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bonesHb BunbcoHa-KoHoBanosa. NccnepgosaHme nccnegoBaHue ypoBHA mean B KpOBU
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KpaTKas
nHpopmauma o
3abonesaHum

BonesHb BunbcoHa — KoHoBanoga (FenatouepebpanbHas auctpodus,
renaTtoNeHTUKYNAPHan aereHepaumsa, 6one3Hb Bectdana — BunbcoHa) — BpoXKAEHHOE
nUnn NpnobpeTeHHoe HapyLeHne meTabonmama meam, NPUBOAALLEE K TAXKENENLWUM
HacneACTBEHHbIM 60NE3HAM LEeHTPasIbHON HEPBHOM CUCTEMbI U BHYTPEHHUX OPraHoB.
OunarHoctupyetca y 5-10 % 601bHbIX LUPPO30OM NEYEHU AOLWKObHOIO U LKOJIbHOMO
Bo3pacTa. 3abosieBaHKe NepenaéTca No ayTOCOMHO-peleccuBHomy Tuny. led ATP7B,
MYTaLMM KOTOPOFO BbI3blBAtOT 3ab0sieBaHME, pacnofoKeH Ha 13- xpomocome (y4acToK
13g14-g21).3aboneBaHune cBA3aHO C HapylweHnem obmeHa megu. LlepynonnasmuH
ABNAETCA TPAHCMOPTHbIM BE/IKOM OCYLLECTBAAIOLLMM TPAHCNOPT M BbIBEAEHWE Mean U3
opraHvsma. Begylwimm mexaHWM3MOM PasBUTUA KAMHUYECKUX NPOosABAeHUI 6onesHu
BunbcoHa-KoHoBanoBa ABAAETCA XpOHUYECKAA MHTOKCUKaLUMA opraHn3ma mebio. B
pe3ynbTaTe MyTauuun Hapylwaetca obpasoBaHune pepmeHTa-TpaHcnopTepa meam. M3-3a ero
HeJOCTaTKa HapylaeTca BbiBegeHMe Mmean U3 rOIOBHOMO MO3ra B KPOBb, @ 3aTeM U3 KPOBU
- B XXe/4b M Aasiee n3 opraHn3ama ¢ Kaaom. lNpomcxoamT HakonneHme meam B TKaHAX
rONOBHOrO MO3ra, NeyeHu, cefie3eHKK, NoYeK, rnasa u Apyrux opraHos. PaspywatoTca
KNETKM NeYyeHn, HopmMasibHasA TKaHb 3aMeLLAeTCA CoeaMHUTENbHOM TKaHbIO, pa3BMBaeTCA
LUMppPOo3 neyeHn. MNMOHYT KNETKMU FOJIOBHOIO MO3ra M 06pa3yroTCA KUCTbI.
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MeToa nccnenoBaHuA LepyaoniasmmHa OCHOBaH Ha UMMyHonpeuunutauum npu 340 Hm.

[na uccnefoBaHnin HeobxoAMMma CbiIBOPOTKA KPOBK 63 NpU3HaKoB remon3a. 3abop
KPOBM OCYLLECTBAETCA U3 JIOKTEBOW BEHbI B KOAMYECTBE 5 M/ HaToLWak (nocnesHui
npvem NULWM He MeHee Yem 3a 3 yaca Ao 3abopa KpoBu)
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