM (B cpenneM 20-25 5eT, u3BECTHHI cilydau 1e0roTa 3aboneBanus no3aHee 40 u
naxe 50 ner). B xnnHu4yeckoil kapTuHe npeodianaer apoxkaHue. MpIlIeyHbId TOHYC Yallle He
u3MeHeH Wi cHuxkeH. Ilo mepe mporpeccupoBanust 00JIe3HU ApPOXKAHUE PE3KO YCHIIMBAeTCH,
CTAaHOBUTCS KPYINHOAMILIUTYIHBIM C PE3KO BBIPAKEHHBIM MHTEHLMOHHBIM KOMIIOHEHTOM. [Ipu
1r000# NOMBITKE K aKTHUBHOMY JBM)KEHHIO OHO HapacTaeT A0 CTeNeHH ABUraTeabHOM OypH,
MpeBpallasch B reHepanuizoBaHHoe. Jpoxkanwe pyk npu 3toM H.B.KoHOBasiOB cpaBHUBan ¢
"TpeneranueM KkpbuibeB NTHLBI". Ilpu 3T0i Qopme AnuTenbHOE BpeMs COXpPAaHEH HHTEIIEKT.
OpHako Mo Mepe MpOorpeccHpoBaHus OOJIE3HU, HAPSAY C MOBBIIIEHHEM MBIIICYHOTO TOHYCA,
HaOJIIOMA0TC M M3MEHEHHUs NCUXUKU C ad@eKkTuBHbIMU paccTpoiicTBamu. BucuepanbHble
OpPOSIBJIICHUST TpU ATOH (opMe KIMHUYECKH HaMMEHEee BBIPAKEHBI. BbIgenseTcss Takxke
IKCTPANUPAMHIHO-KOpPKOBasi (popma. Ota (opMa He SBISETCA CAaMOCTOATENBHOM, a MOXET
Pa3BUTHCS C TEUEHUEM BPEMEHHM WM 0] BO3JCHCTBHEM BHEIIHUX (DaKTOpPOB (Hampumep,
YepernHo-MO3roBOM TpaBMbl) M3 1000 OCHOBHOW HeBposorndeckoit ¢opmsl BBK. Ona
XapaKTepu3yeTcss TeM, YTO TUIUYHbIE HApPYIICHUS OCIIOXKHSIOTCS OCTPO Pa3BUBAIOIKMMUCS
OUPaMUJIHBIMUA Tape3aMu U SMWISNTUPOPMHBIMU NPUIAJKAMM, Yalle O4aroBOrO XapakTepa.
beicTpo mporpeccupyloT ncuxuueckue HapymeHus. Jus  aTo  GopMbBl  XapaKTepHO
BO3HMKHOBEHHE B MO3ry, Hapsanay ¢ XapakrtepHbiMu i BBK u3meHeHMsMH, OOLIMpPHBIX
pa3MAr4eHui B Kope OOJIbIINX MOJIyILIApHiA.

IIcnxnaTrpuveckue nNposiBJICHUS

Hapymiennss noseneHuss u ncuxuku tunuyeel it bBK m Hekoropsle M3 HUX MOryT
IIPEIUIECTBOBATh HEBPOJOTMYECKMM M «IIE€YEHOYHBIM» cumnToMaM. IIpumepHo y Ttpetn
NAlUEeHTOB 3a0oJieBaHME HayMHAeTCd C HApyLIeHUH TCUXMKH. Y JeTell CHMKaeTcs
yCIIEBAEMOCTh B IIKOJIE, OTMEYaeTcs 3aJep’KKa WIM OCTAaHOBKA IICHXMYECKOIO Ppa3BUTHS,
MPOUCXOIAT M3MEHEHUS JHMYHOCTH, MOSBISETCS MMIYJIbCUBHOCTH, JaOWUJIBbHOE HACTPOEHUE,
CeKCYalIbHbI OSKCTHOMIIMOHU3M, HEaJeKBAaTHOE IOBEACHHE, 3U(OPUYHOCTh € KoslebaHueM
HACTPOCHHSI 10 MaHMAKaJbHBIX/IENPECCUBHBIX MNposiBieHU. HauyanbHble CHMOTOMBI YacTo
HEMPaBUWIBHO JUArHOCTUPYIOTCS KaK IMOBEAEHYECKHE MPOOJIeMBbl, CBA3aHHBIE C MyOepTaTHBIM
nepuoAoM. Y OoJiee CTaplIuX MaldeHTOB YacTo HabonaeTcs 3idopus, nenpeccus, MOryT ObITh
¢obum, KOMIYJIbCUBHOE IOBEICHUE, arpeccHsi M AHTUCOLHUAIBHOE IMOBEACHHE. Y MOXKHIIBIX
MAIMEHTOB BBISBIISIFOTCS TAaKHE IICMXOMNATOJIOTHMYECKHE CHUMITOMBI, KakK MpPOrpeccupyroas
JIe30praHu3alysl JUYHOCTH C TPeBOroil u ad(eKTUBHBIMU TPOSBICHUSIMHU, JTaOUIBHOCTH
HacTpoeHusl. MokeT ObITh CHIKEHHE WHTEJJIEKTa, TPYIHOCTH aOCTPAKTHOTO MBIILUIECHUS,
3aTpyAHeHHEe BHUMaHMA. Yaimie oOTMedaroTcs CyOICHXOTHUECKHEe MposiBieHus. bonbime
pa3BepHYTHIE NCHUXO03bl C ICUXONPOAYKIIMOHHOW CHUMITOMATUKON HECHEIU(PUYHBI 7151 JAHHOTO
3a0oneBaHud. Y OOJBHBIX MOTYT HAOMIOJAaTbCs KOTHUTUBHBIC HAPYIICHHUS, MPOSBIISIONIHECS
3aMEJICHHOCTBIO TICUXMUYECKUX IPOLIECCOB, CHI)KEHUE ICHUXUYECKOH aKTUBHOCTH, CIa0OCTh
noOyxaenuit. [Ipu 3TOM maMsTh Ha TPOIUIbIE COOBITHS M CIOCOOHOCTh K 3allOMHUHAHHIO
OCTAalOTCSl OTHOCUTENIBHO COXPAaHHBIMU. B cTazum neMeHIMM CBOMCTBEHHBIE 0ojee paHHUM
JTanaMm pa3BUTHUA 3a00JIEBAaHUS PaA3IPAKUTEIBLHOCTh M KOH(PIUKTHOCTH YCTYMAIOT MECTO



Oecrieunoit »idopun, a 3aTeM dMOLUMOHATBHON TYHOCTH. B 3TO ke Bpems BBIABISIOTCS TaKue
XapaKTEepHBIE Ul TENATOJCHTUKYJIAPHON JETeHEPAllMd CUMIITOMBI, KaK HACHUIbCTBEHHBIN ILIa4
U CMEX, OpajbHble WU XBaTaTelbHble aBTOMAaTH3Mbl. OKOJO TIIOJIOBUHBI IALIUEHTOB C
HEBPOJIOTUYECKUMHU U NICUXMYECKUMM MPOSIBICHUSAMH MMEIOT paclpocTpaHeHHbIH (Hubpo3 mim
SIBHBIM LIUPPO3 NIEUEHH. Y PYroii MoJIOBMHBI MPU3HAKU 3a00J€BaHUS TE€YEHNU MOTYT MOJHOCTHIO
OTCYTCTBOBATb.

I'emosiu3

KymOc-HeratuBHass remMojuTH4yecKas aHeMMsi HpUMepHO Yy 15% mnanueHToB MOeT ObITh
€IMHCTBCHHBIM HadalbHbIM cumnToMoM BbBK. Dmm3ozsl remonusa MoOryT OBITH OCTPBIMHU
BBIPQ)KEHHBIMH, PEKYPPEHTHBIMU (IIOBTOPSAIOLIMMHUCSA) WM XPOHMYECKUMH. BplpakeHHBbIN
reMoJin3 OOBIYHO CBSI3aH C TSDKENBIM MOPaXEHHEM IedeHd. Pacmaja renaTolUTOB MPUBOIUT K
BBICBOOOXKJICHUIO OOJIBILIOT0 KOJIMYECTBA JIEIOHUPOBAHHON MEIH, KOTOpas YCHJIMBAET IeMOJIN3.
Jlerkue >MH30/1b FEMOJIM3a MOTYT HA0JIOJaThCS PH OTCYTCTBHHU SIBHBIX NMPH3HAKOB ITOPAKECHUS
neuenu. Ilopaxxenne nouek C BBK accouuupoBansl pa3nuyHble HapyleHUs (QYHKLIHUU MOYEK.
CHuxaercsi BeMYMHA TIOMEPYISpHON (uiubTpanuu. B pe3ymbraTe TOKCHYECKOTO EHCTBHA
MeIU Ha KJIETKU KaHaJIbLIEB Pa3BUBAIOTCS JUC(HYHKIMM MPOKCHUMAIbHBIX W/MIM AUCTAIBHBIX
kaHanpleB. OHM TPOSBISIIOTCS aMUHOAUAypuel, runepdocdarypueii, runepraibIuypHeH,
[JIIOKO3ypuel, ypukozypuel, moreped Kaiaus, JepunuroM OukapOOHaTa, IOYEUYHBIM
TyOyJIspHBIM  amumo30oM. JlucrtanpHbIl  TyOymspHBIA — amumo3  sBIsETCS  (HAKTOPOM,
IpeapacrnoiaralolliuM K pa3BUTUIO He(poluTHa3a, KOTOphI BcTpeuaercs y 16% nanueHToB ¢
6one3npto Buibcona. Hedponutmas, B cBoro ouepenp, 0OyCIaBIMBAET BBICOKYIO YacTOTY
[Tpoexktr 05.12.13 23 wmwukporemarypuu. Tepamusi xenaramMud y OONBIIMHCTBA MAI[IEHTOB
NPUBOAUT K YIYUYIICHUIO (PYHKIUHU IMOYEK, HO MOXKET CHOCOOCTBOBaTh mpoTeuHypuu. [pyrue
KIIMHUYECKHE CUMNTOMBI KIIMHMYECKHME CHMIITOMBI MOPAKEHUS APYrMX OpPraHOB M CHUCTEM
Bo3HuKaoT npu bBBK wmenee wacro. Onm BrimouaroT: wusmeHenuss OKI, apurvun,
Kap/IMOMUOMNATHUIO, MAHKPEATUT M HEIOCTaTOYHOCTh AK30KPHMHHOM (YHKLUHU MOJKETyJOYHON
JKeJe3bl, XOJEINTHA3, MeIb-UHAYLHUPOBAaHHBIA pabIOMHOIN3, OCTEONOPO3 U OCTEOMAJIALHNIO,
apTpPUT U apTPAITHH, AMEHOPEI0, CAMONPOU3BOJIbHBIE A0OPTHI, TONyOble JYHKH Y HOTTEBOTO
J0%a, acantosis nigricans, TUIEPIUTMEHTALNI0 KOXHU. OlLIeHKa TSKECTH COCTOSIHUS U MPOTHO3a
pa3BuTHs 3a0oneBaHus [l OLEHKM TSOKECTH COCTOSHMSI MMAIMEHTOB ¢ OO0JIe3HBIO
BunsconaKonoBanoBa MoxkHO wucrnonb3oBarh Imkany H.JIL.Tonpamreiina B Moaudukanuu
B.B.ITonemyxka (tabn. 2). Eciu cymma 6amnoB < 10, creneHb NOpaKeHUsI paclieHUBAETCs Kak
jgerkas, or 11 mo
24 GamnoB — Kak
CpEeAHEN TKECTH,
or 25 OGamioB —
KaK TspKeTasl.

LLIKana oUueHKM TAXKECTN cOCTOAHMA BONbHbIX BBK(No
N.P.Goldstein, 8 moandukaumm B.B.MoneLlyka)

Tpemop 0-4

MbILIEYHbI TOHYC 0-4 Ta6-]1' 2 H-IKaHa
Cnoco6HOCTb X0ANTb 0-4 OILICHKU TsKECTU
ek i COCTOSTHUSI
FnotaHne 0-4

o6onbHbIx BBK (
T o mo N.P.Goldstein,

0 HeTt knnHnyeckmx

MopaxeHue neyexn 0-4 nposeneHui B MO)II/I(l)I/IKaHI/H/I
NopaskeHue ceneseHkn 0-4 1 10 B B HonemyKa)
OcnoxHeHua npu Tepanuu D-NAM 0-4 2 15
MopaskeHune noyek 0-4 3 25 o
Neuenve D-NAM 0-4 4 30m< Ha CMCHY €U B
. Ommaiitice

BpeMsI MOKET
npuiitu HoBas mmkana — Unified Wilson’s disease Rating Scale (UWDRS), koropast B HacTosiee
BpeMsi nopalaTbiBaeTcs M yrouHsercs. [Iporros pasButus 3a0ojieBaHHs NPH CBOEBPEMEHHOMN
JUArHoCTUKEC M HadaJIC JICUCHHA, CO6JHOI[CHI/II/I IMalMUEHTOM peKOMeHI[aLII/If/i II0 JICHCHHUIKO U



MOHUTOPUHTY OJaronpusATHbIN. [larueHTh HUUYEeM He OTIMYAIOTCS OT OKPYXKAIOMUX Jroaei. Yem
MO37HEE TOCTABJICH [MArHO3 M T03)KE HAYaTo JICYCHHWE, TeM OoJiee BBIPAKCHBI U MEHEe
oOparumbl TiposiBIeHUs 3abosneBanus. be3 yedenus Oone3ns Bunbcona-KoHoBanoBa siBiisieTcst
3a00JIeBaHUEM,

XPOHUYECKUM  IIPOTPECCUPYIOLIUM

COKpAILIEHUIO TMPOJODKUTEIFHOCTH KHU3HU NanueHToB. Hambonee yacToil mpuYMHON CcMeEpTH

NPUBOJSAIIMM K  HHBAJIUIHOCTH U
ABIAIOTCA (yTbMUHAHTHASI MEYEHOYHAs HECOCTOSTENLHOCTh U IMEYEHOYHAsT HEIOCTaTOYHOCTh
BCJIE/ICTBUE JEKOMIICHCUPOBAaHHOIO LKPpO3a IedeHu. Pexke jeraiabHBId KMCXOJ HACTyHaeT B
pe3ysbTaTe OCIOXKHEHHHM MMPOrpecCUPYIOLIEro MOpakeHUsi HEpBHOM cucteMbl. Oxkupaemas
MPOJOHKUTEILHOCTD KU3HHU Y MAlMEHTOB C LepeOpaibHOl (opMoii 3a001eBaHus, BBILIE YEM C

s

HEJIOCTATOYHOCTH, CBSI3aHHOM ¢ 0o0yie3HbI0 Buiabcona-KoHoBaaoBa, MOXKET OBITh MCIIOJIL30BaH

a0IOMUHAJIbHOM. OLICHKM IIPOTHO3a BBDKMBAa€MOCTH IIPU  OCTPOM  II€YEHOYHOU

- _ MPOTHOCTUYECKUI

[Mokazarens 1 dann | 2 6anna | 3 danna |4 Ganna UHJIEKC King B

Obmuii ounupyouH ceieopotku, MmxkM/n |100-150] 151-200 | 201-300 [ =300 MOH(UKALIH
AcAT (ME/mn) 100-150 151-300 | 301-400 | =400

MIIO 1316 | 1.7-10 | 2024 | =24 Dhawan  (ra6n. 3).

Hucno nelKoLuTOB, X 10%/n 6.8-8.3 | 8.4-103 [10,4-153 | =153 YyBCTBUTENBHOCTD

ANBOYMHH, T/11 34-44 25-33 21-24 <21 9TOTO [ToKa3aTe/Isd

* Cymma Oamnoe > 11 acconmmpyercs ¢ BLICOKOII BEpPOATHOCTBID cMepTH Oe3 npu ypopae > 11

TIEpECAIKH TICUCHH. 0alJIOB  COCTAaBIISAET

93%, a crieupuaHOCTH 96%.
Tabn. 3.  IlporHoctuueckuit

OCHOBHEE THAMHOCTHYECKHE NOKATATENN renatouepedpantuoli qHCTpodun
(Goneann Bunwcona-Kononanona) tatm. 4

IMokazarens

Turnuunoe
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Jomuo

A0 T BHEL R
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H Y FETEpOIRIeT
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IRCKPELHA MEIH

© Moo

=16 meMieyr. nim
=100 mkr/eyr. ®

= 0,64 mxMcyT.
i = 40 Mer/eyT. v

netTed
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IpH HEnpaBHALHOM chope
(0d 1y geted e
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wC BOBOI HLE»
MEE ChIBOPOTRH

> 1,6 mxM/n
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1T nps ero ompeaeneHn
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ETOLAMHE
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Kaiizepa- 0% nauneHTOs ¢ NPH NEPRIYHOM
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TIOJIOBHUHBI MAIEHTOB C
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TrJ1a3a.

a0 OMHHAJILHOMI
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JUArHOCTUKHU

JIsT
3a00yieBaHus,

SBIIAIOTCS  IIOKa3aTeln OOMeHa



MEJU: LepYJIOIIa3MUH ChIBOPOTKH, 00I1ast U CBOOOHAS ME/lb CBIBOPOTKHU, CyTOUHAsI SKCKPELUs
MEJIM C MOYOM, CoJiepKaHue MeIU B TKaHU TeueHH (Tadu. 4).

* IS TIOBBIIICHHWS JMArHOCTUYECKOM LEHHOCTH TIOKa3aTels HEeoO0XOAWMO IepecuuThIBATh
CYTOUHYIO SKCKPEIMI0O MEIU C MOYOW Ha CTaHAAPTHYIO MOBEPXHOCTH Tena 1,73 m“. [lmsa storo
BEJIMYMHY CYTOYHOM SKCKpPELMM MEIUM C MOYOM HY)KHO Da3leiluTh Ha IMOBEPXHOCTh Tela
nanueHTa (pacCUUThIBACTCS M0 HOMOTpaMMaM MK ¢GopMysiaM) U YMHOXKUTh Ha CTaHAApTHYIO
MOBEpXHOCTH Tea 1,73M° — MOBEpXHOCTH Tena uenoBeka ¢ poctoM 170 cm u Becom 70 kr. B
9TOM CiIy4yae JUArHOCTUYECKH 3HAYUMBIN YPOBEHb CYTOYHOM dKCKperuu Meau > 1,6 MkM/cyT. x
1,73m% i >100 MKTI/CYT. X 1,73m%. Pasmmunii y I€TE€H U B3POCIBIX HET.

Hepys10miiasMuH CHIBOPOTKHU

Llepynomnaszmun (LIT) cBIBOPOTKH SBISETCA TIaBHBIM TPAHCIIOPTHBIM OEJIKOM — MEPEHOCYHUKOM
MeauM B IUIa3Me KpoBU. HopmanbHas KOHUEHTpalus UEepyJioIuIa3MUHA, HW3MEpeHHas
SH3UMATHYeCKUM MeTonoM cocTaBisieT 150 — 480 mr/n. [Ipu BBK xonnentparus LT oObraHO
Huke 100 mr/n (mpu uepebpansHOl hopMe HIKe, YeM Ipu abJoMHUHaIBHOM). OHAa MOXKET ObITh
NOBBIIEHA IPU  CHUCTEMHOM  BOCHAJIMTENbHOM  peakuud, NpU  OEpeMEeHHOCTH U
TUIEPICTPOrC€HEMUN, MOXKET OBITh CHIDKEHA IMPH COCTOSHUAX, COMPOBOMNKIAIOIIMXCS MOTEpen
Oesika ¢ MOYOI WJIM KUILIEYHBIM COJEPKUMBIM, CUHAPOME MajlbaOCOPOLIMU, KOHEUHbBIX CTaaAMSIX
3a0o0yieBaHUsl MEYEHH 00O ITHUOJIOTUH, TIPU CEMEHHOW alepyaorjia3MUHEMUU, TPUMEPHO Y
20% reTepo3uUroTHbIX HocuTenedl Myranuu Oone3nu Bunbcona. Takum  o0Opazowm,
LEPYJOIUIa3MUH CHIBOPOTKUA HE MOXET OBbITh HAJEKHBIM MapKepOM MJsi MOJITBEPKICHUS WU
uckiouenus ['JI]] (6one3nn BunsconaKonosanosa).

Menab CHIBOPOTKH

[Tokazarens oOmEe MeAW CHIBOPOTKH BKJIIOYAET W MeEb, CBS3AHHYIO C LIEPYJIOIUIa3MUHOM (B
HopMme 90-95% ot oOmieir meau). Ilostomy, xoTss npu BBK nHaGmtonmaercs u30bITOK Meau B
OopraHu3Me, KOHIIEHTpaius oOuieil Meau CHIBOPOTKM CHUXKEHA MPONOPIHOHAIBHO CHUKEHHIO
KOHLEHTpaUuu LepyloruiasmMuHa. IIpu  3TOM KOHLEHTpauusl «HEUEpyJIOIUIa3MUHOBOW»
CBOOOJHON M€ MOBBIIIAETCS BbIlIe 2 MKMOJIB/I (B HopMe 0,8-1,6 MKMOJIB/T) M COCTABIISIET OT
40 no 80% oOmeit Mean chIBOPOTKU. VckitoueHue cocTaBiseT (QyIbMHUHAHTHAs MEYEeHOUYHas
HECOCTOSITENIbHOCTh WJIM «BUJIBCOHOBCKUN Kpu3». [IpyM 3TOM MaTOJIOrMYECKOM COCTOSHUU
IPOMCXOJUT MACCHBHBI BBIOpOC MEAM U3 pa3pylIeHHbIX renatounToB. KoHIEHTpalus
CBOOOJIHOM M€ MOXET BO3pacTath B JAecATKH pa3 (10 40 Mkmoiib/11 u BbIiie). COOTBETCTBEHHO
YBEJIMYMBACTCS U KOHLIEHTpalus obmeil meau. KoHuenTpaus cBoO0AHON Meau omnpenensercs
pacuetHbiM criocobom o ¢popmyne: CCu(d) = CCu(t) — CCu(LIIT) = CCu(t) — 49,4 x CUII, roe
CCu(d) — xonmentparus cBoboaHON Meau B MKMOIb/1, CCu(t) — KoHIeHTpaIus oomeil Meau B
Mkmodb/i, CCu(IlIl) — xoHmeHTpanus MHepyioraa3sMHHOBOW Menu B MKMoiw/i, CHIT —
KOHIIGHTpalusi IepyioriasMuHa B 1/, 49,4 — kodd¢unueHt nepecuera (3aBUCUT OT
MOJIEKYJISIPHOM Macchl Lepy/loIla3MUHA W KOJMYECTBA MOJIEKYJI MEIH, CBSI3bIBAEMBIX
[EPYJIOIUIa3MUHOM, B Pa3HBIX HMCTOYHHMKAaX Konebnercs oT 49,26 mo 49,6). Konnenrparus
CBOOOJIHOM MeIH SIBJISIETCS] BaXHBIM AuarHoctudeckum tectoM npu ['JIJ] (Gone3nn Bunbcona-
KonoBanoBa). Y HeledyeHHBIX MAlMEHTOB €€ YPOBEHb OOBIYHO MpeBbImIaeT 3 MkMoib/1 (200
MKr/1). CBOOO/IHAS MeIb CHIBOPOTKH MOXKET TaKXKE€ YBEITUYMBATHCS NMPU OCTPOU MEYEHOUHOMH
HEI0CTaTOYHOCTH JII000H 3THOJIOTHH, XPOHHUECKOM XOJIECTa3e, a TaKKe B CIIy4asx OTpaBJICHUS
Menpto.  OcHOBHass  mpoOiiemMa  CBOOOJHOM  «HEIEPYJIOIUIa3MHHOBOW»  MEIW  Kak
JTMarHOCTUYECKOT0 TeCTa — 3TO 3aBUCUMOCTh OT a/IeKBaTHOCTHU ompeseneHus 34 obuieit menu u
LEepyJoIUIa3MUHA CHIBOPOTKH. OTO TMOKa3aTelb 4Yalle HWCIOJb3YIOT JJii MOHMTOPUHIA
dbapmakoTepanuu, 4em sl TMarHOCTHUKY 3a00JIeBaHUSI.

CyTouHasi IKCKpelnus MeIn ¢ MO0

OmnpeneneHre KOHLEHTPAllMM MEOM B CYTOYHOH MouYe MOXKET OBbITh TOJE3HO Kak JUIs
JTUArHOCTHKU 3a00JieBaHMs, TaK M JJII MOHUTOpPUHIA JIeYEHHUS. Y HEJIEUYCHHBIX NaIleHTOB
CyTOYHas  JKCKpeuus MeAu ¢  MOYOH  OTpakaeT  KOJIMYECTBO CBOOOTHOM
«HELEePYJIOIJIa3MUHOBOM» MeAM B LUPKYIUpYMOIIed KpoBU. J[ias TodHOro ompeaeneHus



CYTOYHOH SKCKPELMH MEOU C MOUYOW HEOOXOAMMO aKKypaTHOE M3MEpeHHe 00beMa CyTOYHOU
MOYM M CYTOUYHOM OHKCKpeuMH KpeaTuHuHa. I[Ipu mo4yedyHONW HEZOCTATOYHOCTH TECT HE
OpUMEHUM. Y HEJICYCHHBIX MAIMEHTOB, UMEIOMIMX CHMIITOMBI 3a00JIeBaHUs, IUArHOCTUYECKOE
3HAYCHHE UMEET YPOBEHb CYTOYHOU IKCKPEIUU MeAH BhImIe 1,6 MKMOJIb/CyT uiau 100 MKr/cyT.
OueHb MOJE3HBIM TECTOM 151 (PEHOTUIMMYECKON JUArHOCTHKH 3a00ieBaHu sBIsieTcs poda ¢ d-
MEHUIIWJIJITAMUHOM — CYTOYHAsl SKCKpelns MeId ¢ MO4Yoi Ha (oHEe mpuema TecToBoi 10361 (500
MTI ~ 7 MI/Kr mMaccel Tena) d-menunmiamuna. [Ipu oTKIOHEeHHH Beca mamueHTa Oojiee yeM Ha
10% ot crangaptHoro (70 kr) TecToBas A03a JI0JKHA OBITH CKOPPUTHPOBAHA HIIM HA Maccy Tena
WIA Ha IUIOMAAb TIOBEPXHOCTH Tena (IpUHOUN CM. Bbime). PaccuuranHas posa d-
NMEeHUIWIAMUHA JIeTTUTCs Ha 2 mpuema: 1/2 — B Hadane cOopa Moy u 1/2 — yepe3 12 ygacos
nocie Havyana cOopa. 36 JlmarHocTH4ecKy 3HAYMMBIM YPOBHEM JUIsl HEJICUEHHBIX MAlMEHTOB C
bBK sBisieTcsi MOBBIIIIEHWE YKCKPEMM MEIW C MOYOoM Ha (OoHE mpuema TEeCTOBOM 103bI d-
neHuumamuHa > 500 mMxr/cyt x 1,73M2 wim >8 mxM/cyt x 1,73M2 . B aTom citydae mpo6a ¢ d-
NEHUIMIJIAMIHOM CYHMTAETCsl MOoJoKuTenbHOU. [lonoxuTensHas mpoba ¢ d-meHUIIIIaMHHOM
ABJIIETCS OTPa’KEHUEM CYIIECTBOBAHUS B OpraHU3MeE 3allacoB MEIU. DTOT IOKa3aTellb MOKET
TaK)Ke MCIIOJIb30BAThCS AJIs O00pa A03bl d-EHUIIIIaMUHA M1 MOHUTOpHUHTA Tepanuu. Kpome
6one3nu Bunbcona npo0a MokeT ObITh MOJIOKUTEIBHON ITPU XPOHUYECKOM OTPABIIEHUU MEBIO.
Ho B »Tom cnydae OyneT HOpPMaJIbHOM KOHIIEHTpAlMs LEpYyJIOolja3MUHA U TOBBIIIEHA
KOHLEHTpalus oOIe Meu ChIBOPOTKHU.

Meab TKaHH IIEYEHH

Hakonnenne mMeam B meyeHH — OOUH M3 OCHOBHBIX mnpu3HakoB [JIJI (Gone3snum Buibcona-
KonoBanosa). MetrogoM BbIOOpa uisi AMArHOCTUKHM OoJe3HU BuiibcoHa SBISETCS U3MEpEHHE
KOHIICHTpAIlMU MeIH B TKaHW redeHu. CojeprkaHne MeIu B TKAHU NIEYeHU > 4 MKMOJIB/T (> 250
MKI/T) CyXOro Beca SIBJISIETCS HAWIYy4YlIUM JI0Ka3aTelbCTBOM Hanuyus Oone3Hu Bumbcona. VY
HEJICYEHHBIX MallMEeHTOB HOpMajlbHOE cojepkaHue Meau B mnedeHu (< 0,64 — 0,8 MKMoib/T
cyxoro Beca min < 40-50 MKr/r cyxoro Beca) uckiovaer nuartHo3 bBK. I'maBHas mpoGiema
onpezeNeHus] KOHLIEHTPalud MEIN B TKaHU MEYEHH — HEPaBHOMEPHOE paclpe/esieHne MeIu B
NEYeHN Ha MO3JHMX cTaausx Oone3Hu Buibcona. To ecTh KOHLEHTpaLUs MEAH MOXET ObITh
3aHWKEHA MpU oImMoOKe B 3a00pe oOpasia. MeTo1 Takke He MOKa3aTeNeH Yy JAeTel ¢ MUppo30M
neueHn. KoHIeHTpauuss Menu B TKaHM I€YEHH MOXET ObITh BBICOKOH TNpU AJIUTEIBHO
CYILIECTBYIOILIEM XOJIECTa3e, a TAaKKe MPU CHUHAPOMAax HAMONATHYECKOI0 MEIHOI0 TOKCHKO3a,
TakuxX Kak MHAMMNCKUI AETCKUI HUPPO3 NIEYEHH.

Menb aukBOpa

KoHuenTpanus Meau B JIMKBOPE HE ABIIAETCSA INOKAa IIMPOKO MCIHOJIB3YIOLIMMCS MOKa3aTeleM.
OpnnHako, OHa XOPOIIIO OTPa)KaeT COJIEpKaHNEe MEH B TOJIOBHOM MO3T€ U CBSI3aHA C aKTHUBHOCTBIO
AT®-a3p1 7B B kanwuisgpax Mo3ra. B HopMe koHueHTpaius Meau B JukBope < 0,4 MKMOJIB/I,
T.€. CYILECTBYET IpaJUeHT KOHLEHTpAalUd MeAH B JIMKBOPE M CBOOOJHON MeIu CHIBOPOTKHU
kpou (0,4 mxmons/n — 1,6 mxmons/n). [Ipu nepedpansaoit popme I'JIJ] (6one3nn Bunbcona-
KonoBasioBa) KOHIEHTpalusi MeAM B JHMKBOpe OOBIMHO > 1 MKMOIB/JI, a Mpu OBICTPO
IpOTpecCUpyIoIIell  apUTMO-PUTHIHO-TUIIEPKHUHETHYECKO ¢(opme MoxeT mnpesbimars 10
MKMOJIB/JI.

Bce BblmenepedncieHHble MOKa3aTeNd, XapaKTepusylolue oOMeH Menu, MO OTAENbHOCTH
uMeroT He 100-mpoleHTHYI0 AMArHOCTUYECKYH LEHHOCTb, HO BCE BMeCTe (OPMUPYIOT Y
HEJICUEHHBIX TMAI[MeHTOB XapaKTepHBIX OuoxuMuyeckuil ¢eHotun Oone3nn Bubcona-
KonoBanora. 8-s1 Mexaynaponnas koHdpepeHmus mo Oone3nn Bunbcona (Jlewmmur, 2001)
PEKOMEH/IyeT Uil AMArHOCTHUKHU JaHHOTO 3a00JeBaHus OaIbHYIO KOJIMYECTBEHHYIO MIKaly (Tal.
5)
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naHarnocTHkl Gonesan Bunscona-Konosanosa I[J'I}I BBIAIBJICHUA XAaPAaKTEPHBIX
(8™ International Meeting on Wilson's disease, Leipzig, 2001) CTPYKTYPHBIX U3MEHEHUHN B
IMpuanas | BripaskeHHOCTE Bann L[HC uenec006pa3H0
_ _ Tm.ru*e{rue' KN HENECHIE CUMIROMBE 8 RPUTHEKT _ HCIIOIB30BATH MATHUTHO-
Koneua Kaitaepa-Dneiimepa Hmerrres 2
Hil POrOBHLE 1A% CFICYTCTRYIOT 0 PE30HAHCHYIO TOMOFpa(l)I/IIO
Hesponorugeckne cammrosel | Taseise 2 (MPT) WU KOMIIBIOTEPHYIO
HAK xapaskTepHble nposenesns | Jlersone 1
npi MPT rofaosdoro sMoara CHCYTCTBYHYT 0 TOMOFpa(bI/IIO (KT) TOJIOBHOI'O
KouuesTpais Hopuansaas (= 0,2 r/n wnw (= 200 s 0 MO3Ta. PacmnpeHHe
LEPYIOILIEIMHHA ChIBOPOTEH 0,1-0.2 p/n wan 100-200 sarin 1
< 0.1 i/ anm < 100 arin ] KECIYyOA04YKOB, anO(bI/IH KOpbI U
lemonETHYeckas aHeMus ¢ Huewrres 1 CTBOJIA MO3ra IIpu KT romosuoro
orpruarensae npodoi Kyaea | Oreyreray 0
- Mo3ra Ha6J'IIO,I[aIOTC$I qauie, 4yem
Apyane memods wectedosaiug ?
CofepoaHe MeH B IEYEHN B 5 pas ssie seprHei rpaHiisl HOpMbl 2 6I/IHaTepaJH)HI)IC 30HbI
[ — - . e =2 i o
(NpH OTCYTCTBHA XOMECTada) (= 4 MEOMOIL J. W = 250 :I. MOHMKEHHOMN LIOTHOCTH B
0,8-4 sromones/T win 50-250 M/ |
Hopaanssoe (<0,8 seomones’t wim < 50 akr) -1 oOiacth  Oa3’aJIbHBIX TaHIJIMEB.
Hamnaine pogaHiH- n03HTHEHEIX IPady (npu | Bonee BASKHBIM
OTCYTCTRHH BOIMOGKHOCTH KOIHYECTREHHOTT
ONpeeneHnE MeaH) JAUArHOCTUYCCKUM MCTOI0M HpI/I
DRCKPELHA ME/TH ¢ MO0 Hopuansnas (< 0,9 memons/eyr x 1,73 M- ] Hepe6paHBHOﬁ (bopMe
(NpH OTCYTCTBHH OCTPOID HH < 57 mrieyT. x 1,73 m7)
renaTHTa) Beiie pepxHei rpasiE HOpMel B 2 pasa u | 3a0oJieBaHus SABJIACTCA
AMEHbIIE MarHUTHO-pE30HaHCHasA
Bonee uem 8 2 pana BeILE BEPXHENR MPaHUE 2
HOpM Tomorpadus. ITaTomorns
HopaankHas, Ho nossimaeTes Gomee vem B 5 2 TOJIOBHOTO MoO3ra Ha MPT
Pa3 BLILE BEPXHET IPAHILE HOPMEL PR 6
npuese d-neHsnaMHHa OOHApyXHUBACTCA y BCCX
MonekyIapHO-reHeTHY ECKan Myranui B 2-x XpoMocomax 4 HalreHTOB c 60He3HBIO
JHATHOCTH KR Myrauum B 1 xposocome |
Jledpescril MyTan M He BLIARIEHE 0 Buiscona-Konosanosa. MPT
Humepnupemaua e ryabmama BBIABIICT XapaKTCPHBIC O4Yaru B
T . -
,IH.dI.H':J.! Tt I-d.HL!IH.!LEI _ — _ - =4 TFOJIOBHOM Mo3re, a TaKKe
JHArHOT COMHHTENEH, HeODX0IHMO HeCIe oBanne GONBert dieia 3
nokaLITe e Hecneruduieckyro auddy3Hyo
JIHArHO S MATOBEPOSTEH <2 anO(l)I/HO MO3ra.

N3menenus, xoropele MoryT ObITh BbIsiBIEeHBI npu Y3U, KT u MPT neuenu He sBusiorcs
cnenuduunbivMu U1 BBK. Iloatomy, 3T MeToIbl McciieI0oBaHUSI HE UMEIOT AMArHOCTUYECKOTO
3HA4YEeHHs, HO MOTYT OBITh IOJIE3HBI JUIsI HEMHBA3UBHOW OIIEHKH CTPYKTYPHBIX M3MEHEHHUI B
MEYEHU U MOHUTOPUHTA 3(PPEKTUBHOCTHU JIE€UEHUSI.

HoBbIM MeTOZOM OLIEHKM MporpeccupoBaHus nuppo3a (¢puOposa) mnedeHu sBIseTCs
AACTOMETpUs NeueHu. MakcumalibHasi JUarHOCTUYECKass TOYHOCTh 3JIACTOMETPUM OTMEUYEHA y
O0onbHBIX co craguedl ¢guopo3a mneuenn F3 u F4, uyto comoctaBuMO ¢ pe3ynbTaraMu
MOJIYKOJINYECTBEHHON OLleHKH (rOpo3a (1Mo rucroiaornyeckoi mkane Metavir).
JJHK-auarHocruka

B nacrosimee Bpems uzBecTHo Oosyee 600 pazmuunbix Myrtanuii B reHe ATP7B. Yacrora u
xapaktep MyTauuid B rTeHe Oone3Hu Buibcona-KoHoBanoBa cyliecTBEHHO BapbUpPYIOT B
pa3IUYHBIX TIOMYJIALUAX. Ha panseni MomenTt JIHK-mmarnoctmka Ooine3nun Bunbcona-
KoHoBanoBa npoBOINUTCS PYTHHHO METOAOM IMPSAMOIO0 aBTOMATHYECKOTO CEKBEHUPOBAHMS BCEH
KOAMPYIOIIEH TOCTIEeI0BATEIHPHOCTH U IK30H-UHTPOHHBIX obnacteit rena ATP7B. Omnaxo, c
LENbI0 CHIKEHUS SKOHOMMUYECKHX M BPEMEHHBIX 3aTpaT MpHU MPOBEIECHUU JUArHOCTUKH,
PEKOMEHIyeTCsl HauMHaTh JUArHOCTMYECKHM NOMCK MNaToreHHblx Mmytamnuii rena ATP7B ¢
WCCJIEIOBaHMS YeThIpex Hambosee yacTeix mytammii: ¢.3207C>A, ¢.3190G>A, c.3402delC u
c.2304insC (myramuu ¢.3207C>A, c.3190G>A perektupyrorcs meronom MLPA-ananu3a,
mytaruu -~ 46 ¢.3402delC, ¢.2304insC  — wmeromom  [IJIAD-anammza). CymmapHas
UH(POPMATUBHOCTh JAAHHOTO JUArHOCTHYECKOTO IMPOTOKOJA HCCIEAOBAHUS CPEIU POCCHMCKHX
0ombHBIX cocTaBisgeT 58,9%. Jlns BepHON MHTepHnpeTany pe3yabTaToB aHaiu3a HEOOXOAUMO
IOMHUTb, YTO OOHapyXeHHe y OOJIbHOTO pacmpoOCTPaHEHHONW MyTalMM Ha OIHOM U3 JBYX
TOMOJIOTMYHBIX XPOMOCOM CaMo Io cebe He MO3BOJISET C JOCTOBEPHOCTHIO MOCTaBUTh JTUATHO3,



HO TIPY HaJMYUU XapaKTEPHBIX KIMHUYECKUX U OMOXUMUYECKUX H3MEHEHHH SBISETCS BECOMBIM
apryMeHTOM B MOJIb3Yy IuartHosa «6one3ns Buiabcona-KonoBanosay.

JlabopaTopHbIii # HHCTPYMEHTAJIbHbIA KOHTPOJIb JIeYeHUsl

B kadecTBe OCHOBHBIX OHOXMMHYECKHUX TECTOB JUISI OLIGHKH A(P(GEKTUBHOCTH JICUYCHUS
HEO0XO0/IMMO HCHOJIH30BATh KOHIEHTPAIIMIO CBOOOAHON MEIN CHIBOPOTKH KPOBU U CYTOUHYIO
9KCKPELHIO MEIU C MOUOii, a IPH JICUCHUH TIpernapaTaMy IIMHKa — TAK)KE€ CyTOUYHYIO SKCKPELUIO
muHKa ¢ mouoil. Ilpu abpomuHanmbHON (opMe NOMONHUTENBHO IeNecCO00pa3HO MCCIIE0BATh
aKTHBHOCTH TpaHcamuHaz © MHO, npu nepedpanpHoil hopme — ypoBeHb Meau JUKBopa. s
OIICHKH TMPOrpeccupoBaHus muppo3a (¢pubpo3a) TeU4eHW METOJOM BBIOOpa  SBISETCS
JMacToMeTpusi TedeHu. [[ns CBOEBPEeMEHHOIO BBIABIECHUS MOOOYHBIX 3()PEeKTOB XenaTHOU
Tepanmuu HEOOXOAMMO KOHTPOJIUPOBATh KIMHWYECKUN aHamu3 KPOBH (BKJIIOYAs YpPOBEHBb
TPOMOOLIUTOB) M OOIIEKIMHUYECKHI aHAM3 MOYM B Hayaje JICYeHUs KaxJble 3 JHs, MOTOM
KOKJYIO HEJENI0 B TEUCHUE Mecsla, 3areM | pa3 B 2 Helenu B TEUCHHUE MEPBBIX 6 MeECSIEB
JIeYeHUs, B JalbHEHIIEM — €XEeMEeCSYHO; OWOXMMHUYECKHE I[IOKazaTenu KpoBH (0OImui
OounmupyouH, AnAT, AcAT, menouynas ¢ocdaraza, KpeaTHHWH, MOUYeBMHA) B (a3y Hayaia
tepanuu — 1 pa3 B 3 Mec., B nocienywouieM — 1 pa3 B nosnrona. He pexe, yem 1 pa3 B rox
OCYIIECTBIISITh ~ PEHTTEHOJOTMYECKOE WM  YJIbTPAa3BYKOBOE  HCCIIEJJOBAHME IIOYEK U
MOUYEBBIBOJISAIIUX MTyTEH.

JUPODPEPEHIHUAJIBHAA IMATHOCTHUKA

3anono3puth 60s1e3Hb Bunbcona-KoHnoBaioBa MOKHO B Cllydasix, KOrJja UMEET MECTO COUYETaHUE
IOPU3HAKOB TOPAKEHHsI I€YEHM M HEBPOJOIMUYECKMX W/WIM TICUXMYECKUX CUMIITOMOB.
[Ipennonarars 3a0o0sieBaHUE CIIEAYET y MOJIOJBIX IMALMEHTOB B BO3pacTe MoJIoke 35 JeT ¢
OCTPBIMH M XPOHHYECKHMH TeNaTUTaMU U LUPPO30M NEUEHHU NPU OTCYTCTBUU WH(DEKIMOHHOM
IPUYMHBI 3a00JI€BaHUsl, UMEIOIUX HEBPOJIOTUYECKUE U/UITU TICUXUYECKHE CUMITOMBI, STTU30/1bI
remosinza, KymOc-oTpunatenbHy0 reMOJIMTHUECKYI0 aHeMHUIo, KoJblla Kaitzepa-@ueiiimepa Ha
panyxHOH o0oJiouke riasa, ceMelHblii aHamHe3. Ha panneit cranuu bBK u npu HeaktuBHOM
Uppo3e (YHKLIUOHATIbHbIE MEUYEHOYHBIE TECTHl MOTYT ObITh HOPMAJIbHBIMH MM MHUHHMAJIbHO
M3MEHEHHBbIMH. B Takux ciydasx, ocoOeHHO B oTcyTcTBUE Npu3HaKoB nopaxenus [{HC u konery
Kaiizepa-@neiimepa, nuarHocTuka 3a0ojeBaHus 3aTpyaHeHa. OTJINYMTENbHBIM IPHU3HAKOM
MOpaKEHUsI TICUEHHU MIPU IaHHOM 3a00JIEBaHUU SIBJISIETCSI OTHOCUTENIBHO HEOOJIBIIOE YBEINUEHUE
AKTUBHOCTH TpaHCaMHUHa3 IPU HAJIWYHMU TSDKEIBIX HEKPO30B M BOCHAJICHHS B TKAaHU IIEYEHHU.
Uckmouars BBK ciexyer y Bcex manueHToB B Bo3pacte 10 S0 JIeT ¢ mpu3HaKaMHu XPOHUYECKOTO
rernaTtuTa WiM IUppo3a MEeYeHH, HEe3aBUCUMO OT HAJIMUUS «Ipyroi» Oosee 4acTOM NMpPUYMHBI
3a005IeBaHUs TE€YEHH, T.K. B JIUTEpaType UMEIOTCS ONMMCaHUs coueTaHus 6ose3Hu Buibcona-
Konosanosa, Hanmpumep, ¢ xpounyeckum renaruroM C. 3anono3pute bBBK momoraer coueranue
CUMIITOMOB IOPAKEHMs II€YEHU C HEBPOJIOTUYECKUMH, IICUXUYECKMMH, a TaKkKe IAPYTrUMU
BHEIEYCHOYHBIMU IIPU3HAKaMU 3a00JeBaHus, TaKUMHU Kak KymOc-HeraTuBHas reMOIMTHYECKast
aHeMHs, B TOM YHCJIE€ ¢ TeMOJUTUYECKUMHU KpH3aMHU, HapyleHUs (yHKIUH MPOKCUMAIbHBIX U
JTUCTANIbHBIX KaHaJIbLIEB IMOYEK, MOYeKaMeHHas Ooyie3Hb, MUCHYHKIUS SIMYHUKOB. Y TpETU
O0onbHBIX ¢ abnomuHanbHOM (opmoir BBK Moryr HaOmromaThcsi TUNEpHpOTEUHEMHS,
rurnepramMmarioOyaIuHeMus, MoBbliieHne ypoBHs IgG, Hanuuue pa3luyHBIX ayTOAHTUTEN, YTO
MOXET 3aTpyaHiATh JudQepeHaIbHbIl  JAUarHo3 ¢ ayTOMMMYHHBIM remnatutoMm. llpu
MIPOBEJCHUHN MEIAbIIMMUHUPYIOIIEH Tepanuu 0O0bIYHO yepe3 6-12 mecsieB JedueHns oTMeqaeTcs
NOJIHAsE HOPMAaJIU3alMsl YpOBHEH raMMa-TiIo0yIMHOB U ayTOAQHTHUTEN, YTO CBHJETEILCTBYET 00
ATHOJIOTUYECKON CBsI3W MMMYHHBIX Hapymenuit ¢ BBK. ¥V Bcex O60ibHBIX ayTOMMMYHHBIM
renaTuToM, HE OTBEYAIOIIMX HAa MMMYHOCYIPECCHUBHYIO Tepamuo, cienyer uckimounts bBK.
BBK Heo0XxoauMo WHCKIOYaTh TMIpU JIFOOOM THIIE THUNEpKUWHe3a. J[ns Hee TUIWUYHBI
pasHoOOpa3HbIe HKCTpAMPAMHIHBIE HAPYIICHUS, B IEPBYIO OYEpEb TPEMOp, AUCTOHUS, XOpes,
aTeTo3, OJUTroOpaJuKMHE3Us. OTH CUMIOTOMBI MOTYT HMMEThb pa3jM4YHble COYETaHUA, U
Pa3BUBAIOTCS OJHOBPEMEHHO C HApYIICHHSMM PEYH, IJIOTaHUS (110 TUIY ICEeBIOO0YIbOapHOTrO
CHUHJpOMA), XOAbObI, KOTHUTUBHBIMH HAapyIICHUsAMHU. B pa3BepHyTBIX CTagusX MOXHO



HAOMOIaTh  MHpPAMUAHBIE, MO3KEYKOBBIE  CHMIITOMBI,  JMHCHUHApOM.  KimmHuueckas
manudectanus nopaxenud [{HC y Gonbubix BBK B 85% mnpoucxoaut Ha 2-3 necstuneruu
KU3HU. [Ipyn Hanmuuuu 3KCTpanupaMuIHbIX HAPYILIEHUH B COOTBETCTBYIOIIEH BO3PACTHOU I'PyIIIIE
HEOOXOIUMO MPOBOAUTH JU(depeHINaTbHYI0 AMATHOCTUKY C TaKUMM HAacleJICTBEHHBIMU
6onesusmu [THC kak roBeHWIBHBIA MAPKUHCOHU3M, 00JIe3Hb | @HTHHTTOHA, HEHPOaKaHTOIUTO3,
Oone3nbr Mauano-/xo3eda (cnuHomnepeOemsipas arakcuss 3 Tuma), Oosie3Hb JlroOara,
HEHPOHATIBHBIN LEPOUAHBIA JTUIMOPYCIMHO3, MUTOXOHApPHAIbHBIE Oone3nu, Oone3ns Cerasa,
MaHTOTEHATKUHA3a-aCCOIIMMUPOBAaHHAs Helpoaerenepanus, ociaoxxkauenns BUU-undexmuun. Xopes
TUIIMYHA JUI  ATaKCUU-TEJIAaHTMAKTa3uu, cuHiapoma Jlema-Huxana, MuokiaoHn4eckoi
SNUWJICTICUY, TJYTapoOBOM  alMJIEeMUH, MHUTOXOHAPUANbHBIX OOJie3HEH, TaHTJIMO3UA030B,
MAaHTOTEHATKWHA3a-aCCOIIMUPOBAHHON  HEWpOJereHepaluu, HEUPOAKAHTOIUTO3a, OOJE3HU
I'eatunrrona, xopeu Cuaenxaiima, ocnoxkHeHuit BUY-undexuun. Tpemop mMokeT ObITH mpu
TaKUX 3a00JIeBaHUSX, KaK 00J1e3Hb [lapKuHCOHA, 3CCeHIIMATBHBINA TPEMOP, PACCESTHHBIN CKIEpO3,
SHIOKPUHHBIE 3a00J€BaHMsS, OYaroBble MOPAXKEHHUS MO3Keuka. JIMCTOHUS XapakTepHa s
NEPBUYHBIX JUCTOHUM, Oone3nu IlapkuHcoHa, ©one3HM | 'e€HTHMHITOHA, NAHTOTEHATKWHA3a-
aCCOLMUPOBAHHOM HelpoiereHepalmu, cruHolepeOeuIIpHOM JIereHepaLnH,
HellpoakaHTolMTO3a, cuHApoMma JlemaHuxana, aTakcHu-TENaHTHMAIKTA3UHU, JIM30COMAJIbHBIX
0ose3Hel, OpraHnYecKuX aMUHOALUYPUI, MUTOXOHPUAIbHBIX 3a001€BaHU.

JIEYEHUE

OcHoBHBIMU  MeTOnamu  JiedeHuss BBK  sBimsercs mnpuMeHeHHE MEIbITMMHHHPYIOIINX
IpenapaToB, COOIIOIEHIE CTPOTOM TMEThl CO CHIKEHHBIM KOJTMYECTBOM MEIH B PallMOHE U, IPU
HEOOXOIUMOCTH, TIPOBEACHHUE TpaHCILIAaHTauK TiedeHH. Llenpro Tepanmuu B OeCCUMITOMHOMN
CTaJuU Pa3BUTHS 3a00JI€BaHUsI SBISETCS MPEAOTBPAIlEHNE MOSBICHUS MPU3HAKOB 3a00JI€BaHUS
U HOpMaJIM3alus W3MCHCHHBIX JIA0OPATOPHBIX IIOKa3aTeiei; B CTaguu KIMHHYCCKHUX
MPOSIBIICHUIN — CTa0MIM3aldg U 4YaCTHYHAs pPerpeccus OCHOBHBIX CHMITOMOB 3a00JeBaHUS U
HOpMAaJTH3aIus JIA0OPATOPHBIX IMMOKa3aTeleH.

Bech nepuon nedeHust MOkHO pa30ouTh Ha 2 (a3pl: HauanbHYIO Qa3y u a3y noaaepKUBarOIIe
tepanuu. Kpurepwem mepexoja Ha TOICPKHUBAIONIYI0 TEPANHUIO SBIISICTCS HOPMAaTH3aIUs
nokasareneii oOMeHa MeAW MpU 2-X TMOCIENOBATENbHBIX HCCIECJOBAHMSIX, BBINOJIHEHHBIX C
WHTEPBAJIOM B 3 MEC.. CHUKEHHUE YPOBHS CBOOOIHON Meau (< 1,6 MKMOJIB/JT) U OTpUIIATEIbHAS
npoba ¢ d-neHuIIIIaMHHOM (TIOBBIIIIEHHE SKCKPELMU MEN ¢ MOYOol Ha (hOHE MpreMa TECTOBOM
10361 (500 mMr ~ 7 mr/kr maccel Tena) d-menunmwiamuHa < 500 mkr/cyt. x 1,73M2 wnm < 8
MkM/cyT. x 1,73m2 ). Hopmanuzamusi mnokazaTeneidi oOMEHa MeIu CBUIETENLCTBYET 00
UCTOILIEHUH 3amacoB Menu B opranusMme (3a uckiarodenneMm [[HC). OGbuHO compoBoXKIaeTCst
HOpManu3anueld akTUBHOCTH TpaHcamuHaz (AnAT, AcAT), dro sBiseTcss MNpPU3HAKOM
BOCCTAHOBJICHHSI IIEJIOCTHOCTH KJIETOK ITICUCHHU.

uera

Menb COIEpKUTCA BO BCEX THIIEBBIX MPOIAYKTAX, ITO3TOMY TIOJHOE WCKIIOUCHHE ¢¢
MOCTYIICHUsI C TUIe HeBO3MOXkHO. Kparko nuery mpu ['JIJl MOXHO oxapakTepu3oBaTh Kak
MOJIOYHO-PACTUTEILHYI0. PEKOMEHJIyeTcsT HWCKIFOUeHHUE TPOAYKTOB, COJIEpKaHUE MEIH B
koTopeix mpeBbimaer 0,5 mr/100r (tabn. 1), Takux kak TpuObI, pakooOpa3HbIe, MOJUIIOCKH,
OpexH, IIOKOJNaJ, MEYCHb W JPYrue CyONMpOIyKThI, OCOOCHHO B HadadbHOW (aze Teparmuu
(cyrouHoe moOTpeOieHHe MeIu B JTOT NEpUOA HE JOJDKHO TpeBbimarthk 1 mr/cyt). Kpaitne
OCTOPOXXKHO  HY)XHO  OTHOCHUTHCA K  TIOJUBUTAMUHHBIM  MperaparaM, COJepKaiuM
MUKPOIJIEMEHTHI, MTUIIEBBIM 00aBKaM, CpeaCcTBAM HMCKYCCTBEHHOTO MUTAaHHUS. MHOTHE M3 HUX
CoJIepXaT CYTOYHYI0 HOPMY MOTpPEOJCHUS MEId B3POCIBIM YeIOBEKOM (2 Mr/cyT.) H, TO
CYIIECTBY, SIBISIOTCS TOKCHYHBIME 1715 manueHToB ¢ BBK. MMerorcst coobmienus o Tom, 410 y
BereTapuaHiieB HaOmomaroTcs Oojiee MO3AHMM — AeOOT 3a0oneBaHUS ©W  MEJICHHOE
nporpeccupoBanue. OpHAaKo, ISl KOHTPOJIS 3a OOJE3HBIO TOJBKO COONIONICHUS JTUETHI
HepoctaToyHo. [lpm  HanMuuMM  LEHTPAJM30BaHHOTO  BOJAOCHAOKEHUS  KOHTPOJIUPOBATH



coJiepKaHre MEIM B BOJIE HE TpeOyeTcs, Toraa Kak Mpu HAINYUU KOJOILEB, CKBAXUH U APYTHX
WHAUBUAYAIbHBIX UCTOYHUKOB BOJOCHA0KEHHSI HEOOXOUMO ONPEACIATh KOHIIEHTPAIUIO MEIU
B BOJIC U, NPU HEOOXOJIMMOCTH, HMCIOIB30BaTh COOTBETCTBYIOIIME (MIbTphl. CleayeT Takxke
n30eratb XpaHeHus MUILK B MeIbCOAepkKaIlel ocye.

XeJsaTHasi Tepanus

OcHoBHBIM 351eMeHTOM Tepanuu bBK siBiisiercs xenarHas tepanus. Ha naHHbBIII MOMEHT B MHpe
st nedenuss  [JIJI  (Gonesnn  BuiibcoHa-KoHOBanoBa) — HMCMONB3YIOTCS — CIEIYIOIIHE
KOMIUIEKCOOOpasytomye mnpenaparbl: d-NEeHUIWIIAMUH, TPUEHTHUH, TETpaTHOMOJIUOAAT U
YHUTHOJ. M3 TabIeTHPOBAHHBIX JIGKAPCTBEHHBIX CpeAcTB B P 3apeructpupoBaHbl MpenapaTsl
d-TieHuIMUIaMIHA, TOTOBUTCS PETUCTPAIUs TPUCHTHUHA. D-TIeHUIM/UIaMUH D-TIeHUIMUIaMUH —
MEPBBIN U3 IPErapaToB KOMILIEKCOOOpa3oBaTeieid, KOTOPBI HaYall UCTIOIh30BaThes nmpu bBK.
B navanbHOl daze tepanuu d-neHUIIMIIIAMUH O0OBIYHO Ha3zHadaercs B jgo3e 750-1500 mr/cyr.,
paszieneHHoM Ha 2-3 npuemMa. Y JeTei 103a pacCUMTHIBAETCS HA KT MacChl Tena U coctasiseT 20
MI/KI Macchl Tella B CyTKH. Tak Kak mpu npueme C Muineil BcachiBaHue d-TMEHUIIMIUIAMHUHA
YMEHBIIAETCs, Ipenapar Heo0X0AUMO MPUHUMATh 3a 1 yac 70, TubO0 yepe3 2 yaca 1mociie esl,
3anuBasi BoAoOW. IlockoibKy H3BECTHO, 4YTO d-TIEHUIWIIJIAMUH BBIBOJUT MHPUAOKCHH U3
opraHu3mMa, HeoOXOJIMMO JOIOJIHUTEIbHO Ha3HauaTh MUPUIOKCHH B ja03€ 25-50 Mr B JI€Hb.
Hauano mpuema d-meHMIMIUIAMHHA YacTO COMPOBOXKIAETCS YXYALICHHEM HEBPOJIOTHYECKON
cumnTomMatuku mnauuenta (B 10-50% cmyudaeB). OcoOeHHO YacTO 3TO HPOUCXOAUT HpPU
nepedpanpHbIX Gopmax 3aboneBanus. [lokasaHo, yTo gaHHBIN (PEeHOMEH CBSI3aH C MOBBIIIEHHON
IPOHHIIAEMOCTHIO 53 reMaTosHIeaTnIecKoro daprepa y HeJICYeHHBIX MAIlIEHTOB ¢ O0JIE3HBIO
Bunscona-KonoBanoBa. Menap, mocTynuBmias M3 TKaHEeHd B KpPOBb B OTBET Ha npueM d-
NIEHULWJJIAMUHA, OKA3bIBAET TOKCHYECKOE BO3JECHCTBHE Ha IOJIOBHOM MO3r. Ilo Mepe nedeHus
3a0oneBanus (YyHKIUS TeMaro’Hiedanuyeckoro 6apbepa BOCCTAaHABIMBACTCS, U TOKCUYECKOE
neiictBue mpenapata ymeHblnaercs. [lepeHocuMocTh d-meHMIMIIIAMMHA B Hauyajue JEYeHUus
MOYKHO YJIYYIIUTh, HauMHas TEpamuio ¢ MMHUMAaJbHBIX 103 mpemapara (125-250 mr/cyt.) ¢
MOCIEAYIOLUM MEPUOINYHBIM €KEHEENIbHBIM TMOBBIIIEHUEM J103bl Npernapata Ha 250 Mr/cyr.
Eme ogauM criocoOOM yMEHBIIEHUsI 4acTOThl MOOOYHBIX PEaKIMi B Hayalle JICYEHUs SBIISETCS
npUMeHeHUs d-eHUIUIaMMHa Ha (POHE IKCTPAKOPIOPAIbHON FeMOKOPPEKIMH. AJIEKBaTHOCTh
JIEYEHUs1 JOJDKHA MOHUTOPUPOBATHCA IMOCPEICTBOM HM3MEPEHHSI CYTOYHOM JKCKPELIMH MEIU C
MOYOH

TpuenTun

TpueHTuH (TPUATWIEH TETpaMUH JTUTHAPOXJOpPUI, WU  2,2,2-TeTpaMHH), SBJISETCS
IpeCTaBUTENIEM CEMENUCTBA XeIaTOPOB ¢ MOJUAMUHONOA00HOM cTpyKTypoil. B HauanbHOI ¢aze
Tepanuu TPUEHTUH OOBIYHO Ha3HadaeTcs B jo3e 750- 1500 mr/cyt., B (a3e moamep uBaromiei
Tepanuu — B 103¢ 250-500 Mr/cyT., pa3neneHHoi Ha 2-3 mpuema. Y JeTel 103a pacCUUThIBAeTCS
Ha Kr Macchl Tena U coctaBisger 20 Mr/kr maccel Tena B cyTku. [Ipemapatr HeoOxomumo
npuHUMaTh 3a 1 gac 10, 1160 yepes 2 yaca Mocie eabl.

IIpenaparsl HUHKA

[IpenapaThl MHKA BHEpBble ObUIM HMcMONb30BaHO A jeueHust bBBK B nauane 1960-x ronos.
MexaHu3m ux IeHcTBUS OTIMYaeTcs OT d-MeHnIuIaMiHa U TpUeHTUHA. LI[MHK CBA3BIBaeT MeIh
B KHIIEYHUKE W TaKUM OOpa3oM HHAYLHPYET HHTEPOLUTHBIM METaJIOTHOHEMH — OEJoK,
OoraTblii IUCTEMHOM, KOTOPBIA MPEJICTaBIsIeT COOOM SHAOTEHHBIH XeJaTop METaJlIoB.
Cas3aHHas Me/ib He abcopOMpyeTcst U BBIBOJUTCS U3 OpraHusma ¢ kajaoM. [IpuHumaemas no3a
pPacCUMTBIBAETCSI B MMJUIMIPAaMMax NPOCTOro IMuHKA. g B3pOCabIX M JeTed cTapiien
BO3PACTHOM rpynmbl oHa coctaBigeT 150 mr/cyT. B 3 mpuema (1omyckaeTcst 2-pa3oBblil IpUEM)
3a 30 MuHyT 10 enpl. Mcnonp3yemas coib IUHKA (Cynbdar, aneraTr Uid IIII0KOHAT) HE MEHSET
3 PEKTUBHOCTh Mperapara, HO MOXET HOBIHATH Ha €ro nepeHocuMocthb. llpu coBmMecTHOM
NPUMEHEHUU TMpernapaToB IHUHKA ¢ d-MEHULIUUIAMUHOM WJIM TPUEHTHMHOM HHTEPBAT MEXIY
IIPUEMOM JIOJDKEH COCTaBJIATh HE MEHEE 2 4acoB. AJIEKBATHOCTh TEPAIIMU LINHKOM OLIEHUBAETCS
HAa OCHOBE [JMHAMHMKM KJIMHUYECKUX U JIaDOpaTOpHBIX IOKa3zareneil (HopManu3aius
KOHIIGHTPallMH CBOOOJHOM Menu, YMEHbIICHHE CYTOYHOM SKCKperuu menud ¢ mMouoi < 100



MKT/cyT. X 1,73 M2 unun < 1,6 MkMoub/cyT X 1,73 M2 — ipu MOHOTEpanuM MpenapaTaMu UHKA).
Ha ¢oHne neyeHus: cyrouHas SKCKpeIus MHKA ¢ MOYOH JOJKHA MPEBIMIATh 2 Mr/cyT. X 1,73 M2
(30 mxMmomb/cyT. x 1,73 M2 ).

TpaHcIUIaHTALMS TEYEeHH

TpaHcIUTaHTaUS TIEYEHU MPEICTABISICT COOOW pagVKaTbHBIA METOJ JICUCHHs TAI[MCHTOB C
Oone3npto Busibcona. OH mokazaH npu (QyIbMHUHAHTHOM MEYEHOYHOM HECOCTOSITENbHOCTH, a
Takke OOJIBHBIM C JCKOMIICHCHPOBAHHBIM IIMPPO3OM TICUEHW, HE OTBETUBIIMM Ha
MEAMKAMEHTO3HOE JIeYeHHe B TeueHue 3 MecsueB. J(oHOpckas TMeueHb HE COACPKUT
MeTaboMMuecKoro neeKkTa, OTBETCTBEHHOTO 3a pa3BUTHE 3a00JeBaHUS, IO3TOMY TIOCTE
nepecajkd IEeYeHW BOCCTAHABIMBAETCS MEXAaHMU3M BBIBEJEHUS MeIM U3 OpraHuzMa u
HAOIIOTAeTCs perpecc oOpaTUMBIX CHMITOMOB 3a00yieBaHMs. BBEDKMBAaEMOCTh B TEUEHHE Trojia
mocJie omeparuu kosiebnercs B mpenenax 79-87%, NMATUIETHSAS — COMOCTaBUMa C TOIOBOM.
Bo3MoxxHO mpoBelieHHe TPYMHOM TpaHCIUIAHTAIlMU WIIM Tepecajka JOJU MEUYEHH OT KUBOTO
POJICTBEHHOTO TOHOpa. MeHee onpe/ieIeHHbIE MOKa3aHUsl K TPaHCIUIAHTAIIUU TICUeHU UMEIOTCS Y
OOJIbHBIX C BBIPAKCHHOM HEBPOJIOTMUYECKOM CHUMIITOMATUKOW. Y HEKOTOPBHIX MaI[MEHTOB C
NCUXUYECKUMU WM  HEBPOJOTMYECKHMMH CHMITOMAaMHU  TSOKECTh  IOCIEIHUX  MOCTe
TpPaHCIUIAHTAIIMM TICYCHU YMEHBIIAETCS, MHOTJA CTEIEeHb BBIPAKEHHOCTH MATOJIOTUYECKHUX
CUMIOTOMOB  coxpaHsieTcss  mpexkHed. MMerorcs  mpumepbl  cioydaeB — ycyryOJeHHs
HEBPOJIOTHYECKUX TPOSBICHUM 3a00J€BaHUs MMOCE TPAHCIUIAHTALUU, B TOM YHCII€ C TOJHOU
uHBanuAu3anuen 0oibHbIX. ONMHUCAaHO TAaKKE PA3BUTHUE TSKEIIOTO MOPAKEHUS HEPBHOU CHCTEMBI
de novo. Kpome Toro, y OONBHBIX C ICUXUYCCKHMH IPOSIBICHUSIMU 3a00JICBAHUS MOXKET
OTCYTCTBOBATh IPUBEPKEHHOCTh K HMMYHOCYNPECCHUBHOM Tepamuu, HeoOxoaumoil 64 mns
NPOPUIAKTUKH PEAKIIMU OTTOP>KEHUSI TPAHCILJIAaHTaTa, YTO BEAET K IOTEPE MOCIETHETO.

3AK/IIOYEHUE

Takum obpazom, 6one3Hb Bunbcona-KoHoBanoBa — 3T0 MaTojorus, ClI0XKHO Bepupuuupyemas
Ha paHHUX JTanax pa3BUTHUA, TpeOyrolas TIIATENbHOIO cOOpa aHaMHe3a, B YaCTHOCTH —
CeMEHHOro, CKpyMyJiIE€3HOI0 OCMOTPa U BBIOOPA MPaBUIBHBIX METO/0B TUAarHOCTUKU. BaxHbIM
SBJISIETC MMEHHO JMAarHOCTMKAa Ha MEpBBIX 3Tamax JJaHHOro 3a00JieBaHUs, KOTJa Teparus
HaunOonee >¢dextrBHa. HeobXxoarMa HaCTOPOXKEHHOCTh HE TOJIBKO Bpaueil-neauaTrpoB, HO U
TEPANEBTOB y MNAallUEHTOB C HESICHOW ITHOJIOTUEN ITOPAKEHUS TIEUEHU.
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