HammeHoBaHue

bonesHb BunbcoHa-KoHoBanosa. UccnegoBaHne ypoBHA mean B moye

ycnyrm

Kop ycnyru 09.28.078

KpaTKas bonesHb BunbcoHa — KoHoBanosa (FenatouepebpanbHas anctpodus,

nHpopmauma o renaTtofieHTUKYNsApHasa AereHepauusa, 6one3Hb Bectdana — BunbcoHa) — BpoKAEHHOE

3aboneBaHumn uan npuobpeTteHHoe HapyweHue MeTabosn3ama Mean, NPUBOAALLEE K TAXKENeUWUM
HacneACTBEHHbIM 00/1€3HAM LLEHTPaSIbHOW HEPBHOM CUCTEMbI U BHYTPEHHMX OPraHOB.
OunarHoctupyetca y 5-10% 60nbHbIX UMPPO30OM MeYeHW AOLWKOAbHOTO WU LWKObHOMO
Bo3pacta. 3aboneBaHue nepenaértcs Mo ayToCOMHo-peueccuBHomy Tuny. FeH ATP7B,
MyTaUMM KOTOPOro Bbi3blBalOT 3abosieBaHUe, pacnosioxeH Ha 13- xpomocome (y4acTok
13q14-g21).3abonesaHune cBA3aHO C HapyllueHMem obmeHa meau.
LilepynonnasmuH sBAAeTCA TPaHCMOPTHbIM OENKOM OCYLLEeCTBAAIOWMM TPAHCHOPT MU
BblBeJeHWe MegM M3 opraHmama. Begywmm — mexaHM3MOM pasBUTUA  KAWMHUYECKUX
npoasneHnin 6onesHn BunbcoHa-KoHOBanoBa ABNAETCA XPOHWYECKAs WHTOKCMKALMA
opraHusma Mmegapto. B pesynbrate MyTauuM HapywaeTtca obpasosaHue depmeHTa -
TpaHcrnopTepa meau. U3-3a ero HegocTaTKa HapylaeTca BbiBeAeHWE meau U3 ro0BHOTO
MO3ra B KPOBb, 2 3aTEM M3 KPOBMU - B }KeNYb U Aasiee U3 opraHnama c Kaaom. MNpoucxoamt
HaKoM/IeHNe MegM B TKAHAX rOJIOBHOrO MO3ra, NeYeHu, cesie3eHKN, NoYek, rnasa u Apyrux
opraHoB. Pa3pyLwlatoTca KNEeTKM NevyeHu, HOPMasibHaA TKaHb 3aMeLLaeTCA CoOeANHUTEIbHOWN
TKaHblO, Pa3BMBAETCA LMPPO3 NeyveHW. NMOBHYT KAETKM FONIOBHOIO Mo3ra M 0bpasytoTcs
KMCTbI.

OMIM 277900

MepeyeHb OnpegeneHve KOHLEHTPaUUM meam B moye

nccnepyembix

napameTpos

NHudopmauyma o Ona  onpepeneHna  KOHUEHTpauuMM  MegM B MOYe  WUCMOAIb3yeTcA  NPAMOK

meTtoge. KONIOPUMETPUYECKUI METOA,

TpeboBaHue K

maTtepwuany [na uccnepoBaHUA  MCNOb3YETCA CYTOYHAA NOPUMS MOYM: MoYy clefyeT cobupatb B

TeyeHWe cyToK (BOo Bpems cbopa XpaHeHWe B XONOOU/IbHWKE), 3aTEM TOYHO WU3MEPUTb
CYTOUHbIN 06bem (baHKa gnsa cbopa npuobpetaeTtcs B anTeke). B nabopaTtopuio 40CTaBUTb
obpasel, 20-30 M ¢ yKazaHMEM TOYHOTO 06 beEMA MOUM 33 CYTKM.
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