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AKTyanbHOCTb: MykoBuciuao3s (MB) - cioxHoe 3a6ojieBaHMe, MoOpakarollee MHOTHeE

opraHbl. OpraHaMU-MHULIEHSIMU SIBJSIOTCA OpOHXOJIETOYHAss CUCTEMa, NO/pKeJyJ04Hast
)Kesle3a, Ne4YeHb M JKeJYeBbIBOJALME IYyTH, KUIIeYHUK U Ap. XOTd HepBHas CHUCTeMa
TPaJUIIMOHHO HEe pacCMaTpPUBAaETCs KaK OpraH, nopakaeMblil npu MB, 3apy6exxHble yyeHble
JIOKa3blBalOT O TOM, YTO OHa IMOJBepraeTcsd BO3JEeHUCTBUI0 U MOXeT CII0COOCTBOBATb
naToreHesy.

Ilesnb uccaef0BaHUA: [POAHAJU3MPOBATh JIMTEpPaTypHble CBeJleHUsI 00 0COOEHHOCTAX
Pa3BUTHUSA HEBPOJIOTUYECKUX PACCTPOMCTB IIPU MYKOBUCLU/03€ Y e TeH.

MykoBucuupos (MB, CF; OMIM:219700) - 4actas HacjleACTBeHHas MOJIMOpPraHHas
NaToJIoTusl, OOycC/JOBJeHHass MyTalueld B TeHe TpPaHCMEMOpPAHHOrO peryJasTopa
npoBogumoctu CFTR, maHudecTUpyouias, Kak IpaBujao, B paHHEM [JIeTCKOM Bo3pacTe. X0Ts
CFTR 06bIYHO OOGHapy>XMBaeTCs Ha 3SIWTeJHANbHbIX KJIETKax /JblXaTeJbHbIX MNYTeH,
YKeJIyJOUHO-KUIIEeYHOT0 TPaKTa, NOJKeJyJO04YHOM eJse3bl, CEMSBBIHOCALIUX MPOTOKOB U
IIOTOBBIX XeJie3, eCTh JoKa3aTesbcTBa Toro, 4To CFTR npucyTcTByeT B roJI0BHOM Y CIIMHHOM
Mmo3re (1,2). [leppoHavyasbHO Cc4MTaNOCh, UTO pacnpoctpaHeHre CFTR B rosoBHOM Mo3sre
OlPaHUYEHO THUIIOKaMIIOM, HO Telepb HW3BECTHO, YTO €ero 3KCIpecchs LUPOKO
pacnpocTpaHeHa B HeHpOHa/JbHBIX KJIeTKax IO BCed TKaHW TOJIOBHOTO Mo3ra (4).
®ynpameHnTanbHble nociaefctBus mytauuu CFTR Ha ¢ynkuuio IUTHC B HacTosliee BpeMms
Heu3BeCTHbI. bbuio o6HapyxeHo, yTo CFTR mupoko pacnpocTpaHeH Ha paHHUX CTaJUAX
pa3BUTHS HEHPOHOB, U Obljla BbISIBJI€HA 3aJlep:KKa CO3peBaHUs CTPYKTyp Mo3ra y JiwJen ¢
MB. Kpome Toro, sakcnpeccus CFTR B runoranamyce, mo-BUAMMOMY, CHUXKAETCH y JIIOAEHN C
60J1e3HbI0 AJblreiiMepa 1o CpaBHEHHUIO C KOHTPOJIbHOM rpynmno# (1,5).

Knvnnueckas kaptuHa MB MHoroo6pasHa, 4ToO OOBSICHSIETCA OOJIBLIMM KOJHW4YECTBOM
mytauud B redHe CFTR. MykoBucunuzi03 MOXeT MNpOTeKaTb MOJ, MacKaMM pPa3JUYHBIX
OoJsie3Hell JIerkux, I[eYyeHH, TMOJPKeJyJO0YHOM Kese3bl. BcTpeuyaroTcs mapueHTbl C
MOHOCUMIITOMAaTUKON B BHJE YHOPHOTO MOJHMO3HOTO CHHYCUTA WA B BHUJE MYMKCKOTO
becryioaus y My>kduuH ¢ MB. Ho y 6osbiinMHCcTBa JoJelt ¢ MB oTMeuaroTcss HapylieHUs
HYTPUTHUBHOTO CTaTyca pa3janiHol cteneHu (1,6). Myranuu rena CFTR nogpasgensior Ha 6
KJIaCCOB, ONpeJessAUIMX TIXKEeCTb NMPOSIBJEHHUS KJIMHUYECKON KapTHUHBbI 3a060JieBaHUS Ha
6esKOBOM ypoBHe. [IpuHATO cuuTaTh, yTo MyTauuu [-III k1accoB NpUBOAAT K TSKeJNbIM
HapyuieHusM pyHkuuoHupoBaHusa 6esnka CFTR - k kyiaccuueckomy peHOTUNY MPOSIBIEHUS
MYKOBUCLHU/I03a, B TO BpeMd Kak MyTauuu [V-VI KiaccoB BbI3BIBAKOT YaCTUYHbIE «MATKUE»
HapylleHus GYHKLUU TPAaHCIOPTEepPa, YTO KIMHHUYECKHU POsBJseTCs B 6oJiee Jierkux popmax
3aboJsieBaHud (2,5).

B fonosiHeHUe K KJIaCCUYeCKUM peCIUPATOPHBIM U BeTeTaTHBHBIM NP06JeMaM y NaljueHTOB
C MYKOBHUCIIM/I030M HaObJII0Al0TCS pa3/IMYHble CUMIITOMBI, BKJII0Uasi HApyLIeHUs NOBeJeHUs
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M KOTHUTHUBHBIX GyHKUMHK. [lcuxosorvyeckas ajantauus JeTed € MYKOBHUCLHZ030M
OTJIN4aeTcsl OoJiblled [AJUTEJbHOCTBIO UM HMeeT P 0COGeHHOCTeH, 00yCI0BJIEHHBIX
KOMILJIEKCOM IICUXOJIOTUYECKUX KayeCTB, CBOMCTBEHHbIX TaKUM MNalMeHTaM (MOBbIIEeHHas
TPEBOXKHOCTb, arpeccuBHOCTb, HeraTUBHU3M, 3MOILMOHaJIbHas HaNps»KeHHOCTB,
HeaJleKBaTHas CaMOOIleHKa U Jip.). ITO TOBOPUT O TOM, YTO MOBpPeX/eHHe roJI0OBHOTO MO3ra,
KOTOpOe MO>HO HCCJe[0BaTb C I[OMOILbI) HEWHBA3WUBHOM MarHUTHO-pPE30HAaHCHOMN
ToMorpaduu (MPT), sBasieTcss nposiBJieHUEM 3TOro cocTosiHUS. OZJHAKO LeJIOCTHOCTb TKaHU
roJIOBHOTO MO3Tra B y4yacTKax, peryJUpYoINX KOTHUTUBHbIE, BereTaTUBHbIE, JiblXaTeJbHble
GyHKUMKM UM QYHKIMHM HaCcTpoeHUs Yy ManudeHToB ¢ MB, HesicHa. Y4yéHble OLEHUJIH
pervoHajibHble H3MEHEHHWs B TOJIOBHOM MO3Tre C HCNoJb30BaHUEM T1-B3BellleHHbIX
M300paKeHUW BBICOKOI'0 pa3pellleHHs] Ha OCHOBe IJIOTHOCTH ceporo BemjectBa (GM) u
npouenyp T2-pesakcomerpur npu MB mo cpaBHeHHIO C KOHTPOJIbHOU rpymnmnou. Jlroau c
XpPOHHUYECKUMHU 3ab0JieBaHUMAMH, TaKMMHU Kak MB, moaBeprasuch NOBBILIEHHOMY PHUCKY
JlelpecCMd W BereTaTMBHBIX HapyuleHMd. Kpome Toro, MHoOrve acmnekTbl CaMOro
3a60/1eBaHUs MOTYyT NPUBECTH K BbICOKOMY YPOBHIO TpeBOXXHOCTH. Kpome sToro B
JIUTepaTypax CcooOIlaeTc O 3HAUYUTeJbHO OoJsiee BbICOKMX NokasaTesnsix BAI u BDI-II y
nauueHToB ¢ MB 1o cpaBHeHHUIO €O 3/J0pOBbIMH JIHOJbMHU, YTO COIJIACYETCS C MpeJblAyIIUMU
vccaenoBaHusMu (1,4). Kpome Toro, yuéHble 06HapyKHUJIH, YTO NanueHThl ¢ MB nmenu 6osiee
HU3KHKe 061ue oneHku MoCA, 1 3TO U3MeHeHUe OblI0 HauboJiee 3HAYMMbIM B 3PUTEJIbLHO-
IPOCTPAHCTBEHHbIX/UCIOJHUTENbHbIX MOJAJOMEHAaX. B HECKOJBKHUX y4acTKaxXx TOJIOBHOIO
MO03ra, BKJ/II04Yasg M03:Ke40K, TUIII0KaMIl, MUH/jaJIeBUJHOE TeJI0, OCTPOBOK, NpeppOHTaIbHbIE
Y BUCOYHBIE YYAaCTKH, OblIM 0OHApYyKeHbl U3MEHEHUS1 TKaHEW Ha OCHOBe MJIOTHOCTU GM uiu
npouenyp T2-pesnakcomeTpuu, 06/1acTel, KOTOpPble Y4YacTBYIOT B [IO3HAHWU, HACTPOEHUU U
BereTaTUBHbIX QyHKLUAX. [loBpexxJeHUe HeHpPOHOB, 0OYCJOBJEHHOE TUIOKCUEeN W/UIu
rUnepKanHuen, CHuTaeTcs OJHUM M3 KJII0UEBbIX MEXaHM3MOB JIETOYHbBIX 3ab60/ieBaHUH (3,5).
Kak rumnokcus, Tak ¥ TUNepKanHUs 4acTO NPUCYTCTBYWT y mauueHToB ¢ MB Hapsay c
MyTUpoBaHHbIM reHoM CFTR u sBiAOTCA NOTeHIMaJlbHBIMU NPUYMHAMU HaOJII0/laeMbIX
M3MeHEeHUU HEPBHOM CUCTEMBI.
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