boJuae3Hb
BujiabcoHa=
KoHoBaJjioBa

[MoarotoBuna: CaHcbi3baeBa >K.b.
638rp.
[MlpoBepuna: lopnosa T.H.

AcTtaHa 2016r.



= bone3Hb BunbcoHa — KoHoBanoBa
(renatouepedbpanbHaa gucrtpodusa,
renaTosfieHTUKYNApPHaA gereHepauus,
bone3Hb Bectdhana — BunbcoHa —
KoHoBanoBa) — HacnencrtBeHHOE HapyLleHue
bnocnHTesa LepynonnasMmmHa 1 TpaHcnopTa
Mean, NpuBoAasLLEE K YBENMUYEHUIO
coaepXaHms Mmeau B TKaHAX U opraHax,
npexmae BCero B Ne4YeHn 1 ronoBHOM MO3re.



DNMUIEMHOJIOr s

= BcTpeyvaeTcs B cpegHeM B nonynauum
3:100000. PacnpocTpaHEHHOCTb BhilLe cpeaun
HapPOAHOCTEWN rAe pacrnpoCTpaHeHbI
brnun3kopoacTBeHHbIE Dpakn. Yalle doneroT
MY>X4YNHbI, CpeaHnn Bo3pacT aedbtora 11-25
net. Ans nposaBneHnst 3aboneBaHnst UMEIOT
3HAYEeHNEe dK30reHHble BO3OENCTBUA,
nopaxarowine nevyeHb —
MHTOKCKKaLMaBcTpeyaeTca B CpeaHEM B
nonynauun 3:100000. PacnpocTpaHEHHOCTb
BbllLEe cpeaun HapoOHOCTeN rae
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Crpykrypa 6eaxka ATP7B, B
reHe KOTOPOro y 00JbHBIX

00HAPYXKMBAKOTCA MYyTallUH

= [unarHoctupyetcsa y 5-10 %
BOSbHbIX
LumpposominarHoctupyerca y
5-10 % 60nbHbLIX LMPPO30M
nevYeHn OOLWKOSTbHOro n
LLIKOSTbHOIo BO3pacTa.
3aboneBaHne nepegaeTcs no
ayTOCOMHO-PeLLECCUBHOMY
TMny. ['eH
ATP/7B[lnarHocTtmpyetca y
5-10 % 60nbHbLIX LMPPO30OM
nevYeHn OOLWWKOSTbHOro n
LLIKOSTbHOro BO3pacTa.
3aboneBaHne nepegaeTcs no
ayTOCOMHO-PELLECCUBHOMY
Tmny. 'eH ATP7B, myTtaunu
KOTOPOrO BbI3blBAlOT
3aboneBaHune, pacrnofoxeH




I eHeTuka

[eH 6onesHn BunbcoHa — KoHoBanosa (ATP7B) pacnonoXxeH B ANMMHHOM
nredvye 13-n XpOMOCOMbI) pacrnosnioXeH B ASIMHHOM nneye 13-n
xpomocombl (13914.3). 'eH kogupyeT P-tun ATdPasbl) pacnonioXeH B
OSIMHHOM nnedve 13- xpomocombl (13914.3). 'eH kogupyeT P-tun
AT®da3sbl, KoTopas TPaHCMOPTUPYET Meb) pacnonoXeH B ASIMHHOM nrieve
13-n xpomocombl (13914.3). 'eH kogmpyeT P-tun AT®a3bl, KoTopas
TPaHCNOPTUPYET MeAb B XEJYb) PACMONOXEH B ANMMHHOM nredve 13-U
xpomocombl (13914.3). 'eH kogupyeTt P-tun ATdasbl, koTopas
TpaHCNOPTUPYET Medb B XENYb M BKMOYAET €€ B LepynonnasmuH. Meab -
Ba)KHbIN MUKPOSEMEHT, y4aCTBYET B reMornoase, obpasoBaHne KOCTEN.
HebonbLoe Konn4ecTtso Meam HaxoanTCcsa B KPOBU B MOHU3MPOBAHHOM
dopmMe 1 BblaeNseTcd ¢ Mo4on. Ho n3bbITok Mean npuBoauT K
LMTOTOKCUYECKUM 3(PdreKkTaM, KOTOpble OnocpeaoBaHbl OKUCTTUTENBHbLIMU
NOBPEXOEHNAMWN KNETOYHbIX MeMbpaH, aectabunusaunen sgepHon AHK,
paspyLUEHNEM JTN30COM.

B HacTosiwee Bpema ngeHtudounumposaHo 6onee 200 mytaumin reHa
ATP7B, koTopble NpuUBOAAT K HApYyLUEHUSAM BUNMapHOM SKCKpeLum meam u
K HAKOMNMNEAHMKI TOIro MmkKDonNemmeHTAaA cHAYAnAa rR nededHmt A rRatem 1 rR







IlaTorenes

Mefb BbINONMHAET MHOXECTBO (PYHKLUMW B opraHmsme. B OCHOBHOM
OHa BbICTYNaeT B Ka4eCcTBe KogpaKkTopa ANd HEKOTOPbIX PEPMEHTOB,
TaKUX Kak LepynonnasmumH, LLMTOXPOM c-okcnaasdaMenb BbINOMNHAET
MHOXEeCTBO (PYHKLUN B opraHM3me. B OCHOBHOM OHa BbICTYMaeT B
KayecTBe KodpakTopa Ans HEKOTOPLIX PEePMEHTOB, TaKMUX KakK
LepyronnasMmuH, LMTOXPOM C-oKkcuaasa, odamuH beta
rmgpokcunasa, cynepokcugomcmyrtasa U TMposnHasa

Meab BCcacblBaeTCcd U3 xenyao4yHo-kuueyHoro TpaktaMenb
BCacCbIBaETCA U3 Xenyao4HO-KULLIEYHOro TpakTa. TpaHCNOpPTHbLIN
Genok Ha KneTkax ToOHKoU KuwkuMeab BcacblBAETCHA U3 XenyaodHo-
KMLLIEYHOro TpakTa. TpaHCNOPTHbLIN BENOoK Ha KNETKaxX TOHKOW KULLIKU
CMT1 nepemelyaetr meab BHYTPb KNeTOK. HacTb Meaun cBA3bIBaETCS
c MeTannotTnoHenHomMenb BcacbiBaeTCA U3 XKenyaodHO-KULEYHOro
TpakTa. TpaHCNOpPTHbLIN BENOK Ha KIeTkax TOHKoM knwkn CMT1
nepemMeLllaeT Meab BHYTPb KreTok. HacTb Mean CBA3bIBAETCA C
METannMoTUOHEMHOM, a Apyras — nepemMeLLaeTcs B CETb
[onbaxuMenb BcacblBaeTCA U3 XKeMyado4YHO-KULWEYHOro TpakTa.
TpaHcnopTHbIN Benok Ha KneTkax TOHKOW knwkn CMT1 nepemellaet
MeOb BHYTPb KNeTok. YacTb Mmeau cBs3biBaeTCs C
METannMoTUOHEMHOM, a Apyras — nepemMeLlaeTca B ceTb [onbakum ¢
nomoLybo TpaHcnopTHoro 6enka ATOX1. B annapate lonbaxun B
OTBET Ha NOBbILLIEHNE KOHUEHTpaunn mean goepmeHT ATP7A
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IlaToreHernuyecKkue craauu
0oJs1e3HM Buascona=KonoBaJsion

= HavanbHbIN nepuog HakonneHns meau (NPenmMyLecTBEHHO B
rnevyeHn).

= PacnpepeneHve meamn B MeYeHU U Ha4ano BbIXoaa B CUCTEMHbIN
KPOBOTOK.

= HakonneHne mean B roffloBHOM MO3re 1 Apyrnux opraHax.
= J[locTmxeHune banaHca meam bnarogaps xenupyLlen Tepanuu.



Kanauka

= [lopakeHne nevyeHu NPoTeKaeT Nno TUNy XpPOHUYECKOro
renatmta nMbo umpposa n KNnnHmn4yeckn.3aboresaHmne
HauyMHaETCs OCTPO, C PA3BUTUSA XKENTYXM ,
aCTEHNYEeCKOro cMHApomMa, aHOpPeEKCUM, NOBbILLIEHUS
Temnepartypbl. MoxeT HabnogaTbCa CTeartos;
pa3BMBaAETCHA NevyeHo4yHast He4OCTaTOYHOCTb.
[ enaTtomeranueun, reMonnuTu4ecKkon aHemMmmen,
TpoMbouUTONEHUEN, NEUKONEHNEN. TaKxke
HabnogaeTca nopaxeHne HeEPBHOM CUCTEMBI
(rMnepkuHesbl, NOBbILWEHHbIN MbILLEYHbLIN TOHYC N\NIK
napanuyun, aTeTos, AaNUnenTu4ecKkne npunaaku,
CITIOHOTEYEHNE, AN3apTPUSA, HapyLLEHUA NOBEAEHUS,
peun).

= Takxe HabnwogaeTcd NoYeyHbIV TYOYNAPHLIN aLnao3 —
[MHOKO3ypuda, ammHoaumnaypus, docdarypus,
ypatypusi, NpOTEUHYPUS.




OTnoxeHne mMeaun B AecLEeMEeTOBON MeMbpaHe poroBuLibl
nposaBnaeTcs popmupoBaHmem Konew Kansepa-dnenviepa. B
poroBuLe OTNOXEHNE Mean NPOUCXOAUT NMOYTU OOAHOBPEMEHHO C
NOsIBNIEHMEM HEMPOMNCUXUYECKON CUMOTOMATUKN (rocre
HacbILLEeHNA Meablo NneveHn). HakonneHme mean B 4ECLEMETOBOM
MemMmbpaHe poroeuubl NPUBOAUT K 06pa3oBaHMIO NMMrMEHTaLun
XKEenTO-KOPUYHEBOrO (MHOrAa 3e5ieHoBaToro) UBeTa: Kosbua
Kansepa-®nenwepa.

[Tpn BGbICTPOM NOCTYNNIEHUM BONBLLUMX KONUYECTB MEAM B KPOBb
pa3BMBaETCS 3HaUYMTENbHasA Kynpemus, n meab, OUKCUPYSCb Ha
MemMbpaHe apuUTpoUMTOB N 0Opasyst KOMMNEKChl ¢ benkamu,
NpOBOLMPYET pa3BuUTUE remonutndeckon aHemmn. NMoatomy y 15%
OornbHbIX 3aboneBaHne NPoSABAETCA reMaTonorM4eckumm
cuHOpomMamu, npexae Bcero reMosiMTuYyeckon aHeMUen.

Takxke nopaxaetcs Koxa (ronyodble NyHKM Yy HOrTeBOro foxa,
rmnepnmrmeHTaunmn), cepaue (kapgunommonaTum), KOCTH
(CrOHTaHHbLIE NEpPENnoOMbI), CycTaBbl (apTponatumn), 3HAOKPUHHAS
cucrtema (rmMHeKomacTus).






TedyeHHne

= TeyeHune nporpeccupytoLlee, ¢ nepnogamm
pemMmuccunm n oboctpeHun. HambonbLuas
rnetanbHoCTb (50 %) oTMevaeTca npu
ne4yeHo4YHOU PopMe C MaCCMBHbLIM HEKPO30OM U
remMosnin3om y geten oo 6 netr. Cmeptb O0MNbHbIX
OT HEBPOMNOrMYeCcKNxX HapyLleHnUn npwu
OTCYTCTBUMN NEeYeHUa HacTynaeT Yyepes 5-14
net. OcHoBHas NpuUYnHa npu 3Tom
MHTEPKYPPEHTHbIE 3aboneBaHuaTevyeHne
nporpeccupyroLlee, ¢ nepuogamm peMmmccum m
obocTpeHun. HanbornbLas netanbHOCTb
(50 %) oTmevaeTca npu Ne4eEHOUYHON bopme C
MaCCUBHbIM HEKPO3OM U reMOSIN30M y AETEN
0o 6 ner. Cmepr 6OJ'IbeIX oT
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J/IlmarHocruka

=  OCHOBOW ANArHOCTUKM ABNSAETCA KapTuHa 6onesHn. [lnarHos
3aboneBaHnsa NoATBEPKAAETCS:

=  Hanununem konbua Kansepa-dnenwepa nnm ero «00romMkoB». OCMOTP C
MOMOLLIbIO LLIeNeBOW flamrbl OCMOTP C MOMOLLbIO LLIENEeBOW Namnbl
(3enéHoe kosnbuo Kansepa-dnenwepa Ha porosuue y numoda)

= OAK: ysennyenne COD3.

=  OAM: BO3MOXXHa NPOTEUHYPUSA, aMUHOALMOYPUS, NOBbILLEHNE 3KCKpeLun
veaun 6onblue 100 mr/cyT.

=  BbX: yBenundenne AnAT, ounnpyobuna, wenovHon dpocdoTtasbl,y-
rnoBynnHOB,HE CBSA3aHHbIN C LiepynonnamMmmHOM MeOn B CbIBOPTOKE KPOBMU
(300mMKr/n n bonee), CHUXEeHNE U OTCYTCTBME aKTUBHOCTHU
LiepynonnasmuHa B CbIBOPOTOKE KPOBM.

=  CHWXeHMe KOHUEeHTpauumn Lepyronnasmmia Hmke 20 mr Ha 100 mn




HUHCTpyMEHTAJbHbIC JAHHBIE

= Y3 n pagnonsotonHoe ckaHUpoBaHMeE
neyYyeHu: yBennyeHmne nevYeHun, ceneseHku,
ONAPPY3HbIE UBMEHEHUS.

= bnoncua neveHn: kKapTmMHa XpPOHUYECKOro
aKTUBHOro renatuTta, Lmpposa nevyenu,
N30bITOYHOE cogepKaHne Meau B TKaHU
neyeHun( bonee 250MKr B 1 1 cyxoro
BellecTBa.



Cnacu6o 3a saumanuel




