OEJAEPAJIBHBIE KIMHUYECKHUE PEKOMEH AU
11O IMATHOCTHUKE U JIEYEHUIO

BOJIE3HU BUJIBCOHA-KOHOBAJIOBA

(T'EITATOJIEHTUKYJISAPHASA AEI'EHEPAILIUSA)

MockBa-2015



B IIOATOTOBKC KIIMHHNYCCKHUX peKOMCHI[aHI/Iﬁ IMPUHAINA YIaCTUC!:

npodeccop AcaHoB A.IO.l’Z, npodeccop CoxoiioB A.A.2’3, npodeccop Boaruna
C.H.2’7, npodeccop I'opsiueBa H.F.Z’g, npodeccop I'ycros A.B.3, npodeccop
NBanoBa-CmoneHcKast I/I.A.8, K.M.H. KonummHckas C.B.2’4, npodeccop HoBukos
I1.B.°, km.u. SI6noHcKas M.I/I.S, k.M.H. [lonemryk B.B.8, npocdeccop Ilonskos

A.B.6, K.M.H. Po3unoBa T. H.l, npodeccop XaBKUH A.I/I.5,

lrpOY BIIO «IIepBb1it MOCKOBCKMM TOCYJaPCTBEHHBIM MEIUIIMHCKUN
yHusepcuteT uM. 1.M.CeuenoBa», Mocksa

HII «Hanmonaneueiii CoBeT 3KCepToOB MO peakuM Oose3HsiM», CaHKT-
[TerepOypr, MockBa

>*T'BOY BIIO «CeBepo-3anagHplil TOCyAapCTBEHHBIA MEAUIIMHCKUN YHUBEPCUTET

uM. .. MeunukoBay, Cankt-Ilerepoypr

4PFBOV BIIO «Huxeropoackas rocy1apCTBEHHAs MEIUIIMHCKAS aKaIeMUs
Munsapasa Poccuny, Huxxnuit HoBropog.

>OI'BY «Mockorckuit HUN NeINaTpuu U JIETCKOW Xupypruu Munsapasa
Poccumny, MockBa

Sorpy «Menuko-reHeTnueckuil Hayunblii neHTp PAMH», MockBa

'®T'BOY BIIO «Kasanckuit roCyJ1JapCTBEHHBIN MEAUIIMHCKUN yHUBEpcUTET» M3
P®

Sorpy «Hayunslii nentp Hesposorun PAMH», Mocksa

gd)FBV "HayuHo-uccnegoBaTeIbCKUN HHCTUTYT AETCKUX UH(PEKITUH
®enepanbHOro MeAUMKO-Onoaornyeckoro areHTcTBa", Cankt-IlerepOypr



Kaunuveckue pexomenaanuu paccmorpenbl Ha VI cbe3ne Poceuiickoro
o0mecTBa meauIIUHCKUX TeHeTUKOB B CaHKT IletepOypre (19-23 mast 2015 1.)
U yTBep:kaeHbl npeaceaaresem POMI, akagemukom PAH E.K. I'marepom.

Kiaunuveckue pekoMeHIalluu PacCMOTPEHbI HA 3aceJaHNU NPOQUILHOM
komuccuu MuHucrepcrsa 3apaBooxpanenus Poccuiickoit @exepauuu mo
MeauUMHCKOM reneruke 20 masi 2014 r. u yrBepKaeHbl IJIaBHbIM
BHEIITATHBIM CIIEIHAJIUCTOM MO0 MeIUIUHCKOI reHeTuke Munsapasa Poccuu
C.M.KyueBbIim.
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MeTtoaoJiorusi

MeTOIlbI, HCIIOJIBb30BaHHBIC TJIA cﬁopa/ceﬂelcmm AoKka3aTe/JIbCTB

JokazaTtenpHOM  0a3oil  mJisi  pEKOMEHJAlMil  SIBISIETCS  IOMCK B
MEKTyHApOIHBIX AJIeKTpOHHBIX 0a3zax manubix Medline (PubMed Bepcust), Embase
(Dialog Bepcus), Cochrane Library, Orphanet. JlanHble KJIHHHYECKHE
PEKOMCHIAIMK TOJTOTOBJICHBI HAa OCHOBAHMHM MEXKIYHAPOIHBIX KIMHHUYCCKHX

PEKOMEHIAIMi 110 AUArHOCTHKE M JIeUeHUI0 0ojie3nn Buiscona (American

Association for the Study of Liver Diseases, 2004; European Association for the
Study of the Liver, 2011; Wilson Disease Association), pa3pad0TaHHBIX 3KCIIEPTAMU
110 00JIE3HHU BI/IJIBCOHa, a TaK)KE 063opa Hy6HI/IKaI_[I/Iﬁ KIIMHNYCCKUX I/ICCJIG,Z[OBEIHPIIZ.

['myObuHa norcka cocraBuiia S Jier.

MGTO)II::I, HUCIIOJB30BAaHHBIC JJIA OLICHKH Ka4CCTBA U CHUJIbI JOKA3aTCIbCTB.

OlLICHKA 3HAYUMOCTH B COOTBETCTBHUU C PEUTHHIOBOM CXEMOHW ISl OLCHKH CHJIbI
PEKOMEHJAIMI: METa-aHAIM3bl BBICOKOTO Kauye€CTBAa, CHUCTEMAaTHU3UPOBAHHBIC
0030pbl paHIOMHU3UPOBAHHBIX KOHTPOJIUPYEMBIX UCCIAEAOBAHUN C HU3KUM PUCKOM
CUCTEMATHYECKUX OIMMOOK. YpOBeHb J0KazaTenbHOCcTH 1++ -1+, Cuia
pekoMmeHaanuii oneHuBanach 1Mo Oxcdopackoit mkane - taun A. JIJisi ONEHKH
KauecTBa, CHJIbI JIOKa3aTeJIbCTB U (DOPMYITUPOBAHUS PEKOMEH AN UCTIOIb30BaJICS
KOHCEHCYC 3KCIIEPTOB.
Wuaukaropsr nodpokavectBeHHoi npaktuku (Good Practice Points - GPPS)

0a3upoBaIUCh HAa KIMHUYECKOM OIbITe padodeil rpynmbl MO pa3padoTKe

PEKOMEH IAIM.



OKOHOMHMYECKUN aHanmu3 MW MyOonukamuu 1o (apMakodKOHOMHUKE He
aHaATM3UPOBANINCh. Banuauzanus pexoMmeHIanuid Oa3upoBallach Ha BHYTpPEHHEH

BKCHCpTHOﬁ OLICHKC. KOMMeHTapI/II/I, IMOJIYUYCHHBIC OT 3KCIICPTOB,

CUCTCMATU3UPOBAIIUCE H 060y}K,HaJII/ICI) npeaccaarcjicM MU 4YJICHAMH pa6oqel71

rpynisl. [Ipoekt pexomenaamuii ObUT pelieH3UpOBaH HE3aBUCUMBIMU IKCIIEPTaMHU.

JI1s1 OKOHYATEIbHOM pEeJakMi U KOHTPOJIS Ka4ecTBAa PEKOMEHAAIIMHN ObLIH
MOBTOPHO MPOPELEH3UPOBAHbl Yi€HaMU padodeil rpyIibl, KOTOpPbIE MPUILIA K
BBOJy, 4YTO BCE€ 3aMEyaHHWs M KOMMEHTapuu IIPUHATHI BO BHUMAHHUE, DPUCK

CUCTEMATUYECKUX OLIMOOK MpH pa3padOTKe peKOMEHIALUN CBEJIEH K MUHUMYMY.

OcHoBHBIE pPEeKOMCHAAIIMK, YPOBHHM O0Ka3aTCIbHOCTH W HWHIAWMKATOPLI
I[O6p0K8‘-ICCTBCHHOﬁ IMPAaKTUKHU TIPUBOJATCA II0 XOAY H3JIOKCHHUA TCKCTaA

PEKOMEH AU,

Onpenenenue
Kox MKB-10 E83.0

OMIM 277900
bone3nv Bunvcona — Konosanosea (CWHOHUMBI 2enamo1eHMUKYIAPHAA
dezenepauus, enamoyepeopanvHas oucmpodus) — TIKEI0€ MPOrpecCUpPyroIIee

HaCJICACTBCHHOC 3&60J’I€BaHI/IC, nepeaaromeccs 1mo ayrToCOMHO-pECHCCCUBHOMY THUITY,

B OCHOBC KOTOPOI'O JIC)KUT HAPYHICHUEC DKCKPCUH MEAU U3 OpraHru3ma,

IIPpUBOAAIICC K I/I36BITO‘-IHOMy HAKOIIICHUIO 3TOI'0 MHKPOJJIICMCHTA B TKAHAX H

COYETAaHHOMY MOPAXKEHUIO TAPEHXUMATO3HBIX OPraHOB (IIPEX/Ie BCETO MEUYECHN) U



TOJIOBHOTO Mo3ra (MpEeuMYIIECTBEHHO MOAKOPKOBBIX saep). CBoe Ha3BaHUE
00JIe3Hb MOTyYHIIa M0 UMEHU aHIJIMCKOro HeBposora Camroens Bunbscona,

KoTopeiii B 1912 roxy omybiukoBan paboTy, T/ Jajd ONHUCAHUE KIMHUYECKOU U
MaTOJIOTOAHATOMUYECKON KapTUHBI HOBOTO 3a00JIEBAHMS, XapaKTEPHU30BaBIIETOCS
COYETAHHBIM MOPAXKEHUEM II€YEHW M MO3Ta, HA4aJOM B MOJIOJOM BO3pacTe ¢

JANbHENIINM MPOTPECCUPOBAHUEM PUTUIHOCTH, JUC(haruu, TU3apTpuH,

TUINEPKUHE30B (PUTMHUYHBIX U ApPUTMUYHBIX), NCUXUYECKUX PACCTPONCTB IpU
OTCYTCTBUM TPU3HAKOB MOPAXKEHUS MNUpaMUAHBIX myTeil. Mopdonornyecku
OTIpEEIISIINCH IBYCTOPOHHNE U3MEHEHHUS YeUEBUIIE00Pas3HBIX S/EP, a B IEYEHU BO

BCEX CITy4asix — LUPPO3.

B arom ke romy Hall o0benunmn mporpeccupyromnyro JCHTUKYISIPHYIO
nereHepaunio Buibcona wu mnceBpockiepo3 Becrdans-Ilrpromnens B ogHO
3a0o0JieBaHNEe — TeNaTOJEHTUKYJSIpHYIO jAereHepauuto. B Poccum ydenue o
renaToJEHTUKYIISIPHOU JEereHepallii CBSI3aHO B MEPBYIO OYEPElb C UMEHEM OJTHOTO
Y3 KPYIHEUIINX OTEYECTBEHHBIX HEBPOJIoroB Hukomnas BacunbeBrnua KonoBasioBa
u ero 1mkoJyibl. CKpymyJie3HOE MHOTOJIETHEE M3Y4YeHHE KIMHUKH U Mopdooruu
aTOro 3abosjeBaHust nanu Bo3MoxkHOCcTh H.B. KonoBanoBy co3gats moapoOHyro
OpUTMHANIBHYIO Kiaccudukainuio Oose3nu (1948, 1960), a Takke mokaszaTh, 4TO
MATOJIOTUYECKHE M3MEHEHUS B MO3r€ HE OTPaHUMYMBAIOTCS Ye€YEBUIEOOpa3HBIMU
anpamu, a Hocat auddy3Hbii xapakrep. B cBszu ¢ atum H.B. Konoanos cuuran,
yTo OOJiee TOYHO XapakTep Ipoliecca OTpa3uiao Obl HOBOE Ha3zBaHUE OOJIC3HU:

remnaronepedpanpHas 1ucTpodusa. ITo Ha3BaHHUE



0OBIYHO yNOTpeOJIsieTcs B HalIel cTpaHe i1 0003HaueHus 3a00JIeBaHus, KOTOPOE

B I[&J'II)HCﬁHICM IMOJIYy4YHnJIO HAUMCHOBAHHUC oone3ns Bunscona-Konosanosa.

OI[HaKO 34CCh MbI IIO-TIPCKHCMY MHCIIOJIIB3YCM TCPMHUH “I‘Cl’[aTOHCHTI/IKy.TISIpHaH

JereHepanus’, IPUHATHIN BO BCEM MUpE.

[lepBble KIMHUYECKHE CUMIITOMBI 3a00JI€BaHUS Yalle BCEro MPOSBISIOTCS B
BO3pacte oT 5 A0 45 net. OIHaKo ONUCaHO pa3BUTHE 3a00JIeBaHus y peOeHka 2,5
JIeT, a TaKXKe TMarHOCTUpOBaHa HeBposiornyeckas gopma y 6ospHOro crapiie 60
netr. Hanbonee paHHue KIMHUYECKHUE MPOSBICHUS 3a00JI€BaHUS y WHIUBUIOB C

[MaTOJIOTHYCCKUMHU MYyTallUsIMHU MOTYT OBITH HHAYOUPOBAHDBI BO3I[€fICTBH€M

HeOIaronpusATHBIX (PaKTOPOB BHEIIHEHN Cpe/ibl, TAKMX KaK WH(EKIUU

(IperMyIIECTBEHHO T'eNaTOTPOIHBIE), YEPEIHO-MO3roBasi TPaBMa, TOKCUYECKUE
BO3JICMICTBUS, B TOM YHCJIE aHTPONOTEXHOTEHHOW TPUPOIBI WIIH ITPU IIPOKUBAHUU B

MCCTHOCTIX, C IIOBBIMCHHBIM COACPKAaHNCM MCIU B Oprma}omeﬁ cpeac

(manpumep, B KemepoBckoil o0iacTtu). 3a0oieBaHUE HOCUT MPOrPECCHPYIOLIUIN

XapaKTep, COMPOBOKAACTCA CHUKCHUCM Kau€CTBA U NTPOAOJKUTCIIbHOCTH JKU3HH.

MUAEMHUOJIOT A

bone3ns Bunscona — KonoBanoBa (BbBK) ortHocutrcss k peakum

3aboneBanusM. PacpocTpanenHocTs ee o ganaeiM Orphanet cocrasiser 1-9

cnyuyaeB Ha 100000 nacenenus (B cpeanem 1 Ha 25000), exxerogHas 4dactora

BBISIBJIEHUS HOBBIX ciaydaeB — oT 1 Ha 30000 no 1 va 100000 Hacenenus.

Hocurenem nedekTHOro reHa mo OpueHTUPOBOUYHBIM OLIEHKAM SIBIISIETCS KaKIbIi



90 — 100-p1it uenosek (1%). Undopmarnus o Bctpeuaemoctu bBK B PD B HacTosiee
BpeMsi oTcyTcTByeT. OJHAKO, Ha OCHOBE paHEe IMOJYYCHHBIX MO TEPPUTOPHUSIM
CCCP >nn1eMHONOTHYECKUX JaHHBIX, MUHUMAJIbHAS OIICHKA €€ MOYKET K0JIe0aThbCs
ot 0,29 o 2,6 na 100000 HaceneHuUs.

ITHOJI0THUSA

[Tpuunnoii Bo3HukHoBeHus bBK sBistorcs myramuu rena ATP7B, koTopsbrit

Jokanu3oBaH Ha 13 xpomocome B nokyce 13(14.3 u konupyeT meab-
TpaHcrioptupyomyr ATd-azy P-tuma — ATP7B. K Hacrosmemy BpeMeHH

unentuduimporano 6onee 600 pazmuunbix MyTarui. s 380 u3 HUX q0Ka3aHa

POJb B ITIATOI'CHC3C 3a00JIeBaHMS. ‘—Iame BCCIo BCTPCHArOTCA MUCCCHC MyTalllH.

Takke UMEIOT MECTO IeNelHH, MHCEPIMH, HOHCEHC, (PpedMmudT MyTaluu u
MyTalMil calToB crulaiicudra. HaumOosiee wvacToid MyTanueid, NpUBOIALIEH K
BO3HMKHOBeHNIO bBK B eBpomnenckux momynsuusax, siBISETCS TOUYKOBAs MyTalus
c.3207C>A B sk30He 14, mpuBosIIas K 3aMEHE aMHUHOKHCIJIOTHI TMCTHJWHA B
nosiokennn 1069 Ha riayramuHoByto kucioty (Hisl069GIn). lons wmyraruu
¢.3207C>A B poccuiickoit BEIOOpKE OOJBHBIX 110 TaHHBIM Jaboparopuu JJTHK-
muarHoctukn MI'HI[ PAMH cocraBnser 31%. KiuHuueckue CHUMIOTOMBI
3a00seBaHusl HanboJIee BEIPAKEHBI y MAIIMEHTOB-TOMO3UTOT, UMEIOIIUX 2
UJCHTHYHBIC MyTAIIHH.

Opnako Hambonplliee YHCIO TAIMEHTOB SIBISIOTCA KOMITAyH]I-
TeTePO3UTrOTaMHU, T.€. UMEIOT PA3INYHBIC MyTaIlUH B TOMOJIOTHYHBIX XPOMOCOMAX,

KaKaasd M3 KOTOPBIX YHACICAOBAHA OT OAHOI'O M3 pOI[I/ITCJ'IeI\/'I. I/IHI[I/IBI/I,IIYYMBI,
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UMEIOLINE OJIHY MYTAIUIO, KaK IpaBWIO, HE MMEIT KIMHUYECKUX CHMIITOMOB
3a00JieBaHus, HO MOTYT II€peAaTh €€ MOJOBUHE cBOero noromcrna. Tak kak bBK
HacjeayeTcs 10 ayTOCOMHO-PELECCMBHOMY THIY, BEPOSTHOCTb POXKJICHUA

00JbHOTO peOeHKa Y POUTENCH-TeTepO3UroT cocTaBisieT 25%.

IlaToreunes

OcHOBHBIMH  (hepMeHTaMH, O0O0ECHeUUBAIONUMU TPAHCIOPT MeEIU B
opranusMme, saBisitorcst ATd®-aza 7A u ATd-aza 7B.

MPHK AT®-a3b1 7A oOHapyKeHa B SHTEPOILIUTAX U COCYAUCTOM CIUIETCHUH
TOJIOBHOTO MO3ra. DTOT ()ePMEHT y4acTBYeT B IMpPOIECCaX BCACHIBAHUA MEIU B
KHIIIEYHUKE U MPOHUKHOBEHUH €€ B ToJ0BHOM Mo3r. Hemoctatok ATd-aza 7A

BbI3BIBAECT 00JIe3Hb MEHKECA.

MPHK AT®-a3b1 7B oOHapy>keHa B renaToluTax U Kanwuisipax Mo3ra. 9ToT
(epMEHT y4yacTBYEeT B BBIBEICHUM MEOU OpPraHM3Ma (U3 KPOBU B JKEN4b) U U3

IOJIOBHOI'O MO3ra B KPOBb. Hmenno ero HEOOCTAaTOK BBI3BIBACT 0o1e3us Bribcona-

KonoBanoBa. AT®-aza 7B wumeer 6 Meap-CBA3BIBAOIMX MOTHUBOB. OHa
OCYILECTBJISIET TPAHCIIOPT MOHOB MEIU M3 KIIETKU 3a CUET DHEPIUU PaCILLCIUICHUS
AT®, a Takxke yyacTBYeT B 00pa30BaHUU U3 arlo-LepyIoIuIa3MuHa (yHKIIMOHATIEHO
AKTHBHOIO LIEPYJIOIJIa3MHHA, KOTOPBIA 3aT€M BBIAENISAETCA B KpoBb. OTCYTCTBHE
AT®-a3p1 7B Hapymaet BbIAEIEHUE MEI U3 TOJIOBHOTO MO3ra B KPOBb, U3 KPOBU B
KEn4b M Jlajee ¢ KajJoM M3 OpraHu3Ma. BeayliuMm 3BEHOM IaToreHesa siBIseTCs

XPOHUYCCKAass MHTOKCUKAILIUA MCIbIO. MGI[B HaKaIlJIMBacTCsi B



IMCYCHH, CCJIC3CHKC, ITOYKaX, I'OJIOBHOM MO3IC, POroBHIC, XPYCTAJIMKC IJia3a U

Ipyrux opranax. HakoruieHre Menu B eY€HU IPUBOJIUT K HEKPO3Y I'eNaTOlMTOB,
BOCHANIeHHUI0, puOpo3y, Mmponudepannu KETUHbIX MPOTOKOB U IUPPO3Y; B
rOJIOBHOM MO3T€ — K HEKpO3y HEHpPOHOB C 00Opa3oBaHHWEM MOJIOCTEH (KHUCT).
N3MeHeHust Apyrux opraHoB U TKaHEH, KaK MPaBUIIO, HE3HAUUTEIIbHBI.

MaccuBHBIM BBI6pOC MCIHU N3 I'CIIATOLHUTOB B KPOBb IIPHU UX PA3PYHICHUHU 110

BO3JICCTBHE KAaKON-11M00 BHEUIHEN NPUYMHBI (MHPEKLINS, THTOKCHUKALUS,

ATPOrcHHasA pCakKnmusaA Ha THOJIOBBIC XCJIATBI H I[p) MOXCT IIPUBCCTH K

MHOTI'OKPAaTHOMY IMTOBBINICHHUIO €€ KOHICHTPAIINH B I1JIa3MC KPOBH, U K MCIb-

UHAYIUPOBAHHOMY (Ha (OHE TUIOIEPYIOIIIA3MUHEMUH) MACCUBHOMY T'€MOJIU3Y U

JaJIeC K (bYHBMHHaHTHOﬁ MIEYCHOYHOM HECOCTOSTEIILHOCTH.

Knaccupuxauus

Knuaunaeckast KapTUHA renaToJICHTUKYISIPHON JereHepaluu
XapaKTepu3yeTcst 0OJIITUM MOTUMOPPU3MOM B OTHOIIICHUH KaK HEBPOJIOTHYECKUX,
TaK ¥ COMATHYECKUX MPOSBICHUN. DTOT MOAMMOP(U3M OTPAKEH B Pa3IUYHBIX
kinaccudukaiusax 3adonepanus (Deiss et al., 1971; Cox et al., 1972). B narei
cTpane HauOoisiee pacmpoctpanena kiaccudukanus H.B.Konosamosa (1960). B
HUU neBponorun PAMH H.B.KoHOBanoBbIM U €ro mocieaoBaTeNs MU B TEUCHHE

MHOTHX JieT u3yudeHno 6osiee 500 6oapHbIX ¢ BBK.

ODTOT OOJBIION OIIBIT JacT BO3MOXHOCTBb BbIACIIUTH HauOojiee THUIIMYHEIC

CUMIITOMEI, XapaKTCPHBIC 1JIA K&)I(I[Oﬁ (I)OpMBI, PAa3HLIC THUIIbI TCUCHUSA
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3a6OJ'ICBaHI/I$I, d TAaKKC BBIABUTH PAHHHUC IIPHU3HAKH, KOTOPBLIC NAaOT BO3MOKHOCTD

3anoao3puth bBK elnie 10 pa3BUTHS TUITMYHON KIMHUYECKON KapTHHBI O0JIE3HH.

OcHoBabiMH hopmamu BBK siBnisiroTcst ab0omunanvhas n yepeopanvras.

Aoboomunanvnasn d)opma MOXCT IIPOABIIATHCSA FeﬂaTOHaTﬂeﬁ, BHUJIIBCOHOBCKHUM
I'CIIaTUTOM 141 MUPPO30OM IICYCHU, (by.IH)MI/IHaHTHOI\/'I IICYCHOYHOU

HCCOCTOATCIBHOCTBIO. BapI/IaHTaMI/I uepeﬁpaﬂbuoﬁ (1)OpMI>I ABJAKOTCA: PUTHAHO-

apUTMO-TUIIEPKUHETUYECKAsA,  JIPOKATEIbHO-PUTMAHAS,  JpOXKaTeJbHas U
AKCTpaNMpaMUAHO-KOPKOBas. Y ~ HEKOTOpPhIX  NAIMEHTOB  3a00JeBaHUE
MaHU(ECTUPYET TEMOJIIUTUYECKON aHeMHell (C Kpu3amu U 0e3), HegpormaTuen mo

TUITY TYOYJIIpHOTO HedpuTa.

Teuenue 3a00J€BaHUS MOXKHO Da3[euTh Ha 2 CTaIuU: JIAMEHMHYI U
cmaouro KiuHudeckux nposeaenui. llpu naTeHTHON CcTaguM KIMHUYECKUE
CUMIITOMBI OTCYTCTBYIOT M MpU3HAKU 3a00JeBaHus (TPU3HAKU HAKOIUJICHUS MEIN B
OpraHu3Me€) BBISBIAIOTCS TOJBKO TIpH JlabopaTopHoM obcnenoBanuu. llpu
3 PEKTUBHOM JICUCHUH JIOMOJTHUTEIBLHO BBIICISIIOT CMAOUI0 OMPUUAM ESIbHOZO0
oananca medu. B >TOM ciydae B pe3yibTare AOCTHAKEHHUS M JJIMTEIBLHOTO
NoJ/Iep>KaHus OTPULIATEIILHOTO OajlaHca MeIu HaOJII0aeTCsl perpecc KIMHUIECKUX

1 1a00paTOPHBIX MPOSIBICHUN 3a00JIEBaHMUS.
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Kinunnyeckasi kKapTuHa
OCHOBHBIMM OpraHaMU-MULIEHSIMU, KOTOpbIe nopaxkarorcs npu BbBK,

ABJIIOTCA  IICUCHD, FOJIOBHOM MO3I H ITIOYKH, 3360JI€B3HI/IC, ABJIACDH

MYJIBbTUCUCTCMHBIM, 3aTPAaruBacT MHOI'C OpIraHbl 1 CUCTCMBI.

Hapymienue BbIBeieHHSI MEIM U3 OpraHU3Ma MPUBOJUT K MOCTEIIECHHOMY €€
HaKOILJIEHUIO B OPraHax U CUCTEMax B OMPENEIEHHOMN NOCIeA0BaTEIbHOCTH.
[Tocne poxnenus pedeHka ¢ nedpekTHbIM reHoM AT®d-a3sl 7B Meb nepBoOHAYATBLHO
HAaYMHACeT HaKaliuBaTbcs B TmeueHu. [loatomy y gereit 0o0je3Hb OOBIUHO
MaHU(DECTUPYET OJHUM U3 BAPUAHTOB MOPAKECHUSI IEUECHU

(abmomuHanbHas popma), KOTOPOE KIMHUYECKU MTPOSIBIISIETCS B BO3PACTE CTapIIe

4-5 ner, XOTsI TPAKTUYECKU C POXKIACHUS TMEPUOAMYECKH OTMEYACTCS YMEPEHHO
MOBBIIIIEHHBI ypOBEHb TpaHcamuHa3. [ledeHouHass maHudecTanus sBIsSETCS
HamOomnee vactoi u otmedaercss y 40-50% OonbubIX. [locie Toro kak medeHb
HACBIIACTCA MEIbI0, YTO B Psijie CIy4yaeB MPOUCXOAUT OECCUMIITOMHO, MEIb
nepepacnpencsaeTcsi CACTEMHO, HaKaruinBasich npexiae Bcero B LIHC, uto Beger k

HEWPOIICUXUYECKUM CUMIITOMAM, KOTOPBIE Yallle BCEr0 pa3BUBAIOTCS BO 2-M U 3-M

JNECATHIICTHSX KU3HM. HeBpojormueckas u IICHXHYECKas MaHHU(ecTaluu
HaOmrogatorcss (cootBercTBeHHO) Vv 35 m 10% OompubIX. Y 15% O07BHBIX
3a00JiIeBaHUE TMPOSBIISIETCS TEMATOJIOTMYECKUMHU CHHAPOMAMH, IMPEKIE BCETO
FEMOJIMTUYECKON aHEeMHEW. B poroBuile HAKOIUIEHUE MEAU TMPOUCXOIAUT TOCIE
HACBIICHUS €K II€YEHU TMPAKTUYECKA OJHOBPEMEHHO C  MOSBJIECHUEM

HCﬁpOHCHXH‘ICCKOﬁ CHUMIITOMATHUKMH. I[pyrI/IMI/I OopraHaMu U CUCTCMaMH, KOTOPEIC
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IMOPAXKAKOTCA IIPpU bB B PE3YIbTATC HAKOINJICHUSA MCIH, SABJIAIOTCA IIOYKH, KOXKaA,

cepale, KOCTHO-CyCTaBHas M SHAOKprHHasA cuctemsl, KKT.

Hopamemm ne4YCeHHU

VY nanueHToB ¢ 00J€3HbI0 BUITbCOHA MOXKET BCTPEUYATHCSA JTH000€ MOPaKEHUE
neyeHu. «lleueHounsie» mnposiBieHus MOryT Ha 10 jeT omepexaTh MOSBICHUE
HEBPOJIOTUYECKUX CHUMIITOMOB. BBIpaXEHHOCTh MOPAXKEHUM TI€YEHU MOKET
BaphbUpOBaTh OT ACUMIITOMHOTO TEUYEHHUS C HEOOJIbIIMMH OUOXUMHUYECKUMU

OTKJIOHCHWAMM 10 SABHOI'O NUPPO3a CO BCEMHU BO3SMOKHBIMH OCJIOKHCHUAMMU.

Ocmputit zenamum

[TpumepHo y 25% mnauueHToB 3a00JIeBaHNE HAYUMHAETCS OCTPO C Pa3BUTHUS
KENTYXH, aCTEHHYECKOro CHHApoMa, aHopekcuu. I[lpm Oumoxumuueckom
UCCIICOBAHUM ONPENCIISAIOTCS IOJIOKUTEIBHBIE NEYCHOUYHBIE TECThI. Y Ka3aHHbIC

OIN304bI CAMOCTOATCIIBHO Pa3pCiIaroTCs, 1 HACTYIMacT BPECMCHHOC KIIMHHUKO-

OmoxuMmudeckoe ymaydimieHue. IM3-3a ocTtporo Hauajna 3a0ojieBaHUS, a TaKkKe
CaMOCTOSITEIILHOTO pa3peIleHuUs YacTo MperoaaracTcss MHPEKIMOHHAS dTHOIOTHS
3aboneBanus. WccnenoBanme Ha mnpenver BBK B OonbmmHCTBE ciiyyaeB He
npoBoautrcs. Ilocie KIMHUYECKOTO “BBI3JOPOBJIEHUS  TEUYEHOYHBIE TECTHI
OCTaroTCsl ”3BMeHEeHHbIMU. [Ipy OMOTICHY TTeUYeHN OTMEUAIOTCSl OTEK IelmaTolUTOB,

€IMHUYHBIC HEKPO3bl, yMEpeHHas TuMbOoIUTapHast HHPUIbTPALIHS.
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Xponuueckuii zcenamum

XpOHUUECKUN  TremaTUT  MpeAcTaBiIsieT cobol  Hambojee  YacTylo
maHupecranmio bBK y mogpocTkoB U MOJIOABIX MAIlMEHTOB M XapaKTepU3yeTCs

BCEMH KIIMHHUYECKUMH 1 OMOXUMHYCCKUMU IMpU3HaKaM1 JaHHOT'O 3a0oeBanus. Y

MOJIOBUHBI OOJIBHBIX C XPOHUYECKHM TEMaTUTOM, OOYCIIOBICHHBIM OOJIE3HBIO
Bunbcona-KonoBanosa, onpenenstorcs konblia Kaitzepa-®duelimepa. [Tpu 6uoncun

IICUCHHU BBIABIISIOTCS: OaJIOHHAS I[I/ICTpO(I)I/IH N HCKPO3bI I'CIIaTOHUTOB,

BOCHAIMTENIbHAsT UHPMIbTpanusg, (GuOpo3 MOPTAIBHBIX TPAKTOB, TIIMKOTEHOBAs
BAaKyOJIU3allUsl SIAIEp TeMaTOLMTOB, MEPUNOPTaIbHbIA cTearo3. OCOOEHHOCTHIO
3a001€BaHuUs SIBJSICTCS JTIUCCOIMAIUS MEX]Y YMEPEHHBIM TOBBIIICHUEM YPOBHS
TpaHCaMHHA3 Y HAJIWYUEM BBIPAKCHHBIX T'€NaTOLEUTIONSPHBIX HEKpo30B. OTBET

ATOM TPYIIbI OOJBHBIX HA TEPAMHIO XeJIaTaMU OOBIYHO XOPOIIIHA.

(Dyﬂwuuuaumuaﬂ nevyeéHovYHas HecocmosamelbHocmbs

@ynpbMUHAHTHAs  nedeHouHass HecocTosTenbHOCTh (PIIH) wunm

«BUJIBCOHOBCKHUU KPHU3» MPEICTABISAET COOOM pEeAKYI0 U OJHOBPEMEHHO HamboJsee
HEOIaronpusITHYIO B MPOTHOCTHYECKOM Tutane MaHudecranuio bBK. JletanpHOCTD
IIPU 3TOM TATOJIOTUYECKOM COCTOSIHUM ocTuraeT 60 — 95%. ITyckoBbIM (hakToOpOM,

KaK IIpaBHJIO, ABJIAIOTCA I/IH(i)eKI_[I/ISI NI MHTOKCHUKALWA.

I/IH(l)eKLII/IOHHBIe ar¢HTbl HJIM TOKCHHBLI IPUBOJAT K IMOBPCKACHHUIO N 0e3 Toro
CKOMIIPOMCTHPOBAHHBIX N30BITKOM MCAU TICIIaTOLMTOB. bonbiioe KoJu4ecTBO
MCIH, BBIACIHMBIICCCA B KPOBb M3 IMOBPCKACHHBIX I'CIIAaTOOWTOB, IIPHUBOJIHUT K

remMoJin3y. CBO6OI[HBII>1 reMOTJIOONH U IMPOAYKTBI €TO0 MeTa00JM3Ma OKa3bIBAIOT
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JOTIOJIHUTENIBHOE BO3JCMCTBHE HA II€YEHb W MOTYT NPUBECTH K ITOYEYHOU

HCOOCTAaTOYHOCTH.

O6wruno ®ITH pazBuBaercs y MOAPOCTKOB M MOJIOJBIX IMalMEHTOB. Takxke
oHa omnmcaHa y nanueHToB ¢ BBK, koTopble mosiydanu ajeKBAaTHYIO TEpAMUIO

X¢&JlaTaMH, HO CaMOCTOATCIIBHO IIPCKPATHIIN UX IIPUCEM Ha CPOK 9 Mmec. u 6oIee.

Knunnueckas KapTUHA CXOXkKa C (byJIbMUHAHTHOM MEYEHOYHOM
HECOCTOSTENIbHOCTHIO, BBI3BAHHOW MH(EKIIMOHHBIMU areéHTaMH I TOKCUYECKUMU

(baKTOpaMI/I, KOTOPBIC, KaK ITPAaBUJIIO, IIPCAIIOJIAraloTCA B IICPBYIO OUCPCIb.

OcobOeHHOCTAMU Q)YHBMI/IHaHTHOI\;I IICYCHOYHOM HECOCTOSATEIbHOCTH IIpu

0one3nn Bunscona-KonoBanosa sSBIsSIIOTCS:

— CMCHIaHHaA XKCITyXad I'CMOJIMTHKO-TIAPCHXUMATO3HOI'O THUIIA,

— TEeMOJIMTUYECKAs aHEeMHUs C OTpularesbHol mnpodoir KymbOca m mpusHakamu

BHYTPUCOCYAUCTOrO reéMOJIN3A,
— KOaryJjonaTusi, HE OTBEUYAIOIasi Ha ITApEHTEPAIbHOE BBEICHUE BUTaMuHa K,

— OBICTPOE MPOrPECCUPOBAHNE ITOYSTHON HEAOCTATOUHOCTH,

— HCCOU3MCPUMOC C TAKCCTbIO COCTOAHHUC N3MCHCHUC aKTUBHOCTH TpaHCaMKWHA3

U 1enovyHou docdarasbl.

Oo6napyxenue koisen; Kaiizepa-dneiiepa MOXeT UMETh JHATHOCTHYECKOE
3HaUYCHHUE, OJHAKO WX OTCYTCTBHE HE HCKIO4YaeT 3aboneBanue. [lpu Oumorcum
[IEYCHU  OMNPEHCISIIOTCS  MHUKPOBE3UKYJSIPHOE  OXUPEHHE,  MACCUBHBIE
KOAryJIALMOHHBIE HEKPO3bl I€NaTOUUTOB, KOJUIANC CTPOMBI, MUTMEHTCOACPKALLINE

knetku Kyndepa, rensiia Mamnopu.
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[Tammenter ¢ ®PIIH wurak MMEOT B KPOBHM 3alpeAciibHO IMOBBIIICHHBIE
KOHIEHTpAllMU MeEIW, IOATOMY, Tepamus XelaTaMH, KOTopas oOecrednBacT

IMOCTYINUICHUC B KPOBb AOINOJIHUTCIIbHOI'O KOJIMYCCTBA MCIU, Y HUX HC ITOKAa3aHa.

JI1st KynmupoBaHUsL 3TOrO MATOJIOTUYECKOTO COCTOSTHUS HEOOXOMMO UCTOJIb30BATh
COBPEMEHHBIE ~ METOJIbl  AKCTpaKOpHopaibHOW remokoppekuuu. llpu ux
HEJ0CTaTOYHOU A(O(PEKTUBHOCTH EJUHCTBEHHBIM CIOCOOOM CHAcCTH KU3Hb

MangyveHTa ABJIACTCA MEpeCaaKa ICYCHU.

Huppo3 neuenu

Huppo3 meuenn (IIII) mpu BBK Moxer nmurensHOe BpeMsl IPOTEKaTh
OCCCHMIITOMHO MJIM MaJIOCUMOTOMHO. OTHAKO OH BBISBIISETCS Y BCEX OOIBHBIX C

HEBPOJIOTUUCCKUMU U3MCHCHUAMM, CBA3aHHBIMU C 0one3Hpr0 Brncona.

KnvHuueckne mMposiBICHUS IUMPpO3a TMEYEHU M €ro OCJIOKHEHMs, a Takke
pe3ynbTaThl OMOXMMHYECKHUX TECTOB HE OTIMYAIOTCS OT TAKOBBIX IMPH APYTrou
ATHOJIOTHH IUPpo30B. [Ipw OWONCHM TMEeYeHW BBIABISIOTCS JIOXKHBIC TOJBKH C
(GbuOpPO3HBIMU TSHKAMHU BOKPYT HUX. MOTYT Takke HaOIIOAaThCs: TIIMKOT€HOBas
BaKyOJIM3allys SIep TeNaTOIMTOB, OTJIOKEHHWE TEMHOT'O IMHMTMEHTa B OTIEIBHBIX

rermaTonuTrax.

HeBpoJiornyeckue nposiBjaieHust

bone3snn  Bunbcona-KoHOBasioBa ~ CBOMCTBEHEH  IIMPOKHM  CIIEKTP
HEBPOJIOTUYECKUX, MOBEACHYECKUX M ICUXUATPUYECKUX CHMITOMOB PA3IUYHOU

CTCIICHHU BBIPAKCHHOCTHU OT MAJIO3HAYUTCIILHBIX U PA3BUBAIOIINXCA B TCUCHHUC
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MHOTUX JICT, 10 CTPCMUTCIBHO HApaCTalomux W M[OPHUBOAAIINUX B TCUCHHC
HECKOJIBKUX MCCALICB K MOJIHOM HWHBAJIUAHOCTH. HCBpOJIOFI/I‘IeCKI/Ie IMPOABJICHUA

6one3uu Bunbcona-KonoBanosa manudectupyrot B Bozpacte oT 10 o 35 ner,

OJTHAKO W3BECTHBI Ciy4au MaHubectanuu U B 55 ner. KimHmka Bkirouaer
OUCTOHUHW, AaTaKCHI0 C MOCTypPaJIbHbIM W WHTECHLHOHHBIM TPEMOPOM, DPaHHHIA
NApKUHCOHU3M C TUIOKWHE3WEH, PUTHIHOCTBIO M TpeMopoM Tmokosi. HaumbGosee

YaCTBbIMU SBJIAIOTCA TAKHUC CUMIITOMBI, KaK JUCANATOXOKUHE3UA, JU3aPTPH,

caJMBalys, HapyLIEHUE X0Ab0bI, TOCTYPaIbHBIA TPEMOP.

Apummozcunepxunemuueckas (paHssisi) ¢popma, MaHu(peCTUPYIOLIAs Yalle B
BO3pacTe oT 7 10 15 jeT, xapakTepu3yeTcsi apUTMUYHBIMU TUIIEPKUHE3aMU, Yalle
TOP3UOHHO-AUCTOHUYECKOTO XapaKTepa, HEPEIKO COMPOBOKIAOIIMMHUCS PE3KUMHU

0O0JIAMH. FI/IHCpKI/IHCSBI OXBATBIBAIOT PA3JIMYHBIC MBIIICYHBIC I'PYIIIIbI

(KOHEYHOCTH, TYJIOBHIIE, a TAKXKE MBIIIIbI, OTBETCTBEHHBIC 332 APTUKYJSLHUIO U
TJIOTaHUE), IPUBOJIA K JU3APTPHUH U Aucharuu. ITo Tskenas hopma, mpu KOTOPOn

OBICTPO HApPACTAET MBIIIEYHAS! PUTUTHOCTD, (POPMUPYIOTCS aHKUIIO3bI CYCTABOB.

XapaKTepHI)I CHMIKCHHUC HMHTCIUICKTA, IICUXHUYCCKHC HAPYHICHHA W BUCHCPAJIbHBIC

paccTpoiicTBa. bes nedenus eTanbHblid KCXO/T HACTYNAET uepe3 2-3 roja.

Hpooscamenvho-pueuonas ¢opma OTIAMYAETCS OT MNpeAblayliet Oonee
no3IHUM HavayioM (0T 15 1o 25 net) u 6osiee 10OpoKkaueCcTBEHHBbIM TeueHreM. OHa
BCTpPEYACTCS dalle APYruxX W OJUXKE BCETO COOTBETCTBYET (hOpMe, ONMHUCAHHOU
Bunibconom. XapakTepHO OTHOBPEMEHHOE Pa3BUTHE PUTHIHOCTH M IPOKAHMS.

Yactel gucharus u auzaptpus. COOTHOLIEHUE PUTUIHOCTU M JPOKAHUS
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BapbUPYIOT: B OJHHUX CIydasx MpeoOiafaeT MapKUHCOHOMOJOOHBI CHHIPOM C

Pa3BUTHUCM B IICPBYIO OUCPCAb PUTHAHOCTH, U MCHCC BBIPA)KCHHBIM NPOKAHUCM, B

Ipyrux — Ha (hOHE HEPE3KO BBIPAKEHHOW PHUTUIHOCTH IMPEBATUPYET THUIUYHOE
JpoXKaHue, yCWIMBAIOLeecs B cpeaHe-(U3HOIOTUYECKOM TOJI0KEHUU CTUOaHus

IIpHU YACPKUBAHHUU PYK Ha BCCY, a4 TAKKC IIPpU OCIICHAIIPABJICHHBIX JIBUKCHUAX.

[Icuxnueckue HapylmeHUs U BHUCLEpalIbHbIE MPOSIBICHUS BapbUPYIOT B CBOEH
BBIPOXKEHHOCTU. be3 nedenus 3a00jeBaHre NPOrPECCUPYET B T€UEHUE 5-6 JIeT U

TaK)Ke 3aKaHYUBAETCS JICTAIBHBIM UCXOJIOM.
Jpoocamenvuas gpopma (coorBeTcTByromas popme Bectdans) ornuuaercs
Haunbosee moopokadecTBeHHBIM (10-15 steT) TeyeHueM u O6osiee O3THUM HaYaIoM

(B cpeaneMm 20-25 net, u3BECTHHBI cllydau AeOroTa 3a0oeBanus nozanee 40 u gaxe

50 net). B xiamHUYECKON KapTUHE MpeodsianaeT JpokaHue. MBIIIEYHBIA TOHYC
yalie He U3MEHEH uiu cHuxkeH. [lo mepe mporpeccupoBanusi O0JIE3HU JPOKAHUE
PE3KO YCHIIMBAETCS, CTAHOBUTCS KPYMHOAMIUIUTYJIHBIM C PE3KO BBIPAKCHHBIM
WHTEHIIMOHHBIM KOMITOHEHTOM. [Ipu 000 MONBITKE K aKTUBHOMY JIBUKEHUIO OHO
HapacTaeT /10 CTENEeHW JABUIaTeNbHON OypH, MpeBpaniasch B T€HEPATM30BAHHOE.

Hpoxanue pyk npu 3roM H.B.KoHOoBasoB cpaBHUBaI €

"TpenieTaHueM KpbUlbeB nTUlbl". [Tpu 3TOM opme AUTENbHOE BpeMs COXpaHEH
uHTeNIeKT. OAHAKO MO0 MEpe MPOrpecCUpPOBaHUS 00JIE3HU, HAPSITY C TTOBBIIIICHUEM
MBIIIEYHOTO TOHYCa, HAOMIOAAIOTCA M WM3MEHEHUs TCUXHUKU ¢ adPEeKTUBHBIMU
paccTporictBamu. BucriepanbHble NpOSBICHUS TpPH 3TOH (GopMe KIMHUYECKH

HaNMCHCC BbBIPAKCHDI.
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BoigensieTcss Takxke akcmpanupamuoHo-Kopkosas ¢opma. Ita dopma He
ABJISIETCA CAMOCTOSITEJIBHOM, @ MOYKET Pa3BUTHCS C TEUEHUEM BPEMEHU WIIU TOJ
BO3/ICHICTBHEM BHEIIHUX (DaKTOPOB (HAMpPUMEp, YEPEIMHO-MO3TOBOM TpaBMbI) U3
mo00i1 ocHOoBHOM HeBpoJsioruyeckoi popmbel BBK. Ona xapakrepusyercst TeM, 4To
TUNWYHBIE HAPYIIEHUS OCJIOXKHSIOTCS OCTPO PA3BUBAIOIIMMUCS IHUPAMUIHBIMUA
nape3aMy U SMWIenTU(GOPMHBIMU MPUNAJAKAMHU, Yallle 04aroBOTr0 XapakTepa.
BbricTpo mporpeccupyroT ncuxuueckue HapyueHus. s 3Toi GopMbl XapaKTepHO
BO3HUKHOBEHUE B MO3TY, HapsAIy ¢ XapakTtepHbiMu 1uisi BBK n3Menenusimu,

OOILIMPHBIX Pa3MSATUCHHUM B KOPE OOJIBIINX MOTYIIAPUH.

Ilamonoecuueckass ~ anamomus  mo3ea.  Hambonee  xapakTepHBIM
MOp(OTOTUYECKUM TMpU3HAKOM TopaxkeHus wmoszra npu bBK  sBusercs
IPOrpeCcCUpYIONee HM3MEHEHHE TOJKOPKOBBIX TaHTJIMEB, B TEPBYIO OdYepe.b
yeueBHUIIMoOpasHbIx saep (N. lenticularis), mperMMyIieCTBEHHO CKOPIIYIIBI, a TaKKe
XBOCTATOTO $i/Ipa, HApY>KHOTO WIEHHWKa OJEIHOIrO Iapa, 3yO0uaThiX sSep U KOpPbI
MO3KEYKa, TOJI0YTOPHBIX siIep, KOPBI OONbIIUX moymapuii. Takum oOpazom,

MaTOJOTHYSCKUM MMpOoUECC ABJIACTCA BECbMA PaCIIPOCTPAHCHHBIM.

MakpoCKONUYECKH OTMEYAIOTCS CMOPIIMBAHKE MO3TOBOIO BEIIESCTBA U
oOpa3oBaHrue MoOJOCTel. MHUKPOCKONMYCSCKH HAOMIOJAIOTCS  CBOCOOpa3HbBIC
W3MCHCHHS TJIMH, TIOJYYHBIIME Ha3BaHWE INIMKM AJbIreiiMepa IepBOTrO M BTOPOTO
TUTIOB. | TUT XapakTepu3yeTcs PE3KUM YBEIMYCHHEM BCEH KIIETKH W OOJBIIAM
SIpoM, OOTaThIM XpoMaTHHOM. |l T OTIMYAETCS MOYTH TOJIHBIM OTCYTCTBHEM

UTOIIIaA3Mbl U TUTAHTCKUM SAAPOM, OYCHb 6€I[HI>IM XPOMATHUHOM H IIO3TOMY
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UMeEIOIMUM BUJ "Tosoro" spa.

JIpyroii KOMIIOHEHT IOpPaXE€HHsI HEPBHOW CHCTEMBI — AHTMOTOKCHUYECKHU,

BBIPAXKAIOIINICS B aTOHUU MEJIKHUX COCYJIOB M KANWUIIPOB MO3Ta, B PE3yIbTaTe
YEero BO3HUKAIOT CTa3bl, MEJIKHE KPOBOM3IUSHUSA U NMEPUBACKYISIPHBIA OTEK. DTH
HapylIE€HUs BeIyT K HWIIEMUHM, AaHOKCUM HEPBHOW TKaHW C MOCIEAYIOLIEH ee
ru0eIpio U 00pa3oBaHKEM, TaK Ha3bIBaeMOro, Status Spongiosus — ocobeHHOCTH,

BechbMa xapakrepHou 111 bBK.

be3 iedeHus TenaTONEHTUKYJISpPHAs JEreHepanus UMeeT HEYKIOHHO
MPOTPECCUPYIOIIEE TECUCHHE C HEM30EKHBIM (DaTaIbHBIM HCXOJ0M depe3 2-15 net
oT nebroTa cUMITOMOB 3aboieBanus. Ha ¢doHe COBpeMEHHBIX BO3MOKHOCTEU
Tepanuu HabJto/1aeTCa 3HAYUTENbHBIN naToMopd03 0O0JIe3HH, BILUIOTh JI0 MOJHOTO
HCUYE3HOBEHUS CUMITOMATHKH npu CBOEBPEMEHHOM HAa3HAYCHUU

MEIBIMMUAHUPYIOLINX MTPEnapaToB.

chxnannqecm/Ie MPOsABJICHUA

Hapymenust noBenennst u ncuxuku tunnyunbl 111 bBK u HekoTopbie U3 HUX

MOT'YT IIPECACCTBOBATL HEBPOJIOTNYCCKHUM U «KIICYHCHOYHBIM» CUMIITOMAM.

[IpumepHO y TpeTu naurueHToB 3a00JIeBaHUE HAUMHAETCS C HAPYIICHUM TICUXUKH.

VYV nerer cHUXKaeTcs YCIIEBACMOCTD B IIKOJIC, OTMEYACTCS 3aJCPIKKa NI OCTaHOBKA

IICUXHUYCCKOI'0O PAa3BUTHA, IIPOUCXOOAT UIBMCHCHUA JIMYHOCTH,

MOSIBJISICTCS. ~ MMITYJBCUBHOCTh,  JIAOWJIBHOE  HACTPOCHHE,  CEKCYaIbHBIN
OKCTUOUIIMOHN3M, HEAJCKBATHOE TIOBEACHHE, HHU(OPUYHOCTHL C KoJieOaHWEM

HAaCTpOCHUA N0 MaHUaKaJIbHBIX/, ACTIPCCCUBHLBIX HpOSIBJIGHHﬁ. Hauvanbnbie

20



CUMIITOMBI YaCTO HEMPABWIBHO TUArHOCTUPYIOTCS KaK ITOBEAEHUECKUE MTPOOIIEMBI,
CBSI3aHHBIE C IMMyOEPTATHBIM IEPUOIOM.

VY Oosnee cTapiux MaueHTOB YacTo HabmogaeTest didopus, Aenpeccs,

MOTYT OBITH (hOOMH, KOMITYJIbCHBHOE IOBEIICHUE, arpeccus W aHTHUCOITUATHHOE
NOBEJCHHUE. Y TOXKWIbIX NAlMEHTOB BBISBISIOTCA TAaKUE MCUXOIMATOJIOTHYECKUE
CUMIITOMBI, KaK MPOTPECCUPYIONIAs AE30pPTaHU3alMs JUYHOCTH C TPEBOTOM U
ahPEeKTUBHBIMU TPOSIBICHUSIMHU, JaOWIBHOCTh HACTpPOeHUs. MoxXeT ObITh
CHHKECHUE WHTEJUICKTa, TPYAHOCTH aOCTPAKTHOTO MBIIUICHUS, 3aTPyIHEHUE

BHUMAaHUA. IIaLue OTMCYAIOTCA CY6HCI/IXOTI/I‘-I€CKI/IC IIPOABJICHUS.

Bonbiuine pazBepHyThle MCUXO03bl C ICUXONPOAYKLHOHHON CHUMIITOMATUKON
HecrenuUUHbl Uil JaHHOTO 3a0oJyieBaHUA. Y OOJBHBIX MOTYT HaOJIOJAThCS
KOTHUTUBHBIE HApyUIEHUs, MPOSIBISIIOUIMECS 3aMEMJICHHOCTBIO TCHUXUYECKHX
MPOLIECCOB, CHUKEHUE TICUXUYECKOM aKTUBHOCTH, clabocTh nmoOyxkaeHuil. Ilpu
ATOM MaMATh Ha MPOILIbIe COOBITHS U CIIOCOOHOCTh K 3allOMHHAHUIO OCTalOTCA
OTHOCHUTEJILHO COXpaHHbIMHU. B cTanuu neMeHuuu CBOMCTBEHHBbIE O0Jiee paHHUM
ATanaMm pa3BUTHS 3a00JI€BaHUSl PA3IPAXKUTEIbHOCTh U KOH(PIUKTHOCTh YCTYHAIOT
MecTo OecrieuHol 31dopuu, a 3aTeM 3MOIMOHANIBHONU TYNMOCTH. B 3TO ke Bpems
BBISIBJISIFOTCSL Takue XapakTepHble J[UIs TenaTOJCHTUKYJSIPHOM JereHepaunuu
CUMITOMBI, KaK HACUJIBCTBEHHBIA IIa4 M CMEX, OpaJibHbIE M XBaTaTeJIbHbIC
aBTOMATU3MBI.

OKO0JI0O TOJOBUHBI MManrCHTOB C HCBPOJOIHMYCCKUMH MW IICUXHYCCKHUMH

IPOSIBJICHUSIMU UMEIOT PacpOoCTpaHeHHbIH (prOpo3 WiiK SBHBIM LIUPPO3 MEUYEeHU. Y
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I[perﬁ IIOJIOBUHBI  IIPU3HAKHU 3a00JIeBaHMsI  TICYCHU MOI'yT IIOJHOCTBIO

OTCYTCTBOBATh.

I'emouin3

KyMOc-HeratuBHas reMonuTrueckas aneMusi mpumepHo y 15% mnanueHToB
MOXET OBbITh €IMHCTBEHHBIM HauadbHbIM cumnTomMoM BBK. Omnuzonsr remonusza
MOTYT OBITh OCTPHIMHU BBIPQXKEHHBIMU, PEKYPPEHTHBIMHU (ITOBTOPSIFOITUMUCS) WUITU
XPOHUYECKUMHU. BBIpakKeHHBIN TeMoJin3 0OBIYHO CBSA3aH C TSKEJIBIM MOpaKEHUEM
neueHu. Pacmaja renaTonuToB IPUBOAUT K BEICBOOOXKICHUIO OOJIBIIIOTO KOJUYECTBA
JEMIOHUPOBAHHOW MEJIM, KOTOpasi YCUJIMBAET reMoJin3. JIerkue anu304bl reMon3a

MOI'yT Ha6JII-O,ZIaTI)C5I IIpHU OTCYTCTBHUHU SBHBIX IIPU3HAKOB ITIOPAKCHUA IICYCHH.

ITopaxenue nmovexk

C BBK accouuupoBaHbl pa3nuyHble HapylIeHUs (QYHKIUU TOYEK.
CHmxaeTcs BeJIMYMHA TIOMEPYISIpHON (unbTpauu. B pe3ynbraTe TOKCHYECKOTO

I[GIZCTBPISI MCIH Ha KJICTKHW KaHAJBICB PaA3BUBAIOTCA I[I/IC(i)yHKL[I/II/I IMPOKCHUMAJIbHBIX

W/WIY TUCTANIbHBIX KaHableB. OHU MPOSBIISAIOTCS aMUHOALMAYPHEH,

runepdocdarypueii, TUNepKaIbIIUypPUEH, TIIOKO3YpUEH, ypUKO3ypuen, moTepen

Kayusl, 1epuuuToM OukapOoHaTa, MOYEeYHbIM TYOYIISIPHBIM allU030M.

JucTtanbHbId TYOYJISIpHBIA alu03 ABIsSieTCSl (GAKTOPOM, MPEAPACIOaraioliuM K
pa3BuUTUIO HehpoIMTHA3a, KOTOPBIM BCTpeuaercs y 16% maiueHToB ¢ 00JIe3HBIO

Bunbcona. Hedponutuas, B cBoro ouepeib, 00ycaaBIMBaeT BHICOKYIO YaCTOTY
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MUKporeMatypuu. Tepamus xenatamMud y OONBIIMHCTBA MAllMEHTOB NMPUBOAMUT K

VIIY4IICHUIO (PYHKIIMA TTOYEK, HO MOXKET CIIOCOOCTBOBAThH MPOTECHHYPHUH.

I[pyrne KINHUYCCKHE CUMIITOMBI

Knuandeckne CuMIITOMBI MMOpAXCHUA APYIHX OPTaHOB U CUCTCM BO3HUKAIOT

npu bBK menee wacto. Onu BkimtouaroT: uameHenus JDKI', aputmun,
KapJMOMHOIIATHIO, TAHKPEAaTUT M HEJAOCTATOYHOCTh HJK30KPUHHOM (PYHKIIUU
MOKETYTOYHOM KeJIe3bl, X0JICIUTHA3, MEIb-UHIYIIUPOBAHHBIA PA0JOMUOIIN3,
OCTEOINOPO3 W OCTEOMAIILMIO, apTPUT M apTPaAITHH, aMEHOPEIO,

CaMOTIPOM3BOJIbHBIE a0OPTHI, TONYyOble JYHKH Yy HOTTEBOTO JIoXa, acantosis

nigricans, THIEPIIUTMEHTAIIO KOXKH.

OueHka TSKeCTH COCTOSIHUS M IIPOrHO3a pa3BUTHA 3200/ 1eBAaHUS
JUIsl OLIEHKH TSKECTH COCTOSHUS TMAalKUEHTOB ¢ Oosie3Hbl0 BuibcoHa-
KonoBanoBa moxxHO ucnosb3oBaTh mkany H.ILIonpmmreitna B mMomudukanuu

B.B.ITonemyka (tabna. 1). Ecaum cymma OamioB < 10, cTeneHb HOpaKCHUS

paciieHuBaeTcs Kak Jierkas, ot 11 1o 24 6amioB — Kak CpeHel TSKECTH, OT 25

0aJUTOB — KaK TsKeas.
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Tabmuia 1

[Ikana oneHku TXeCcT cocTosTHUA 00IbHBIX BBK
( mo N.P.Goldstein, B Mmogudukaruu B.B.Iomenyka)

Cumnorom

BrIpak€HHOCTh

bamn

Tpemop

OTCYTCTBYET

Jlerkuii ¥ peIKO BOSHUKAIOIIHMKI B CpeIHE(PHU3UOTIOTHUECCKOM
[T0JI0KECHU U

CpeaHUi 10 aMIUTUTY/IE, HE ITOCTOSHHBIM, OXBATHIBAIOIIUHN OTHY
U1K IBE KOHCUHOCTH

Cpeauuii 1o aMIUIMTY/IEe ¢ PaCIpOCTPaHeHHEM Ha PYKH M HOTH,
(hOJIOMUPYIOLIETO THIIA, 3HAYUTEIIHHO 3aTPYIHSIOIINI OBITOBYIO
€a0IIUTALINEO

BbipakeHHBIN, TeHEPATU30BAHHBIN, IPOKATECIBHBIA THIICPKUHES,
KPYITHOAMIUTUTYAHBIN, paCIIPOCTPAHSIONTUNACS Ha MBIIIIIHI
TYJOBUIIA, IIIEH, KOHEYHOCTEH , HE MTO3BOJIAIONTUN OOJTEHOMY
0OXOIUTHCS O€3 TOCTOPOHHEH TOMOIITH

MBbIIeYHBIN
TOHYC

He Hapymen

Jlerkas BSI3KOCTh B TPOHATOPAX-CYIMUHATOPAX, CTUOATEIIAX-
a3rudaTessix pyK U HOT, TUIIOTOHUS

MBbIleyHasi pUTHJIHOCTh OT YMEPEHHOM 10 CpeaHer

3HAYNTEIbHOEC H3MEHCHHE MBIIIICYHOTO TOHYCA I10 IJIACTHYECKOMY
TUITY, HO C COXpaHEHHEM BO3MOXHOCTH IIPOU3BOIUTH IBUKCHUS B
[MOJITHOM 00BEME

(8] 1))

Tsxenast skcTpanupaMuHas pUTHAHOCTb, MTOJHBIN 00BeM
IBMKEHUN JOCTUTAETCSI C TPYJIOM MJIM HEBO3MOKEH

Cnoco0HOCTh
XOIUTH

HopmanbHas

HesnaunTennHas 3aMCIJICHHOCTD IIpHU XOI[I)6€ nin OTACIbHBIC
M3MCHCHUS B IIOXOOKE IIPH NCPCABUKCHNHN BIICPET

BripakeHHas 3aMEJICHHOCTD ITPY HAJTUYUHU CITOCOOHOCTH K
POXO0’KJICHUIO BCETO PACCTOSTHUS 0€3 MMOCTOPOHHEH ITOMOIITH

CriocOOHOCTH K TPOXOXKJACHUIO BCETO PACCTOSHUS, HO JIUIIIb C
MOCTOPOHHEN MTOMOIIBIO

HecrmocoOHOCTh XOUTh AaKE C TOCTOPOHHEH MOMOIIBIO

Peun

HopmanbHas

(CMmazaHHas, MOHOTOHHAS, C HEIOCTATOYHOW apTUKYIISIIAEH

CKaH}IHpOBaHHaH p€4b, I'0JIOC C THYCaBbIM OTTCHKOM, JPOXaHUC
"0JIOCAa

N~ | O~

BoipakeHHast TU3apTpusi, IPOU3ZHECEHHUE OT/ICIIbHBIX CJIOB,
TU3apTPUsL

w

[ [pon3HECEHHE OT/IEJIbHBIX 3BYKOB, aHAPTPUS

I'moranue

He napymeno

B3amMeJIEHHO

[TonepxuBaHue, NCeBI00YILOAPHBIA CHHIPOM

BarpyaHeHUe TP TJI0TaHUH, TJIOTaHUE B (PUKCHPOBAHHOM I103€
JIe)Ka U T.]1.)

WIN| | O~

Jlvicdharusi, 3HaUUTEILHOE 3aTPYAHECHUE TP TJIOTAHUHT
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PaBnoBecue

Hapymienuii Het

AHOpMa.]'II)HOC, HE BOCCTaHaBJIMBaeMoe 0e3 HOCTOpOHHeﬁ IIOMOIIIN

[[aneHne B CJIydac OTCYTCTBUA ITOJACPKKH

HecrnocoOHOCTD CTOSITh HAa HOTaX, IIOCTABJICHHBIX BMECTE

HecriocoOHOCTD CTOSITH Ta)Ke Ha IIMPOKO PacCTaBICHHBIX HOTax 0e3
[TOCTOPOHHEH ITOMOIIH

BIWIN|F|O

YpoBeHb
CO3HAHUS

SIcHOE

Ornymenne | crenenn

Oraymenue Il crenenu, conop

Koma [

Koma II - 11

[Topaxxenue
MEYCHU

bes n3smenennit

[" ['emaToMmeranus

MCHBIICHHUC pa3MECpa NCYCHU

[ 'unepTpodus uiy TUNOTPodUs MEYCHN B COUCTAHHH C OTCKaAMHU,
ACITUTOM, TeIaTO-TUEHATLHBIM CHHIPOMOM, HKTEPHYHOCTHIO CKJIEP

WIN| PO R|WIN|F O

DKenTyxa, HapyleHue Co3HaHUs, TeMOJIN3, OUITUPyOHHEMHUS,
rernaTo-peHaIbHbIN CHHAPOM

o

[Topaxxenue
CEJIE3EHKHU

bes n3smenennit

CHHJIPOM CKCHHPYIOIIEH CeJIe3eHKH

CruieHoMeraiusa

TpomOonmTonenus, aktuBHOe HakorieHne PDII (Tc-98) B mmockux
1 TpyOUJaTHIX KOCTSIX MPU CKCHUPOBAHUH

WIN[F|O

[ ‘eraTo-1MeHAIBHBIN CUHIPOM, aHEMUSI, TCHKOTICHUS

OCI10)XKHEHUA

MIpU TEPAIUU
d-ITAM

Het ociioxxaeHui

JlepMaTo3bl, TUCHIETICHUS

[DK3anepOaIysi HEBPOJIOTHYECKOW CUMIITOMATHKH

[DK3arepOaIys COMaTHICCKOM CHMITOMATHKH

[DK3arepOaryss HEBPOJOTHUESCKOW M COMAaTHYECKON CUMIITOMATHKH,
reMOJIn3, IEUCHOYHO-TI0YeYHasl HeJJOCTaTOYHOCTh, He(YPOTUIECKUIA
CUHJIPOM, IUTOTICHUS

BIWIN| RO~

[Topaxenue
MOYEK

Het HapymieHuit

YMepennas sputporutypus (10 10 B moJie 3peHus)

UlerikonuTypust

[ [poTennypus

[loBBIIIEHNE YPOBHSI MOYEBUHbBI, KDEATUHUHA, OJTUTYPUS

Jleuenue
d-ITAM

OTCYTCTBYET

He menee 1 roma

Ot 1 no 3 ner

Ot 3 1o 5 net

bomee 5 ner

BIWIN[FR|O[A|WIN|F|O

0 — HET KIIMHUYECKUX
MIPOSIBIICHUN,

Cymma 6armios:
1 - 10 6annos,
2 — 15 6annos,

3— 25 6amos,
4 — 30 u 6osee OaIOB
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Ha cMmeny eii B Oimmokaiinee Bpemst MOXKeT npuidiTé HoBast mikana — Unified Wilson’s
disease Rating Scale (UWDRS), kotopas B HacTosIee BpeMs gopadaTbiBacTCs U

YTOUHSETCS.

[Tporuo3s pa3Butus 3a060aeBaHMs IPU CBOEBPEMEHHOMN TUAarHOCTUKE U HavyaJie
JIEYEHUs1, COOIIOIEHNN MAallMEHTOM PEKOMEHJALUN MO JICYEHUI0 U MOHUTOPHUHIY
OnaronpusTHbIN. [laliueHTh HUYEeM He OTIMYaloTCsS OT OKpYXaroUux Jojaei. Yem

IIO3JHEC ITOCTABJICH JUAarHoO3 M II03KC HAYaTO JICUCHUC,

TeM 0oJiee BRIPAXKECHBI M1 MEHEEe 00paTUMBI MPOSBIICHUS 3a00ieBaHus. be3 nedeHus
O0one3nb Buibcona-KoHoBajgoBa SBISETCS XPOHUYECKUM MPOTPECCUPYIOLIUM
3a00JIEBaHHEM, MIPUBOISIIIUM K WHBAJIMJIHOCTHU u COKpPAILICHUIO
MPOJOJIKUTEILHOCTH KU3HU TanueHToB. Haubosiee vacToil mpuymHON cMepTH
SBJISIOTCS  (PyJbMHHAHTHAs TI€YCHOYHAS HECOCTOATEIPHOCTh M  IEUYCHOYHAS
HEJIOCTATOYHOCTh BCJICICTBUE JCKOMIICHCUPOBAHHOTO LMUPPO3a MeYeHU. Pexe
JETAIBHBIA HMCXOJl HACTYIIAET B PE3YJbTATE OCIOXKHEHUH MPOTrPECCUPYIOLIETO
MOpPaXCHUsI HEPBHOM cHUCTeMbl. Oxumaemas MNPOAOJLKUTEIBHOCTh JKH3HU Y

MAalMEeHTOB ¢ 1iepeOpanbHON (hopMoil 3a00IeBaHus, BIIIE YeM C A0 JOMUHAIILHOM.
Jlns  oOueHKM [porHo3a BBDKMBAEMOCTH IIPU  OCTPOM  II€YEHOYHOU

HEIOCTATOYHOCTH, CBSI3aHHOM ¢ OoJyie3Hbi0 Buiibcona-KonoBanoBa, MOXKET OBITH

MCIIOJIb30BaH MporHoctuueckuii nuaeke King B Moangukamuun Dhawan (taba. 2).
UyBCTBUTEIIBHOCTH ATOTO TIOKa3aTes Ipu ypoBHE > 11 6amioB cocrasisieT 93%, a

crienupuIHOCTh 96%.
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Ta0muna
2 Pacdet MpOTrHOCTUYECKOTO MHACKCA IIPH renaTorepeOpatbHON TUCTPOHu

(0one3nn Bunbcona-Konosasosa) (Dhawan A. et al., 2005)

[TokazaTennb 1 6amn | 2 6amna | 3 Gamna |4 Gamna
OO6mumit Ounnpyoun ceiBopotku, MKkM/n | 100-150 | 151-200 | 201-300 | >300
AcAT (ME/mn) 100-150 | 151-300 | 301-400 | >400
MHO 1,3-16 | 1,7-19 | 2,0-2,4 >2,4
Ypici10 NeiikouTos, X 10°/1 6,8-8,3 | 8,4-10,3 |110,4-15,3| >15.3
AnbOyMUH, T/ 34-44 25-33 21-24 <21

* Cymma GamwmoB > 11 acconuupyercss ¢ BBICOKOM BEPOSTHOCTBIO CMEpPTH 0e3
nepecaaku eYeHH.

JAuddepeHunajabHbIi AMATHO3

3anono3puthk ['JIJI (6one3nr Bunbcona-KoHoBanoBa) MOKHO B ciyyasx,

KOI'JIa IMEET MECTO COYETAaHUE IIPU3HAKOB ITOPAKEHHUSI IEYEHU U HEBPOJIOTUYECKHUX
W/WJY TICUXUYECKUX cUMNTOMOB. IIpenmnonarate 3a001eBanne CIeayeT y MOJIOIbIX
MallMEHTOB B BO3PACTE MOJIOXKE 35 JIET C OCTPBIMHA U XPOHUYECKUMHU T€NaTUTAMHU U
UPPO30OM T[E€YEHU NpPU OTCYTCTBUM HH(MEKIMOHHOW TPUYMHBI 3a00JieBaHus,
UMEIOIINX HEBPOJIOTMYECKUE W/WIIM MICUXUYECKHE CUMITOMBI, STIM30/1bl FEMOJIN3a,
KyMOc-oTpuniarensHy0 reMoIMTUYECKY 0 aHeMUI0, Kouibila Kaiizepa-dneiiepa Ha
paaykHOM 000JI0UKE ri1a3a, CEeMEUHbI aHaMHE3.

Ha panneit craquu BBK u mpu HeakTuBHOM 1uppo3e (DyHKIIMOHATLHBIC

INEYCHOYHBIC TCCTBI MOT'YT OBITH HOPpMAaJIbHBIMHU HJIN MUHUMAJIbHO U3MCHCHHBIMU.

B takux ciydasix, ocobeHHO B oTcyTcTBHE npu3HakoB nopaxenus [IHC u konen
Kaitzepa-dnetimepa, nuarHocTuka 3aboneBaHust 3arpynHeHa. OTIWYUTEIHHBIM

IIPU3HAKOM IMOPAXKCHUA IICUCHU IIPHU JaHHOM 3a00J1€BaHNH SABJISETCS
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OTHOCHUTENIFHO HEOOJIBIIIOE YBEIMYEHUE AaKTUBHOCTH TpPaHCAMHMHA3 MPU HAIUYUU
TSDKEJIBIX HEKPO30B M BOcHalieHHWs B TKaHu nedyeHu. Mckmouars BBK cienyer y
BCEX MAlMEHTOB B Bo3pacTe 10 50 JIeT ¢ npu3HaKaMHu XPOHUYECKOTO TeNaTUTa Wiln
Uppo3a TMEYECHH, HE3aBHUCHUMO OT HANU4YUsA «APYroi» Oojiee 4acTON NpPUYUHBI
3a00seBaHusl MEYEHH, T.K. B JINTEpAType UMEIOTCSl OMMCAHUsl COYETaHHsI OOJIe3HU
Bunbscona-KoHoBanoBa, Hanpumep, ¢ xpoHuyeckuMm rematutom C. 3amnoao3puTh
bBK nomoraer coueTanue CUMITOMOB ITOPAKEHMSI [IEUEHN C HEBPOJIOTMYECKUMU,

IMICUXUYCCKUMH, a4 TAKIKC OIPYTI'MMH BHCIICUCHOYHBIMHA ITPU3HAKAMHA 3a6OJ'ICBaHI/I$I,

TakuMu Kak KymOc-HeraTuBHasi TreMOJUTHYECKas aHEMHs, B TOM YHCIE C
reMOJIMTUYECKUMH KpU3aMH, HapylleHus QyHKIUHA TPOKCUMAJIbHBIX U TUCTAIBHBIX
KaHAJIBLIEB MOYEK, MOYEKAMEHHasl 00JI€3Hb, TUCPYHKIUS SUYHUKOB.

VY Tperu OonpHBIX ¢ abgomuHaNbHOM (Qopmoii BBK moryr naGmopatbes
TUNEPIPOTEHHEMUS, TUTIEpraMMariooyIuHeMus, oBbIeHne yposHs 1gG,
HaJIMYUE PA3IMYHBIX ayTOAHTHUTEIN, YTO MOXET 3aTPyAHATH Mud(depeHInaTbHbINA
JMArHo3 ¢ ayTOMMMYHHBIM renatutoM. IIpu mpoBeneHHH Meab3TMMUHUPYIOIEH
Tepanuu 0ObIYHO uepe3 6-12 MecsieB JeUeHUsT OTMEUYASTCs MOJTHAsT HOpMaJTU3allns
ypOBHEW ramMma-TIOOyJIMHOB W  ayTOAHTUTEN, YTO CBUIETEIbCTBYET 00
ATUOJIOTUYECKOW CBA3M MMMYyHHbIX Hapymenuii ¢ BBK. ¥V Bcex Oo0abHBIX
ayTOMMMYHHBIM T€IIaTUTOM, HE OTBEUYAIOIINX HA UMMYHOCYIIPECCUBHYIO TEPAIMIO,

cnexyet uckmounth bBK.

BBK Heo0xoauMo HUCKIIOYaTh MpU JOOOM THUME TunepkuHesa. s Hee

TUIIMYHBI Pa3HOOOpa3HbIE HKCTPATUPAMUIHBIEC HAPYILIEHHUS, B IEPBYIO OUYEPE/h
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TPEMOp, JUCTOHUSA, XOpes, aTeTo3, OJUTOOpaIUKUHE3Us. DTH CUMITOMBI MOTYT
MMETh Pa3JIMYHbIE COYETAHHS, U PA3BUBAIOTCS OJHOBPEMEHHO C HAPYLICHUSMH

peuu, TaoTanus (1o THITY ICeBA00YIL0apHOTO CUHIPOMA), XOB0bI,

KOTHUTHUBHBIMHU HApYIICHHUAMMU. B Pa3BCPHYTHIX CTAaAUAX MOKHO H3.6J'II-0I[3.TI>

IMUPaMUJIHBIC, MO3KCUYKOBBIC CUMIITOMBI, SITMCUHAPOM.

Knnnanueckas manugecrauua nopaxenud [THC y 6onpHbix BBK B 85%

OPOUCXOMNUT HA 2-3 JNECATWIETHHM >KU3HU. IIpy Hanuumy >SKCTpanupaMuIHBIX
HapylIEHU B COOTBETCTBYIOIIEH BO3pPAacTHOW rpymnne HeoOXOIWMO MPOBOJIUTH
G depeHIrnanbHy0 THArHOCTUKY ¢ TAKUMH HaciaeAcTBeHHbIMH Oosie3Hsimu [ITHC

KaK FOBCHUJIbHBIN IMIapKUHCOHHU3M, 00J1e3Hb FCHTI/IHFTOHa, HGﬁpO&K&HTOHHTOCﬁ,

oone3nbr Mauvano-/[xo3eda (crmHOUIEpeOEIIIpHAs aTakcus 3 THma), OO0JIe3Hb
JItobara, HelpoHaNbHBIM UEPOUIHBIM JUNO(PYCUUHO3, MHUTOXOHAPUAIbHBIC
00Je3HH, 00JIe3Hb Ceraga, MaHTOTEHATKWHA3a-aCCOLIMMPOBAHHAs
HelpoaereHepanus, ocinoxuenus BUY-undexun.

Xopess THIIAYHA I aTaKCUM-TEJIAHTUAKTa3uu, cuHiapoma Jlema-HuxaHa,

MHUOKJIOHMYECKON DSMNWICTNICUU, TIyTapOBOM alMAEMHUH, MHUTOXOHIPHUATBHBIX
Oone3Hei, TaHTJIMO3U030B, MaHTOTEHATKWHA3a-aCCOLUUPOBAHHOM
HEUpOJCTeHEpallu, HEHUpOaKaHTOIMTO3a, Oo0jJe3HM [ €HTHHITOHA, XOpeH
Cunenxaiima, ocnoxuennit BUU-undexuun.

Tpemop MokeT OBITH IPU TaKUX 3a00JIeBaHUX, Kak 0oJie3Hb [lapkuHcoHa,
ACCEHITUATILHBIA TPEMOpP, PACCESHHBIA CKIIEPO3, SHIAOKPUHHBIC 3a00JICBaHUS,

OYaroBbIC MMOPAKCHUA MO3KCUKA.
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JlucTOHUS XapaKTepHa JJi IEPBUYHBIX JUCTOHUM, Oone3Hu [lapkuHCcoHa,
6071e3Hu [ eHTHHI TOHA, TAHTOTEHATKWHA3a-aCCOLIMUPOBAHHOMN HEMpoIereHepalui,

CITUHOTIEPEOCIUISIPHON  JIeTeHepanyy, HEeHpPOoaKaHTOIMTO3a, cuHApoMa Jlema-

HHxaHa, ATAaKCHUU-TCIIAaHINIOKTAa3nuH, JIM30COMAJIbBHBIX 60H63Heﬁ, OpPraHUYICCKUX

aMHHoaHHIIypHﬁ, MUTOXOHAPHUAJIIBHBIX 3a00JICBaHHH.

JAnarnocruka

Haunbonee wusBecTHbIM jauarHoctudeckuMm cumnromoM [JIJI (Gose3nu
Bunscona-KonoBanioBa) siBisrorcss kosiblia Kaiizepa-®dineitimepa Ha pagyKHOM
obonouke rnaza. OHu HaOmonmarTcs y 95% mnamueHToB € 1epedpaibHON U

MIPUMEPHO y MOJOBUHBI MALIMEHTOB ¢ a0JOMUHAIILHOI (popMOi 3a00seBaHus. Y

JIETEH AIIEMEHTBI KOJICIl MOTYT BBITJISZICTh B BUC TUTMEHTHBIX BKPAIUICHUN WITN JTyT
BOKPYT PaIykKKH.

OCHOBHBIMH TECTaMHU, UCIIOJIB3YIOIMUMHACS AJId ANarHOCTUKHU 3a6OJ'I€BaHI/I$I,

SABJISIFOTCS  TIOKa3aTenu oOMEHa MeAu: MepyJIONIa3MUH CBhIBOPOTKH, OOIIas u
CBOOOJIHASI MEJIb CHIBOPOTKH, CYTOUYHAsl DKCKpEIUs MEIU C MOYOMW, COACpKAHUE

MeJIU B TKaHH reueHu (tadi. 3).
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TaOmuma 3

OcHOBHBIE TUarHOCTUYECKUE TIOKA3aTeNM TernaTornepedpaIbHON JUCTPOPUH
(6one3nu Bunbcona-Konorasoga)

Iloka3arenn Tumaaoe JloxHO JloxxHo
N3MEHEHHUE «OTpHILIATETbHBI «IOJOKUTETLHBIN)
Hepynomnazmun [Carmxkenue Ha 50% u[MoxeT ObITh HOpManbHBIM |Huskuii ypoens LI1

(LIIT) ceiBopoTKH

0oJtee OT HIKHEH
TPaHUIIBI HOPMBI

y HAUEHTOB C CUCTEMHOU
BOCITAJIUTEIIbHON peaKIuen
[IPY BOCIIAJIUTEIBHBIX
[Ipoleccax B IEYEHU WIH
IpyTOH JIOKaJIU3alnuu
MoxeT OBbITh 3aBbIILIEHHBIM
[IPY OTIPEJICIICHUN

MMM yHOJIOTHYECKUMU
METOAMHU, a TAKXKE BO
BpeMsi OEPEMEHHOCTH U
[IpYU TE€paK dCTPOreHaAMHU

MOKET OBITh IIPH
CUHJIPOME
MajbabcopOIuu, IpU
ayTOMMMYHHOM
renaTuTe, Ipu
TSIKEJIOM IEYEHOYHOU
HEJI0OCTAaTOYHOCTH
BCJICJICTBHE
MIPOTPECCUPYIOIIETO
3a00JICBaHUS TICUCHU,
MpU CEMENHOU
anepya0IrIa3MUHE MU
Uy T€TEepO3UTrOT

Cyrounas
AKCKpPEIUs MeIn

>1,6 MKkM/cyT. unu
>100 Mxr/cyT.*

Mo>xeT ObITh HOpMaIbHOU
[IpU HETIpaBUILHOM cOope

MoxeT ObITH
MOBBIIIICHA TIPU

C MOYOH > 0,64 MxM/cyT. MOYH U y JeTeit 6e3 HEKpO3€ renaTroluToB,
i > 40 MKT/CyT. y [MOpaskeHUs TeYeHU X0JIeCTa3e,
nerei KOHTaMUHAIUU MPU
HEMPaBWIBHOM cOOpe
MOYH
«CBobognas» > 1,6 MkM/n MoskeT ObITh HOpMaTbHOU -

MCIb CBIBOPOTKH

CCJIM 3aBBIILIEH YPOBEHD
[{II mpu ero onpeneneHnun
MMMYHOJIOTUYECKUMHU
METOAAMU

Menp TKaHHU
IIEYEHU

> 4 MxM/T unn
> 250 MKr/T cyxoro
Beca

Mo>KeT UMETh JTOKaJIbHEIC
pa3auyusl y MalMeHToB C
OCTPBIM OPAKEHUEM
[EYECHU U TIPU HAJTUYUU

[PETEHEPATUBHBIX y3JI0B

MOKET OBITh
MOBBIIICHA TIPU
XO0JIECTaTHYECKOM
CHUHJIpOME
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Konpua Hannuue OTcyTcTBYIOT O0Jiee ueM y (MoryT HabmonaTbes
Kaiizepa- 50% manueHToB C [pU IEPBUYHOM
Oneniepa npu A0 TOMUHAIBHOM (popMOli  [OHITMApHOM ITUPPO3E
o¢TaTbMoOHO- 3a00JIeBaHUS U
MUKPOCKOITHH y OOJIBIIMHCTBA NAI[UEHTOB

Ha OECCUMITTOMHOM CTauu

* Ona nosvlueHuss OUACHOCMUYECKOU UYEHHOCMU nokazameiss HeobXo0umo

nepecuumvléams CYMOUYHYI0 OKCKpeyuro meodu ¢ MOUYOU HaA CMAHOAPMHYIO

2 .
nogepxuocmo mena 1,73 m“. J[na amoeo eenudury cymouHoUu IKCKpeyuu meou ¢

MOYOlU HYJHCHO pa3deﬂumb HA no6EPXHOCMb meja nayuerma (paccqumbleaemc;z no

HOMO2pammam unu goopmynam, cm. Ilpunoscenue) u yMHONCUMb HA CMAHOAPMHYIO
2

nogepxnocmos mena 1,73m" — nogepxnocms mena uenosexka ¢ pocmom 170 cm u

sgecom 70 ke. B smom cryuae ouacnHocmuvecku 3HAUUMDBIL YPOBEHb CYMOYHOU

2 2 .

axckpeyuu meou > 1,6 mxM/cym. x 1,73m" unu >100 mxe/cym. x 1,73m°. Paznuuuti

Y 0emell u 83POCIbIX Hem.
Ilepynonnazmun colteopomku

Hepynomnasmun (LIT) chIBOPOTKM SIBJISIETCSI TJIABHBIM TPAHCHOPTHBIM
O€JIKOM — IEPEHOCYMKOM MM B Tu1azMe KpoBU. OH OTHOCUTCS K OCTPO(a30BBIM
oenkaMm ¢ (deppokcunazHoil akTuBHOCTRIO. OmHa Mosekyna I cmocoOHa
CBSI3bIBaTh O aTOMOB MEJU. YPOBEHb IEPYJIOIJIa3MUHA MOXKET ObITh H3MEpPEH
(hepMEeHTHBIM METOJIOM Ha OCHOBE €0 ME/Ib-3aBUCUMOM OKCUIa3HOM aKTUBHOCTH,
a TAaK’)K€ UMMYHOJIOTHYECKUM (aHTUTEI03aBUCUMBIM) METOAOM (PauOMMMYHHbBIN
aHanu3, paavalibHas UMMYyHoOIU(DPy3usi, uMMmyHoTypOomumerpusi). I[lpu
UCIOJIb30BAaHUU (DEPMEHTHOTO METOJIa OMPEEIAETCS TOJIBKO TOJOIEepyIONIa3MUH
— HII, cBg3aHHBIl ¢ aTOMaMu MEIHM, a4 NPU UMMYHOJIOTMYECKHMX METOJAaX —

roJiouepyJiomiasMul u anouepysonnasmul — LI, He comepxammui menu.
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HOpMaHBHaH KOHICHTPpAIWA MLCPYJIOILUIa3MHHA, HW3MCPCHHAA OH3WUMATHYCCKUM

metosiom coctasisiet 150 — 480 mr/mn. [Ipu BBK xonnentpauust L{IT oObraH0 HIKE

100 mr/n (mpu nepedpanbHO hopMe HIKE, YeM Mpu a0 JoMUHAIbHOM). OHA MOXKET
OBITH TMOBBITIIEHA TTPU CHCTEMHON BOCIIAJIUTEIFHON PEaKITNH, TP OEPEMEHHOCTH 1

TUINIEPACTPOTEHEMUH, MOXKET ObITh CHH)KEHA MPU COCTOSHUSX,
COMPOBOXKIAIOMIMXCA MOTepel Oeka ¢ MOYOW WM KHUIIEUHBIM COJEPKUMbBIM,
CUHJIpOME MaiabaOCOpOLIMK, KOHEUHBIX CTaAusAX 3a00JIeBaHUS IE€UECHH JI000H
ATHUOJIOTUH, IIPA CEMEWHON alepyIOIIa3MUHEMUH, TPUMEPHO Y 20%
reTEpPO3UTOTHBIX HOCUTENEH MyTaluu 00s1e3Hu BunbcoHa.

Takum o0pa3om, IEpyNOIJIa3MUH CHIBOPOTKH HE MOXKET OBITh HAJEHKHBIM
MapKepoM JJIst moaTBepxkAeHus win uckimoueHus ['J1]] (6one3nu Bunbscona-

Konosasiona).

Meow cvieopomku

[TokazaTenp o0OIIel Meau CBHIBOPOTKM BKIIOYAET W MEIb, CBS3AHHYIO C
nepyJsomaasMuaoM (B Hopme 90-95% ot obmieit mean). [loaromy, xotst mpu BBK
HaO0JIFO1aeTCs M30BITOK ME/IM B OpraHU3Me, KOHIICHTpAITUs O0IIeH MeIi CBIBOPOTKH
CHIKEHA TIPOIOPIIMOHAILHO CHIKCHHUIO KOHIICHTpAIMM IepyJoria3zMuHa. [lpn
ATOM KOHIIEHTPAIMS «HEIECPYJIOMIa3MHHOBOW» CBOOOTHON MEIM TOBBIMIACTCS
BbIIIIe 2 MKMOJIB/T (B HOpME 0,8-1,6 MKkMoItb/i1) U cocTaBisieT oT 40 1o 80% obmmei
MeIu ChIBOpPOTKH. Vckimtouenue cocraBiser (QyIbMHUHAHTHAS T€YCHOUYHAsS

HECOCTOSITEJIbHOCTh MJIN «BUJILCOHOBCKHUM Kpus».
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[Ipu 3TOM MaTOIOTUYECKOM COCTOSIHUM MPOUCXOJUT MACCHUBHBIA BHIOPOC MENU U3
pa3pylIeHHbIX renatonuToB. KoHlleHTpalus cBOOOIHOM MeI MOKET BO3pacTaTh B
necatkn paz (mo 40 Mxmonb/m u BbIme). COOTBETCTBEHHO YBEIWYMBACTCA W
KOHIIEHTpAIs o0LIel Meau.
KonuenTpaius cBOOOJHON MeAW OMPEAEINSIeTCSl pacuye€THBIM CIOCOOOM MO
dbopmyie:
Ccu@) = Ccu(t) — Ceum = Ccur) — 49,4 x Cu, rae

Ccu(d) — KoHLEeHTpanys cBOOOAHOW Meau B MKMOJb/I, CCu(t) — KOHLEHTpaus
obmel Meau B MKMOJIb/JI, CCuy(L1T) — KOHIEHTpanus HepyIoIa3sMUHOBONH MeU B

MKMOJb/JI, CI[[T — KOHIIEHTpanus LepyioasMuHa B /1, 49,4 — koapduuueHt
mepecyera (3aBUCHUT OT MOJICKYJSIPHOW MAacChl IEpyNoIIa3MHHA M KOJMYECTBA
MOJIEKYJT MEJIH, CBSI3BIBAEMBIX MEPYJOIUIA3MUHOM, B Pa3HbIX HCTOYHUKAX
koJieoercs ot 49,26 no 49,6).

Konnentpamusi cBOOOJIHONW MeIU SIBISICTCS BaXKHBIM JUATHOCTUYECKUM
tectoM nipu ['JIJ] (6one3nu Bunbcona-KonoBanoBa). Y HeleueHHBIX MAIMEHTOB €€
yYPOBEHb OOBIUHO MpeBbIIaeT 3 MKMoJIb/J1 (200 Mxr/i1). CBOOOAHASI ME/h CHIBOPOTKHU
MOKET TaKXKe yBEJIMYUBATHCS MPH OCTPOM MEYCHOYHOW HETOCTATOUYHOCTH OO0

9THOJIOTHUH, XPOHUYCCKOM XOJICCTA3€C, a4 TAKIKE B CIIydasaX OTPaBIICHUS MCIBIO.

OcHoBHasi mpoOiieMa CBOOOJHOM «HELEpPYJNOIJIa3MUHOBOM» MeEIU Kak

AUArHOCTHYCCKOI'O TCCTA — 9TO 3aBUCUMOCTDL OT aICKBATHOCTH OIIPCACIICHUA
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o0111eil Mean U 1epyJIoIIa3MUHa CHIBOPOTKU. DTO MOKA3aTellb Yallle UCMHOIb3YIOT

JUIE MOHUTOPHHTA (hapMaKOTEparnuu, YeM JIsl TUarHOCTUKU 3a00JIeBaHUSI.

Cymounan IKCKpeuus meou ¢ Mo4ou

Omnpenenenre KOHUEHTPALUN MEIU B CYTOUHON MOUY€ MOXKET OBbITh MOJIE3HO
KaK JUIsl TMarHOCTUKY 3a00JI€BaHus, TaK U JUIsi MOHUTOPUHTA JIEUCHUS. Y
HEJICUCHHBIX MMALIMEHTOB CyTOYHAs SKCKPELU MEU C MOYOH OTpakaeT KOJIUYECTBO
CBOOOJHOI «HELEPYJIOIJIa3MHUHOBOW» MEOU B LHMPKYJIUpyomen kposu. Jlis
TOYHOTO OMNpPEACNICHUSI CYTOYHOW OSKCKpeUMH MeAd C MO4Yoil HeoOXoauMo
aKKypaTHO€ M3MEpEeHHue 00beMa CYTOUYHOM MOYM U CYTOYHOM DKCKpEIuu
KpeaTuHuHa. [Ipu moyeyHoi HeJOCTATOYHOCTH TECT HE MPUMEHHM.

Y HeleyeHHBIX NAIMEHTOB, HMEIOIIMX CUMIOTOMBI 3a00JieBaHus,
JUArHOCTUYECKOE 3HAUYEHUE UMEET YPOBEHb CYTOYHOM 3KCKpEUNH Meau Bbiie 1,6
MKMOJIb/cyT Wi 100 Mkr/cyT. CyTouHasi 3KCKpeuusi MEAU C MOYOH MOXKET ObITh
MenbIe 1,6 MkMob/cyT y 16-23% maiiueHToB, 0COOEHHO B JIATEHTHOW CTaJUU
3a0osieBaHus U y nered. B 3ToMm ciyyae TMAarHOCTUYECKH 3HAYMMBIM CUUTAETCS

YPOBEHb CYTOUYHOM 3KCKpeuu meau > 0,64 MkM/cyT i > 40 MKr/cyT.

JI7sT TOBBIIEHUS JUArHOCTUYECKOM IIEHHOCTH IoKa3aTels HEOOXOIUMO

NEPECYNTHIBATh CYTOYHYHO JKCKPELUMIO MEAM C MOYOM Ha CTaHIAPTHYIO
2 o
NOBEPXHOCTh Tena 1,73 M~. [Ins 3TOrO BEIMYHMHY CYTOYHOM KCKPELUU MEIU C

MOYOH HY>XHO Ppas3JCIuTb Ha IOBCPXHOCTL TCJa IAIMCHTA (paCC‘II/ITBIBaCTCH 10

HOMOTpamMMaM uiH ¢popmynam, cM. [IpunokeHre) 1 yMHOKUTh Ha CTAaHIAPTHYIO

35



MOBEPXHOCTH TEJIa 1,73M2 — MMOBEPXHOCTH TeJIa yejoBeka ¢ poctom 170 cM 1 Becom
70 xr. B 3TOM cily4ae AMarHOCTUYECKHA 3HAYMMBIN YPOBEHb CYTOYHOM DKCKPELUU
meau > 1,6 MkKM/cyT. X 1,73M2 uin >100 MKr/cyT. X 1,73M2. Paznuumii y nerei u
B3pPOCJIBIX HET.

[IpoGaembl Mpu U3MEPEHUN CYTOUYHOM PKCKPEIUU MEAN C MOUYOM CBSI3aHBI C
omubOkaMu npu coope MOYM (HEMOJHBIM COOp MOYM, MOMAJJaHUE MEIU CO CTEHOK
cocynia, B KOTOpbI coOupaeTcss Moya). /{7 yMEHbIIEHUs! OMMOKHA HEOOXOIUMO
coOupaTh MOUy B CIIEI[MATIbHbIE KOHTEHHEPHI, a €CIIN TaKUe OTCYTCTBYIOT, B

IIJIACTUKOBBIC CMKOCTH U3 I10 MUTHLEBOM BOJBI.

VYBenuyeHne CyTOYHOW SKCKPEIUMHA MEAW C MOYOM BO3MOYKHO TAKXKE IMPH
Ipyrux 3a00J71€BaHUAX TEYCHH (ayTOUMMYHHBIN TEMAaTUT, XPOHUYECKHUE aKTUBHBIC
3a00€eBaHusl MEYEHH, XOJeCcTa3, OCTpas MEYEHOUYHAas HEJOCTATOYHOCTh APYIroro
reHes3a), y HeKOTOPBIX TeTepO3UTOTHRIX HOCUTENEH MyTaluu 6one3nu BunbcoHa, a

TaKXe MPU UCIIOJIB30BAHUU IIPENAPATOB TUOKTOBOM KUCIIOTHI.

OdeHb MOJE3HBIM TECTOM ISl (PEHOTUITHMYECKOM TUATHOCTUKH 3a00JIeBAHUS
SBIISICTCS npooda ¢ J-nenuyuniamunom — CyTodHas SKCKPEIUs MEIU C MOUYOM Ha

¢doHe nmpuema TecToBoit 10361 (500 Mr ~ 7 MI/Kr Macchl Tela) 0-MeHuIIIaMIHa.

[Tpu oTkyIoHEeHUM Beca nanueHTa 6osee yeM Ha 10% ot ctangaptHOro (70 kr)

TECTOBAs 71032 JOHKHA ObITh CKOPPUTHUPOBAHA UM HA MACCy TeJla WK Ha TUIOINIA b
MOBEPXHOCTH Tena (MPUHIMI CM. BbIlie). PaccunTtannas no3a d-neHUIMIIIaAMUHA
nenutcs Ha 2 npueMa: 1/2 — B Hadane cOopa Mmoum u 1/2 — gepe3 12 gacoB mocie

Hayasa coopa.
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I[I/IaFHOCTI/I‘IeCKI/I SHAYUMBIM YPOBHCM JI1 HCJICHCHHBIX INTATUCHTOB C BBK

ABJIIETCS MOBBIIIEHNE 3KCKPELMY MEAN ¢ MOYOH Ha (POHE MpHEMa TECTOBOM 03Bl
2 2
d-neanmmmamuaa > 500 mkr/cyt x 1,73M” mim >8 mxM/cyt x 1,73M°. B atom

ciydae npo0a ¢ d-NeHUIIUTAMIHOM CYUTACTCS TTIOJIOKUTEIBHOM.
[MonoxurensHass mpoba ¢ d-MEHUIMUIAMUHOM SIBIISIETCS  OTPaKCHHUEM
CYIIECTBOBAaHHS B OpraHW3ME 3alacoB MEAHW. JTOT IOKa3aTelb MOMKET TaKKe

HUCIIOJIB30BaTHCA OJId HOI[60pa J03bI d-HeHI/IL[I/IJ'IJ'IaMI/IHa N MOHUTOpHHI'A TCpaIInH.

Kpome Ooniesnn BuiibcoHa npoda MOKET OBITh IMOJOKUTEIBHON MpH
XpOHUYECKOM OTpaBieHUH Meabto. Ho B 3ToM ciydyae Oyner HOpMajabHOU
KOHIIEHTpalsl 1epyJolla3MMHA W TIOBBIIIEHA KOHLEHTpauus oOue menu

CBIBOPOTKH.

Meov mkanu neuenu

Haxkormienne Menn B meYeHW — OJWH M3 OCHOBHBIX Npu3HakoB [JI/]

(6one3nu Bunscona-Konopanosa). Onnako, cnenuduyeckre KpacuTenu, TakKhue Kak
POJIaMHH WJIH OPIIEHH, 0OHAPYKMBAIOT 0YaroBhIE OTJIOKEHUS MEIA MCHBIIIC YeM Y
10% marueHTOoB, BCIACACTBUE TOTO, YTO OHHU BBISBIISIOT TOJBKO OTJIOKEHUS MEIH B
mu3zocomax. Takum oOpa3zoM, GakT HAKOTUICHHS MEIW B MEUYEHW HE MOXKET OBIThH

HCKIIFOYECH TOJIBKO THCTOXUMHNYCCKHUM HCCICAOBAHUEM ouonTara TKaH! IIEUYECHH.

Metoaom BeIOOpa ISl TUarHOCTUKH 00JIe3HN BUIIbcOHA SBIIIETCS N3MEpEHNE

KOHLCHTpalu MCIHW B TKaAHH IICUCHM. buonrar JJI KOJIMYCCTBCHHOI'O
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OTpeNeNeHNs] MEeIU JOKEH OBITh TMOMEIICH B CyXOH, HE COIepKallluid MeIh
KoHTelHep. TpancmopTupoBKa 0Opasia He TpeOyeT CIeUalbHBIX YCIOBUH, TAKUX
KaK 3aMopakuBaHUe. TOYHOCTb W3MEPEHHMs TOBBIIIACTCS MPU HCIOJIb30BAHUU
aJIeKBaTHOTO KOJMYECTBa MaTepualia: JUisl aHalii3a JOJDKEH OBITh B3SIT IWJIMHIP
ouonTaTa nedyeHu IauHON He MeHee 1 cm. [lapadunusupoBaHHbIe 00pa3Ibl TaKKe
MOTYT OBITh MICCIICIOBAHBI HA COJIEPKAaHUE MENIU, OJJHAKO HAJAC)KHOCTh U3MEPEHUS
MOXXET OBITh CHM)KEHa MpU MaJioM pa3zmepe obpasia. ConaeprkaHue Meau B TKaHU
neyeHn > 4 MkMoub/T (> 250 MKI/T) cyxoro Beca SIBISICTCS HaWIY4IIUM
JI0OKa3aTeILCTBOM Haiuuusi OoJjiesHu Buibcona. CHukeHUE AUArHOCTUYECKOTO
nopora ¢ 4 MkMoJIb/T (250 MKI/T) cyxoro Beca 0 1,2 MKkMoJb/T (75 MKI/T) CyXoro
BeCa MOBBIIIAET YYBCTBUTEIBHOCTH MeTona ¢ 83,3 mo 96,5%, B TO BpeMs Kak
CrenU(pUIHOCTh OCTACTCS TOCTATOYHO BBICOKOM (95,4% mpotuB 98,6%). ¥V
HEJICUCHHBIX MAIlMEHTOB HOPMaIbHOE coeprkanre Meau B iedenu (< 0,64 — 0,8

MKMOJIB/T cyxoro Beca win < 40-50 Mkr/r cyxoro Beca) uckirovaet auardo3 bBK.

['maBHas mpobsieMa ornpeneneHus] KOHLEHTpAlM MEIU B TKaHW MEYEHH —
HEpPaBHOMEPHOE pACIpEEICeHHEe MEIU B MEYEHU Ha MO3AHUX CTaaAusIX OOJEe3HU
Bunbcona. To ecTh KOHILIEHTpalMs MEAU MOXET ObITh 3aHWKEHa MpU OLIUOKE B

3abope oOpasia. MeTos TakyKe He TIOKa3aTesieH y JeTe ¢ IMPpOo30M TIEUCHH.

KOHHGHTpaHI/IH MCIWM B TKaHM IICHCHH MOXKECT OBITH BBICOKOM Inpu JJIUTCIIbHO
CYHICCTBYIOIIICM XOJICCTA3€C, a TAKKC IIpU CHHAPOMAX HIHUOIIATUYCCKOTO MCIHOI'O

TOKCHUKO3a, TAKNX KaK MHIUNCKUN NETCKUN TUPPO3 TICUCHMU.
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Meow 1uxeopa

KoHnenrpanuss Meau B JIMKBOpE HE  SBISETCS MOKA  LIMPOKO
HCIIONB3YIOIIMMCS MoKa3areneM. OJHaKo, OHa XOpOILIO OTPaKaeT COAEp:KaHHE
MEIM B TFOJOBHOM MO3Te U CBsi3aHa ¢ akTUBHOCThI0O AT®d-a3p1 7B B kanmuuisgpax
Mo3ra. B HopMe koHueHTpanus Menu B ukBope < 0,4 MKMOJIB/JI, T.€. CYIIECTBYET
IpaeHT KOHUEHTPalui MEIN B JTUKBOPE U CBOOOIHOI MeIU CHIBOPOTKHU KPOBHU
(0,4 mxmonw/n — 1,6 mxmounb/n). Ilpu uepedpanshoit dopme ['JIJ] (Gose3nu
Bunbscona-KonoBanoBa) KOHIIEHTpalus MEIU B IMKBOPE OOBIYHO > 1 MKMOJIB/1, a
npu OBICTPO MPOTPECCUPYIOLIEH aAPUTMO-PUTUIHO-TUIEPKUHETUYECKON (opme
MOXET IpeBblarth 10 MKMOIB/JI. /InHaMuKa KOHLUEHTpauu MEIW B JUKBOpE Ha
(oHe Tepanuy KOMIUIEKCOHAMH JIEMOHCTPUPYET O0Jee MEAJIEHHOE y/laJeHue Meau
n3 [IHC no cpaBHEHHIO C yIaJIECHHEM MEIM U3 OPraHn3Ma B LIEJIOM. DTOT ITOKa3aTellb
LEJIeCO00pa3HO HCMOJb30BATh I AU dEepeHManbHOW JUArHOCTUKU —MpHU
OBICTPOM  HapaCTaHUM HEBPOJOTMYECKOM CHMIITOMAaTHKH, a Takxke s

MOHUTOPHUHTA TepaInu MpH 1epeOpabHBIX (popMax 3a00JIeBaHUS.

Bce BblIenepeyncieHHble NoKa3aTeau, XapakTepu3yomre oOMeH Meau, 1o
otnenbHOCTH UMEIOT He 100-TpolleHTHYI0 MHAarHOCTHYECKYH0 IEHHOCTh, HO BCE
BMeCTe (POPMHPYIOT y HEJICUEHHBIX MMAIIMEHTOB XapaKTEPHBIX OMOXUMHUYECKUU

dbenotun 6one3nn Buiascona-Konopanosa.

8-1 Mexnynapoanas koHpepeHus o 6onesnu Bunbcona (Jleinuur, 2001)

PEKOMEHYET /ISl AMArHOCTUKU JIAHHOTO 3a00J1eBaHus 0aIbHYIO0 KOJTMYECTBEHHYIO

mkaiy (tadi. 4)
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Taomuna 4

Jledmmmrckass KOMMYeCTBEHHA MIKaJIa JUIA
IMarHocTuku 0ose3nu Bunncona-KonoBaosa

(8th International Meeting on Wilson’s disease, Leipzig, 2001)

IIpu3nHak | BrIpakeHHOCTH bann
Tunuunsie KIUHUYECKUE CUMBIIOMbL U RPUIHAKU
Konwua Kaitzepa-®aeitmepa Nwmerotcst 2
Ha POTOBHUIIE IJ1a3a OTCYTCTBYIOT 0
Hesposornueckue cumnromsl | Tsixenbie 2
WK XapaKTepHble nposiBiaeHus | Jlerkue 1
nipu MPT rosioBHOro Mmo3ra OTCYTCTBYIOT 0
KoHuenTpanus Hopwmanenas (> 0,2 /1 wim (> 200 mr/i) 0
nepynormiazmMuaa ceiBopotkd | 0,1-0,2 /i wm 100-200 mr/n 1
< 0,1 v/n wm < 100 mr/n 2
['emonuTHUECKast aHEMHUSI C Nwmerotes 1
oTpuiiaresnbHo nmpoboit Kymbea | OTCyTCTBYIOT 0
Jlpycue memoowt ucciedosanus
ConepxaHue MeId B TIEYCHU B 5 pa3 Bbile BepxHel rpaHUIlbl HOPMBI 2
(TIpu OTCYTCTBUU XOJIeCTa3a) (> 4 mxomoub/T uiu > 250 MKT/T)
0,8-4 mxomous/T wnu 50-250 MKr/T 1
Hopmansnoe (<0,8 MkoMoms/T win < 50 MKr/T) -1
Hanuuue pogaHuH- MO3UTUBHBIX TpaHy (IpU 1
OTCYTCTBUH BO3MOYKHOCTH KOJIMYECTBEHHOTO
onpeIeTICHUs MEJIN)
DKCKpelust Meu ¢ MOUOi Hopmansnas (< 0,9 mxmons/cyT X 1,73 M° 0
(IIpH OTCYTCTBHH OCTPOTO umn < 57 mMxr/cyr. x 1,73 M%)
rernaTuTa) Bprime BepxHel rpaHuiibl HOPMBI B 2 pa3a U 1
MEHBIIIE
Bonee yem B 2 pasa Bblllle BEpXHEHN IpaHULIbI 2
HOPMBI
HopwmanbHast, HO moBsImaercs 6oee 4eM B 5 2
pa3 BhIIIE BEpXHEH rpaHUIbl HOPMBI TIPU
npueMe d-neHUIUUIaMUHA
MonekynsapHO-reHeTH4eCKast MyTtanuu B 2-X XpOMOCOMax 4
JTMAarHOCTHKA MyTanuu B 1 XxpoMocome 1
JledexTsl MyTaIyii He BBISIBIICHBI 0
Humepnpemayusn pesynomama
JInarHo3 ycTaHoBIICH >4
JlnarHo3 COMHHUTEIICH, HCOOXO0IUMO HCCIICAOBAHUE OOJIBIIET0O YUcia 3
TOKa3aTeyien
Jlnarso3 majgoBeposiTeH <2
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Ee ngmarsoctmueckasgs dYyBCTBUTEIBHOCTH 94%, cnemudmunocts 94%
b 9

ITOJIOKUTCIIbHAsA IMPOrHOCTUYICCKAA OCHHOCTB 91 %, OoTpuarTciibHaAa

MPOTHOCTUYECKas [IEHHOCTh 97%.

Ocoodennocmu ouazHocmuKku Qy1oMUHAHMHOU NEeYEeHOYHOU

HecocmoamenvHocmu npu 0o1e3nu Bunvcona

[Ipy QyapMUHAHTHOW TI€YEHOYHOM HECOCTOSITENIBHOCTH MpHU OOJIE3HH
Bunscona-KoHOBaJIoOBa OCHOBHBIM JUAarHOCTUYECKHM II0KA3aTENIEM SIBJISAETCA
MHOTOKPATHOE MOBBIIIEHNE KOHIIEHTPAI[UK CBOOOIHOM MEU B CHIBOPOTKE KPOBH.

OO0 3TOM MOKHO CyauTb, pacCuuTaB 3TO IIOKA3aTCiib, UJIM KOCBCHHO HAa OCHOBC

IMTOBBINICHUS KOHICHTPAIIUU 06meﬁ MCIHU IIPpHU HU3KOM YPOBHC LICPYJIOIIIa3MHUHA. K

0OJIBIIOMY COKaJ€HHMIO, B HACTOSIIEE BpEMs OYEHb HEMHOTHE JieueOHbIE
yapexaeHus PO onpenenstor 3T NPOCThIE U HEAOPOTHE MTOKA3ATEIH.

JpyrumMu  AMAarHOCTUYECKMMHU  TOKA3aTESIMU  SIBIISIIOTCS:  CHU)KEHUE
KOHIICHTPAllM TeMOIJIO0MHA KpPOBH, MOBBIIIEHUE KOHILIEHTPALUU CBOOOJHOTO
reMorjgoOrMHa Iula3Mbl KpOBH (YacTO MOKHO OIpPEAENIUTh BU3YaJbHO), MHIEKC
menovyHas ¢ocdaraza (B8 ME/n) / oOmmit 6mnmupybun (B mr/mn) < 4, MHACKC

AcAT/AnAT > 2,2. KomOuHanus AByX MOCIEIHUX UHAEKCOB uMeeT nmoutu 100%-

YO  JIUArHoCTHUYCCKYHO  YYBCTBUTCIIbHOCTL H CHCHI/I(I)I/I‘—IHOCTB npun STOM

KU3BHECYTPOKAOIIEM IMATOJIOTHUICCKOM COCTOAHHN.
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T'ucmonozuueckoe uccnedosanue neueHu

buorncust neyeHu ¢ AMarHoCTUYECKOM 1EJbI0 MOKa3aHa TOJILKO B TOM Clly4ae,
€CJIM KJIMHUYECKHE CUMIITOMBI U HEMHBA3UBHBIE TECTHI HE MO3BOJISIIOT MOCTABUTH
OKOHYATEIbHBIN TUAarHo3, a TAK¥Ke MPH MOJ03PEHUH Ha IPYTO€ WIIN COIYTCTBYIOIIEE
3a00JIeBaHUE TICUCHH.

OueHka coAepKaHUsl MEIU B IeMaTrolUTaX TMCTOXMMUYECKHUMHU METOAaMU
BeCchMa BapuabelibHa U OTCYTCTBHUE €€ OTJIOKEHUM He uckitouaeT bBK.

Ha pannux cramgusx paszsutus BBK menpy nuddysno pacnpenensiercs B
[UTOIJIa3ME TE€NaTOIMTOB U PEIKO BBISIBISETCS MPU OKpacke pPOAAMHUHOM WIIU
pybeaHoBoit kucioTrod. OpceuH, KOTOpbIM, Kak IOJararoT, OKpalluBaeT
MOJIMMEPU30BaHHbIE METAUIOTUOHEUHBI, CEKBECTPUPOBAHHBIC B JIM30COMAX, J1aeT
XapaKTEPHOE TPaHYJIIPHOE OKPAIIMBAHUE TOJIBKO Y MOJOBUHBI OOJIBHBIX C pAHHUMU
npossienusimu bBK. 1o Mmepe mporpeccupoBanus 00Jie3HU MeIb CEKBECTPUPYETCS
B JIM30COMax TEMaTOLMTOB W  BBIABJSIETCS  MOCPEJACTBOM  PYTHHHOM
TUCTOXUMUYECKOU TEXHUKH, XOTSI KOHILEHTPAIMS B TKAHSAX Ha CaMOM JIeJie HIXKE,

YeM Ha paHHUX CTausAX 0OJIC3HHU.

Mop@donoruueckrie HM3MEHEHHS B TKAaHU TI€YEHH BBISBISIOTCA Jaxe Y
MaJeHbKUX JieTed 0e3 KIMHUYECKHX MpU3HAKOB 3a0osieBanus. Camble paHHUE
NOBPEXKJEHUSA, OMNpeaessieMble IPU CBETOBOM  MHKPOCKONHH, BKJIIOYAIOT
HAKOIUICHUE TJMKOreHa B siApax MEepUNIOPTAIbHBIX TEMNaTOIUMTOB U YMEPEHHYIO
XKUpoBylo uHQuiIbTpanuio. Ilporpeccupyroiee yBelWYeHUE KOJIMYECTBA U

PasMCPOB JIMITIUJIHBIX KallCJib, COCTOAIINX U3 TPUTTIMLICPHUIAO0B, B HCKOTOPLIX
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CIIyJasX HaIllOMHUHAIOT CTEaT03, MHAYIIMPOBAHHBIN dTaHOJIOM. B OnonTaTte meueHu
HaxoAAT Tenba Mamiopu B 25-86 % ciiydaes.

VY dactu OONBHBIX MOpPaKEHHE TMEUEHU TUTEIHPHO MOXKET OCTaBaThCs Ha
CTaANM >KUPOBOM AUCTPOGUU TenaTOHUTOB. Y OOJBIIETO YHCIa Pa3BUBACTCS
TUCTOJIOTUYECKAs] KapTHHA, HEOTIMYMMAas OT XPOHHWYECKOTO TemaTHTa BBICOKOU

CTCIICHHU aKTUBHOCTH, C PA3BUTHUCM CTYIICHYATBIX HCKPO30B U J'II/IM(i)O-

IJIa3MOIIMTAPHBIX HMHQHWIBTPATOB B MOPTAJbHBIX TpakTax. B psae ciydaes
OTMEYAIOTCsl MOCTOBUJIHBIC HEKPO3bI UM MOCTOBUAHBIN (puOpo3. bes neuenus stu
WU3MEHEHUsI MPUBOJAT K (popMupoBaHuio kpyrnHoysiaoBoro L{I1. PazBurue nmupposa
MOXET  MPOHUCXOJWTh B  OTCYTCTBUE  3HAUUTEIBHOW  MAPEHXUMAIBHOMN
BOCTIAJIUTENIbHOW MHPUIBTPAIIUU WIK HEKPO30B B TKAHU MeUEHU ¢ GOPMUPOBAHUEM
MenkoysnoBoro Bapuanta LIII. ¥V mopaBisromniero OOJBIIMHCTBA OOJBHBIX MPH

OMOIICUM NTEYEHU BBISBISAIOT (PUOPO3 Pa3IMUHON CTENEHU TAKECTH.

OGHapyxeHHUE aHOMAJIUM MHUTOXOHJIPUU TEMaTOLUTOB C  TOMOIIBIO
yABTPACTPYKTYpPHOTO aHain3a (M3MEHEHus pasMmepa, (OpPMbI, MPUCYTCTBUE
MUKpPOTPaHyJ U T.J.) B CIy4ae OTCYTCTBUHU XOJECTa3a MOXKET paCCMaTPUBATHCS KaK
maTtorHoMOHNYHbIN ITpu3Hak bBK. [Ipu 3neKkTpOHHON MUKPOCKOIIMU MUTOXOHIPUH
renaToIMTOB OOBIYHO BBITJISISIT TETEPOTEHHBIMH TIO pa3MmepaM U (dopme, ¢
YBEJIMYEHHOU IIJIOTHOCTBIO MAaTPUKCA, PA3JCICHUEM CKIIEEHHBIX B HOPME HAPYKHOMU
¥ BHYTPEHHEH MUTOXOHAPUAIBHBIX MEMOpaH, PaCIIUPEHHBIMU MEKKPUCTOBBIMH
MIPOCTPAHCTBAMHU, C MHOYECTBOM BAaKyOJIM3UPOBAHHBIX M KPUCTAJUIMYECKUX

BKJIFOUEHHI B MaTpuKce. CXOIHbIE H3MEHEHUS MOTYT
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HaOMIOAAThCS TPH JPYTrUX 3a00JIEBaHMSIX, OJHAKO, OJHOBPEMEHHOE HAIMYHC
HECKOJIBKUX BBIIICYKAa3aHHBIX MNPU3HAKOB B OJHUX M TEX K€ MHUTOXOHJIPHUSIX
saBisieTcs cnenupuyabiM st panHed craauu BBK. M3meHeHuss MUTOXOHApHIA
OOBIYHO CTAHOBSITCSI MEHEE BBIPAKCHHBIMU WJIM HCUE3AIOT MOCJE JIATEIHHOU
Tepanuu J-MeHUITMUIAMAHOM, YTO KOCBEHHO MOJITBEPIKIAET ME]Ib-

VHIYLUUPOBAHHBIN XapaKTep UX MOBPEKICHUS.

Memoowt eusyanuzayuu

Jns  BBISBICHHUS XapaKTEPHBIX CTPYKTYpHbIX u3MeHenuii B IHC
11e71eCO00pa3HO MCIOJIB30BaTh MarHUTHO-pe30HaHCHYIO0 ToMorpaduio (MPT) wu

KoMITboTEpHYI0 ToMOorpaduro (KT) ronosaoro mosra. Pacimupenue xemy104KkoB,

aTpodust kopbl 1 cTBoJia Mo3ra npu KT rosoBHoro Mmosra HabJt01at0TCs Yallle,

yeM OwiaTepalibHble 30HBI TOHUKEHHOW TUIOTHOCTH B 00JIacTH 0a3ajbHbIX
ranriaveB. bojee BaKHBIM JUArHOCTUYECKUM METOJOM TIPH LiepedpaibHOl (opme
3a00JieBaHUsl  SIBJIIETCSI  MArHUTHO-pe30HaHCHass ToMorpadus. Ilatonorus
rojloBHOro mo3ra Ha MPT oOHapyxuBaeTcs y BCeX MAIMEHTOB C OO0JIE3HBIO
Bunscona-KonoBasioBa. MPT BBISIBIIIET XapaKTEpPHBIE OYaru B TOJIOBHOM MO3TE, a
Takke  Hecenmudpuueckyro  auddysnyro  arpodpuro  moszra.  Tunmuna
TUTIEPUHTEHCUBHOCTD CUTHAJIA B T2-pexkuMe B 00J1aCTH Ye4eBUIICOOPaA3HBIX,
TaJaMHUYECKUX U XBOCTATBIX sJIep, CTBOJIA MO3ra, MO3)KeuKa U O€JIOro BEeIIeCcTBa.

XapakTepHbIM, HO peakuM MPT-cuMnToMoM B cpe3ax CpeTHErO0 MO3Ta SABJISECTCA
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KapTUHA, HAIIOMUHAIOMIAS «IMLIO TUTaHTCKOM manae». KT- u MPT-cumnromsl B

pAIE Cily4aeB MOTYT OIlEpeXaTh MOSIBICHUE KIMHUYECKUX CUMIITOMOB.

Jlyis BBISBIIEHUSI HAKOIUIEHHMSI MEIM U HEMHBA3UBHOM OLIEHKH MeTaboJM3Ma
TOJOBHOIO  MO3ra MOXeT OBbITh  HCIOJB30BaHA  MAarHUTHO-PE30HAHCHAA
cnekrpockonuss (MPC). XapakrepHeiMu uzMmenenussmu npu MPC  gBisrorcs
CHIDKEHHE MHAEKcoB N-aneTmnacnapTar/KpeaTdH M XOJIMH/KpeaTUH B OJIEIHBIX

Iapax.

[Tpu no3utpoHHO-3MUCcCHOHHON ToMorpaduu (I19T) MoxkeT ObITh BBISBIEHO
CHIDKCHHE  aKTUBHOCTH  JOma-AeKapOOKCWIa3bl,  CBUACTEIbCTBYIOIEE O

HApyLIEHUSAX B HUTPOCTPUAPHON TONTAMUHEPTUYECKON CUCTEME.

[lepcnieKTUBHBIMM ~ METOJaMU  PaHHEr0 OOHApYXKEHUS TMOBPEKICHUM
TOJIOBHOTO MO3Ta MOTYT OBITh TpaHCKpaHHalibHOe Y3W ronoBHOro mo3ra u

0/1HO()OTOHHASI SMUCCUOHHAs KOMIIbIOTEPHAsI TOMOrpadusi.

N3menenusi, koropsie MoryT ObITh BbIsiBIeHBI Ipu Y3U, KT u MPT neuenn
He sBistoTes crnenuduaabiMu U1t BBK. [ToaToMy, 3T MeTOIbI MCCIeOBAaHUS HE
HMMEIOT IMAarHOCTUYECKOTO 3HAYEHUSI, HO MOTYT OBITh MOJIC3HBI 1711 HEUHBA3UBHOM
OIIEHKH CTPYKTYPHBIX HM3MEHEHUW B IMEUEHHM W MOHHUTOpUHTa S(HPEKTUBHOCTH

JICUCHUS.

HoBbIM MeTOZOM OIIEHKM MporpeccupoBaHusi nupposa (¢pubposa) nedeHu
SBJISIETCS DJIACTOMETpUsI TiedeHUW. MakcuMallbHasi JUAarHOCTUYECKash TOYHOCTh

AJIACTOMETPUU OTMEUEHa y OOJIbHBIX cO cTtaguelt ¢pudposa neuenu F3 u F4, uto
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COMOCTaBUMO C pe3yJibTaTaMU MOJTYKOJIMYECTBEHHOW oOleHku ¢ubposza (mo

TECTOJIOTHYECKOH 1mkane Metavir).

JTHK-ouaznocmuxa

B mactosmee Bpemsi u3BectHO Oonee 600 pasmuUHBIX MyTaluMid B TeHE

ATP/B. Yacrota u xapaktep mMyrauuid B reHe Oose3nn Bunbcona-KonoBanosa
CYIIIECTBEHHO BapbUPYIOT B pa3IMYHBIX nomyssinusix. Haubonee yactoit myraruei

B €BPOICHCKUX MOMYJIAIUAX, ABIIeTCS ToukoBas 3ameHa €.3207C>A B sk30He 14,

MPUBOASAIIASA K 3aMEHE aMUHOKHCJIOTHI TUCTHIMHA B TTOJ10keHnu 1069 Ha rimyramMun
(p.His1069GlIn). Tons mytaiuu €.3207C>A B poccuiickoli BEIOOPKE OOJBHBIX 110
nanHeiM adopatopun JHK-muarnoctuku ®I'BY «MI'HL» PAMH cocrasiser
48%. Taxxe, dyacteiMu sBisitorcss mytaruu  C.3190G>A  (p.Glul064Lys),
€.3402delC u ¢.2304insC, vactoTa BCTPEYaeMOCTH KOTOPBIX CPEIU POCCHUHCKUX

00JBHEIX cocTaBisgeT 3,9%, 2,4% u 4,6%, COOTBETCTBESHHO.

Ha panneiii momenT JHK-mmarnoctuka 6one3nnm Bunscona-KonoBamoa
MPOBOJIUTCS PYTUHHO METOJIOM MPSAMOTO aBTOMAaTUYECKOTO CEKBEHUPOBAHUS BCEU

KOJUPYIOIIEH MOCIeA0BATESILHOCTH U DK30H-UHTPOHHBIX o0sacteit rera ATP7B.

OnHako, C T1ENbI0 CHIKEHHS SKOHOMHYECKMX U BPEMEHHBIX 3aTpar MpH
MPOBEJCHUN JUArHOCTUKHU, PEKOMEHJIYETCS HAYMHATh JUArHOCTHYECKUN TOUCK
MaTOTeHHBIX MyTaiuii rena ATP7B ¢ uccienoBanus 4eThIpex HanOoJiee YacThIX
mytanuii:  €.3207C>A, ¢.3190G>A, ¢.3402delC wu ¢.2304insC (myTtamnuu

€.3207C>A, ¢.3190G>A nerextupytrorcs merogom MLPA-ananu3za, Mytanuu
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c.3402delC, ¢.2304insC  —  wmerogom  [IJIA®-anammza). CymmapHas
MH()OPMATHBHOCTh JaHHOTO JUATHOCTUYECKOTO MPOTOKOJIA MCCIICIOBAHUS CPEan

poccuiickux 60JIbHBIX cocTaBiseT 58,9%.

J171s1 BepHOUM MHTEpIIpETAllUU PE3yJbTaTOB aHAIN3a HEOOX0AUMO IIOMHUT,

4TO OOHapykeHue y OOJBHOTO pAacIpOCTPAHEHHOW MyTallud Ha OAHOW M3 ABYX
TOMOJIOTUYHBIX XPOMOCOM CaMO IO ce0e He MO3BOJIAET C JOCTOBEPHOCTHIO
MOCTaBUTh JIMATHO3, HO TMPU HAIMYMKA XAPAKTEPHBIX KIMHUYECKUX U

OMOXMMHYECKUX M3MECHECHHUH SIBISIETCS BECOMBIM APryMCHTOM B IIOJIB3Y AXMAIrHO3a

«60one3nb Bunbcona-KonoBanoBa». Ecinn y 60bHOTO OOHApY’>KEHBI JIBE pa3HbBIC
myTtanuu reHa AT®-a3pl 7B, unm ogHa W Ta K€ MyTaluudsi B TOMO3UTOTHOM

COCTOSAHHNHA, TUArHO3 IIOATBCPIKAACTCA.

Kommnekcunas JIHK-gmarHoctnka B CEMbSX BKIIOYAeT B Ce0s IOMCK

HamOoJiee PacpPOCTPAHEHHBIX MyTaluii y 60716HOTO U KocBeHHYy10 JIHK-

JWArHOCTUKY Ul JPYIMX JETEU TOM K€ CYNPYKECKOW mapel. B ciydae ecnu B
KJIIMHUYECKOM JIMarHo3e OOJIbHOTO peOCHKa HE BO3HUKAET COMHEHUM, OJHAKO

IPUYUHOM 3a00JIeBaHUs HE SIBJSIOTCS YacThie MyTaluu, kocBenHnas JJHK-

AUArHoCTUKa ITO3BOJIACT ONPCACIINTL, YHACICAOBAINW JIM APYTIrHe ACTH B CEMbLC

XPOMOCOMEI 13, coBImamaronue ¢ XpoMocoMaMH O0JLHOTO peOeHKa.

JlabopaTopHbBIil 1 HHCTPYMEHTAJIBHBIN KOHTPOJIb JIeYeHUS
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B xauecTBe OCHOBHBIX OMOXMMHUYECKHUX TECTOB JJISl OLICHKH 3((HEKTUBHOCTH
JIeYEeHUs1 HEOOXOIMMO HCIOJIb30BaTh KOHLEHTPALUIO CBOOOHON MEIN ChIBOPOTKU
KPOBH U CYTOUHYIO KCKPELMIO MEIU C MOYOH, a ITPH JICUEHUH TperapaTaMy UHKa
— TaK)Ke CYTOYHYIO JKCKpeluio IuHKa ¢ Modou. [lpu abmomunameHOi (opme
JOTIOJIHUTENBHO 11€7IECO00pa3HO UCCIEN0BaTh aKTUBHOCTh TpaHcamuHaz u MHO,
npu 1uepedpanbHoil  (popMe — ypoBeHb Meau JUMKBopa. [ oueHKH
nporpeccupoBaHusi 1upposa (¢pubpo3a) Me4eHHM METOJOM BbIOOpa SBISETCS

9JIaCTOMCTPHA IICUCHU.

JI71s1 CBOEBPEMEHHOTO BBISBIICHUSI MOOOYHBIX I(P()EKTOB XEIATHOM Tepanuu
HEO0OXOJAMMO KOHTPOJIMPOBATh KIMHUYECKHI aHalIW3 KpOBU (BKJIOYAs ypOBEHb

TPOMOOILIMTOR) ¥ OOLIEKIIMHUYECKUM aHAJIN3 MOYM B Hauaje JCYCHUs Kaxable 3

OHA, IIOTOM KaXXAYI0 HCACIIIO B TCUCHUC MCC:AlLld, 3aTCM 1 pa3 B 2 HCIOCJIN B TCUCHUC
IICPBLIX 6 MCCALCB JICUCHU, B ,Z[ElJ'IBHGfIHIGM — CKCMCCAYHO, OMOXMMUYECKHE

nokasarenu KpoBu (oOuuit ounupyoun, AnAT, AcAT, menounas docdarasa,

KpeaTWHWH, MOYeBHHA) B (pa3y Hauana Tepanuu — 1 pa3 B 3 Mec., B MOCIEAYIOIIEM

— 1 pa3 B monrona. He pexe, yeM 1 pa3 B rog oCymecTBIATh pEHTTEHOJIOTHYECKOE

UJIY YIBTPA3BYKOBOE MCCIICIOBAHUE TTOYEK U MOYEBBIBOISIIIUX Ty TEH.

Jleuenue

OcHoBHbIMM ~ MeTodamMu  JieueHuss BbBK  sBmsercs  nmpumeHeHue

MEIbITUMUHUPYIOIINX MPENapaToB, COOMIOEHNE CTPOTON TUETHI CO CHUKEHHBIM
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KOJIMYECTBOM MCIM B pallMOHE U, IIpH H€06XOI[I/IMOCTI/I, IMPOBCACHUC

TpaHCIIaHTAllUX IICUYCHU.

HCHBI-O TCpalluu B OecCUMITOMHOM CTaJIluH Pa3BUTHUA 3a00J1eBaHUS SIBJIICTCS
MpcaoOTBPaAICHUC  IIOABJICHUA  IIPHU3HAKOB 3a00JeBaHusI U HOpMaJIn3alu:d
HU3MCHCHHBIX J'Ia60paTOpHBIX HOKaBaTeHeﬁ; B CTaauu KIMHHNYCCKUX HpO?IBJIeHI/Iﬁ -
CTa6I/IJ'II/IBaHI/IH N YaCTU4YHad pPErpeCcCusd OCHOBHLIX CHMIITOMOB 3a00ICBaHus U

HOpMaJIM3alus J1abOpaTOPHBIX MOKa3aTesel..

Becw nepuos eueHust MOXHO pa3ouTh Ha 2 (das3bl: HauanvHyio ¢asy u ¢azy
noooepxcusaroweri mepanuu. Kpumepuem nepexooa Ha nooOep HcusarOuiyro

mepanuio ae6asemcia HopMajinu3anus Iokasareyieii ooMeHa MCIH IIpHU 2-X

IMOCJICAOBATCIIBHBIX HMCCIICAOBAHUAX, BBIIIOJHCHHBIX C HHTCPBAJIOM B 3 mMmec.:

CHIDKEHHE YPOBHSI CBOOOIHOM Meau (< 1,6 MKMOJIB/IT) ¥ OTpHIIaTeIbHAs poda ¢ d-
NEHUIIMUIAMUHOM (TIOBBIIIIEHUE SKCKPEIMU MEeIu C MOodYoi Ha (oHe mnpuema

TecToBOM 70361 (500 Mr ~ 7 Mr/kr Macchl Teja) d-nerunmmuiamuia < 500 MKr/cyT.

X 1,73M2 nmu < 8§ MkM/cyT. x 1,7 3M2). Hopmanu3zanus nokasareneit oOmMmeHa meau
CBUJIETEIBCTBYET OO0 MCTOIIECHWM 3alacoB MEAM B OpraHu3Me (3a MCKIIOYEHUEM
[HC). O0Gb4HO cOnpoBOXKAAECTCS HOPpMAIU3alMEd aKTUBHOCTH TPAaHCAMHUHA3
(AnAT, AcAT), uto sBIAETCS MPU3HAKOM BOCCTAHOBJIEHHUS IEJIOCTHOCTH KJIETOK
MIEYCHH.

Auera

MC}IB COACPIKUTCA BO BCCX IIMHICBLBIX IIPOAYKTAaxX, IIO3TOMY IIOJIHOC

HCKJIIOYEHHE €€ MOCTYIUIEHUs C MHIEeW HEBO3MOKHO. Kpatko nuety npu ['JI/1

49



MOXXKHO  OXapaKTepu30BaTh KaK  MOJOYHO-pacTHTENbHYI0. PexomeHnmyercs
WCKITFOUCHHUE TIPOIYKTOB, COACpKAaHWE MEIW B KOTOPBIX mpesbimaeT 0,5 mr/100r
(Tabu. 5), TakuX Kak TpuObI, pakooOpa3HbIE, MOJUTFOCKH, OPEXH, IIIOKOIa/, I€YeHb U
apyrue CcyOmpoayKThl, OCOOCHHO B HadalbHOM (aze Tepanuu (CyTOUHOE
noTpebyieHre Meau B ATOT MEPHUOJ| HE JOJDKHO mpeBblaTh 1 mr/cyt). Kpaiine
OCTOPOKHO HY>KHO OTHOCHUTHCSI K IMOJMBUTAMUHHBIM IpernaparamM, COAepKalluMm

MHUKPOIJICMCHTEI, ITUIICBBIM I[O6aBKaM, cpeacrtBaM UCKYCCTBCHHOI'O ITMTAHUA.

MHorre W3 HHX COAEPKAaT CYTOYHYIO HOPMY IOTPEOJICHUS MEIH B3POCIBIM
YeJI0BEKOM (2 MI/CYT.) U, TIO CYIIECTBY, SIBJIISIFOTCS TOKCUYHBIMH JIJIsl TIAIIUEHTOB C
BBK. Nmerorcs coolmieHus 0 TOM, YTO y BereTapuaHIleB HaOIoAaroTcs Ooliee
MO3MHUN N1e0r0T 3a00JieBaHUS W MEUICHHOE TporpeccupoBanue. OmHAKO, IS
KOHTPOJISl 32 00JIE3HBIO TOJIBKO COOJIIOJICHUS TUEThl HeAaocTaTouHo. [Ipu Hanmuuuu
IIEHTPAJIN30BaHHOTO BOJOCHAOKEHHUS KOHTPOJUPOBATH COJICPYKAHUE MEIU B BOJIC
HEe TpeOyercs, TOorJa Kak MpH HAIMYUM KOJOJIEB, CKBAXHH W JPYTrux
WHIUBUIYyAIBHBIX ~ WUCTOYHHKOB BOJOCHAOKEHHWS HEOOXOIMMO  OMpPEAeTATh
KOHIICHTpPAIIMI0O MEId B BOJIE M, TMPH HEOOXOIUMOCTH, HCIIOIh30BAThH
cooTBeTcTByOmMe (ribTpel. Crenyer Takke wH30eratb XpaHEHHWs] IHINA B

MEAbCOAEPKALIEH MOCY/IE.
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Tabmuna 5

Copepxanue Meau B mpoaykrax nutanust (Mr/100 r mpogykra)

IpoaykTbl Conep- IIpoaykTbl Conep-

JKaHue JKaHHe
IleyeHb Tpecku 12,50 |I'pymm 0,12
Kakao-nopomox 4,55 |Canar, noMHI0PBI 0,12
IleyeHnb roBAKbA 3,80 [CraBpuna 0,11
Kaabmap 1,15 |s6moku, mope s0109HOE 0,11
DYyHAYK 1,15 |Myka p>xkaHas, cesiHast 0,11
TI'opox 0,75 |Ilepen kpacHBIN U 3€TCHBIN CIAAKUN 0,10
MakapoHbl, B.C. 0,70  |Orypusl 0,10
Kpyna rpeuneBas 0,64 |Myka mmeHu4Hasi, B.C. 0,10
Opexu rpemnkue 0,53 |Cok TomatHBI! 0,10
Kpyna oBcsinasi 0,50 |[CpunmHA )upHas 0,10
ITacta TomarHas 0,46 |Cyxapu 0,09
Cepjiie ¥ TOYKU FOBSKbH 0,45 |Jlyk 3e5eHbId U pemyaThlil 0,09
Kpymna «I'epkynecy 0,45 |[Crip «I'omtaHacKuii» 0,09
Kpyrma niennast u sqHeBast 0,37 |Crip «Yemnep» 0,09
H3zrom 0,36 |Crip «IlomexoHCKHii» 0,09
X7neb NICHHYHBIA 36pHOBON 0,32 |Sliio xypuHOe 0,08
Hpoxxu 0,32 |Cpip maBneHbIi 0,08
Kpymna nepnosas 0,28 |MopKoBb 0,08
Kpyna pucosas 0,25 |X1e0 nueHNnYHBIH, B.C. 0,08
bapanuna 0,24 |Bunorpan 0,08
Myka prkaHast 0,23 |Kypa 0,08
X71e0 pxKaHoi 0,22 |Kamycra 6enokodaHHas 0,08
KoHcepBbl pbIOHBIE B Maciie 0,21 |TBopor, OpbIH3a 0,07
Konuna 0,21 [Kpyma manHas 0,07
Mo3ru roBsiKbU 0,20 |AnenbcuHbl, rpeUnIPPyKTHI 0,07
Konbaca nomykormaeHast 0,18 |Ceip «Pokdopy» 0,06
Cocucku, Koybaca BapeHas 0,18 |CauBku cyxue 0,06
ToBsiaHa 0,18 [Coxk s06mounbIi 0,06
Myka nieHuyHas, 1c. 0,18 [Crip «Poccuiickuiiy 0,05
TrikBa 0,18 |Crip «Ilpubayntuiickuii» 0,05
Penuc, penbka 0,15 |Ilepcukwu, apOy3, AbIHS 0,05
Tpecka 0,15 [Cox BuHOTpa HBII 0,04
Kaptodens, cBekna, OakiakaHbl 0,14 [MoJioKo crynmeHHoe 0,03
AOPHUKOCHI 0,14 |Budmugoaakr 0,03
baron, Oynka caoOHas 0,14 |[(CaunBku 0,02
X11eb nmeHnYHbIN, 1c. 0,13 [Cmerana 0,02
Msico KpoJIHKa 0,13 [MopoxkeHoe cIUBOYHOE 0,02
I"oponiek 3e1eHbll, YECHOK 0,13 |Kedup, npocTokBama 0,01
KnyOHuka 0,13 [|MacJjo cauBo4YHOE 0,01
Monoko cyxoe 0,12
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XejiaTHas Tepanus

OcHoBHbIM 35ieMeHTOM Tepanuu bBK sBngercsa xematHas Ttepanus. Ha
JTaHHBIA MOMEHT B mupe aiist jieuenust ['JI]] (6one3nu Bunbcona-Konosanosa)
UCIIONIL3YIOTCS  CIICIYIOIIME  KOMIDICKCOOOpasyromue  mpemnaparbl:  d-
MEHUIIWJUTAMUH, TPUEHTHH, TETPATUOMOINOAAT U YHUTHOJ. M3 TabreTnpoBaHHBIX
JICKApPCTBEHHBIX cpecTB B PD 3aperucrpupoBansl npenaparsl d-meHUIMIIaMUHA,
TOTOBUTCS PETUCTPaALIUs TPUCHTHUHA.
D-nenuyunnamun

D-nenunumiaMuH — MEPBBIM U3 TMpenapaToB KOMILUIEKCOOOpa3oBaTelei,

KOTOPBIM HavaJl ucnodib3oBatbes npu bBK. IMenHO ¢ HawanoMm ero npuMeHeHus B

1956 roay cBsi3aHO KapIMHAJIBLHOE U3MEHEHHUE MPOTHO3a MTPHU JAHHOM 3a00JICBaHUU.
®dopmMa BBITTyCKa: TAOJIETKH, MOKPHIThIE 000JI0UKOM, 110 250 Mr, B yITakoBKe

15 ., mo 2 ynakoBke B kopoOke uiu 1o 100 mt. Bo dhimakone; karncyssi 1o 150

unu 250 mr, B ymakoBke 50 kamcyn. B Hacrosimiee Bpems B I'ocygapcTBEeHHOM
peecTpe JIEKapCTBEHHBIX CPEACTB COAEPXKUTCS HUHPoOpManuss O Tpernapare
Kynpenun® (Tesa @apmaneBtuueckue [peanpusarus Jita., U3panis),
peructpaunonubeii  Homep II Nel3649/01, 3apeructpupoBan 08.10.2008,

nepepeructpupoBan 15.01.2013 r. [Ipenapat Bxoaut B nepeuens JKHBJIII.

D-HCHI/IHI/IJ'I.HaMI/IH ABJIACTCA OAHUM M3 CaMbIX MOIITHBIX, HO HECE/1eKMUGHbLX,
KOMILICKCOHOB, HMMCIOIIKUX BBICOKOC CpPOACTBO K ABYXBAJCHTHBIM MCTaJlJIaM,

MMpCKAC BCCTO MCAN U IMUHKY. HpI/I €Iro BBCJICHHH B
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OpraHHU3M MPOUCXOAUT ObICTpass MOOWIHM3AIMSA MEAW U3 TKaHEH W ANUMUHAIUS C
MOYOM B BUJI€ KOMIUIEKCA MEIb-TICHULIAIIIIAMUH.

OH OBICTPO BCACHIBACTCS U3 JKEITYAOYHO-KHUILIEYHOI'O TPAKTa C IBYXITHUKOBOH
KpuBOW abcopOumu B kumieuHuke. [Ipu mpueme O-meHUIIUIAMUHA C TIHINCH
BCAacChIBA€MOCTh yMeHbLIaeTcss B 1enoM Ha 50%. OOmas OuoJ0oCTymHOCTH
onenuBaercs B 40—70%. ITocne BcacbiBanusi okoso 80% mpenapata HaXOAUTCS B
LHUPKYJISIUU B BUJE CBA3AHHBIX C IUIA3MEHHBIMHM O€JIKAMHU WM OJIMTONENTHIaMU
KoMIutekcoB. CBOOOgHOTO O-MEHWIWIIAMUHA B IUIa3ME€ Majo, Tak KakK OH
(opMHpYyET HEAKTUBHBIE TUMEPHI WIH CBs3bIBaeTcs ¢ uuctenHom. boiee 80%
npenapara BIBOJUTCS U3 OpraHu3ma uepes modku. [lepuos ero momyBbIBeIeHUS
cocTapiseT 1,7-7 4.

B navanbpHO# dasze Tepanuu d-TCHUITMITIAMUH 0O0BIYHO Ha3HAYACTCS B JI03€

750-1500 mr/cyT., pa3neneHHo# Ha 2-3 mpuemMa. Y neTel 103a pacCUYMTHIBACTCS Ha
KI' MacChl TeJla U cocTaBisieT 20 MI/KT Macchl Tea B CyTKH.. Tak Kak mpu mpuemMe ¢
NUIIed BcachiBaHWe O-TICHUIMIIAMHUHA YMEHBIIACTCS, Tpernapar HeoO0X0IuMO
npuHUMAaTh 3a 1 yac g0, 1160 yepes 2 yaca mnocie epl, 3anuBas Bojoi. [lockombky
M3BECTHO, YTO (-ITEHUITUITIAaMUH BBIBOJAUT MUPHUIOKCHH U3 OpraHU3Ma,

HEO0OXO0IMMO JOTIOJIHUTENIBHO Ha3HAYaTh MUPUJIOKCUH B J103€ 25-50 MT B JICHb.

Hauano mpuema d-meHUIM/UTAMHHA 9acTO COMPOBOXKIACTCS YXY/IIICHUEM
HEBPOJIOTHYECKON cuMntoMaTuky manuenTta (B 10-50% ciyqaer). OcoOeHHO 4acTo

ATO MPOUCXOAUT MpH IepedbpanbHbIX (hopmax 3aboneBanus. [lokazaHo, 4To

JTAHHBIN dbeHoMeH CBsI3aH C  TOBBIIIEHHOW MPOHUIIAEMOCTHIO
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remMatod’HIeainyeckoro Oapbepa y HEJICUYEHHBIX MAIUEHTOB C OOJE3HBIO
Bunscona-KonosasoBa. Menpb, NOCTynuBIIAs U3 TKaHEW B KPOBb B OTBET HA NIPUEM
d-nmenumumIaMrHa, OKa3bIBa€T TOKCHYECKOE BO3AEHCTBHE Ha TOJIOBHON MO3T. [1o
Mepe JedyeHus 3abosneBaHus (GyHKOUS —TemaTodHIedainyeckoro Oapbepa
BOCCTaHABJIUBAETCA, U TOKCUYECKOE JIEUCTBHUE MperapaTa yMEHbIIIAECTCS.
[TepenocumMocTh d-ICHUIIMIIAMUHA B HAYajIe JICUCHHUSI MOXKHO YIIYUIIIHTb,
Ha4YMHAs Tepanuio ¢ MUHUMAaJIbHBIX 703 mpemnapata (125-250 mr/cyt.) ¢
MOCJIETYIOUIUM NEPUOINYHBIM €KEHEEIbHBIM MOBBIIIEHUEM J103bI IIpernapara Ha
250 mr/cyt. Eme ogHuM ciocoOOM YMEHBIIIEHHUS YacTOThl MOOOYHBIX pEaKIUil B

Ha4gajic JCUCHUA ABJIACTCA IIPUMCHCHUA d-HCHI/IHI/IHHaMI/IHa Ha (1)0H€

3KCTpaK0pnopam>H0ﬁ I'CMOKOPPCKIHH.

AJIEKBaTHOCTb ~ JICYEHHsI JOJDKHA MOHUTOPHUPOBATHCA  IOCPEICTBOM
M3MEpEHUS CYTOUYHOM 3KCKpEUH Meau ¢ Mouoil. [o3a npenapara agekBaTHa, eCiu

CyTO4YHAaA SKCKpCUusAg MCIH C MOYOM Ha (I)OHG ImpucmMa d-HeHI/II_II/IJ'IJ'IaMI/IHa HaxXoaAuTCsA

B uHTepBaie ot 500 no 1000 mkr/cyt x 1,73 M wm 8-16 MKMOJIB/CYT X

1,73 m°. Econ CyTOYHas dKCKpenus Meau ¢ Modoit Beimie 1000 Mxr/cyT. x 1,73 G
(16 mxmomnb/cyT. x 1,73 MZ), JUTSL IPO(PUIIAKTUKY TTOPAKEHUSI TIOYEK HEOOXO0IUMO

CHIDKEHHUE 103bl. MAKTUUECKU peUb HWJET O TATPOBAHMU J103bI mpenapara. I1o mepe
BBIBEJICHUSI M30BITKA MEIU M3 OpPraHM3Ma B XOJI€ JICUCHUs] CyTOUYHAsl DKCKpPEIus

Meau cHuxkaercs. B a3y nonnepkuparonieii Tepanuy OHa J0JKHA K0JIe0aThCs OT

200 mo 500 mkr/cyt. x 1,73 M2,
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Eme onuum xkputepuem 3(PGHEKTUBHOCTH JIEUECHUS SBISETCS CYyTOUYHAs

IKCKPEIHs MEIA C MOYOH mmociie 2-X aHei orMeHb! d-nennmmuiamuda < 100

MKT/cyT. X 1,73 WMo wm < 1,6 mxmomb/cyt. x 1,73 M HOpMaJIU3aLus

KOHIICHTPAIIMU CBOOOTHOM MEIH CHIBOPOTKH.

Ilobounvie a3¢pgpexmor.  OCHOBHBIM  HEJOCTATKOM  d-TIEHUITMILIAMUHA
SBJISIIOTCSL  €M0  MHOTOYHCIICHHbIe MMo0o4HbIe 3¢ dekThl (Tadm.6), KOoTophie
HaOmonarotes B 20-30% ciyuaes. [lonararoT, 4To OOJIBIIMHCTBO U3 HUX CBSI3aHBI C
HECEJIEKTUBHOCThIO (HecnenupuyeckuMu 3(pPeKTaMu CHUKEHUS KOHILIEHTpaluu
Menu) ynaneHus mead. Kpome memu O-MEHUIMIUTAMHH CIIOCOOCH CBSI3bIBATH W

BBIBOAWUTH U3 OpraHrM3Ma MHOTHC APYI'MC MHUKPOIJICMCHTBLI, U IMPECIKIC BCCIo MUHK.

CuMITOMBI TUIIOMHKPOIJICMCHTO30B U IMOOOYHBIC B(b(l)eKTBI d-HeHI/II_[I/IJIHaMI/IHa BO

MHOI'OM COBIaaioT (TadiI. 6).

Tabmuma 6

ComnocraneHue mo6ouHbIX 3((HeKkToB d-TEHUIIUIITIAMUHA C CHMITOMAMH
TUTIOMHKPODJIEMEHTO3a

DJEeMEHTBI, C U3BECTHLIMH
[To6ounsIi 3pdhexT d-neHnmuIaMrHA aQHAJOTUYHBIMU CUMIITOMaMHM
THIIOMHKPO3JIEMEHT03a
AHOpekcus Mg, Zn
TomHoOTa, pBOTa Mg
[napes Mg, Zn
A]TO3HBIN CTOMATUT, ITTOCCUT Zn
JlepmatuT, sK3eMa, KOXKHAs ChIMb Zn, Mn, Se, Ni
Hckaxxenue BKkyca Zn
Hepanruu, nepudepuieckue HEBpOnaTuu Cr
NmmyHogepuimt Mg, Zn, Se
AnemMus Zn, Co, Ni
AJlJIeprudeckue peakiuu Zn, Mn
ApTpanrumn Ca, Mn, Se
Muanrum, MBIIIIEYHBIEC CIIa3MbI Ca, Mg, Mn
OcTeonopo3 Ca, Mn
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Hcxonss w3 3TOro Ui yMeHbIIeHHs MOOOYHBIX 3(dekToB d-meHumuIaMuHa
HEOOXOJAMMO MOHUTOPHUPOBATH TEPANMUI0 W HCIOIb30BAaTh €ro MHUHUMAJIbHO

3¢ pexTUBHYIO 103y, KOMOMHHPOBATH €r0 UCIIOIH30BAHUE C TIPermapaTaMu IMHKA

(3TO HY’KHO HC TOJIBKO IJIs1 YMCHBIICHU BCACBIBAHWA MCIH B KUIIICYHUKC, HO U IJI1

KOMIICHCUPOBAHUHU IMOTCPb HMHKA IIPHU TCPpAITHUU XCJ'IaTaMI/I).

BaxxHbIM MOMEHTOM MJI1 YMCHBIICHHA KOJHUYCCTBA ITOOOYHBIX 3(1)(1)6KTOB

Tepanuu sIBJISETCS CBOEBPEMEHHBIN MEPeX0/1 K MOJACPKUBAIOIICH (a3e JedueHus

(cHmxenue 1036l d-neHuruIaMuHa 10 250-500 Mr/cyT. UM Iepexo 1 Ha TPUCHTHH,
WIA TepexoJ Ha mnpenaparbl IuHKa). [lokazaHumem K mnepexomy sBIsSETCS
OTpHIIaTeNIbHAs MpoOa ¢ J-MEHUIMUIAMUHOM W HOPMAIHM3alus KOHIEHTPAIHH

CBO60I[HOﬁ MCIU CBIBOPOTKH B 2-x IMIapHBIX C UHTCPBAJIOM B 3 Mec.

1 o o
uccienoBanusx ooMena meau . CTONKOe YMEHbBIIIEHUE CYyTOUYHOM AKCKPEIUA MEIU
c MoYod Ha (OHE BBICOKOW 03Bl O-NIEHUIMIUTAMUHA CBUJACTEIBCTBYET 00
HCTOIIICHUU TKaHEBBbIX 3amacoB meau (3a uckimodenuem IHHC). 3ana3npiBanue co

CHHMKCHHUCM OO03bI B 3TOT IICPHOI MOKCT CIT0COOCTBOBATH ITOBBIIIICHUIO 9KCKpCIUU

C MOYOH APYIrux OSJICMCHTOB M IIOBBLIIIATH BCPOATHOCTH PA3BUTHA MOOOYHBIX

s dekToB.

CBOEBpEeMEHHBIN TTEPEX0]] Ha MOJEP>KUBAIOIIYIO TEPAITUI0 OCOOCHHO BaXKCH

y lICT@fI. 3amnacel MCIH B OPraHu3ME y HUX CYIIECCTBCHHO MCHBIIC, YEM Y B3POCJIIBIX

! Ipasunvro nposedennas ompuyamenvras npooda ¢ d-neHuyurIamMuHom npu
NOBBIUEHHOU KOHYEHMPayuu c60000HOU Medu ceudemenbcmayem 0 HeaghdeKxmueHocmu
npenapama u s181semcs NOKA3aHuemM K e20 3aMeHe Ha npenapam opyeoi napmuu uiu
opyeoul hupmuvl npouzsooumels.
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U UX HUCTOLICHUC IMPOUCXOIUT 6BICTpCe, T.K. 4aCTb MCIU HCIIOJIL3YCTCA Ha POCT

OpraHusma.

HpOMH@OVlOKClS’ClHHﬂMH K IIPUMCHCHHUIO d-HGHI/IHI/IHHaMI/IHa SABJIOTCA

AI'PaHyJIOLUTO3, ITOYCUYHAA HCAOCTATOUYHOCTh, HAPYIIICHUA I'CMOII0334a,

IMOBBIIICHHAA YYBCTBHUTCIIBHOCTDL K d-HeHI/IHI/IHHaMI/IHy U JpyruM KOMIIOHCHTaM

npernapara.
B cayyae nosiBieHuss moOO4YHbIX 3((PEKTOB, O KOTOPBIX MHALUMEHT O0SA3aH
COOOILUTE Bpauy, J€KapCTBEHHOE CPEACTBO CIEYET HEMEJIEHHO OTMEHUTD, a

ITOCJIC UX IMPCKPAIICHUA €T0 MOKHO I10 pCIICHUIO Bpada IPUMCHUTL ITOBTOPHO,

HayMHas ¢ caMoil HU3KoM 103bl. ClieryeT coOI01aTh MEpPhI IPEIOCTOPOKHOCTH MPU
OJTHOBPEMEHHOM MPUMEHECHUH (-TICHUIMIUTAMHHA ¥ IPOTHBOBOCHAIUTEIIBHBIX WU

IPYTUX CPEACTB, KOTOPhIE MOT'YT BbI3BaTh HapyIIeHUs! (PYHKLIIMH KOCTHOT'O MO3Ta.

[laniuentam ¢ HapymeHUsIMH (GYHKIUHA TOYEK CIEAYeT COOTBETCTBEHHO
CHIXKATh JI03Y JIEKaPCTBEHHOI'O CPEACTBA U IPUMEHSATH €TI0 C OCTOPOKHOCTHIO. B
cilydae pa3BUTHS Ha (POHE JICUCHHS JIMXOPAJKU, HApACTaHHS MPOTEHHYPHH,

IMMOABJICHHA I'EMaTypPHH, ITOPAKCHUA JICTKHUX, BRIPAKCHHBIX I'€MATOJIOTHYCCKUX HUIIN

HEBPOJIOTUICCKUX HapymeHI/Iﬁ, MHWACTCHUYCCKUX CUMIITOMOB, 'TCMAaTYpPHH,

BOJTYAHOYHO-TIOIOOHBIX PEAKIMA WM JAPYTUX TSOKEIbIX TMOOOYHBIX pPeaKIuit

nmpenapat OTMCHAIOT U IIPU HCO6XOJII/IMOCTI/I Ha3Ha4aro0T INIFOKOKOPTUKOCTCPOUIBI.

B ciyuae pa3zButus n301UpOBaHHOM MPOTEMHYPUH, ECIIM OHA HE HAPACTAET U HE
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IMPCBLIIIACT 171/ JI, JICUCHUC d-HeHI/IHI/IJ'IJ'IaMI/IHOM MpoaOJIZKAKOT, B APYTUX CIOydaiaX -

OTMCHSIOT.

Tpuenmun

TpueHTHH (TPUATUIIEH TETPAMHUH IUTHIPOXJIOPUI, WU 2,2,2-TeTpamuH),

ABIIIETCS TPEACTABUTEIIEM CEMEHCTBAa XEJaTOpOB C  IMOJIMaMUHOMOJOOHOM
CTPYKTYpod. XWMHYEeCKH OH omin4aercs or d-meHunmuiamuHa. B Hem
OTCYTCTBYIOT CYJIb()THIPUIBHBIE TPYIIIBI U MEJlb XEIATUPYETCS C POPMHUPOBAHUEM
CTaOMUJIBHOTO KOMILJIEKCA C YEThIPbMS COCTABIIIOIIMMHU MOJIEKYJIaMHU a30Ta B
IJIOCKOM KOJIBILIE.

®opma Beinmycka: karcyinsl o 250 mr uinu 300 mr, B ynakoBke 100 kancyi.
B nacrosmee Bpems B PO He 3apeructpupoBaH.

Kak n d-HeHI/II_[I/IJ'IJ'IaMI/IH, TPUCHTHUH YCHUIINBACT BBIACICHHUC MCIH ITIOYKAMM.

JlaHHBIE O CUJIE BO3JICUCTBUS ATUX ar€HTOB MPOTHUBOPEUYUBHI U MOJI00P 103bI MOKET
ycTpanuTh paznuiry. O6a mpemnapaTta MOTYT BO3/ICMCTBOBATh HAa PA3IMYHBIC 3aachl
M€ B OpraHUu3Me.

Tpuentun npeacrapiseT codoit raddextuBHOE cpenctro ais aedenus ['J1J]

(6ome3nu Buiibcona-KoHoBasoBa) 1 0COOEHHO MOKa3aH MPH HEMEPEHOCUMOCTH d-

NEeHUIIWJJIAMUHA, a TAaK)Ke O0JIbHBIM C KIIMHUYECKUMU MPU3HAKaAaMU TOTEHIIUATbHON
ero HernepeHocuMocTH (TIpu Jr00oM 3a00JIeBaHMM TTOYCK B aHAMHE3e, 3aCTOMHOMN
CIUICHOMETAJINH, BBI3BABIIEH TSKEITYIO TPOMOOIIUTOTICHUIO,

TEHJEHIIMM K ayTOMMMYHHBIM TporieccaMm). B HekoTopbix paboTax OTMEyanoch

YCHIICHUC HeBpOHOFI/I‘leCKOI;'I CUMIITOMATHUKHU IT10CJIC HavdaJia JICUCHHUA TPUCHTUHOM,
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HO 9TH ABJICHUA BCTPCUAIOTCA PCIKE, UCM IIPHU IIPUMCHCHHUN d-HCHI/IHI/IHHaMI/IHa.

Tpuentun qokazain Takxe cBoO 3(h(PEKTUBHOCTD KaK CPEICTBO NEPBUUHON Teparuu
Jake y MalMEeHTOB C IEKOMIIEHCUPOBAHHBIM 3a00JI€BaHUEM TIEYCHHU.

Ilobounvie 3¢pghexmoi. ITlo6ounble 3hGEKTHI MpU TEpanud TPUCHTUHOM
BCTPEYAIOTCS TOpa3lo0 pexe, uYeM mnpu JedeHun d-meHumuniamuHoMm. He
cooOmiaeTcss O HaJUYUM TUIEPUYYBCTBUTENBHBIX pEAKUMH. YKa3aHUs Ha
NAHUUTONEHUIO TaKXke peaku. [IOCKOJIbKY TPHEHTHH OJHOBPEMEHHO C MENBIO
XEJIAaTHUPYeT JKEeJIe30, HEOOXOAMMO M30erarb COBMECTHOIO BBEACHHUS 3TOrO
npenapara U npenapaTroB kKeje3a, Tak Kak UX KoMmIuleke TokcuueH. [locnencreuem
U30BITOYHOM Tepanuu MOXKET CTaTh 0OpaTuMas cujepoOIacTuueckas anemus. B
IICJIOM MOKHO CKa3aTh, 4TO MOOOYHBIC peaKIii, HaOJIt0JaeMbIe ITPH Tepanuu d-
MEHULWJUTAMUHOM, YMEHBIIAIOTCS MPU 3aMEHE €ro TPUEHTUHOM, U MX pPELUIMBa
IpU JJIUTEIIBHOM MpHEME MIpenapaTa He OTMEUYAETCS.

B nauanwsHOI (haze Tepanuu TpUSHTUH OOBIYHO Ha3HAYaeTcs B go3e 750-
1500 mr/cyt., B (a3e moaaepkuBaromiet tepanuu — B go3e 250-500 mr/cyr.,
pa3feneHHon Ha 2-3 npuema. Y JeTei 103a pacCUMTHIBACTCS HA KI' MAacChl Tea U
coctasyisieT 20 Mr/Kr Macchl Tenia B cyTku. [Ipenapat HeoOxoauMo IprUHUMATH 3a |
yac 110, 1100 depe3 2 yaca nociie eapl. IdhdexT TadbaeTupoBaHHONU (HOPMBI MOKET
ObITh HECTAaOWJIEH NMPHU BBICOKON Temrmeparype Ookpyxatouied cpenbl. [IpuHnumb
MOHUTOPUHTA TEpanmuu W OICHKH e€ I(P(EKTUBHOCTH TaKUe K€, Kak Tpu

HCIIOJIB30BaHUU d-HeHI/II_II/IJ'IJ'IaMI/IHa.
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IIpenaparpl HMHKA

[Ipenaparsl HMHKA BOEPBBIE OBLIN UCIIOIB30BaHO 1 eueHus: BBK B Hauane
1960-x romoB. MexaHU3M WX NEUCTBUS OTIAYAETCA OT O-TIeHUuUMUIaMUHA H
TpueHTUHA. [{MHK CBA3BIBAET MEIb B KHMIIEYHUKE U TaKUM 00pa3oM MHAYLHPYET
HSHTEPOLUTHBI METAIOTHOHEUH — O€NoK, OoraThlii IUCTEUHOM, KOTOPBIN
MPEJCTABIACT COO0OM SHIOTEHHBIM Xenarop MeTauioB. CBs3aHHas Meab HE
abcopOupyeTcst U BBIBOJUTCS M3 opraHu3ma c kanoM. [lockoiabKy mMenp nmonajiaer B
KKT Takxke CcO CIIOHOW M JKEIYJOYHBIM COKOM TEpamus LIHUHKOM MOKET
CIOCOOCTBOBATh OTPULIATEIBHOMY OalaHCy MEOU M CHI)KATh €€ HAaKOIUIEHHE B
opranusme. LlMHK MoXeT 3>QQPEeKTUBHO NEHCTBOBATh, MHIYLHMPYs TOBBIIICHNE

YPOBHSI METAJNIOTUOHEWHA.

B nactosiiee Bpemsi B ['ocy1apCcTBEHHOM peecTpe JICKAPCTBEHHBIX CPEICTB
coaepxkurcs uHdopmanus o npenapare [{unkrepan® (Tea dapmarieBTHUeCcKUE
[Mpeanpustus JItna., U3pauns), peructparuonnsiii Homep I1 Nel1693/01-2001,
3apeructpupoBad 25.09.2008, nepepeructpupoBan 18.05.2012 r. u mpemnapare
[Hunkrepan (ITonbda, AO KyrHoBckuit hapmarieBTrueckuii 3aBo, [lonpia),
peructpannonubiii Homep 1 Ne11693/01-2001, 3apeructpuposan 25.09.2008.

[IpuHrMaeMasi 103a pacCUMTHIBACTCS B MUJUIMTPaMMax MPOCTOTO IIUHKA.

J11st B3pOCIIbIX U JETeH cTapiieil BO3pacTHOM rpyIibl oHa cocTaBiseT 150 mr/cyT.

B 3 mpueMa (fomyckaercsi 2-pa3oBbiii mpueM) 3a 30 MuUHYT 10 enbl. Mcronb3yemas
coib TMMHKa (cynbdaT, anerar WM TJIIOKOHAT) He MeHseT 3()QPEKTUBHOCTH

npcerapara, HO MOKCT ITOBJIMATH Ha €0 IICPCHOCUMOCTD. B oTHOIIEHNH TOOOYHBIX
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peakunit co ctoponsl JKKT ormeuaercs, 4yTo anerar u INIFOKOHAT IHMHKA JIy4lle
MEPEHOCUMBI, YeM CyJIb(aT, HO y pa3HbIX OOJBHBIX 3TO MOXKET BapbHpOBaTh. Jlis

MaJIeHBKHX JIeTel (Macca Tena MeHee S0 Kr) 103a cocTaBisieT 75 Mr/cyT B 3

npueMa. Jlnga gered mianmie S5 JIeT 1032 HAa JaHHbBIAW MOMEHT IIOJIHOCTBIO HE

yCTaHOBJICHA.

HpI/I COBMCCTHOM IIPUMCHCHHH IIPCIIAPATOB IIKMHKA C d-HeHHHI/IJ]HaMPIHOM

WJIM TPUEHTUHOM MHTEPBAJ MEXKAY ITPUEMOM JIOJKEH COCTABIATH HE MEHEE 2

Y9aCoB.

AJZICKBAaTHOCTh TEpalmuh IIMHKOM OIICHUBAETCS HA OCHOBE JIMHAMHKHU
KIMHUYECKUX U JIa0OpaTOpHBIX TOKazaTelel (HopManu3anus KOHIEHTPAIUH
CBOOOHOM MeaM, YMEHBIIIEHHE CYTOYHOM SKCKpelru Meau ¢ Mmodon < 100

2w < 1,6 mxmonb/cyt x 1,73 M — IIp¥ MOHOTEpANUU

MKr/cyT. X 1,73 ™
npenaparaMu 1MHKa). Ha (oHe jneueHus cyTouHas SKCKpeuus LHUHKAa ¢ MOYOU

JOJDKHA MPEBBIMIATh 2 Mr/cyT. X 1,73 M2 (30 mxmoub/cyT. x 1,73 M2).

Ilo6ounvie 3¢pgpexmur. [Ipu npuMeHEHNHN MPENapaToB IIUHKA PETUCTPUPYETCS
HE3HAYUTEILHOE KOJIMYECTBO TMOOOYHBIX peakiui. ['maBHOW W3 HHMX SBISIETCS
pasIpakeHUe CIM3UCTON 000JIOUKH KETYIKA, YTO MOYKET 3aBUCETh OT BO3/ICHCTBHS
coJii MeTaiiia. B HEKOTOPBIX paboTax COOOIIAETCS O CIy4asX MOBBIMICHUS YPOBHS
TpaHCaMWHa3 B Havasie JiedeHus. [[uHK MoxeT o0iagaTh MMMYHOCYIIPECCHBHBIM

3 PEeKTOM U YMEHBIIIATh XEMOTAKCHUC JICHKOIIUTOB.

MoskeT NpOon30MTH MOBBIIIEHHE YPOBHS CHIBOPOTOYHOM JTMTIA3bl U/UITM aMUJIa3bl 0€3

KIMHUYCCKHUX HpO}IBJIeHI/Iﬁ IMaHKpCaTuTa. Ycunenue HeBpOHOFI/I‘I€CKOﬁ
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CUMIITOMATUKN IIpyU HIPUMCHCHHMN INIHWHKAa BCTPEUACTCA PCIKO. be3onacHoCTh
BBICOKHMX 03 HOWHKA I IMAaHUCHTOB C HAPYIMICHUAMU q)YHKLII/II/I IIOYCK, IIOKa HC

oTpesieNicHa.

IKCTPAKOPIOPATbHAS FeMOKOPPEKIHA

[TokazaHus MM K  HCIOJIB30BAHMIO  METOJIOB  SKCTPAKOPIIOPaJIbHOU
remokoppekunu (II'K) npu I'lJ] (6one3nn Bunbcona-KonoBanosa) siBisitorces:
(yapMUHAHTHasE T€YEHOYHAs HECOCTOSATENbHOCTh, TI'€MOJMTUYECKUN KpU3,
JEKOMIICHCUPOBAaHHBIM  LUPpPO3 II€YEHM B pPAMKax IOArOTOBKM K €€
TPaHCIJIAaHTALIUY, HAa4yajI0 WX BO30OHOBIECHUE MEIb-2IMMUHUPYIOLIEH Tepanuu,
BHUCILIEPAJIbHBIE WJIA HEBPOJOTUYECKUE OCJIOXKHEHUS MEAb-3JIMMUHUPYIOIIEH
tepanuu. Llenbio JeyeHUs SABISETCS MaKCUMalbHO OBICTPOE CHU)KEHHE
KOHLIGHTpaluu CBOOOJHOM MEIU B CHIBOPOTKE KPOBH M KOPPEKLHUS BTOPUYHBIX

TOMEOCTATUYECKUX HAPYIIECHUMN.

Y4uThiBasi, YTO OCHOBHBIM ITATOTCHETHYECCKUM (DaKTOPOM TIOBPEIKICHUS TTPU
'/ siBnsieTcst cBOOOAHAS Me/lb, IPEANIOYTEHUE CIEAYET OTAaBaTh Nephy3MOHHBIM
orepanusM, HampaBlIeHHBIM Ha ee d(ddekTuBHOE ymameHue. Tak kak cBOOOHAs
MeJlb HaXOJUTCS B CHIBOPOTKE KPOBU B BHUJE KOMIUIEKCOB C aMHUHOKHCIOTAMH U

OJIMT'OIICTITUAAMU METOAaMHU BBI60pa SABJIIAKOTCA KOHBCKIIMOHHBIC MECTOIBI:

reMo(QuIbTPaLIUs U CEIEKTUBHAS MIa3MouibTpaius (MocaeaHssi Ipu OTCYTCTBUU
renaTo-peHaJIbHOrO0 CUHAPOMA), & TAKKE METO/IbI AKCTPAKOPIOPAIBLHOM MOAIEPKKA

neyenn: MARS (MonekymsipHas aacopOLMOHHAs peHUpPKYIUPYIOLIas
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cucrema), Prometheus (FPSA — cemapanus u amcopOuus (ppakKiMOHHPOBAHHOW
wia3Mel) W IwiazmMonuaduiabTpanus. Ilepdy3noHHbIe MPOIETYPHl HE JOTDKHBI

CHIDKATh YPOBEHb IIEpPYJIOMIIa3MHUHA, aATbOyMHUHA U ()aKTOPOB CBEPTHIBAHUS KPOBH.

O0BbeM M KpaTHOCTHh MPOIEAYpP 3aBUCIT OT KOHIICHTPAIIMHM CBOOOJHOW MEIU B

I1a3Me KPOBU U HEOOXOJMMOM CKOPOCTH €€ yIaleHHs.

CrnemyeT MOMHUTH, YTO MPU HAJIUMYUKU TEPMHUHAIBHOTO MOPAXKEHUS NEYEHU
OI'K siBnsieTcs UMb «MOCTUKOMY» K TPAHCIIAHTAIlMU TEUYEHU U JaeT OOJbHOMY
BpeMs JI0KIaTbCsl JTOHOPCKOro opraHa. CylecTBYIOIIME B HACTOSLIEE BpeMs
AKCTPAKOPIOpAJIbHBIE METO/Abl HE CIOCOOHBI TMOJHOCTHIO 3aMECTUTh (DYHKITUIO

II€4YCHHU, a 00€eCIIeYnBaIOT JIMIIH €€ NoAACPKAHNUC B TCUCHNUEC HCCKOJIbBKUX MCCAIICB.

Coueranne OI'K ¢ Tepanmeil xenaraMu MO3BOJSET MHTEHCHU(PUIUPOBATDH

yIaJICHUE MEJY U3 OpraHru3Ma U HUBEJIMPOBATh MX IMOOOYHBIC (PHEKTHI.
Kpurepusimu 3p(HEKTUBHOCTH JIEUEHUS SIBISIOTCS YIyYIIEHHE OOIIero
COCTOSIHUS, YMEHBIIICHUE BBIPAXXKEHHOCTH BHUCLEPATBHOW M HEBPOJIOTUYECKOU
CUMIITOMATHKHU (0ClIa0JIeHHE TUTIEPKUHE30B M SKCTPAMUPAMUTHBIX CUMIITOMOB,
CHI)KEHHUE  MBIIIICYHOTO TOHYCA, YIYYIICHHUE KOOPAWHAIIMKM JIBKEHUH,
apTUKYJIAINKA, TIOYEpPKa, YMEHBIICHHEM TSKECTH B TMpaBoOM Moapedepne),

CHW)KCHUC YPOBH: CBO6OI[H01>1 MCIH, HOpMAJIN3aluA JAPYIUX IoMCOCTATUYCCKUX

moKa3aTeyeu.

[Ipu mnpaBwibHOM BBIOOpPE BHUAa MEepY3MOHHON OIEparuu, TAKTUKH
WH(Y3MOHHO-TPAHC(PY3MOHHONW TEparuyd W ONTUMAJIBLHOM CXEMbl CTaOWIN3alUU

kpoBu puck nposenenust 'K y naunenros ['TJ[ cBoguTcs kK MUHUMYMY.
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TpaHcIuiaHTAUMA TTEYEHU

TpaHcmiaHTanys N€YeHH MPEACTABISIET COOON paJUKaAIbHBINA METO/ JICUECHHUS
NaIeHToB ¢ 00Je3HbI0 Buiibcona. OH nokasaH npu (yJIbMUHAHTHON TEYEHOYHOU
HECOCTOSITENIBHOCTH, a TAaKXe OOJBbHBIM C JIEKOMIEHCUPOBAHHBIM IIMPPO30M

II€4YCHHU, HC OTBCTUBIINM HAa MCAUKAMCHTO3HOC JICUCHHUC B TCUCHHUC 3

MecsneB. JloHopckasi Te4eHb HE COJIEPKUT METaboIMYecKoro aedexra,

OTBETCTBEHHOTO 3a pa3BUTHE 3a00JIEBaHMS, MOATOMY IMOCIE MEPEeCaaKu IMEeYEHU
BOCCTAHABJIMBACTCS MEXaHU3M BBIBEJCHUS MEIUW M3 OpraHu3Ma U HaOJroAaeTcs
perpecc oOpaTUMBIX CUMITOMOB 3a00jieBaHMs. BhDKMBaeMOCTh B TEUEHHUE roja
nocJie orneparuu Kojebnerca B npeaenax 79-87%, nATUNETHSS — COMOCTaBUMA C
rogoBOM. BO3MOXHO NpOBEACHUE TPYITHOW TPAHCIJIAHTALIMU WU NIEPECaIKa JOJIH

IMECYCHH OT JKMBOI'O POACTBCHHOI'O JOHOPA.

Menee omnpeneneHHbIe MOKAa3aHUS K TPAHCIUIAHTAIMA TIEYEHH HUMEIOTCS Y
OONBHBIX C BBIPAKEHHOW HEBPOJOTUUECKOW CUMITOMATHKON. Y HEKOTOPHIX
MAlMEHTOB C IICUXUYECKUMHU WM HEBPOJIOTUYECKHUMH CHUMIITOMAMU TSKECTh
MOCJIEIHUX TMOCJIE€ TPAHCIUIAHTAlUM TE€YEHU YMEHBIIACTCSA, WHOTJA CTENCHb
BBIPXKEHHOCTU NATOJOTUYECKUX CHUMIITOMOB COXpaHseTca IpexHen. Mmerorcs
IpUMEpBI CJIy4aeB YCYTyOJICHUS HEBPOJOTHYECKUX IPOSIBICHUM 3a00JIeBaHUS
MOCJie TPAHCIUTAHTAIlMHY, B TOM YHUCJIE C TTOJIHOW MHBATMAN3AIMEH OOJbHBIX.
OnucaHo TaKKe Pa3BUTHE THKEIOrO MOPaKeHUs HEPBHOH cucTeMbl (€ NOVO.

KpOMC TOTrO, y OOJIBLHBIX C IICUXUYECKHUMH IIPOABJIICHUAMUA 3a00JIEBaHUS MOJKET

OTCYTCTBOBATh MPUBEPKEHHOCTh K UMMYHOCYIIPECCUBHOM Tepanuu, He0OX0IUMON
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JJIA HpO(I)I/IJIaKTI/IKI/I p€aKimun OTTOPIKCHUSA TPpAaHCIIIaHTAaTa, 4YTO BCACT K IIOTEPC
IIOCICAHECTO.

bepemennocTs npu 0os1e3uu Buiibcona-Konosasiosa

bonesns Bunbcona-KoHoBanoBa He SBISIETCS MPOTUBOMOKA3aHUEM JIJIA
oepemeHHOCTH. Bo BpeMs OepeMEHHOCTH, a B TOCIEAYIOINIEM M B TEPHOJ
KOPMJICHHSI TPYAbIO, OTPUIATENbHBIA OalaHC MEIU KPOMe COOJIOJECHUS NUETHI U
MEIMKAMEHTO3HOW Tepanuu MOIACPKUBACTCA JTOMOIHUTEIBLHBIM PACX0JI0BaHUEM
M€Y Ha CTPOUTENBCTBO TKAaHEH TUIO/A, a B MOCIEAYIOIIEM HA JTAKTALIHIO.

HaCTYHJIeHI/IC 6ep€MCHHOCTI/I JKCJIaTCIIbHO TOJIBKO ITIOCJIC HOPMaJIM3aluu

aKTUBHOCTH TpaHCAMUHA3 U nepexoa B a3y NoANepKUBAIOIIEH Tepanuu.
JleyeHnue He NOKHO IPEKpAIAThCs, T.K. PUCK IPEKPALLECHUS JICYEHUsI BO BpeMs
OepeMEeHHOCTH MPEBOCXOIUT PUCK MIPH €r0 MPOJOJKEHUH.

K Hacrosimmemy BpeMEHW HAKOIUIEH JOCTATOYHBIA OMBIT Tepamuu d-
NEHUIWIIAMUHOM, TPUEHTHHOM, MpenaparaMy UHKa BO BpeMsl OEpEMEHHOCTH.

TeparoreHHOCTh MpemapaToB He Jo0Ka3aHa. PucCk pa3BUTHA (PyJIbMHUHAHTHOU

MEUCHOYHOM HCAOCTAaTOYHOCTH UJIU I'CMOJIMTUYCCKUX KPU30B IIPHU OTMCHE TCPAIINH

(1 KaK clIeICTBUE MATEPUHCKOW M TEpPUHATAIBHON CMEPTHOCTH) CYIECTBEHHO

IICPCBCHINBACT PUCK PAa3BUTHUA aHOMaJINi jIoaa.

Hanbomnpiuii puck TepaToreHHbIX BO3ISHCTBUIN Ha IIJI01 MPUXOAUTCS Ha |

TpUMeCTp OepeMeHHOCTH. XOTS TEpaTOreHHOE BO3AeHCTBUE (-MEHUIMITAMIAHA Ha
IUIOJ] HE J0Ka3aHO, PEKOMEHAYeTCS CHWXEHHE J03bl mpenapara B | TpumecTpe

O6epemeHHOCTH 70 250 MI WK TIepeXo]] Ha Teparvio npenapaTtamu IMHKa
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(BO3MOKHa KOMOMHALMS 3THX ITpenaparoB). [Ipogomkenue npruema npexHen 1036l
XeJIaTOB MOXET MPUBECTHU K JEPUIIUTY BaXKHBIX JJIs1 (DOPMUPYIOIIETOCs OpraHu3Ma

IJ10JJa MUKPO3JICMCHTOB.

B Ill tpumectpe yBenmuueHnue 10361 OJ-IICHUNWUIAMHHA TaKXe HE
[eJ1eCO000pa3HO. DTO CBA3aHO C TEM, YTO OH HapylIaeT CHUHTE3 KOoJulareHa W Ipu
IOPOBEICHUH KecapeBa CEYEHHs WM IEPUHEOTOMUM BO3MOXKHO YXYJIUIEHUE

3aKUBJICHUA ITOCIJICOIICPAIMOHHBIX PaH.

I[JIH HHAUBUAYAJIU3allU H BO3MOKHOU KOPppCKOUMU TCpallikld BO BpPCM:A

OepeMEeHHOCTH HEOOXO0IUMO PEryJisIpHoO (He pexe, ueM 1 pa3 B 3 Mec.)
KOHTPOJIUPOBATh J1aOOpaTOpHBIC MOKa3zaTteau oOMeHa Menu (UepyJioIia3MuH,
obmiass ¥ cBOOOIHAS MeAb CBIBOPOTKH, Oa3ajibHas W CTUMYJIMpOBaHHas d-

NEHULMJUIAMUHOM CYTOYHAs SKCKPELHS MEIU C MOYOM).

[IpuctanpHO€ BHHMAHHME HYXHO YICJSATh HAJIUYUIO  BAPUKO3HOTO
paciMpeHyss BeH nuIieBoja (MpU HEOOXOJUMOCTH KOHTPOJIUPOBATH CTEIEHb
pactmpeHusi BO BpeMsi OEpEMEHHOCTH B CIEIUATU3UPOBAHHOM YUYPEXKICHUU C
Y4aCTHUEM OMBITHOTO SHJOCKONHKCTA). [Ipy HANTM4YKMK BBICOKOU CTETIEHU PACIIUPEHUS
BEH MUILEBO/Ia PEKOMEHIYETCS UX JIMTUPOBAHUE 10 OEPEMEHHOCTH U MOCIEAYIOIIEe

THIATEIbHOE HAOII0ICHHE, 0COOCHHO Ha CTBIKE 2-3 TPUMECTPOB.

[MpuMenenne d-meHUIMIIIIAMIHA BO BpeMsI JIAKTAI[MK HE PEKOMEHI0BAHO HH
aMEpPUKAHCKOM, HHM EBPOMEHCKOM accolMalusMU 10 H3YYCHHUIO 3a00JIeBaHUN
neyeHu. OJTHaKO, B TUTEPATYPE UMEETCS JJOCTATOYHO COOOIICHH (HAKOIUICH TaKXKe

U COOCTBEHHBIH OMBIT) O MIPUEME Ipernapara BO BpeMs JIaKTaluu 6e3
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HEraTHBHOTO BO3IeHCTBUS Ha pedeHka. [loaToMy, Bce peKOMeHAAINH 110 JICUEHUIO
¥ MOHUTOPUHTY BO BpeMsi OEpPEeMEHHOCTH pAacCIpOCTPAHSIOTCS M Ha TMEpUOJ

KOPMJIEHUS TPYABIO.

Meaunko-reHeTu4ecKoe KOHCYJ/IbTHPOBAHHUEC M IIPCHATAJIBHAA THATHOCTHKA

B mro6o#i cembe, B KOTOPOM poAwmics peOCHOK C PEIKUM HACJICICTBEHHBIM
3a00JIeBaHUEM WM CEPhE3HBIMH HAPYUICHUSMH WM OTKJIOHEHHSMH B Pa3BUTHUU
HEn30€KHO BOZHUKAIOT BOIPOCHI: TOYEMY 3TO MTPOU30IILII0O UMEHHO B TAHHOW CEMBE,
KaKOBBI IIaHCBI POJIUTH 3J0POBOI0 PeOEHKA WM YTO HYKHO MPEAIPUHSATS,

JUTSL TOTO YTOOBI M30€KaTh MOBTOPEHUS IOT00OHONM CUTyalluu B Oy IyILIEM.

B Hacrosmiee BpeMs €IMHCTBEHHOW BO3MOYKHOCTBIO ITPENYIPEXKICHHUS

0one3Hn BunbcoHa ABIIIETCS MEIUKO-TEHETUYECKOE KOHCYJIbTUPOBAHUE.

bonesnr Bunbcona-Konosanosa (bBK) nacnemyercss kak ayTOCOMHO-

pelrieccuBHBIN TIpu3HaK. B aToi cBs3u poamtenn OonpHOoro BBK  sBustorcs
OO0JIMTaTHBIMU TE€TEPO3UTOTAMH, MOCKOJIbKY KaXIblii U3 HUX HUMEET MO OJHOMY
MYTAaHTHOMY QJUIEJII0 B TOMOJIOTHYHOM XpOMOCOME. [ €TepOo3uroTHbie HHAWBU/IBI B

aOCOJIIOTHOM YHCJIE CITy4aeB HE UMEIOT KIMHNYeckuX nposisaeHuit bBK (B

HCKOTOPBIX  ClIydasaXx O6Hapy}KI/IBaCTC$I CHW)KCHHUC YPOBHA CBIBOPOTOYHOI'O

HCPYJIOIUIa3MHUHA U ITOBBIIIICHHAA 9KCKPCIUA MCIIH B MO‘-IG).

B kaxmoil mocieayrolieii 0epeMeHHOCTH OpaThs U CECTPhl POJUBIIETOCS
00JBHOIO € BEPOATHOCTHIO 25% Moryt Takxke ObITh OOJdbHBIMHU, B 50% OBITH

ACUMIITOMATUYECKUMU HOCUTEIISIMU (T.€. TETEpO3UroTaMu) U B 25% poauThCS
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HCTIOPAKCHHBIMHU U HC HOCUTCIIAMU. IToToMKH OOJTBHOTO SBJISIOTCS OOJUTaTHBIMU

reTepO3UroTaMu.

[TockonbKy YacToTa reTepo3uroT B OOLIEH MOMYJSIIIUU MPUMEPHO paBHA
1:90-100 genoBek, BEpOSITHOCTH TOTO, 4TO OosbHOM ¢ BBK OyneT uMers 60JIBbHOTO
pebeHka, coctapisieT okoJo 1:180 HOBOPOKIECHHBIX.

Tak kak pHCK poauUT OOJBHOTO peOeHKa MUHUMAJbHBIM, B KadeCcTBE
aJICKBaTHOTO CKPUHHUHTOBOTO TECTa MOXET pPacCMaTpUBATHCA OMpEEICHHE
KOHIIEHTpAIIMU IIepPYyJIOMJIa3MUHA CHIBOPOTKH TIOCJIE€ JOCTHXKEHUS PEOCHKOM
BO3pacTa OJHOTO rojia (MCKJIoYasi MOIMYJISIIIUN ¢ BEICOKOW YaCTOTON POJICTBEHHBIX
OpakoB). B Bo3pacte mocie Tpex JIeT HACTOSATENbHO PEKOMEHAYETCS OBTOPHOE
OMOXMMHUYECKOE  HCClefoBaHHWE  (BKIOYAas  OMpenesieHHe  KOHIIEHTPAIUU
LepYJIOIJIa3MUHA CHIBOPOTKU M AKCKpelnuu Menu ¢ mouoit). Ecnu B ceMbe ObUIH
UACHTUUIIMPOBaHbl ~ NMpUYMHHBIE MyTauuu reHa ATP7B, aumarnoctuka

HOCHUTEJIBCTBA MOJKET OBIThH IMPOBCACHA MOJICKYJIAPHO-TCHCTUICCKUMU MCTOJaMMH.

IIpenarajbHasi OMATHOCTHKA TpU OEPEMEHHOCTU C PUCKOM POXKIACHUS
6onpHoro ¢ BBK mnpoBoguTcs myTeM MOJEKYJISIPHO-TEHETHYECKOTO aHaIu3a
(dbeTanbHBIX KIETOK, MOJYYEHHBIX MPU aMHUOIEHTe3e (0OOBIYHO OCYIIECTBISIEMbIM

Ha 15-18 Hegene 6epeMEHHOCTH) WUTH KJIETOK BOPCHH xopuoHa (Ha 10-12 Henene).

BaxxHo, 4T0OBI 00a MYTaHTHBIX aJIJIENs, SIBISIOIIUXCS MTPUYMHAMU 3a00JIeBaHUS B
JTAHHOW KOHKPETHOU ceMbe ObLIN UICHTU(DHUIIMPOBAHKI 0 MPOBEACHUS TOPOIOBON

AUAarHOCTHKH.
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IpenmmuianTaumonnas reHerudeckasi amarnocruka (I1I'1) bBK moxer
OBITH BEIOOPOM B CUTYaIlMH, KOT/Ia B CEMbE YK€ UACHTU(PUIIMPOBAHBI TPUUYUHHbIE
MyTauu. OHaKO B CBS3U C BO3MOKHOCTBIO JICUEHMS 3a00JIEBaHMS 3alpOChl HA

IIT"/1 He Oy xyT BOCTpeOOBAHHI.

Pexomenayembie 00c/ie10BaHNS

VYuuThIBas CHCTEMHOCTb M IPOrpecCUpyrolliee TedeHHe 3a00JeBaHUs U
BO3MOKHOCTb Pa3BUTHs HOBBIX BUCLIEPATIbHBIX IPOSBICHUHN C BO3PACTOM,
naiueHTsl ¢ Oosie3Hpl0  Bunbcona-KoHoBanoBa [OKHBI HaxOOUTBCS O]
MOCTOSIHHBIM HaOJIOAEHUEM Bpaya, KEJNaTebHO UMEIOIIEro ONBIT BEICHUS TAKUX
00bHBIX. CHIUCOK MCCIEA0BaHUMN, KOTOPblE HEOOXOJUMO POBOJAUTH UCXOIHO U B
JUHAMUKe, NpUBeJeH B Ta0i.7. HTepBalibl MEXy MCCIEOBAaHUSIMU MOTYT OBITH

COKpAIIIEHBI C YYETOM T€UEHUS 00JIE3HU Y KOHKPETHOT'O OOJILHOTO.
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ITnan oOciaenoBaHus U HAOIIOIEHUS ITAIIMEHTOB C

Ta0muma 7

6one3nbio Bunbcona-KonoBanoBa B HauanbHyIO (ha3y Tepanuu

Hcxonno .
[Tokazaresnb, METO UCCIIEIOBAHUS (u mo Hayana Kamz[i,m Ka}mb;e Ka)mbée Kaxcere
Tepanun) MeC 3 mec 6 mec 12 mec
AHaMHE3, KIIMHUYECKUE CUMIITOMBI + + + +
dusukanpHOE 00CIeI0BaAHNE + + + +
(TepaneBTOM, HEBPOJIOTOM)
OOmuit aHaIM3 KPOBU C TPOMOOITUTAMU + + + +
OOLIEKTHHNYECKUN aHAJIN3 MOYHU + + + +
brnoxumMuyeckue mokazaTeiu, + + +
XapakTepusyronme GyHKIUIO TEYCHH
(ampOyMuH, OOIIHI 1 IpsIMOi OMITHPYyOUH,
mienoyHas ocdaraza, ATAT, AcAT)
Anbdaderonporent + +
[Toka3zarenn CBEPTHIBAOIIECH CUCTEMBI + + +
kpoBH (nporpomOuH, MHO, pubpunoren)
OO6m1as Meab CBIBOPOTKH +
[lepysomiazmMuH CBIBOPOTKHU + +
HeuepynomiazmMuaoBas (CBOOOHAS) MEIh +
CBIBOPTKH
CyTouHast IKCKpeIus MeIn ¢ MOYOi + +
[Ipo6a ¢ d-nmeHUIMILIaAMIHHOM + + +
CyTouHasi S5KCKpenys [IMHKA C Moq0ﬁ4 + + +
Konnenrtpanus meau B J'II/IKBOpeb + +
bruoxumMmnueckue nokasarTenu, + + +
XapaxkTepu3yromme QyHKIU0 MoYeK
(KpeaTHHWH, MOYEBHHA)
MuxkpoansoyMmunypust/ + + +
IPOTEUHYPHs (CyTOUHasi noTepst 6enka)
Ammnnasza, numasa’” +7 + +7
KoHcynbTanus okynucTa ¢ + +
0 TaTIbMOOMOMUKPOCKOMIHEH
V3U neuenu + + +
KT nmu MPT neuenn + +
DJIaCTOMETPHS IEYEHU + +
KT unmu MPT romoBHoro Mosra (Jrydiie + +
MPT)
Rh wan Y3U nouek u MBII + +
JIHK nmarnoctuka +

1
— B IIepBbIE 6 MECAIIEB TePAIHH,
‘_ g HavdaJIbHYIO (pa3y Tepamu,

— B a3y nojiep>KUBaroIIel Teparnuu,

4_ NIPU TepaIvy npenapaTamMy [UHKA,
°_ pH 11epeOpabHBIX (OpMax.
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[Ipunoxenue

@Dopmy.Jibl AJI4 pacuyera miomaau nosepxuoctu reaa (IIT)

— ®opmyna Mocrtemnepa (Mosteller, 1987):

HHT(MZ) = \/izec(Kr) x poct(cMm) + 3600 ‘

— ®opwmyna /[ro0ya u Irodya (DuBois & DuBois, 1916):
HHT(MZ) =0.007184 x Bec(Kr)O'425 X pOCT(CM)O'725
— ®opmyna Jlro0ya u Jro0ya (Mmoaudukamus):
TIIT(M%) = Bec(xr) "*2° x poct(em)’ 2 + 139.2

— dopmyna Xeiikoka (Heycock, 1978):

TIIIT(M?) = 0.024265 x Bec(kr)° 38 x poct(cm)’ 3964

— @opmyna I'exana u Jxopmxa (Gehan & George, 1970):

TIIIT (M) = 0.0235 x Bec(kr)” 14 x pocr(cm)?42240
— ®opwmyna boiina (Biyd, 1935). Buumanue! Bec ykazan B rpammax:

TIIT(M?) = 0.0003207 x Bec(r)(-7285 - 0.0188 log, ; Bec(r) 16 cp(cm)0-3
— @opmyJa Oyazumoro (Fujimoto, 1968):

TIITT(m%) = 0.008883 x poer(em)% x pec(kr)*#4
— ®opmyna Takaxupa (Takahira, 1925):

HHT(MZ) =0.007241 x pOCT(CM)O'725 X Bec(Kr)O'425
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