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BBEJAEHHUE

bone3ns Bunbcona — KoHoBasoBa — BpOXIEHHOE HapyllleHUE MeTaboau3Ma Meu,
OPUBOASIIEE K TSKEJICUIIUM HACJIECTBEHHBIM OOJIe3HSIM IIEHTPAJIbHONM HEpPBHOMN
CUCTEMBbl U BHYTpeHHUX opraHoB. Jluarnoctupyercs y 5-10 % O0OnbHBIX HUPPO3OM
[IEYEHU JOLIKOJIBHOIO M IIKOJBHOIO BO3pacTa. 3aboieBaHUE MeperaeTcs 10
ayTOCOMHO-pelieccuBHOMY Tuiy. MytanTHbeiii redn (ATP7B), nerepmunupyromuit
pa3BUTHE 3TOTO 3a00JICBaHMUs U PACIIONOKEeHHBIN Ha 13 xpomocome (tokyc13ql14-q21),
o611 OTKPHIT Frydman u ap. B 1985 1. B nocnennue ronpl HabmogaeTcsl TEHACHIUS K
YBEJIMYEHHUIO 4YMCIa JMAarHOCTUPYEMbIX ciydaeB Oone3Hu Bunbcona-Konoanosa.
PacnpocTpaneHHocTh 3a00seBaHus B cpeaneM - 30 ciydaeB Ha 1 MiH. yenoBek. bes
neuyeHus 0one3Hb Bunbcona-KoHoBaoBa MpUBOAUT K JIETAIBHOMY HCXOY (IPUMEPHO
B Bo3pacte 30 jeT) B pe3yaprare Ne4eHOYHOMH, TOYEeUHON HEe0CTaTOUHOCTH, a TaK)Ke
reMOpPparn4eCKux OCIOKHEHUN.

B coOTBeTCTBHMM C KIMHUYECKOWM CHMITOMATHUKOW BBIJACISIIOTCS JBe (DOPMBI
3200JICBAHMS

- bonie3np Busnibcona-KonoBanoBa npoTrekaromas ¢ IpeuMyIieCTBEHHBIM OPaXEHUEM

[THC.
- Cmemannas ¢popma 6one3an Bunscona-Konosasnosa.

[To pexomennanuu BO3 cyrounas moTpeOHOCTh B MU IS B3POCIBIX COCTaBIAET 1,5
Mmr. Coziep>kanre Meu B OOBIYHON JUETE COCTABISET 2-5 MT B JICHb.

K nmponykram ¢ BBICOKMM COAEpKaHUEM MEIU OTHOCSTCS: OapaHWHA, CBUHHHA, MSICO
dazana, yTok, ryceil; KaabMaphl, cemra, CyOmpoayKThl (NI€YEeHb, MOYKH, CEPIIIE),
MOPETIPOYKThI, COEBBIE TPOMYKTHI, OpeXu, TpuUObI, CyXOoDpyKThl (M3I0M, (UHUKH,
YEpHOCJINB), HEKOTOpble (PYKTH (aBOKano), (acoiab, TOpPOX, YEUEBHUIIA, IIICHO,
STAMEHbB, PKAHOH XJ1e0, CBEXKHI KapTodeb, MOJOUYHBIN IIIOKOJIA/I, KaKao, MUHE paIbHas
BOJIA.

B opranusm Menp nocTynaer B OCHOBHOM C MHUIIEH. B &KETya104YHO-KHAIIEYHOM TPAKTE
abcopoupyetcst 10 95% mMOCTynuBIIEH B OpraHu3M Meau (IpUYeM B JKETyIKe ee
MaKCUMAaJlbHO€ KOJIMYECTBO), 3aT€M B JIBEHAJUATUIEPCTHOM KHUIIKE, TOIIEH W
MOJIB30IIHON KulliKe. JIydlie Bcero opraHu3MOM YCBauMBaeTCs ByXBaj€HTHAs MEb.
B kpoBu Menmp CBsA3BIBACTCS C  CBHIBOPOTOUHBIM  anmbOymuHOM  (12-17%),
AMUHOKHUCJIOTAMU - TUCTUJIMHOM, TPEOHUHOM, miryTaMuHoM (10-15%), TpaHcniOpTHBIM
oenkom TpaHckynpuHoMm (12-14%) u nepynomnazmuaoMm (1o 60-65%). Hebonpbimas



gacTh Meau (<50 MKr/cyT), CBA3aHHOW C adhbOyMHUHOM, MUHYS TI€UYEHb, MOMATAET B
CUCTEMHBI KPOBOTOK U SKCKPETUPYETCS TOUKAMMU.

Menp cnocoOHa MPOHWUKATh BO BCE KIETKH, TKAHW M OpraHbl. MakcuMalbHas
KOHIICHTpAIIUS MEIH OTMEUYEHA B MIEYCHHM, ITOYKAX, MO3Te, KPOBH, OTHAKO MEIb MOKHO
OOHapYXUTh U B IPYTHX OPTaHAX U TKaHAX. B remaTonuTax Meab BKIIOYACTCS B COCTaB
cnenupUIECKUX METAUIOPH3UMOB  (CYMEePOKCHIANCMYTA3bl, ITUTOXPOMOKCHIA3HI,
MOHOAMHUHOKCHIA3bI).

Benymuryto posib B MeTaboIM3Me MEIU UTPAET MEUEHb, TOCKOIBKY 371€Ch CHHTE3UPYETCS
OeJlok  1epyloIia3MuH, oOnagarouuidi  (epMEHTAaTUBHOW  aKTUBHOCTHIO U
YYaCTBYIOIIMN B PETYIAIIMU FOMEOCTa3a MeAu. TpaHCIOPT MEIU OCYIIECTBISECTCS C
MOMOIIbIO OeNiKa 1epyJaoIuia3MUHa, CUHTE3UPYEMOIro B MEUEHU M OTHOCSIIETrocs K
dbpakuuu mI00yTMHOB. BKiltoueHHe B IEpYIOMJa3MUH TPOUCXOAUT B ammapare
Tlonbxu pu yuactuu TpaHcnoptupyromiero meas ATdaznoro nporenna P-tuna. C
KETUbI0 IKCKpeTupyercss npumepHo 80 % Bcell mOCTynuBIIEH B ME4YeHb meau. B
KEJIUU MeIb CBS3aHA C KPYIMHOMOJICKYISPHBIMHU O€IKaMU, MPETSITCTBYIOIIUMU €€
peabcopbiu B TOHKOM Kulike. biaromapss 5ToMy B OpraHuU3Me MOIJICPKUBACTCS
O0anmanc memu. Korma meam B TeYeHHM CTAHOBUTCS OoJbllie, 4YeM OCIKOB €&
CBSI3BIBAIOIINX, TMPOUCXOIUT HMX OKHCIHUTEIHHOE MOBPESXKIACHHE 3a CUET peakiuu
deHTOHA. DTO MPUBOAUT K BOCTAJICHUIO TIeUeHH, €€ (HrOpo3y U B UTOTE K LIUPPO3Y.
Taxke W3 TMe4eHM B KPOBOTOK BBIIENSAECTCS MeEIb, KOTOpass He CBsi3aHa C
LEPYJIOTUIa3MUHOM. JTa CBOOOAHAS MEIb OCEMAET MO0 BCEMY OpraHU3MY, OCOOCHHO B
MOYKaXx, IM1a3axX U TOJIOBHOM MO3Te.

CHmwkeHHe HJKCKpenuu wMeau Oone3nn BunbcoHa-KoHoBasmoBa CBsA3bIBaeTCS C
ne(GUIMTOM WM TOJHBIM OTCYTCTBHEM TpaHCHoOpTHpyromero menb ATdazHoro
nporerHa P-Tuma, KOTOphIE B HOpPME CHOCOOCTBYET TPAHCIOPTY MEIHM B armapar
['onb kM 1 €ro BRICBOOOXKICHUIO JIN30COMAaMU B YKETUb; HAPYIIACTCS BKIIOYCHUE METH
B ILIEPYJOIUIa3MUH, CUHTE3UPYEMbIH B TICUCHH, CJICJACTBHEM YEro SIBISETCS HU3KUUN
YPOBEHB LIEPYJIOIUIa3MHIHA B CBIBOPOTKE KPOBH (OTIPEICICHUE ITOTO ITOKA3aTENs HMEET
JTMAarHOCTUYECKOE 3HAYCHHUE).

CHmxeHue OMIMAPHOW SKCKPELUU MEIU MMPUBOJUT K €€ N30BITOYHOMY HAKOIIJIEHUIO B
opranusme. [lepBoHauanpHO Meb HaKariMBaeTcs B neyeHu. [lociie Toro kak nevyeHb
HACBHIIIAETCS ME/IbI0, HAKOIUIEHUE MEIU MPOUCXOAUT B APYTUX OpraHax M CHUCTEMax,
npexae Bcero B [IHC, B 0a3anbHBIX TaHIIMSAX TOJOBHOTO MO3ra. JTO MPHUBOIUT K
BO3HUKHOBEHUIO HEUPOIICUXUYECKUX HAPYLICHHM.

[Ipu ObICTpOM TOCTYIUICHHH OOJBIIUX KOJIWYECTB MEIW B KPOBb Pa3BUBACTCS
3HAYUTENIbHASI KyIPEeMHUsl, 1 Me/ib, PUKCUPYSICh HA MeMOpaHe SPUTPOIIUTOB U 00pa3ys
KOMIUIEKCHI C O€JIKaMu, TPOBOLIMPYET Pa3BUTHE T€MOJIUTUYECKON aHEMUH.

OtnoxkxeHrne MeAu B JIECIIEMETOBOM  MeMOpaHe pPOTOBHIIBI  TPOSBISIETCS
dbopmupoBanuem konen Kaitzepa-®neitiepa. B poroBuile oOTIOXKEHHE MEAU
MPOUCXOAUT MOYTH OJJHOBPEMEHHO C MOSABICHUEM HEUPOIICUXUYECKOW CUMIITOMATUKHA
(moclie HACBILLIEHHS] MEABIO MTEYEHH ).



He cBs3anHas c¢ uepynomiasMuHOM (CBOOOJHAs) MeAb BBI3BIBAET BHENEUEHOYHOE
MOBPEXKICHNE TKAHEH MOYEK, CepALa, CyCTaBOB.

Menb - BaXHBI MUKPO3JIEMEHT, TaK KaK OH BXOJIUT B COCTaB LIEJOro psiaa GepMEHTOB
B opranusMme. [Ipu 3ToM M30BITOK MEIU MPUBOAMT K LUTOTOKCUYECKUM 3(Pderram,
KOTOpBIE OIMOCPEI0OBAHbl OKUCIUTEIbHBIMHU MOBPEXKICHUAMH KIETOYHBIX MEMOpaH,
necrabunuzanuei saepuot JIHK, paspyienuem 1u30com.

Menp karanu3upyeT oOpa3oBaHUE CBOOOAHBIX PpAJUKAJIOB M 3alyCKaeT MpoLece
MEPEKUCHOTO OKHUCICHHUS JUMOUAOB. OTO MPUBOAUT K HApyHIeHUIO (YHKIUU
IUIa3MaTuyeckodl MeMmOpaHbl W MeMOpaH MHUTOXOHJIPUHM, CIIOCOOCTBYET BBIXOAY
JU30COMAaNIbHBIX YH3UMOB B KJIETKY, HapyleHuto pyHnkuronupoanus JIHK u 6enkos,
CHI)KEHUIO COZIEpKaHUsl aHTUOKCHUIAHTOB ITyTaTuoHa U Tokodepona. OOpazyroniuiics
B pe3ylbTare [MEpPEKUCHOTO OKHUCJIEHUS JIMOUIAOB MAaJOHOBBIA JAWAJTBIACTHU]
CTUMYJIMPYET CUHTE3 KOJUIareHa, Cioco0cTBys (pruOporeHesy B reYeHH.

Conepxanue MenM B TKaHU TIeYeHHU, B HOpMe cocTtapistomas 20-50 mkr/1 r cyxoit
TKaHH, y TTAIIMEHTOB ¢ 60s1e3HbI0 Briibcona-Konopanosa moxket qocturarsh 3000 MKr/T
eIIe J0 MOSBJICHUS KIMHUYECKUX MPU3HAKOB 3a00JICeBaHMUS.

B romoBHoM Mo3re mpum remato-niepeOpanbHOM  AUCTpOdUU  pasMsTrdaeTcs
YeueBUIIe00pa3HOE AP0, OCOOEHHO CKOpiiynma, ¢ OOpa30BaHMEM MEIKHX KHCT.
[lopaxkatorcst u npyrue oOpa3oBaHUS: XBOCTAToe SAPO, IIIYOOKHE CIIOM KOPBI,
MO3KEUYOK, B UACTHOCTHU 3yOUarble s/ipa, MOAOYTOpHBIE sA7Ipa; B OCTAJBHBIX OT/AeNax
TOJIOBHOTO MO3Ta U3MEHEHHUS BbIPAKEHBI MEHBIIIE.

Bce wu3MeHeHus JACIATCA Ha AaHTHOTOKCHYCCKHC MW IHUTOTOKCHYCCKHC. HGpBBIG
BBIPAXXaOTCA B aTOHUH COCYA OB, 0COOCHHO MCJIKNX, U UIBMCHCHHUH NX CTCHOK.

[{uToTOKCMYECKHUIT KOMIIOHEHT 3aKJIF0YAeTCA B PACHpPOCTPaHEHHBIX NUCTPOPUIECKUX
MU3MEHEHUSIX MAaKPOTJIMA HEPBHBIX KJIETOK, YACTO 3aKaHUYMBAIOIIUXCS UX THOEINbIO.

Yem mo3aHee HauMHaeTCsl 3a00JieBaHUEe, TEM MEIJIEHHEEe OHO MPOTEKaeT, TeM Oosee
nudy3HB U3BMEHEHHUS B TOJIOBHOM MO3T€ M TeM 00Jiee IIMTOTOKCUYECKUM KOMITOHEHT
npeoOiasaeT HaJl aHTHOTOKCHYecKUM. [ledeHs BciencTBue arpopuyeckoro mupposa
YMEHBIIIEHa W OyrpucTas; y4acTKH HOPMAJIbHOW TKaHU YEPEeNyIOTCS C y4acTKaMH
HEKPOTHUYECKUMHU, JETEHEPUPYIONIUMU U C OCTPOBKAMH pETreHepaluu; OOMIIbHOE
HOBOOOpPA30BaHUE COCYNOB MPUBOAMUT K TOSBICHUIO aHACTOMO30B MEXIY BETBIMU
BOPOTHOM Y HUKHEU ITOJION BEHBI.

Tokcuueckoe AeiicTBUE MeIM HA TKaHb IIEUEHU MOXKET MPOSIBIATHCA B (hOpME HKUPOBOI
TUCTpOo(dHH renaroruToB, renaTuta, Gudpo3a u MUppo3a nedeHu (MaKpPOHOMYASIPHOTO
TUIIA).

XKuposas nHOUIBTpaLIASI MOKET OBITH CBS3aHA C MEPEKUCHBIM OKHCICHUEM JIUTHAI0B
U TIOBPEKJIECHUEM MHUTOXOHIPUH. MEXKIETOYHbIE MPOCTPAHCTB HUH(PUIBTPUPOBAHBI
auM@oLTaMu U BOJOKHAMH KOJUIareHa.

Haxomnenne menu B LIHC conpoBokaaeTcss CHMMETPUYHBIM Pa3MATY€HUEM TKaHU
rOJIOBHOTO MO3ra B 00y1acT 0a3ajbHBIX siiep (XBOCTaToe SApo, OlenHbIN map,
CKOpJIyma), 4acTo ¢ 00pa30BaHUEM KHUCTO3HBIX MOJOCTEN, MHOI/IA C MOpaKEeHUEM



TajaMmyca, MO3KeUKa U KOPBI TOJIOBHOTO MO3Ta. [ MCTOOTHYeCKH 0OHAPYKHBAIOTCS
OTJIO’KEHHE MEJIU B 00J1aCTH 0a3aJIbHBIX TAHTJIMEB, KUCTO3HAS JIeTeHEpaIus
TOJIOBHOTO MO3Ta, TJIN03, THOETh HEHPOHOB.

1.001ue cBeneHuns

Bosae3ns Bunbcona — KonoBasnoBa — BpoxAEHHOE HapyllIeHHE METa00IU3Ma MEIH,
NPUBOJSIIEE K TSKEJIEHIIMM HACIEICTBEHHBIM OOJIE3HSM LEHTpalbHOW HEPBHOU
CUCTEMBI U BHYTPEHHHUX OPTraHOB.

Huarnoctupyerca y 5-10 % G0abHBIX HUPPO30M MEUEHH JOUIKOIBHOTO M HIKOIBHOTO
Bo3pacTa. 3a00JeBaHKE NIEPETAETCS 10 AyTOCOMHO-PELIECCUBHOMY THILY.

. Menpb HaKamIMBaeTcs B MEUEHU U MO3T€, a TAK)KE B IMOYKaX, POTOBHIIE.
. bonesns sBnsercs npuunHoit 15-20% Bcex O6ose3Hel neyeHu y aeTeil.
. bone3np mposiBiseTcs NOpuU3HAKaMU TOPAXEHUs IMe4eHW (4acTo

Pa3BUBAOTCA MUppo3 IICUYCHHU )51 IICYCHOYHAasA He}IOCTaTOIIHOCTB),
HeﬁpOHCI/IXI/IqCCKI/IMI/I HAapYyICHUAMHA, COUYCTAHUCM YKA3aHHBIX HpOSIBJICHHfI.

. [1aTOrHOMOHUYHBIM CUMNMOMOM SIBISIETCS oOHapyxeHue KEJTO-
KOPUYHEBOTO KOJIbIla 10 nepudepun poroBulibl (konbiio Kaiizepa-dineitmepa).

/Jluacno3 ycTaHaBnuBaeTCd Ha OCHOBE (PU3MKAJIBHOTO MCCIEIOBAHUS, pe3yibTaTax
7a00paToOpHBIX aHAJIU30B, MOATBEPXKIAIOIIMX HaJU4he HapyIIeHUs MeTadolM3Ma
MEOU B OpraHu3Me (CHWKEHHE YPOBHS LEpyJaoIUla3MHHA B KPOBH, ITOBBIIIEHUE
CYTOYHOM SKCKPEIMU MEI C MOUYOH); TaHHBIX BU3yanu3upyromux metonos (Y3U, KT
u MPT ), npu KOTOpBIX BBISBISIIOTCS TE€MaTo- M CIUIGHOMETaJus, JereHepanus
0a3aJIbHBIX TaHIVIMEB TOJIOBHOTO Mo3ra. B OuonTarax meueHH OOHApY>KUBACTCS
MOBBILIIEHHOE cofepkaHue menu. llarueHty u ero OMMKAWIIMM POJCTBEHHUKAM
IPOBOAUTCSA T€HETUYECKOE TECTUPOBAHUE.

Jleuenue HaNpaBIIEHO HA OTPAHUYCHUE MOCTYIUIEHUS MEAU B OPIraHU3M U YMEHBIIICHUE
€ro coJep KaHus 3a CYET HaA3HAUCHUS XEIMPYIOUX npenaparoB ( D-nenunuiaMmuHa ,
TPUEHTHUHA.

2. ONuaeMHOIOTUsl
Berpeuaercs B cpennem B nomynsiiuu 3:100000. PacipocTpaH€HHOCTH BBIIIE Cped
HApOJAHOCTEH TJI€ paclpOCTPaHECHBI ONM3KOPOJACTBEHHbIE Opaku. Yamie OomeroT
MY>KYMHBI, CpeTHUM Bo3pacT Aebdrota 11-25 ner. s nposiBneHus 3a001eBaHUs UMEIOT
3HAQUYEHHUE HK30TE€HHBIE BO3ACHCTBHUS, MOPAXKAIOUIME MEYEHb — HHTOKCHKAIUSA U
UHDEKIHS.

B nocneanue ronpl HabMOgaETCS TEHACHIIMS K YBEITMUYEHUIO YMCIIA TUATHOCTUPYEMBIX
ciyyaeB Oomne3nu Bunbcona-KonosanoBa. PacnpocTpaHeHHOCTh 3a00i€BaHUS B
cpeaneM - 30 caydaeB Ha 1 MIIH. YeNOBEK.

B mupe 3aboneBanue peructpupyercs ¢ yactotod 1: 35-100 ThIC. HOBOPOKIEHHBIX
(yxe HacuuthiBaeTcss 10-30 MuH. OOJBHBIX); HOCUTEIBCTBO MATOJIOTUYECKOIO I'eHa
ormevaercs B 0,56% ciyyaes.



Bbonesnr manudectupyer B Bo3pacte 8-16 1eT, 0JHAKO HEBPOJIOTUUECKUE CUMITTOMBI
MOSBISAIOTCS TOJABKO K 19-20 romam. YV nereit muamiie 5 JeT NposiBIeHUs OOJIE3HU
Bunbcona  Hepenko  MOTyT  OTCYTCTBOBaTh, XOTS  3a0o0jieBaHUME  MHOITIA
JMArHOCTUPYETCS KAK y MAIMEHTOB B BO3PACTE A0 3 JIET, TaK U Y JIFOJIEH, KOTOPBIM YXKE
3a 50.

be3 neuenuss Gone3nbp Buiibcona-KoHoBanoBa MPUBOAUT K JIETATbHOMY HMCXOIY
(mpumepHoO B Bo3pacte 30 j1eT) B pe3yinbrare NeueHOYHOM, TOYeUHO HeA0CTaTOYHOCTH,
a TaKXKE TEMOPPArun4eCcKux OCI0KHEHUM.

3. Knaccuduxanus 6one3nu Bunscona-Konosanosa
B coorBeTcTBMM ¢ KJIMHUYECKOW CUMIITOMATUKOW BBIACISIOTCS ABE  (OPMBI
3a00J1€BaHNUS :

- bone3nps Bunscona-KonoBanoBa npoTekaromas ¢ IpeuMyIleCTBEHHBIM ITOPaKEHUEM

HHC.
- Cmemannas ¢popma 6one3un Bunibcona-Konosanoga.

4. Dtuonorus
B 1883 . C. Westphal u A. Strumpell onucanu coderatomieecss ¢ HUPPO30M TEUCHH
XPOHHUYECKOE IMporpeccupymomiee 3a00ieBaHne HEPBHOW CHCTEMBI, Ha3BaB €ro
ncepnockiepozoM. B 1912 . S. Wilson omyb6nukoBan moapoOHOE OmucaHue
KJIMHUYECKOW KapTUHBI OOJe3HH, a caMmy OO0Je3Hb Ha3BaJl MPOrpecCUpyIoLei
JNeHTUKYyIsipHOW naerenepanmeii. H.Hall B 1921 1. mokasan, 4to 3a Ha3BaHUSIMU
«TICEBIOCKIIEPO3» U «TeNaTOJICHTUKY/ISIpHAs JereHepalvs» CKPhIBACTCS OJTHA U Ta JKe
HO30JIOTHS U BBEJI TEPMUH «00Jie3Hb BUbCcoHaY.

B 1953 r. Bearn, npoBens ananu3 30 cemeil, riae ObLIM MalMEHTHI ¢ OOJIE3HBIO
Buiibcona, yCTaHOBHMJI ~ ayTOCOMHO-PEIIECCUBHBIA THI ~ HACIEIOBAaHUS  DTOTO
3a00yIeBaHus.

B 1956 r. Walshe mpomemoHcTpupoBan xenupyroomuid 3¢dexr mnpemnapata D-
neHuuiamMmuda . B 1974 . Frommer npuBen qoka3aTeabCcTBa HaApYILICHUS Mpoliecca
OmIMapHOM SKCKpenuu Menu mpu 6one3nn Bunbcona-Konosanosa.

Myrantneii TeH (ATP7B), nerepMmuHHpyIONUii pa3BUTHE 3TOTO 3a00JIEBaHUA H
pacnionoxkeHHbIN Ha 13 xpomocome (ntokyc13ql4-q21), 6611 oTkpeIT Frydman u ap. B
1985 .

B nmanpHeiimeM OBUIO YCTAHOBJIEHO, YTO OSTOT T€H KOAUPYET KOAMPYET OEIOK,
OTBETCTBEHHBIN 32 BHYTPUKJIETOUYHBIA TPAHCIIOPT MOHOB MeIU (TPaHCIOPTUPYIOIIHIA
Menbp AT®azublii nporenH P-tuna). Menb - BaXKHBI MUKpPOAJIEMEHT, TaK KaK OH
BXOJIMT B COCTaB IIEJIOTO psiia PepMEeHTOB B opranu3me. Ho u30BITOK Meau TPUBOIUAT
K UIUTOTOKCHMYECKHM 3(]deKkram, KOTOpbIE OMOCPEAOBAHBl OKUCIUTEIbHBIMU
TOBPEXKJICHUSAMHU  KJICTOUYHBIX MeMOpaH, jgecrabunuzanuert suaepuoi JIHK,
pa3pyLICHUEM JIU30COM.

B nacrosimiee Bpemst uaentuduirporano 6osxee 200 myrauuii rena ATP7B, kotopsie
MPUBOAST K HApyUIEHUSM OWUIIMAPHON SKCKPEUUH MEIU W K HAKOIUICHUIO 3TOTrO
MHUKpPO3JIEMEHTa CHayajla B MEYEeHH, a 3areM U B Apyrux opranax u tkansx (HHC,



II0YKaX, CEPALE, KOCTHO-CYCTaBHOU cucTeMe). B pe3ynbprare BO3HUKAET TOKCUYECKOE
MOPaKEHUE 3TUX OPTraHOB U HAPYIIEHHE UX (QYHKIUH.

Memabonuzm meodu 6 opeanusme yenogexa

ITo pexomenpanuu BO3 cyTounast noTpeOHOCTh B MEIIU /ISl B3POCIIBIX cCOCTaBiseT 1,5
Mmr. ConeprkaHue Meiu B OOBIYHOM THETE COCTABISIET 2-5 MT B JICHb.

K mpoaykram ¢ BBICOKMM COZAEp>KaHUEM MEAN OTHOCSTCS: OapaHWHA, CBUHUHA, MSICO
dazana, yToK, T'yceil; KajJbMaphl, ceMmra, CyOnpomykKThl (Il€4eHb, MOYKH, CEPIle),
MOPENPOAYKTHI (YCTPHUIIBI, KPEBETKH, KpaObl, JOOCTEpP, MOPCKHUE TPEOCIIKUA, MUJIUH),
COEBBbIE MPOIYKThI, OpeXu, IpuObl, CyXOQPYKTbl (U3IOM, (UHUKHU, YEPHOCIUB),
HeKoTopble (PpyKThl (aBOKano), (haconb, TOPOX, YEUEBHUIIA, MIIEHO, SYMEHb, PIKAHON
xJ1e0, CBeXUI KapTodenb, MOJIOYHBINA IOKOJIa1, KaKao, MUHEpaJbHas BOJA.

Bborareie ncrounuku meau coaepxar 0,3—2 mr/100 r npoaykra. 3T0: MOPENPOAYKTHI,
opexH, ceMeHa (BKIJIIo4Yasi MOPOIIOK Kakao), 600bl, OTpyOH, 3apOIbIILIEBbIE YACTH 3€PEH,
NIEYEHb U MSCO.

Cunraercs TaK¥XEC, 4TO I 1 muTheBOM BOIbI COACPKUT IIPUMCPHO I mr MCOU.

B opranusm menp nmoctymnaer B OCHOBHOM C MUIIEH. B KeTy104HO-KUIIIEYHOM TPaKTE
abcopoupyercs 10 95% TMOCTYNHMBIICH B OpraHu3M Meau (IIpUYEeM B JKEIyIKEe e¢
MaKCUMaJIbHOE KOJIMYECTBO), 3aT€éM B JBEHAJUATHUIEPCTHON KHUIIKE, TOIIEH u
MOJB3/IOIIHON KuIKe. Jlydille Bcero opraHn3MoM yCBauWBaeTCs ABYXBaJCHTHAs ME[b.
B kpoBu Menp CBA3BIBACTCS C  CBHIBOPOTOUHBIM  anbOymuHoMm  (12-17%),
AMHUHOKHCJIOTAMH - TUCTUIUHOM, TPEOHHUHOM, miTyTaMuHOM (10-15%), TpancniopTHBIM
oenkom TpaHckyrnpuHoM (12-14%) u nepynomnazmMudoM (10 60-65%). HeOomnbias
gacTb Meau (<50 MKr/CyT), CBSI3aHHOW C aJbOYMHUHOM, MHUHYSl TI€4eHb, MONAJAaeT B
CUCTEMHBIN KPOBOTOK M KCKPETHPYETCS TTOYKAMHU.

Menp cnocoOHa MPOHUKATh BO BCE KIETKH, TKAaHM M OpraHbl. MakcuMmalbHas
KOHIIGHTpalls MEY OTMEUYEHA B TICUCHHU, MTOYKAX, MO3Te, KPOBHU, OJJHAKO MEIb MOKHO
OOHapyXUTh U B IPYTHX OPTaHaX U TKaHAX. B remaronuTax Meab BKIIOYAETCS B COCTaB
cnenupUYecKuX METAJUIOPH3UMOB (CYNEePOKCUIAANCMYTA3bl, ITUTOXPOMOKCHIA3HI,
MOHOAMUHOKCH/1a3bl).

Benymiyto pons B MeTaboMmM3Me MEIU UTPAET MEYCHbB, MTOCKOJIBKY 3/1€Ch
CUHTE3UpyeTCcs OEIOK IepyaoIUIa3MIH, 00Ianatomuil GepMeHTaTHBHOM
AKTUBHOCTBIO M YYaCTBYIOIIUI B PETYISIIIUM FrOMEOcTa3a MeIi. TpaHCIOPT Meau
OCYIIECTBIISIETCS C TIOMOIIBIO OeJIKa IMepyI0IIa3MIHA, CHHTE3UPYEMOTO B TICUECHU U
OTHOCSAIIErocs K hpakiuu ri00yTMHOB. BKiTIoueHrne B epysI0MIa3MUH MPOUCXOIUT B
anmnapare ['oJbIKH NPy y4acTUU TpaHCHOpTUpYroliero mear AT®a3Horo npoTenHa
P-tuna (ero nerepmunnpyet red ATP7B). C kenubto 3KCKpEeTUpPYyeTCs: IPUMEPHO
80 % Bcel mocTynuBLIEH B IEUeHb MeIH. B kenuu Menb cBsizaHa C
KPYITHOMOJIEKYJISIPHBIMU O€JIKaMu, IPENSTCTBYIOMINMMU €€ peadcopOIi B TOHKOU
KuIke. biaarogapsi 3ToMy B opraHu3me MojAiep>KUBaeTcsi OajJaHC MEIU: KOJIMYeCTBa
MOCTYNAIOIIEH U BBIICIAEMON MEAN IPUMEPHO OJUHAKOBBI.



5. Ilatorenes 0one3uun Bunscona-KoHoBasosa

B marorenese 6one3nn Buibcona-KoHoBajoBa OCHOBHYIO POJb UTPAET HapyIICHHE
OanaHca MEXTy MOCTYIUICHHEM U IKCKPEIHe MeIH.

V¥ nanuentoB mnpoueccel abcopounu meau B JKKT He Hapymiensl, HO oTMevaeTcs
3HAQYUTEJIbHOE CHWKEHUE aKTHBHOCTHM MPOLECCA BBIBEACHUS MEAU C HKEIYBIO, YTO
MIPUBOJIMT K HAKOIUIEHUIO 3TOI0 MUKPOXJIEMEHTA B FENATOLUTAX.

Menps BcachiBaeTCsl U3 SKEIYINOYHO-KUIIEYHOTO TpakTa. TpaHCHOPTHBIM OeJoK Ha
kieTkax ToHkod kumku CMTI1 1) mepememaer Menb BHYTPh KiI€TOK. YacTh mMenu
CBSI3BIBACTCS C METAJUIOTUOHEMHOM, a Jpyras — IEepEMENIAaeTCsa B CeTh [OJIbIXKU C
nomoibto TpancnoptHoro Oenka ATOXI1. B anmapare [onpmku B OTBET Ha
MOBBINICHUE KOHIeHTpauuu meau pepmeHt ATP7A 1) BbICBOOOXKIAET ITOT DJIEMEHT
4yepe3 BOPOTHYIO BEHY B IedeHb. B nmeuéHounbix kietkax 6enok ATP7B ces3biBaer
MeJIb C IEPYJIOINJIa3MIUHOM U BBICBOOOXKIAET €r0 B KPOBb, a TAKXKE yJajisieT N30BITOK
Menu ¢ Beurenstonencs x&émupto. O0e ¢ynkiuu ATP7B nHapymensl npu 0osie3Hu
Bunbcona. Menp HakaruiMBaeTcss B TKaHW II€YCHH; LEPYIOIJIA3MUH MPOJIOJIKAET
BBIICJISITBCS, HO C HEIOCTATKOM MU (aIrolepy/ioria3MuH) U OBICTPO pa3pyliaeTcs B
KPOBOTOKE.

Korna menu B meueHu cTaHOBUTCS OOJIbITE, YeM OETTKOB €€ CBA3BIBAIOIINX, POUCXOIUT
UX OKHCIUTENIbHOE MOBpeXJeHue 3a cye€T peakuuu @DeHToHa. DTO MPHUBOIUT K
BOCHAJICHUIO TieueHH, e€ Gpudpo3y u B UTOTE K IUPPO3y. Takxke U3 MEeYeHH B KPOBOTOK
BBIJIETISIETCS MEb, KOTOpas HE CBA3aHa C LIEPYIOIJIa3MUHOM. JTa CBOOOIHAS MeEIb
OCEJIaeT M0 BCEMY OpPraHu3My, 0COOCHHO B MOYKaX, IM1a3axX U FOJIOBHOM MO3Te€.

CHmwxenue »3Kckpenuun wmeau Oone3nu Bunbcona-KoHoBamoBa cCBsi3bIBaeTCs ¢
ne(UIMTOM WM TOJHBIM OTCYTCTBHEM TpaHcHoptupyoomero mear ATdazHoro
nporerHa P-tumna (ero aerepmunupyet red ATP7B), koTopblii B HOpMeE CITIOCOOCTBYET
TPAHCHIOPTY MeIH B anmapar [01b1Ku U ero BEICBOOOXKICHHIO JIN30COMAMHU B JKETUb.

IIpu Oonesnn Bunbcona-KoHoBajoBa Takke HapyliaeTcs BKIIOYCHHE MEAU B
LUEPYJIOIJIa3MUH, CUHTE3UPYEMBI B TI€YEHH, CIEACTBUEM YEro SBIACTCS HU3KUU
YPOBEHB LIEPYJIOIIIa3MUHA B CBIBOPOTKE KPOBH (OIPEICICHHE 3TOTO MOKA3ATENS] HUMEET
JTUArHOCTUYECKOE 3HAUCHHUE).

CHmxeHre OMIMAPHOW SKCKPELMU MEIU MMPUBOJUT K €€ N30BITOYHOMY HAKOILJICHUIO B
opranusme. [lepBoHayaabHO MEIb HAKAIUIMBAETCA B NEUYEHH, IMOATOMY 3a00JIeBaHUE
qaiie BCEro MaHU(DECTHPYET C TMOSBICHUS CHUMIITOMOB TOPAXEHUS MMEHHO 3TOTO
oprana (B 42% cay4daeB). Y OOJIBHBIX 3TO MPOUCXOAUT B Bo3pacTe 8-12 jeT (uHorma
paHbIIE), XOTS YK€ C POXKIEHUSA Yy NMalUeHTOB ¢ Oone3Hbio Bunbcona-Konosanosa
MOTYT TIOBBIIIIATHCS] YPOBHU TIEUCHOYHBIX aMUHOTpaHCchepas.

[lociie TOro kak me4eHb HACHIAETCS MEABI0, YTO B PANE CIYy4aeB IMPOUCXOAUT
0ECCUMITOMHO, HAKOIUIEHME MEIHW MPOUCXOAHUT B JAPYTUX OpraHax M cCHUCTeMax,
npexzae Bcero B [IHC, B 0a3anbHbIX raHMIUSIX TOJOBHOTO MO3ra (XBOCTAaroM sijpe,
CKopJyte, OJeTHOM I1ape), B KOTOPBIX CoJiepKaHue Meau yBennuuBaeTcs B S0 u Ooinee
pa3 1o CPaBHEHHUIO C HOPMOM. DTO NMPUBOAUT K BOSHUKHOBEHUIO HEUPOTICUXHUYECKUX
HApYLIECHUM.



[Ipu OBICTPOM TOCTYIUICHHMH OOJBIINX KOJIUYECTB MEAH B KPOBb DPa3BUBACTCS
3HAYUTENbHASI KyIIPpEMUs, U Melb, GUKCUPYSACh HA MeMOpaHe SPUTPOIIUTOB U 00pa3ys
KOMIUIEKCHI C O€JIKaMu, TPOBOLIMPYET pa3BUTHE reMOTUTHYEeCKol anemud. [loatomy y
15% OonbHBIX 3200JIEBaHUE TTPOSIBIISIETCS T€MATOJIOTMYECKUMU CHHAPOMAaMH, TIPEKIIE
BCEro reMOJMTHUYCCKON aHEMUEH.

OtnoxxeHne MeAM B JIECLIEMETOBOM  MeMOpaHe  pOTrOBUIIBI  MPOSBISIETCS
dbopmupoBannem kojen Kaitzepa-®neitiiepa. B poroBuile omioXkeHHEe MeIU
IIPOUCXOJUT ITOYTH OTHOBPEMEHHO C MOABIEHUEM HEUPONICUXUYECKON CUMIITOMATUKH
(mocne HachlllleHUs Menblo nedenu). Hakornenue meau B AecueMeToBoid MeMOpaHe
POTOBUIIBI MPUBOAUT K OOpPA30BAaHUIO MUTMEHTALMM KEJITO-KOPUYHEBOro (MHOIIA
3€JICHOBATOT0) 11BeTa: Kojblla Kaitzepa-dieitmiepa.

He cBs3anHas ¢ uepynomiasMuHOM (CBOOOJIHAs) Meb BbI3bIBAET BHEMEUEHOYHOE
IOBPEXK/ICHUE TKaHEH MoueK, cep/la, CyCTaBoB.

5.1. T'enato-uepeOpanbHas AUCTpodus

I'enaro-uepedpanabHasi AMCTPOPUS HAYMHAETCS B IETCKOM WJIM MOJIOJOM BO3PacTe U
UMEET XpPOHHMUYECKOE Mporpeccupyroniee TedyeHue. Bo MHOTUX ciyyasxX MOSIBICHUIO
CUMIITOMOB  TOPAXEHUS HEPBHOM CHUCTEMBI IPEAUIECTBYIOT BHUCILIEpPAJIbHbBIC
paccTpoiiCTBa B BUJIE€ HAPYLIEHUS NESITEIBHOCTU MEYEHU M KEITYJOYHO-KUIIEYHBIX
paccTpoicTB (Kentyxa, OolM B TpaBOM Mojapedepbe, MUCIECNTUYECKHUE SBICHUS).
[Topoii pa3BuBaeTCsl BhIPaKCHHBIN reNarTo0-JIUeHAIbHbIN CHHIAPOM.

5.2. CumnToMbl renaro-tepedpaabHOl AUCTpodun
Co CTOpOHBI HEPBHOH CHCTEMBI Ha TIEPBBIA IUIAH BBICTYMAIOT SKCTpAIHPAMUIHBIC
CHUMIITOMBI B BHJIC MBIIIICUHOW PUTHUIHOCTH, TUTICPKHHE30B U PACCTPONCTB ICUXHKH.
[TupaMuHBIE CHMIITOMBI MOTYT OBITh, HO Yallle OTCYTCTBYIOT. UyBCTBHUTEIHHOCTH
0OBIYHO HE PaCCTPOCHA.

TUNUYHBIM CUMIITOMOM 00JI€3HU sBIIsSIETCS KoJbIo Kalizepa-dieiiepa — OTI0XKEHUE
o nepudepun poroBoit 000JI0UKH COIEPKAIIETO MEIb 3€JIEHOBATO-0ypOro MUTMEHTA,
OHO Ooriee BBIpAXXEHO Tpu MO3AHUX (opmax 3aboneanus. MHorma oTrmedaeTcs
KEJITOBATO-KOPUYHEBAs] ~ MUTMEHTAlMs KOXHM TYIOBHINA H  Jdna. YacTel
reMopparu4eckue sBIeHUs (KpOBOTOUMBOCTh JECEH, HOCOBBIE KpPOBOTEUCHHS,
MOJIOKUTENbHAS TIPOo0a JKryTa), MPaMOPHOCTh KOXKH, akpounano3. Kanumnspockonus
OOHapyXMBaeT AaTOHHWIO KAMWIUIAPOB W 3aCTOMHOCTh KpOBOTOKA. (OTMeyaroTcs
cycTaBHbIe 00JH, MPOQYy3HBIE IMOTHI, OCTEOMOPO3, JIOMKOCTH KocTei. Ilaromorus
MEYCHN KIIMHUYECKH BhIABIsieTCs puMepHO y 30 % OONBHBIX, a B psijie CIydaeB OHA
MOXKET OBITh OOHApYyXeHa TOJIbKO (QYHKIIMOHATHHBIMU MPOOAMH, HAIPUMEP MPOOOH ¢
Harpy3koi  rajakrozou, mpoboi  KBunka, mnpoboit  beprmana-Onb00TTa,
opomcynbhodTarenHoBol MpoOOI; KOTUYECTBO OMIMPYOHHA B KPOBU U ypOOUIIMHA B
Moue OOBIYHO YBEJIMYEHO, M3MEHEHbI OcajouHble peakuuu Takara-Apa u Ipes,
OOBIYHBI JICUKOTIEHUS, TPOMOOIUTONIEHHUS, TUTIOXPOMHAsI AaHEMHUSL.



5.3 ®opmbl renaro-uepedpantbHON AUCTPOhHUH
Pacno3nator 5 popm renaro-nepedpanbHO AUCTpoPuu:

1)bpromnas dopma - TxKENOE MOpaKEHHE MEYSHH, TPHUBOASIIEE K CMEPTU paHbIIe
MOSIBJICHUS. CHUMIITOMOB CO CTOPOHBI HEpPBHOH cucTeMbl; 3a0oneBaioT AeTH. Eé
IIPOAOKUTEIBHOCTD OT HECKOJIBKUX MECALIEB A0 3-5 JIET.

2)PuruaHo-apuTMOTMIIEpKUHETHYECKAs, WIK paHHSAS (opMa OTIUYAETCS OBICTPBIM
TEUCHUEM; HAUMHAETCS TaKXe B JICTCKOM BoO3pacTa. B KIMHMYECKON KapTUHE
peobaaloT MBIIIEYHAs PUTHIHOCTH, MPUBOASAIIAS K KOHTpaKTypaMm, O€JHOCTh U
3aMeJICHHOCTh JIBMDKCHHUH, XOPE0aTeTOUJHbIC WM TOPCHUOHHBIC HACUIILCTBEHHBIC
JBIDKEHUS. XapaKTepHbl Ju3apTpus U jucdarus, CyIOpOXKHBIM CMeX W IuUIad,
adpexkTUBHBIE PACCTPONCTBA U YMEPEHHOE CHIDKEHHME HHTEJUIeKTa. 3aloyieBaHUe
IIUTCS 2-3 roj/1a, 3aKaHYMBAETCS JICTAIBHO.

3)ApoxarenbHo-puruanas ¢opMa BCTpeyaeTcss uvalle JApyrux; HayuHaeTcs B
IOHOIIIECKOM BO3pacTa, TE€YET MEIUICHHEE, MOpOl ¢ PEeMHUCCUSIMU M BHE3aIHBIMU
YXYALIEHUSIMH, CONPOBOXKIAIOIIUMUCS cyodeOpuiibHON TEMIIEPATypON;
XapaKTepU3yeTCsl OJIHOBPEMEHHBIM Pa3BUTHEM TSHKENION PUTHIHOCTU U JIPOXKAHUSA,
IpOoKaHUE OYEeHb PUTMHUYHOE (2-8 ApokaHUM B CEKyHAY), pEe3KO YCHIMBAETCS MpHU
CTaTUYECKOM HAIPSKEHU U MBIIIIII, IB>KEHUSIX U BOJIHEHUH, B IIOKOE M BO CHE MCUE3aeT.
WNHorna o6HapyKUBalOTCs aTeTOUIHBIE XOPEO(POPMHbIE HACUIILCTBEHHBIE JIBU)KEHUS;
HaOmronaroTcs Takxke aucdarus u nuzaprpusd. Cpeassisi NpoJOHKUTEIbHOCTD JKU3HU
OKOJIO LIECTH JIET.

4)[IpoxkarenbHast (opma HaumHaercss B Bo3pacta 20-30 jeT, TEeué€T OBOILHO
memieHHo(10-15 mer u Oorblie); ApoxkaHUE PE3KO MpPeodsaaeT, PUTHAHOCTH
NOSABIISCTCS JIUIIb B KOHIIE OOJE3HM, a MOpPOW HAOIIOMAETCS] TUMOTOHHS MBIIIIL;
OTMEYaeTCsl aMUMHsI, MEJICHHAas MOHOTOHHAS pPeub, TSKEIbIE U3MEHEHUS TICUXUKH,
gacTel ad(heKkTuBHBIC BCIbIKU. HabmonaroTcs snuaenTudopMHbIe TPUTIATIKH.

5)3kcTpanupaMuHO-KOpKoOBas (popma BcTpeuaeTcs pexxe apyrux hopm. TUnudHbIe
JUTSI TenaTo-1epeOpanbHOi TUCTpOoP UM HAPYIICHUS B IETbHEHIIIEM OCIOKHSIOTCS
anoreKTu(HOpMHO pa3BUBAIOLIUMUCS MUPAMUTHBIMY ITape3aMH,
SIMWIENTU(QOPMHBIMH MPUTIATIKAMH U TSHKETBIM cllaboymueM (0OHApPYKUBAIOTCS
oOIIMpHBIE pa3MATYCHHS B KOpe O0ibIuX monymapuit). Jnurces 6-8 ner,
3aKaHYMBACTCS JICTAIBHO.

6. Tokcnueckoe 1eCTBUE MEIU

Menb - BaXXHBI MHUKPODJIEMEHT, TaK KaK OH BXOJIUT B COCTaB IIETIOTO psisia GepMEHTOB
B opranusme. IIpu 3ToM M30BITOK MEAU NPUBOAUT K LIMUTOTOKCHYECKUM 3(pdeKkram,
KOTOpBIE OMOCPENOBAHBl OKHUCIUTEIIbHBIMU MOBPEKICHUSIMU KIETOUYHBIX MEMOpaH,
necrabunuzanuei saepuo JIHK, paspyiennem 1u30coMm.

Menps karanuzupyeT o0pa3oBaHHE CBOOOAHBIX pPAJUKAIOB M 3aMyCKaeT IMPOIECC
MEPEKUCHOTO OKHUCJIEHUS JIUMHUJIOB. JTO MPUBOAUT K HAPYHICHUIO (PYHKIUU
IJIa3MaTuyeckod MeMOpaHbl M MEMOpaH MUTOXOHJPHUN, CIOCOOCTBYET BBIXOAY
JM30COMAJIBHBIX YH3UMOB B KIIETKY, HapylieHuto pynkuunonuposanus JIHK u Oenkos,



CHIDKEHUIO COZIep KaHNs aHTHOKCUAAHTOB IITyTaTHOHA U Tokodepona. OOpa3yromuiics
B pe3ylbTaTe IMEPEKUCHOTO OKUCICHUS JIMIMHAIO0B MAJIOHOBBIA  JTHAJIBIICTH]I
CTUMYIUPYET CUHTE3 KOJJIareHa, CocoO0CTBYs (pUOpOreHe3y B MEUCHH.

ConepxaHue Meau B TKaHU MeuYeHU, B HOpMe cocTamistomas 20-50 mxr/l r cyxoi
TKaHH, Y MallMeHTOB ¢ 0one3Hbio Bunbcona-Konosanosa moxeT nocturars 3000 Mkr/t
€Ile /10 MOSABJIEHUS KIMHUYECKUX MTPU3HAKOB 3a00JI€BaHMS.

Hakomnnenne Meau B InedeHH, HaONIOOAaeMoOe IPHU XOJecTa3e JHOOH 3THONIOTHH,
Hukorna He mnpesbimaer 200 MKI/T, a ypoBeHb LEPYJIOIUIa3MUHA IJIa3Mbl Y
OOJBIIMHCTBA ATUX OOJBHBIX HOpMaJbHBIN. TOKCHYECKOe JEHCTBHME MEIM HA TKaHb
NEYeHU Ha HAYaJbHBIX MPEIUUPPOTUYECKUX CTagusAX 3a00J€BaHUS MOXKET
OpOSIBISATECA B (OpME XPOHUYECKOTO0 HeCHenu(UUEeCKOro PEakTUBHOTO TIeNaTuTa,
KUPOBOH TUCTPODPHUH MNEUSHH WIIM XPOHHUUECKOTO aKTUBHOTO renaruta. B nansHeiiem
pa3BUBAETCS HUPPO3 MEYEHHU, OOBIYHO MAKPOHOIYJASPHOTO THIIA.

Hakormnenue meau B 0a3aibHBIX TAHDIUSIX (XBOCTATOM siJIpe, OJIC€THOM IIape, CKOPIIYIIE)
TOJIOBHOTO MO3Ta MPUBOJUT K BOSHUKHOBEHHMIO HEPBHO-TICUXMUYECKUX HAPYIICHUN Yy
nanueHToB ¢ Oosie3Hbi0 Bunbcona-Konosanoga.

Konbma Kaiizepa-®neitimepa o0pasyroTcsi NpH  OTIOKEHUH COAEpIKAIIero Medb
MUTMEHTA B JISCIIEMETOBOM 000J10UKe 10 nieprudepun 3aHel TOBEPXHOCTH POTOBHIIHI.

7. IlaTonornueckass aHaTOMUS
B romoBHoM Mo3re mpum remarto-niepeOpanbHOW  IUCTpOdUU  pasMsTdaeTcs
YeueBHUIE00pa3HoOe sAIPO, OCOOCHHO CKOpJIyIa, ¢ OOpa30oBaHMEM MEJKHX KHCT.
[Topakatorcst u aApyrue oOpa3oOBaHHS: XBOCTATOE SAPO, TIYOOKHE CJIOM KOPBHI,
MO3KEYOK, B YaCTHOCTH 3yOuaThle sipa, MOAOYrOpHBIE S/Ipa; B OCTAIBHBIX OTAENIaX
TOJIOBHOT'O MO3Ta U3MEHEHUSI BhIPaKEHbI MEHBIIIE.

Bce wu3MeHeHus AensATCSs HAa AHTHMOTOKCMYECKHME M LHUTOTOKcHMYeckue. llepBwie
BBIP@XKAIOTCSI B aTOHUU COCYIOB, OCOOCHHO MEJKHUX, U M3MEHEHHH WX CTEHOK. B
pe3yJibTaTe BO3HHMKAIOT CTa3bl, PAcCHpPOCTPAHEHHBIA MEPUBACKYISIPHBIA OTEK C
aHOKCHEH HEpBHOW TKaHU M €€ THOEeNbI0; YacThl TeMOPparuu U CJelbl UX B BUIE
CKOIUIEHUM I'€éMOCH/JIEpHHA.

[{uTOoTOKCMYECKHUIT KOMIIOHEHT 3aKJIFOUAETCS B PACHpPOCTPAHEHHBIX AUCTPOPUIECKIX
M3MEHECHMSIX MaKpOTIIMKA HEPBHBIX KJIETOK, YaCTO 3aKAaHYMBAIOUIUXCA WX THOEIBIO.
XapakTepHO TOsBIEHHWE TIHUU AJbIreiiMepa, KoTopas o0pasyeTcss W3 OOBIYHBIX
acTpounToB. Hepenko BCTpeyaroTcs M3MEHEHHBIE HEPBHBIE KIIETKU, OYEHb ITOX0KUE Ha
M0 AJTbIreliMepa; CXOIHbIE KIETKH 00HAPYKUBAIOTCS TaK)KEe B TICUCHU U TTOYKax. B
OCHOBE 3TUX KJIETOUYHBIX U3MEHEHUU JIEKUT OAMH U TOT K€ (PaKTop — ONHOTUITHOE
HapylIeHNE KJIETOYHOTO 0OMEHa, BEpOSTHO, 0OMEHA HYKJICHHOBBIX KHCIIOT.

Yem mo3aHee HauMHAETCA 3a00jieBaHWE, TEM MEIJICHHEE OHO TMPOTEKAeT, TeM Oolee
nudPy3HbI UBMEHEHUS B TOJIOBHOM MO3r€ U TeM 00Jiee IIUTOTOKCUYECKU KOMITIOHEHT
npeobiaaeT HaJl aHTMOTOKCHYeCKUM. [leduenb BeaeacTBUE arpodUuecKoro mMupposa
yYMEHbIIIEHa U OyrpucTasi; y4acTKd HOPMaldbHOW TKaHU 4YEpPENyIOTCS C y4acTKaMU
HEKPOTUYECKUMHU, JETCHEPUPYIOIIMMU U C OCTPOBKAMM pEreHepaluu; OOUIIbHOE



HOBOOOpA30BaHUE COCYJIOB MPHUBOJAUT K MOSIBICHUIO aHACTOMO30B MEXK]Y BETBIMHU
BOPOTHOU Y HUKHEU ITOJIOM BEHBI.

Tokcuueckoe eiicTBUE MEIM Ha TKaHb IIEYEHU MOKET MPOSBIATHCS B (hOpME KUPOBOH
nucTpoduu renaToluToB, renatuta, Gudposa u MUppo3a neueHu (MaKpOHOAYIISIPHOTO
THUIIA).

XKuposast nuHGUIBTpaLIKS MOXKET OBITh CBA3aHA C MEPEKUCHBIM OKHCIIEHUEM JIUIH]IOB
U TOBPEKJIECHUEM MHUTOXOHJPUH. MEXKIEeTOUHbIE MPOCTPAHCTB HUH(PUIBTPUPOBAHBI
TuM(pOIUTaMU U BOJIOKHAMHM KOJIJIareHa.

l'ucronoruyeckass kKapTuHa OCTPON MEYEHOYHOW HEJOCTATOYHOCTU, PA3BUBIICUCS Yy
16-nerneit nanuenTku ¢ 0ose3upl0 Bunbcona-KonoBaiosa.

8. Ilarorenernueckue craanu 6oae3Hu Bunscona-Konosasosa:
-HauanbHbIil Iepruoa HaKoOIJIEHUsI MeAH (MPEUMYIIIECTBEHHO B TICUCHH ).
-Pacnipenenenrie Mmeau B IeYEHU W HA4YaJI0 BBIXO/a B CUCTEMHBIA KPOBOTOK.
- Hakorienne Meu B TOJIOBHOM MO3T€ M IPYTHX OpraHax.

-JloctrkeHue GanaHca Meau Onarofaps Xenupyuien Tepanum.

9. Knuauka v 0CJIOKHEHUS

Knunuueckue ecmaouu boneznu Bunvcona-Konosanosa

B teyenun 00sie3HU MOKHO BBIJICTUTH JBE CTAIUH:

-JlatenTHas cTaaus MPONOIKUTENBHOCTBIO B CpeAHEM 5-7 JIeT.
-Ctanus KIMHUYECKUX (IME€UCHOYHBIX, HEBPOJOTUYECKUX) TTPOSIBJICHUIA.
CymiecTBytoT 1B GOpMBI TEUCHHS 3a00ICBaHUS:

- Octpoe Teuenue Oone3nn Bunbcona-Konosamona.

bone3np Manudectupyer B paHHEM JETCKOM BO3pacTe, MPOTEKAET MOJHUEHOCHO. B
OOJIBIIMHCTBE CITy4aeB 3aKaHUYMBACTCA JIETATILHO, HECMOTPS HA JICUCHUE.

- XpoHnueckoe Teuenune 0one3nu Buiascona-Konoamnoga.

[IposiBnenuss Oone3HU pPAa3BUBAIOTCS MenJeHHO. 3aboneBanne MaHU(DECTHpPYET ¢
MPU3HAKOB IIOpaXEHUsI IMeueHU. Pa3BuBarOTCS LHMPpPO3 II€YEHH, II€YCHOYHAs
HEJIOCTAaTOYHOCTb.

[TocTeneHHO HapacTaeT HEBPOJOTrHYECKas CHUMIITOMATHKA: HAPYIICHUS MOXOIKUA W
KOOpPAWHAIIUM JBUXECHUHN, MapKUHCOHWU3M. B nanpHeWmeM W3MEHSIeTCA ICHXHKA:
Pa3BUBAIOTCS NAapaHOUAAJIBHBIE PEAKIIUU, HCTEPHUS.

[Tpu Gone3nu Bunbcona-KoHoBamoBa mopakaroTCsl TakXe IMOYKH, KOkKa (TOIyObIe
JYHKA Y HOTTEBOTO JIOKA, TUMEPIUTMEHTALUM), ceple (KapJuOMUONATHH), KOCTH
(cloHTaHHBIE  TEpPENIOMBbI), CYCTaBbl (apTpomaTuu), OHHIOKPUHHAS CHUCTEMa
(ruHeKoMacTusl).



[laTorHoMOHWYHBIM A1 Oone3nu Bunbcona-KoHoBanoBa cHUMOTOMOM SIBISI€TCS
oOHapyXeHHE KeATO-KOpuUHeBOro konblia Kaiizepa-Oneitepa. Hakonnenue meau B
POTOBHIIE MPOUCXOAUT IOCHE HacblleHHsa wmeapto nedeHu. Konbno Kaitzepa-
Qrreiiliepa He BBIABIACTCS y AETEH 10 S JIET.

Hauanpnas cranus ¢opmupoBanus konbua Kaitzepa-@neiimepa y mnauumeHTta c
Oone3npto BunbcoHa-KoHoOBajnoBa: B BEpXHEM IIOJIIOCE POTOBUIIBI HAOIIONAIOTCS
OTJIOKEHHS MEJIH.

Konbuo Kaiizepa-®neiimiepa y naruenta ¢ 0one3npio Bunscona-Konosanosa.
Huppo3 neuenu.

Heo0OxonuMo MOMHUTBH, YTO Yy OOJIBIIMHCTBA MAllMEHTOB C OoJe3Hblo Buiibcona-
KonoBasoBa BO3HHMKAaeT LUPPO3 MEYEHH, HECMOTPS HA HEU3MEHEHHbIC MOKa3aTesu
(YHKIMY TeUeHHU.

OH pa3BuBaeTcs M MPOTPECCUPYET MeEIJEHHO. B cBsi3M ¢ 3TUM y OOJBHBIX
OOHapyXHUBAIOTCSI Mallble «IEYECHOYHBIE» 3HAKH: «COCYIUCTBIE 3BE3IOUKH,
naiabmapHas aputema. Kpome toro, hopmupyercs nedopmaiis nanblieB pyK U HOT 110
TUNy «0apaOaHHBIX TMAJIOUueK»; HOITeM MO THUIY «YacOBBIX CTEKOM». Moker
HAOJI0AATHCS KENTYIIHOCTh KOXKHBIX TTOKPOBOB.

Ilocne pa3BUTHA HOpTaHBHOﬁ THICPTCH3MU M aClUTa BBIABIICTCA PACHIMPCHHBIC
ITOJKO>XHBIC BCHBI Ha HGpGI[HGﬁ 6pI-OH.IHOﬁ CTCHKC (((FOJ'IOBa MGI[Y?ILI»); ITOABJIAIOTCS
OTCKH FOJIGHGIZ, BO3HHUKAIOT KCITYAJOUYHO-KUIICYHBIC KPOBOTCUYCHUA.

Ileyenounas neoocmamounocme.

[Ipy pa3BUTHM TICYEHOUHOM HEJOCTATOYHOCTH Yy TAIMEHTOB HAOIIONAIOTCS
KEITyJOYHO-KUIIIEYHbIE KPOBOTECUCHUS, MPU3HAKK T[EYCHOYHOW HHIledalonaruu
(COHIIMBOCTH, HAPYIICHHS TIOBEJICHNUS;, HA MOCJIEIHEN CTaIuu 3a00JIeBaHUS - KOMA).

ITokazaTenb CMEPTHOCTH Cpeid OOJIBHBIX C BO3HUKIIECH (YIMHUHAHTHOW IMEUYSHOYHOM
HEJI0CTAaTOYHOCTBIO cocTaBirsieT 70%.

Jlpyaue ocnodcHenus.

K npyrum ocnoxaenusim Oone3nn Bunbcona-KoHoBajgoBa OTHOCUTCS yXyAIlICHUE
HEBPOJOTUUECKUX MPOSBICHUN: YCUIIUBACTCS TU3APTPHS, CAIUBAIIUS;, YCYTyOISIFOTCS
paccTpoOMCTBa IMOBEACHUSA; HAPACTAlOT MbIIICYHAs JWCTOHUS W areTo3. MoryT
BO3HUKATh SIUICNITUYECKAE TPUTATKH.

V xeHumuH ¢ 0one3nbto Bunbcona-KoHoBanoBa v IUPPO30M NEYEHU PEJIKO HACTYMAET
OEpEeMEHHOCTb.

10. ImarHocTuka

10.1. SABnenus, Habmonaemsie rpu 6one3nu Konosanosa-Buibscona
bonesnp Bunbcona-KoHoBasioBa MOXHO  3allOO3pUTh, €CIA Yy  TAIKMEHTa
OOHApPYKUBAIOTCS CIEAYIOIINE SIBJICHUSA:



- [loBbIIIEHHE aKTUBHOCTHU Ne4eHOUHbIX aMuHOTpaHcepas (ACT, AJIT).

- HaGmrogarorcss mpu3Haku 3a00Jj€BaHUSl MEYEHHM: CTEaTo3, XPOHUUYECKUI TIenaTur,
UPPO3 NIEUCHH, TICUCHOYHAsI HEJJOCTAaTOYHOCTh ((PyIMUHAHTHAS).

- HaOmtonarorcst HEBPOJOTMYECKHE CHUMITOMBI HEYCTAaHOBJIEHHOM 3THUOJOTMU
(nu3aptpus, aucdarus, pacCTpocTBa MEJIKOM MOTOPUKH, aTE€TO3).

- HabGmogatorcst ncuxuueckue CUMOTOMBI (HapyLIEHUs! TIOBEJIEHUs) B KOMOMHAIIUMU C
HEBPOJOTMYECKUMU MPOSBICHUSMHU UM PU3HAKAMHU MMOPAKEHUSI TIEYEHU.

-Habmonaercs konbuo Kaitzepa-®rneiiiepa, BeIsIBIIEMOE TPU 0P TATBEMOIOTHUECKOM
o0cre10BaHuN.

- Habmromarorcst nproOpeTeHHas TeMOIMTHYeCKasi aHEeMHUS TIPH OTPHUIATEIILHOM TPooe
Kym6ca.

- Cy1iecTByeT OTATOIIEHHBIN CEMEMHBIN aHaMHe3 110 Oose3nn Buiibcona-KonoBanosa.

10.2. Lenap 1MaroCTUKH
Llenbl0 MTUAarHOCTUKU SIBISETCS YCTAHOBJICHUE HAJIWUYMS 3a00JIeBaHUS y TAlUCHTA U
BBISIBJICHHE OCECCUMIITOMHBIX TOMO3UTOTHBIX HOCHUTEIEH MaTOJOTHMYECKOro TeHa
(pacnionoxkeH Ha 13 XxpoMocome) C 1eNbI0 OIICHKU MPOTHO3a U PAHHETO Ha3HAYEHUS
3¢ PeKTUBHON TeparuH.

10.3.MeToapl JUarHOCTUKHA
MeToabl AUAarHOCTHKH

C uenpl0 MONTBEPXACHHUS JAHArHo3a HEOOXonMMO coOpaTh aHaMHE3, MPOBECTH
(du3HMKaNIbHOE HCCIIEIOBAHUE, TOTYYUTh PE3YIIBTAThI IOMOJIHUTEILHBIX UCCIIEIOBAHUMH,
NOATBEPKIAIOIINX HAJIMYMe HapyUIeHUs MeTa0oiuM3Ma Meau B  OpraHu3Me
(ompenenenue copepKaHus LEpyJIOIUIa3MUHA U MEIU B ChIBOPOTKE KPOBH, OLICHKA
napaMeTpoB CYTOYHOM SKCKPEIMH MEIU C MOYOM); MPOKOHCYIBTUPOBATh OOJIBLHOTO Y
OKyJIHCTa ¢ IeJIblo oOHapyxeHHs Koiiblla Kaiizepa-®neiimepa; MPOBECTH
TeHETUYECKOE TECTUPOBAHHME TMAIMEHTa M €ro OMIKaWIIuX POJCTBEHHUKOB;
UCCJIEIOBATh OPTaHbl OPIOIIHON MOJIOCTH (CENe3eHKY M MEeUeHb) U TOJIOBHOW MO3T C
nomoinbio Buzyanusupyomux MetonoB (Y3U, KT u MPT); npu HeobxogumocTu
BBITIOJTHUTH OMOTICHIO TIEYEHHU.

10.4. Kpurepuu auarnoctuku 6one3nu Bunscona-Konopanon
Kpurepusmu auarnoctuku 6one3nu Buiibcona-KoHoBanoBa sSBISIOTCS

- O0Hapyxenue konbla Kaiizepa-dneitmepa.

- CHIKEHHE conep KaHus IepyIOTUIa3MUHA CHIBOPOTKU KpoBH (MeHee 20 mr/m).
- CHWKEHUE colepyKaHusI MEAU B CHIBOPOTKE KPOBH (MeHee 12 MKr/m).

- [loBeImeHnne 3KkcKpenuu Meau ¢ Mmodoit (6omee 100 MKr/cyT).

- [TonoxxurtenbHbIE PE3yNIbTAThl NEHUIIUIIIAMUHOBOTO TECTA.

- IloBblllIeHHOE coAepKaHWEe MeAW B TKaHU mnedeHu (Oomee 250 MKI/T CyXoro
BEIIIECTBA).



- OTCYTCTBI/IC BKIIFOUCHHA NU30TOIIa MCIH B LCPYIIOIIJIa3MHH.

11. Jleuenue
Ilenu neueHus:

-YMEHBIIEHUE OCTYIUIEHUS MEIU C TUIIEH.
-YMEHBIIIEHUE 3a11aCOB MEIU B OPraHU3ME.

MeToasl JIeUeHUS ;.

-HemMenukamMeHTO3HOE JIEUECHUE
-MennkaMeHTO3HOE JIEUEHUE
-XUpyprudeckoe JIeYeHnue

12. IIporuo3
IIporno3 npu Oone3snun BuibcoHa-KoHoBajgoBa 3aBUCUT OT MPOAOIKUTEIBHOCTH
3a0oneBaHusl W CPOKOB Hauaja Tepanuu. OH OJaronpusTHBIA y TeX MNAI[MEHTOB,
KOTOpbIM 3(peKTuBHAs Tepanusi MPOBOAWIACH O Hayalla MOPAKEHHs TEYCHH U
HEPBHOM CHUCTEMBI.

[locne nauana neuenuss OoniesHu Bunbcona-KoHoBanoBa yiydlleHHE COCTOSHUS
NalMEHTOB HACTYNAET MPUMEPHO uepe3 5-6 MEeCSIEB U COXpAaHSAETCSl B TCUCHHE 2 JIET.
Kaxk npaBuno, ucuesator cumntoMsl co ctoponsl [THC.

vy IMaimMuCHTOB C oonesnpio Bunbcona-Konosanosa u OUPPO3OM IICUCHHU HCPCIKO
AUATHOCTHPYIOTCA TAKHC CIo0 OCIOXHCHHUA, KaK: IIOpTaJlbHad THUIICPTCH3UA
BApPUKO3HBIC BCHBI IIHMIICBOAA, JKCIYAKA W KHIICYHHUKA, THIICPCIUICHU3IM C
BO3HUKHOBEHHUEM JICMKO- U TpOM6OH€HPIPI.

VY sxeHuuH ¢ 6one3Hpio Bunbcona-KoHoBanoBa u iuppo30M MEYEHH PEIKO HACTYIIAeT
OepEeMEHHOCTb.

bes nedyenus 3aboneBanre MPUBOAUT K JIETAIbBHOMY MCX0ny (mpuMepHO B Bo3pacte 30
JeT) B pe3ylabrare IE€YEHOYHOW , TIOYEYHOM HEJOCTATOYHOCTH, a TaKxke
reMopparudeckux ocnoxxkHeHuid. [lokazarenb cMepTHOCTH cpenu OOJNBHBIX C
BO3HUKIIEH (PYIMUHAHTHOW TE€YCHOYHOW HEIOCTAaTOYHOCThIO cocTaBisieT 70%.
Teuenune 6one3nu Bunbcona-KonoBanoBa ¢ pazButueM (QyJIMUHAHTHON MEYCHOYHOU
HEJ0CTATOYHOCTH Yalle HAOMIOAAeTCs y KEHIINH, YeM y My)4uH (4:1).

[Taruentam ¢ pyTMUHAHTHBIM TE€YECHUEM 3a00JIEBaHUS HEOOXOAMMA
TpaHcIutanTanus nedeHu. [lokazarenu o61Iei BBKUBAEMOCTH B TIEPUOJ] OT 3
MecsteB 10 20 JieT mocyie TpaHCIUIaHTaIlluU TIeYeHU COCTaBIAIOT 79%.

13. Tlpodunaktrka

Crnemnduaeckoi mpoIakTHKX 3a00I€BaHS HE CYIIECTBYET.

YUneHsl ceMbH IaliMeHTa ¢ 0Ooje3Hpl0 Buibcona-KonoBanoBa JOKHBI OBITH
oOcnenoBanbl. C 3TOM 1ebI0 COOMpaAETCsl UX aHaMHE3, MPOBOAUTCSA (U3UKAIBHOE
obOcienoBaHre, ONMPEACSIOTCS YPOBHH MMEUEHOYHBIX aMUHOTpaHC(epa3 B CHIBOPOTKE
KpPOBH, OIICHUBAIOTCSA IIOKA3aTe€Ii  CHIBOPOTOYHOTO IEPYJIOILUIA3MHHA, ME]IH;



M3YyYaroTCs mapameTpsl 24-4acoBOM SKCKpeUnHd Meau ¢ Modoil. IIpu orpunarenpHbIx
aHanu3ax OWorcus nedyeHu He npoBoautcs. [Ipu ocmoTrpe a3 ¢ noMOUIbIO 1IEIeBOI
JaMITbl MOKHO OOHApYXUTh Kosblla Kaitzepa-Drneiiiiepa.

BceM poncTBeHHMKaM MAaMEHTOB ¢ Oose3HbI0 Buiibcona-KonoBaoBa pekoMeHyercs
MPOWTU T€HETUUECKOE TECTUPOBAHHUE.

VY xeHIUH ¢ 6one3Hbi0 Bunbcona-KoHnoBanoBa u iuppo30oM NEUeHU PEAKO HACTYMaeT
o6epemeHHocTh. [lpu 2TOM, eciu OEpeMEHHOCTh BCE K€ HACTylmuia, TO TMpHU
MOBBIIIEHHBIX 3HAYCHUAX 24-9aCOBOM 3KCKPEITUU MEIU C MOYOU BEJIMKA BEPOSATHOCTD
HACTYIUICHUSI CIIOHTAHHOTO abopta. Kpome Toro, mpu muppo3e NMeYeHH BBICOK PHUCK
BO3HUKHOBCHHS TaKMX OCJOXXHEHHUW BO BpeMsli OCpEMEHHOCTH, Kak: aclUT WJIU
KEITYJOYHO-KUIIIEYHOE KPOBOTEUCHHE.

Ecnu Oepemennast xeHmuHa c Oosie3Hblo Bunbcona-KonoBanoBa mnomydana D-
nenunwiaMul (Kynpenwr) 10 6epeMEeHHOCTH, TO OHA MOXKET MPOJIOJDKUTH JICUEHUE
3TUM mipenapaToM B go3e 0,75-1,5 r/cyt 6e3 yrpo3sl s mioaa.

3AKJIFOUEHUE
CymiecTBytoT 1B€ (OpMBI TEUCHUS 3a00ICBaHMS:
- Octpoe Teuenue 6ose3uu Bunbcona-Konoanoga.

bone3nb MaHI/I(I)GDCTI/IpyeT B paHHCM OCTCKOM BO3PACTC, IIPOTCKACT MOJIHUCHOCHO. B
OOJILIITMHCTBE CJIy4acCB 3aKaHYMNBACTCH JICTAJIbHO, HCCMOTPA HA JICUCHUC.

- XpOHI/I‘{eCKOG TeueHue 0ose3nn Bunbcona-Konosanoga.

[IposiBnenuss ©0n€3HU pPa3BUBAIOTCS MeIJIeHHO. 3aloiieBaHue MaHU(DECTUPYET ¢
IPU3HAKOB TNOPAXKEHUsSI TieueHu. Pa3BuBaloTcs UUPPO3 IMIE€YEHHU, [E€YECHOUYHAs
HEAOCTATOYHOCTb.

ITocTteneHHO HapacTaeT HEBPOJIOTMYECKash CUMIITOMATHKA: HApPYIICHUS TMOXOJAKH U
KOOPJVHAIIMA JBUKCHHUM, TMAPKUHCOHW3M. B jaibpHEWIeM HW3MEHSEeTCS TMCHUXUKA:
Pa3BUBAIOTCS MapaHOUJAJIbHBIE PEAKIIUU, UCTEPUSI.

[Ipu Gone3nu Bunbcona-KoHnoBajoBa mopakaroTcsl TakXe IMOYKH, KoxkKa (TOIyObIe
JYHKA Y HOTTEBOTO JIOKa, TUIEPIUTMEHTALNN), cepale (KapJuOMUONATHH), KOCTH
(ClOHTaHHBIE  TEpPENOMBbI), CYCTaBbl (apTpomaruu), OHHAOKPUHHAS CHUCTEMa
(ruHEeKOMAaCTHS).

ITarorHoMOHWYHBIM 711 Ooyie3HM Buiabcona-KoHoBajioBa CHUMIITOMOM SIBISIETCS
oOHapyXeHHUE KeITO-KOPpUIHEBOro Koibila Kaitzepa-dneitmepa. Hakorienne meau B
pPOTOBHUIIE MPOUCXOAUT TIOCJE€ HAChIEeHUs Meapto mnedeHu. Kombpno Kaiizepa-
@rreiiniepa He BBISBISETCS y AETEN 10 S JIET.

Huppos neuenu.

Heo6xoquMo mOMHHTB, YTO y OONBUIMHCTBA MAlMEHTOB ¢ OoJe3HbI0 Buibcona-
KonoBanoBa BO3HUKAaeT LUPPO3 MEUCHH, HECMOTPST HAa HEU3MEHEHHBIC IMOKa3aTellu
dynkuuu nedeHu. OH pa3BUBAETCA U MPOrPECCUPYET MEIEHHO. B CcBsA3u ¢ 3TUM y
OOJBLHBIX OOHAPYKUBAIOTCS MaJIbIE «IIEYECHOUHBIE» 3HAKU: «COCYIHUCTHIC 3BE3/I0UKN,
najnbMapHas spurema. Kpome toro, hopmupyercs gedopmanus naiblieB PyK U HOT 110



TUly «0apaOaHHBIX TMAJIOUueK»; HOTTeM MO THUIY «YacOBBIX CTEKOM». MOoxer
HaOMIONAThCA KEATYHIHOCTh KOXKHBIX MOKpoBOB. Ilocie pa3BuTusi mopTaibHOU
TUNIEPTEH3UM U acCIlUTa BBISBISETCS PACHIMPEHHBIC MOAKOXKHBIE BEHBI Ha NEpeaHel
OpIOIIHOM CTEHKE («roJioBa MEAY3bl»); TOSBISIOTCS OTEKH TOJICHEH, BO3HHUKAIOT
KETYTOYHO-KUIIICUHbIE KPOBOTECUECHUSI.

Tleyenounas neoocmamounocmeo.

[Ipu pa3BUTHM TEUEHOYHOW HEJOCTATOYHOCTH Yy TAIMEHTOB HAOII0AaI0TCS
KEJTYIOYHO-KHUIIIEUHbIE KPOBOTCUCHHMS, TPU3HAKK T[EUEHOYHOU HHIedasonaruu
(COHJIUBOCTH, HAPYIICHUS TOBEACHUS, HA TOCJICAHEN CTaJAuu 3a00JIeBaHUS - KOMa).
[TokazaTenb CMEPTHOCTH Cpeld OOJIBHBIX C BO3HUKIIEH (hYTMHUHAHTHOUN MEUEHOYHOM
HEJI0CTAaTOYHOCTHIO cocTaBirsieT 70%.

/lpyaue ocnoocHernus.

K APYIruM OCJIOKHCHUAM 6one3nn Bunbcona-KoHoBanoBa OoTHOCHTCS YXyAIICHUC
HCBPOJIIOTHYCCKUX HpOSIBJICHHfI: YCHUIIMBACTCA OU3APTPUsA, CAJINBAIIHAA, ycyry6ﬂ51}0TcsI
paCCTpOﬁCTBa MOBCACHUA, HAPACTAOT MbINICYHAA OUCTOHHUA H aTCTO3. MOTyT
BO3HHUKATh OIMJICHTHYCCKHUC IIPpUITAAKU. Yy KCHIIMH C Oone3npl0 BuibcoHa-
KonoBanosa u MHUPPO3OM IICHCHU PCAKO HACTYIIACT 6€p€MCHHOCTL.

Llenbr0 TUAarHOCTUKHU SIBJISICTCS YCTAHOBJICHHE HaIMUWs 3a00JICBaHUS Yy IMMAIMCHTA U
BBISIBIICHHE OECCHMIITOMHBIX TOMO3WUTOTHBIX HOCHUTENIEH TaToJOTHYECKOrO TeHa
(pacnonoxeH Ha 13 XxpoMocoMme) C TIeNIbI0 OIEHKH MPOTHO3a M PaHHETo Ha3HAYCHUS
3¢ PeKTUBHOM Teparum.

bone3np Bunbcona-KoHoBagoBa MOXHO 3aIl10A03pPUTD, cClin 'y IIaOUCHTA
O6H3pY)KI/IBaIOTC5I CICAYIOmUC ABJICHUA:

- [ToBbIIEHNE aKTUBHOCTH TIeueHOUHbIX aMmuHOTpaHchepas (ACT, AJIT).

- HabGmronarorcss mpu3Haku 3a00J€BaHUSI MEUYEHU: CTEATO3, XPOHUYECKUN TEIaTur,
UPPO3 MIEUCHH, TIEYCHOYHAS] HEIOCTATOYHOCTH ((PYIIMUHAHTHAS).

- HaOmtomarorcst HEBPOJOTMYECKHE CHUMITOMBI HEYCTAaHOBJICHHOM O3THUOJOTHU
(mu3aptpus, gucdarus, pacCTpoOCTBa MEIIKOM MOTOPUKH, aTE€TO3).

- HaGmromaroTcst mcuxudeckue CUMITOMBI (HapyIlieH!sl TTOBEICHHs) B KOMOUHAIINN C
HEBPOJOTMYECKUMHU ITPOSIBIICHUSIMU WJIM NIPU3HAKAMU OPAKECHUS IICUCHHU.

-Habmronaercs konbiro Kaitzepa-dieiimiepa, BeisiBIIEMOE TPU 0P TATHEMOIOTHYECKOM
00ciIe10BaHUN.

- HaGmromatorces mpruoOpeTeHHasi TeMOIMTUYECKasi aHEMHUS TIPY OTPHUIATEIbHON TTpooe
Kym0ca.

- Cy1iecTByeT OTATOIICHHBIN CEMEHHBIN aHaMHe3 110 Ooe3Hn Buibcona-KoHoBanopa.

Henu neyenus: 1) YMeHbllleHHE MOCTYIUJICHUS MEIU C MNUIIEH. 2) YMEHbILICHUE
3amacoB MEAU B OpraHU3MeE.

Mertonsl neuenns: 1) Hemenukamento3zHoe jgedeHne 2) MeaukaMeHTO3HOE JIeUeCHUE

3)Xupyprudeckoe jJeueHue



[Iporno3 mnpu Oone3nn Bunbcona-KoHoBanoBa 3aBUCHT OT HPOAOIKHUTEIBHOCTH
3a00/ieBaHMsI M CpPOKOB Hayaja Tepanu. OH OJaronpusTHBI y TeX MAalMEHTOB,
KOTOpbIM 3((EeKTUBHAsI Tepanusi MPOBOAWIACH O Hayajla MOPaKEHHsI MEYEHH U
HepBHOM cuctembl. [locne Hawana unedenust Oosne3nn Bunbcona-KonoBanosa
yAy4lIeHUE COCTOSHUS MAlMEHTOB HACTylaeT NPUMEpPHO dYepe3 5-6 MecsleB U
coxpansiercs B TeueHue 2 net. Kak npaBuio, ucuesaror cuMnToMsl co ctoponsl [THC.
V xeHuH ¢ 6one3Hbo Buiibcona-KoHoBanoBa u iMppo30M MeYeHU PEAKO HACTYMAET
O0epemeHHOCTh. be3 redeHuss 3a0oiieBaHUE TPUBOAUT K JIETAJIBHOMY HCXOIY
(mpumepHo B Bo3pacte 30 Jer) B pe3ylbrare IMEYEHOYHOM , TOYEHHOU
HEI0CTaTOYHOCTH, a TaKXKe reMopparndeckux ocioxHeHui. [lokazarens cMmepTHOCTH
cpeaud OONBHBIX C BO3HUKIIEH (YIMUHAHTHOM TEYEHOYHOM HEIOCTaTOYHOCTHIO
coctapisier 70%. Ilaruentam ¢ pyTMUHAHTHBIM TeUeHHEM 3a00JI€BaHMsI HEOOX0UMa
TpaHcIulanTauus neyeHu. [lokazarenu oOuiel BBDKMBAEMOCTH B IEPUOJT OT 3 MECSIIEB
10 20 JieT nocyie TpaHCIUIAHTALUK TIEYEHU COCTABIAIOT 79%.

Cnemuduueckoir mpopUIAKTUKKA 3a00JICBaHUS HE CYIIECTBYeT. UYJIGHBI CEMbH
nanueHTa ¢ 6one3Hbio Bunbcona-KonoBanoa qomkHbl ObITh 00ciaenoBanbl. C 3TOU
LeNbl0  coOMpaeTcs HX aHaMHe3, MPOBOAMUTCS (uU3MKadbHOE 00CHIeA0BaHue,
OTIPENICTISIIOTCS.  YPOBHU TIEYCHOUYHBIX aMUHOTpaHC(]epa3 B CHIBOPOTKE KPOBH,
OLICHUBAIOTCSl TOKA3aTe€JIM CHIBOPOTOYHOTO LEPYJIOIUIa3MHHA, MEAM; H3y4aroTCs
napameTpbl 24-4acoBoil dKCKpeuuu Meau ¢ mo4oul. IIpu oTpuLaTenbHBIX aHAIU3aX
Ouoricus nedeHu He npoBoauTcs. [Ipu ocMoTpe a3 ¢ MOMOIIBIO IIENIEBON JIAMITBI
MOXKHO 00HapYyXuTh Kosblia Kaitzepa-®ieitmepa. Bcem poncTBeHHUKAM MAIMEHTOR C
O0onesnpto  Bunbcona-KoHoBanmoBa  pexoMeHIyeTcs  NPOWUTH  TEHETHUYECKOe
TECTUPOBAHHE.

NCITOJIB3YEMAS IMTEPATYPA

1. bone3nn HepBHOU cuctemnl non pen. H. H. Sxwo, . P. Ilynesrmana, II. B.
Menbanuyka. MockBa «Meauinaay 1995.

2. C. 1. llonsimoBa. bone3nu neuenu PykoBoacTBo a1t Bpaueid. MockBa. MenuiuHa,
1993 .

3. H. II. Illa6anoB — [erckue 6one3nu, Cub, 2000, cTp. 550

4. B. JI. IaiikoB, C. b. Xaukens, JI. B. Opman — ['acTposHTEponOrus AETCKOro
Bo3pacra, Cnb, 1998, ctp.198-203

5. N. A. NBanoBa-CwmoneHckas «bone3nb Buinbcona-Konoanosay» Kypuan «HepBbi»,
2006, Ne 4

6. http://old.smed.ru/guides/43608/doctor/#article
7. http://Iwww.medic-21vek.ru/rubric/element.php?ELEMENT _ID=2051



	1.Общие сведения
	2. Эпидемиология
	3. Классификация болезни Вильсона-Коновалова
	4. Этиология

	5. Патогенез болезни Вильсона-Коновалова
	5.1. Гепато-церебральная дистрофия
	5.2. Симптомы гепато-церебральной дистрофии
	5.3 Формы гепато-церебральной дистрофии

	6. Токсическое действие меди
	7. Патологическая анатомия

	8. Патогенетические стадии болезни Вильсона-Коновалова:
	9. Клиника и осложнения

	10. Диагностика
	10.1. Явления, наблюдаемые при болезни Коновалова-Вильсона
	10.2. Цель диагостики
	10.3.Методы диагностики
	10.4. Критерии диагностики болезни Вильсона-Коновалов
	11. Лечение
	12. Прогноз

	13. Профилактика

