VIK 61:615.1(062)(476-25) AxmyanvHbie npodiemvl cogpemerHou meouyunsl u papmayuu-2022
bBK 52473 BI'MY, Munck (20.04 — 21.04)
A43

ISBN 978-985-21-1008-2

bopucwk A. C.
'NIMKOI'EHO3 11 TUITA (BOJIE3HBb IIOMIIE) AYTOCOMHO-PEHECCUBHOE
3ABOJIEBAHUE JIN30COMAJIBHOI'O HAKOIIVIEHU A
Hayunwit pykosooumens accucm. byposa H. C.
Kageopa buonoeuueckou xumuu
Benopyccruii cocyoapcmeennwiii meuyunckuii yrugepcumem, 2. Munck

bonesup Ilommne (BII) 310 ogHa u3 50 HacleACTBEHHBIX 0OJIE3HEH, KOTOPBHIE OTHOCATCS K
rpyIIe JU30COMHBIX Oose3Hel HakoruieHus. bone3np xpanenus riaukoreHa Il Tuma BeI3bIBaeTcs
neUIUTOM a-TIFOKO3Ua3bl IM30COM, YTO MPUBOAUT K JU30COMAJIHLHOMY HAaKOIUICHUIO TJIUKOTEeHa
HOPMaJIbHOW XUMUYECKOU CTPYKTYPHI B CEPAILIE, CKEJIETHBIX MBIIIIIAX, IEYEHU, MO3Te. 3a00JieBaHNe
HacleAyeTcss Kak ayTOCOMHO-PELECCHUBHBIA MPU3HAK W SBIAETCS KIMHUYECKH TIE€TEPOTCHHBIM.
PaznuuaroT peHOTHBI ¢ pAaHHUM U TIO3HUM HA4aJioM 3a00JIeBaHUsI.

[lene paboTBl — UCHONB3YS JUTEPATypHblE HMCTOYHUKH, HW3YYUTh IaTOTCHE3,
CUMIITOMOKOMIUIEKC, YaCTOTY BCTEYa€MOCTH, METOAbI JUATrHOCTUKU U JieueHus bonesnu [lomre.

I'mukorenos Il tuma oOycnoBneH myranueit reHa GAA, TMpHUBOIAIICH K CHMDKCHHIO WIIH
MMOJITHOMY OTCYTCTBHIO AKTHBHOCTH KHCIOW ol,4-TJIFOKO3HM/Ia3bl U HAKOIUICHUIO TJIMKOT€HA B
CKEJIETHBIX MBIIIIaX, CEPACUYHON MBIIILE, IEYEHH, MBILIIAX SI3bIKA.

['mukoréH — pasBeTBiacHHBIH Tomornonucaxapua cocrtaBa (CeH100s5) n, oOpasoBaHHBII
OCTaTKaMHU TJIFOKO3bl, COCJMHEHHBIMHU CBs3sIMH 0-1—4 (B mecTax pasBeTBieHHs — a-1—06). B
KJIETKaX >KMBOTHBIX U YEJIOBEKa CIYKUT OCHOBHBIM 3aIllaCHBIM YIJIEBOJOM M OCHOBHOHM (hopmoii
XpaHeHus TIoK03bl. OTKIAABIBACTCS B BUJAE TPaHyN B IIUTOIIa3Me B KJIETKAX TJIaBHBIM 00pazom
MEYEHU Y MBIIIILI.

[lepBbie MpU3HAKY U CUMIITOMBI MIIafieHYeckor popmbl BIT nmosiBnstoTes yxxe Ha 2-3 Mecsnax
xu3HH. [Ipy ocMOTpe Ha meauaTpuyeckoM mpueme oOparacT BHUMaHWE MBIIICYHAs TUTIOTOHUS U
mporpeccupyromnias MblleyHasi ciadocts. JIuio pedeHka mpuoOpeTaeT XapaKTepHBIA BUI: POT
MIPUOTKPBIT, MOJIOCTh PTa 3al0JHEHA YBEIMYEHHBIM sI3bIKoM (y 1/3 MiazieHIieB), MUMHKa ocialieHa.

PaccMoTpeHHOe 3a0oneBaHHME OTHOCUTCS K MPOTPECCHPYIOMIUM HEPBHO-MBIIICYHBIM
3aboneBanusaM. C TeUeHHEM BPEMEHH CUMITTOMBI 00JI€3HM HApaCTalOT, IPUCOCTUHSACTCS MTOPaKEHHUE
HOBBIX TpPyHn MbIII. MHOTME MalUeHTbl MEPEeCTaloT CaMOCTOSTENbHO XOAUTh U MOCTEHEHHO
CTAQHOBSITCS 3aBUCUMBIMH OT amNlapatoB MCKYCCTBEHHOW BEHTHIISIUU JIETKUX, TTOCKOJBKY
MPOUCXOAUT MOPAKEHUE MBIIII OTBETCTBEHHBIX 32 JAbIXaHUE

[IpenaranbHasi AMAarHOCTHKA MH(MAHTUIBHOTO THUIA JTIOCTOBEPHO BO3MO’KHA C ITOMOIIBIO
3abopa mpob xopuanbHbIX BopcuH (CVS) win aMHUOLIEHTE3A.

Jleuenune naHHOro 3a00JIEBaHHUS OCHOBBIBAETCS HA YK€ H3BECTHBIX METOJAX JIEUEHUs
o J00HBIX OOJIe3HEN: peKOMEHI0BaHa MOXKU3HEHHas (pepMeHTHas 3amectutenbHas tepanus (O3T)
PEKOMOWHAHTHOMN Y€JI0BEUECKON KUCIION O-TJTFOKO3HMIa30M.

Taxum obpazom, mytarus reHa GAA o0yciaBnuBaeT pa3BUTHE OOJE3HU JIN30COMAIBHOTO
HAaKOIUICHU IVIMKOT€Ha BTOPOro Tuna. PaHHee Havasio Tepanuy O4eHb Ba)XKHO, TaK KakK MO3BOJISET
TOOUTHCS MYYIINX KIMHUYSCKUX MUCXOJ/0B, MMOBBICHTh KAYECTBO KU3HU TMAIIMCHTOB. PaHHee Havaso
Tepanuu W OTCYTCTBHUE IEPEPHIBOB B JICUEHHH I103BOJIAET 3HAUYMTENIBHO CHU3HTh PUCK CMEPTH
MalUeHTOB U PHUCK MX TMEpexo/la Ha WHBA3UBHYIO BEHTWISAILMIO JIETKUX, OOECHEYUTh MX
(GYHKIIMOHATBHYIO HE3aBHCUMOCTD.
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