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B nocnexnnue roael BO BCEM MHpE BCE 4allle PErHCTPUPYIOTCA peakue (opdaHHbIE)
3a00JIeBaHus, CPeIU KOTOPBIX JUAUPYIOT OOJE3HH, CBS3aHHBIC C BPOXKICHHBIMH HapYLICHUSIMU
MeTabosm3ma (JTM30COMHBIE 0oJie3HM HakoruieHus). B Pecmyonuke benapych exeronHo poxxmaercs
6onee 3500 meredi ¢ BPOXICHHBIMH W HACIEACTBEHHBIMH 3a0oiieBaHUSMHU. YacTh MITaJICHIICB
norubaeT B paHHEM BO3pacTe, MOJaBIIsolIee OONbIINHCTBO OCTAIOTCS MHBAIUAAMH Ha BCIO KU3Hb,
HYX/1asCh B IOCTOSIHHOW Tepanuu u yxozne. [loatomy pazpaboTka cnoco00B paHHEH TUarHOCTUKH U
JICUEHUS SABIISETCS aKTyaJlbHbIM HE TOJBKO C MEIUIIMHCKOH, HO U C COLUAIbHO-DKOHOMHYECKOM
TOYKH 3PEHHUSL.

JInzocoMHble 00J€3HU HAKOIUICHUS JIMMUIOB (JIMMUIO03bl) — IPYINa PEAKHX, T€HETHUYECKH
OOYCIIOBIICHHBIX W TIEPENAIONIMXCS [0 HACJIEACTBY 3a00JI€BaHU, CBA3aHHBIX C HEIOCTATOYHOCTHIO
MeTabonnueckux (pepMeHTOB B TU30COMaX KJIETOK 4yesioBeka. J[aHHas MaToJorusi peTUCTPUPYETCS C
yactoroi 1 cimyuyait Ha 7000 HOBOPOXKIEHHBIX J€TEHl M XapaKTEpU3YeTCsl MPOrpecCHUPYIOLIUM
TEUEHHEM, BBICOKON WMHBaJUAM3AIMEH M CMEPTHOCTHIO MAalMeHTOB. OCHOBHBIMU KIMHUYECKUMU
MIPOSIBJICHUSIMH JIMIIU030B SBIISIOTCS IeNaro- U CIUIEHOMETajaus, KOCTHbIE aHOMAJIMU, HapyIllEeHUs
CO CTOPOHBI IICHTPATbHON HEPBHON CHUCTEMBI.

[Ipu nuarHocTHke 3a00JIeBaHUN MPOBOAAT TI'EHETHYECKOE O00CiIe0BaHUE pEeOEHKa,
YUUTBHIBAIOT XapaKTEepHbIE KIMHUYECKHUE MPOSBICHUSA, JaHHBIE THMCTOJIOTMYECKOTO HCCIEAOBAHUS
(BeIsIBIICHHE aEKTUPOBAHHBIX KIIETOK) M IYHKIIMOHHOW OMOIICHH, YPOBHH (DEPMEHTOB (JIMIIa3).
B ocHoBe neueHus Takux MalUeHTOB JISKHUT 3aMECTUTEIIbHAS SH3UMHAsI Teparusl.

B Hacrosiee BpeMsl MOSBISIOTCS HOBBbIE COBPEMEHHBIE IpenapaThl, CIOCOOHBIE YIYUIIUTh
Ka4eCTBO KM3HU MAIIMEHTOB ¢ Op(paHHBIMU 3200IEBAHUSIMH.

OcHoBHOM 3ajauell Bpaua-niequarpa SBJISIETCS CBOEBPEMEHHAs JMArHOCTHKa M 1oa0op
3aMeCTUTEIbHOU (EPMEHTHON Tepanuu OOIHHOMY PEeOCHKY, YTO MO3BOJIUT YIYYIIUTh KA9Y€CTBO €T0
YKU3HU U MOBJIMUATH Ha UCXOJ] 3a00JIeBaHNUA.
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