BOJIE3Hb
BUJIbBCOHA -
KOHOBAJIOBA

BeinonHun: AnumxaH CepxaH
[pynna 37-01 (OM)




MKB-10: E83.0

m bone3Hb BunbcoHa — KoHoBarnoBa
(renaTouepebpanbHasa guctpodus,
renaToneHTUKYNsaApHasa aereHepauus,
bone3Hb Bectdhana — BunbcoHa —
KoHoBanoBa) — HacneacTtBeHHoe
HapyLwleHne bDMOCUHTE3a LiepyronnasMmmHa u
TpaHcnopTa Meau, npuBoasLlee K
YBENMNYEHUIO COAdEePKaHUA Mean B TKaHSX U
opraHax, npexae Bcero B Ne4eHm 1 rorloBHOM
MO3re.




ANMaeMmonormns

m Bctpevaetcs B cpegHeM B nonynsumnm
3:100000. PacnpocTpaHEHHOCTb BblLLE
cpeaun HapoaHOCTEN rae pacnpocTpaHeHsb!
brn3kopoacTBeHHbIE Bpaku. Hale
BonerT My>XYnHbI, CPEeOHUIN BO3pacT
nebtota 11-25 net. [Inga nposiBneHus
3aborneBaHUsa UMEIOT 3Ha4YeHne
9K30reHHble BO30EeNCTBUS, MopaxkatoLme
neYyeHb — BcTpevaetca B
cpeaHem B nonynsaumnm 3:100000.
PaCI'IpOCTpaHeHHOCTb BbilLLE cpeau

HapO,EI,HOCTeI/I rae pacnpoCTpaHeHbI
AriiaronNnnneoeTrauune Anarvia Uariie




CTpykTypa bernka , B
reHe KOToporo y 60mnbHbIX

oOHapyXuBarTCa MyTaLnn

m [uarHoctupyetcay 5-10 %
BOnbHbIX
[uarHocTtunpyetca y
5-10 % 60nbHbIX LMPPO30OM
NeYyeHn JOLKONbHOIo U
LLIKOSTbHOMo BO3pacrTa.
3aboneBaHne nepenaeTcs no
ayTOCOMHO-PeLEeCCUBHOMY
Tmny. ['eH
[uarHocTtupyetca y
5-10 % 60nbHbIX LMPPO30OM
NeYyeHn JOLKONbHOro U
LLIKOSTbHOro Bo3pacrTa.
3aboneBaHne nepenaeTcs no
ayTOCOMHO-PeLEeCCUBHOMY
Tmny. ['en ATP /7B, myTauuu
KOTOPOro BbI3blBalOT
3aboneBaHune, pacnornoXeH




AyTOCOMHO-peLeCCUBHbIN TUM HacnegoBaHUSA

6one3Hn BunbcoHa. 25 % BeposTHOCTb
Y 3aboneBaHug poXaeHust 6onbHOro y poauTenemn-

ayTOCOMHO-
PELIECCUBHbIN TUM
HacnegoBaHUA. To ecTb
OornbHOW AOMKEH
nony4nTb AedeKTHbIN reH
OT 0bounx poauTenen (Cm.
Ha pucyHke). Jlroan
TOJSTIbKO C OAHUM
MYTaHTHbIM rEHOM
Ha3bIBalOTCHA HOCUTENSAMMN
(reTepo3nroThbl). Y HUX
MOryT BO3HUKATb
criaboBbIpa)XeHHbIE
HapyLUEeHUS
MeTabonuama meaw.

reTeposnroT




[laToreHes

m Meab BbINONMHAET MHOXECTBO (PYHKLUN B OpraHn3me. B ocHOBHOM
OHa BbICTYMaeT B Ka4yecTBe KopaKkTopa Ans HEKOTOPLIX PPEPMEHTOB,
TaKkuX Kak LuepyrnonnasmuH, Menb BbINONHAET
MHOXXEeCTBO (PYHKLUMWN B OpraHnu3mMme. B OCHOBHOM OHa BbICTYMaeT B
KayecTBe KodpaKkTopa OJ19 HEKOTOPbIX PEPMEHTOB, TaKMUX KaK
LepynonnasmMunH, LMTOXPOM C-oKcuaasa, nodamMmuH beta
rmgpokcunasa, cynepokcungancmyrasa u

m Mepgb BcackiBaeTca 13 Meob
BCaACbIBAETCA M3 XKeNyado4YyHO-KULLIEeYHOro TpakTta. TpaHCNOPTHLIN
Oenok Ha Menb BcacbiBaeTcs U3 XenyagodHo-

KMLWEYHOro TpakTa. TpaHCNOpPTHbLIM BENOK Ha KNeTKax TOHKOW KULLIKM
CMT1 nepemewiaet meab BHYTPb KNeTok. YacTb Mean CBA3bIBAETCS
C Meab BcacbiBaeTCA U3 XKeNyao4HO-KULLEYHOro
TpakTa. TpaHCNOPTHbIN 6enokK Ha KneTkax ToHKou kuwkn CMT1
nepemMeLllaeT Meab BHYTPb KNETOK. HacTb Mean CBA3bIBAETCS C
METaNNIOTUOHENHOM, a Apyrasi — NnepemMeLlaeTcs B

Meab BcacbiBaeTCA U3 XKEeNyA4o4YHO-KMULLEYHOro TpakTa.
TpaHcnopTHbINM 6enok Ha kneTkax ToHkon kuwkn CMT1 nepemelyaet
MeOb BHYTPb KNeTok. YacTb Mean CBS3bIBAETCS C
METaNSIOTUMOHENHOM, a Apyrasi — nepemMeLlaeTcs B ceTb [ONbaXm C

nomoLubto TpaHcnopTHoro 6enka ATOX1. B annapate lNonbaxu B
OTRAT UA NMORKIITIIAUIE ol iladThAatiiia menii chenmeuT ATP7A




[laToreHeTn4yeckne ctagum 60onesHu
BunscoHa-KoHoBanos

m HavanbHbIM Nnepuog HakonneHns mean (NPENMyLLECTBEHHO B
NeyYeHn).

m PacnpeneneHve meam B ne4eHn 1 Ha4ano BbIXoAa B CUCTEMHbIN
KPOBOTOK.

m HakonneHvne mean B ronoBHOM MO3re n APYyrmx opraHax.

m [octuxeHune banaHca mean brnarogapsa XxenupyLuemn tepanmu.




KnnHuka

m [lopaxeHue nevyeHn npoTeKkaeT Nno TUNy XpOHUYECKOro
renatuTta nmobo umpposa n KnnHn4yeckn.3abonesaHune
Ha4yMHaEeTCHd OCTPO, C Pa3BUTUSA XKENTYXN , aCTEHNYECKOIO
CUHOPOMa, aHOPEKCUN, MOBbILLEHNSA TeMnepaTypbl. MoxeT
HabrnaaTbCcsa cTeaTos; pa3BnuBaeTCsl Ne4YeHOo4YHasd
HegoCTaTOYHOCTL. [ enaTtoMeranmen, reMmosiMTUYeCcKou
aHemmen, TpomoouuToneHnen, nenkoneHmnen. Takxke
HabrnogaeTca nopaxeHne HepPBHOU CUCTEMBbI (TMMEPKUHESDI,
NOBbILLUEHHbIN MbILLEYHbIN TOHYC N\WUNK Napanuyu, ateTos,
annnenTuyeckne npunagkn, CRoHoTeYeHne, An3apTpus,
HapyLLEHNS NOBEAEHUS, PeYMN).

m Takke Habnogaetcs —
[MHOKO3ypus, ammHoaumnaypus, pocdartypus, ypatypums,
NPOTENHYPUS.




OTnoxeHne meam B AecLeMeToBol MembpaHe porosuLbl
nposiBnseTca popmmpoBaHnem koney Kansepa-®dnenwiepa. B
POroBuLIE OTNIOXEHUE MeaN NPOUCXOOANT NOYTU OQHOBPEMEHHO C
NOSIBNEHNEM HEMPOMNCUXNYECKON CUMMITOMATUKM (MOCHE HACbILWEHWS
Meablo neyveHun). Hakonnenve meau B AecLEMETOBON MemMbpaHe
POroBULbI NPUBOAUT K 0Opa30BaHUIO NMUTMEHTAaLUMU XKeNnTo-
KOpPMYHEBOIO (MHOrAa 3erneHoBaToro) UupeTa: konbua Kansepa-
dnenwepa.

[Tpn BeICTPOM NOCTYNNEHNN BONLLUMX KONIMYECTB MeaN B KPOBb
pa3BMBAETCS 3HAUYMUTENbHAs Kynpemmsa, n Meab, dUKCUPYSCb Ha
MemMbpaHe 3puUTpoLMTOB U 0Opa3ysa KOMNMEKCHI C benkamum,
NPOBOLMPYET pa3BuUTme remonmtTndeckon anemuu. Noatomy y 15%
BornbHbIX 3aboneBaHne NPOABAAETCS reMaTosIorM4eckumm
cuHOpOMaMu, Npexae BCEro reMosiMTUYeCcKon aHeEMUEN.

Takke nopaxaeTtcs Koxa (ronyoble NyHKN y HOrTEBOIO 10Xa,
rmnepnurMmeHTaummn), cepgue (kapgunommonaTtim), KOCTU (CMOHTaHHbIE
nepenomsbl), cyctaBbl (apTponaTtnn), SHAOKPUHHAs cuctema
(rMHekomacTums).






TeyeHune

m [eyeHue nporpeccupyioLlee, c 5
neprvogamMmm pemMmmccmii 1 o0060CTPEHUN.
Hanbonbluaga netansHocTb (50 %)
oTMeYaeTcs Npu ne4eHO4YHON dopMe C
MaCCUBHbIM HEKPO3OM U FEMOSIN3OM Y
neten o 6 net. CMepTb OOMbHbLIX OT
HEBPOMOrMYeCcKNX HapyLLEHNN NMpw
OTCYTCTBUW NEYEHUS HACTynaeT Yepes
5-14 net. OcHOBHasi Npu4vnHa Npu 3ToM

TeyeHue
nporpeccupyroLlee, c nepuogamu
pemMuccunm n odboctpeHmnn. HanbonbLuas
rnetanbHocTb (50 %) oTmevaeTca npwu
ne4YeHo4YHon popmMe C MaCCUBHbIM
HEKPO30M 1 reMorniM3oM y neTten 4o 6 ner.




[lnarHocTuka

m OcHoBOM AnarHOCTUKM sIBNSIETCA KapTuHa 6onesHn. [lnarHos
3aboneBaHns NoATBEPXKOAETCS:

m Hanunumewm rkor Hanu4nem Konbua
Kamsepa-d)nemmﬁpa NN ero «0bNOMKOB». OCMOTP C MOMOLLbHO
anuyvem KonbLa Kansepa-dneviiepa nnu ero
«0BNOMKOB». OCMOTP C MOMOLLIbIO LLIENTEeBOW namnbl (3eriéHoe
KonbLo Kansepa-®dreniiepa Ha porosuue y

m  OAK: yBenuyeHne CO3.

m  OAM: BO3MOXHa I'IpOTeI/IH)-/lpI/IFI, aMMHoauuaypusi, NOBbILLIEHNE
akckpeunn meam 6onblue 100 mr/cyr.

m bBbX: yBenunyeHue AnAT, bunmpybuHa, wenoyHon pocgorasbl,y-
rmobynMHOB,HE CBA3AHHbIN C LiepynonnamMmMHoOM Meau B
cbiBOpTOKE KpoBU (300MKr/n n 6onee), CHUXXEeHNe Nnu oTcyTCTBUE
aKTUBHOCTM LiepynonnasMmnuHa B CbiIBOPOTOKE KPOBM.

m  CHWKeHne KoOHUEHTpauum Hke 20 mr Ha 100
MIT




MHCTpyMeHTanbHbIe
OAaHHbIe

m Y3/ npagnonsotonHoe ckaHNPOBAHME MEYEHWN:
yBenunyeHue neveHun, ceneseHkn, andodysHole U3MeHEHUS.

m buroncua nevyenun: kapTnHa XPOHUYECKOTO aKTUBHOIO
renaTtuTa, LMppo3a nevyeHun, n3dbIToMHOE coaepXaHne mean
B TKaHW neveHun( 6onee 250mkr B 1 r cyxoro BellecTsa.



