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Kadeapa buonornm

[lepokcncomHble 60s1€3HM

BoinosnHmnna: CraxeeBa ANMHQ,
CTYAEHTKA 212 rpynnbl
[lpoBepuna: basHoBa AHHa EBreHbeBH3,

AdCCUCTEHT Kadeapbl




- NepokcncomHble 6onesHn (Mepb) obycnoBneHbl HapyweHUAMU  CTPYKTYpPbl WU
OYHKULMOHNPOBAHUA MNEpPOKCMCOM, T.e. CBfi3aHbl CO C/NOXHbIMM MeTaboanyeckumm

peakuuaMM, B TOM 4MC/Ie HapyweHuamu TpaHcnopTa 6enkoB uyepe3s meMbpaHbl
MepoKCUCOM 1 € paboTon membpaHHbIX peL,enTopos. [lonynaumMoHHasa YacToTa CoCTaBaseT
1:25-50 TbIC. /I3B€CTHO He MeHee 17 HO30/10rMu. BONbLWMHCTBO M3 HUX HAc/aeAyOTCA No
ayTOCOMHO-pPeLLeCCUBHOMY TUNy (Kpome X-CLenseHHOU aApeHOosIeukoancTpodum), u
MpakTUYeCcKn BCe OHM NPOABASAIOTCA B paHHEM AEeTCKOM BO3pacTe (Kpome rmnepokcanypum
| Tna n X-cuenneHHOU agpeHo1euKoANCTPpodUN).

- Mpumepamn Hambonee pacnpoCcTpaHeHHbIX GOPM CYXaT: AAPEHONENKOANCTPODUS,
pU3oMmMesinyeckan ToueyHan XxoHapoamcTtpodus, cMHapombl Pedcyma m LlenbBerepa.




» [lnsa 3Tnx 3aboneBaHMN XapaKTepHbl FeHEeTUYECKAs FeTEPOreHHOCTb U KJIMHUYECKNU
noammopdmusM. B 4yacTHOCTM, NPOAEMOHCTPUPOBAHO  PA3BUTME  HECKOJIbKMUX
CMMNTOMOKOMM/IEKCOB MPW MyTaLMsaX B OAHOM M TOM XE FeHe M Pa3BUTME OAHOrO
CMMNTOMOKOMM/IEKCA MPU MyTauuax B pasHbix reHax. lMpuyem B nepBoM C/y4vae
pa3inumsa obecneunBasnCb annenbHbIMU CEPUSIMU OLHOIO M TOTrO XEe reHa WAu ero
NAENOTPONHLIM AENCTBMEM, @ BO BTOPOM CJjyyae - MyTauMsMM B pPasHblX reHax
(annensix) U reHOKONMMPOBAHUEM CXOAHOW KAMHNYECKOU KapTUHbI.
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LLinpoko wn3BecTHa MopdodyHKUMOHaAbHAA knaccudukauma lMepb, ocHoBaHHaa Ha
ABYX KpPUTEpPUAX: KOAMYECTBO MEPOKCMCOM B KAETKaxX neyeHu (Mopdoaornyeckum
KPpUTEPUN) W CTeMeHb HapyweHusa QyHKUMM nepokcmcom (dmsmnmonormyeckmmn
KpUTEepun).

B cooTBeTCTBUM C 3TON KNaccndukaumen BbigensatoT Tpm rpynnel MNepb:

e repBad rpyrirna oT/IM4ae€TCAd 3HAYUTEJ/IbHbIM CHMXKEHUNEM KOJ/IMYECTBa MNMEPOKCNCOM B
KNeTKaxX ne4eHn N HapyweHneM B HMX BCEX BMoxmmmyeckmx npoueccos,;

- BTOpas rpynna xapakTepusyeTcs HOPMaJibHbIM KOIMYECTBOM NEPOKCUCOM B KAeTKax
NMeyYeHU N HapyLIEHNEM B HUX TOJIbKO HEKOTOPbIX BMOXMMMYECKMX MPOLLECCOB;

°* TPETbA rpynna CONpoBOXAa€TCA MOJ/IHbIM NMOAaB/IEHUNEM dDYHKLI,l/IM NeEPOKCNCOM Mpun
HOPMaJ/IbHOM NX KOJIMYECTBE B KJ/IETKAX NEYEHMN.




B nocnegHue rosbl NPOM30LLAI0 YTOYHEHME STOWN KNACCUPUKALMK, N TENEPb CPesm BCeX
[lepb BblAeNAOT A4Ba OCHOBHbIX K/1acca.

- MNepBbIn Knacc 6onesHen - 3TO KOMMAEKCHble AedeKkTbl UAN FeHepasIM30BaHHOE
HapyweHne GYyHKLNIM (NePOKCMCOMbI OTCYTCTBYIOT UM UX YNC0 PE3KO CHUXKEHO).

- Bropon knacc 6onesHenm - 310 60s€3HWM, NMpPU KOTOPBIX CTPYKTypa MEPOKCUCOM

COXPaHEHa, HO MMeeTCs MyTauus B reHe, KOHTPOMPYIOLWEM €4UHUYHBbIN pepMeHT
(Habnopaetca ero aeduunT).




CuMnToMaTUKaA

- Mpn nepsom u BTOpOoM knaccax llepb y 60abHbIX
HabsogaeTcs  Bapbupylowas  dKCMPeCCUMBHOCTb
CMMMTOMOB, YTO CBfI3aHO C HoO30/10rMen bonesHw.
Hanpuwmep, TAXENOo npoTekaeTr CUHAPOM
LlenbBerepa, Torga Kak nerkoe TeyeHme oTMeyaeTcs
npyn 6onesHn Pedpcyma HOBOPOXAEHHBIX, @ CPeAHSS
TaxecTb  6onesHm  Habawogaetca B C/aydvae

v . ¥ Adrenoleukodystrophy
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* KnnHnyeckue Pa3/iniyna KaCaloTCA BPEMEHMU MaHMCIDECTaLI,MM, TAXECTU NOpPaXeHUA
HepBHOl\/II CNCTEMDBI U NMPOA4O0J/IKUTE/IBHOCTUN XKU3HN.

- BoabwuHcTBo Mepb (15 U3 17 HO3010rMMN) UMEIOT BbIPAXXEHHYIO HEBPOJIOIrMYECKYIO
cumnTomMatnky. OCHOBHble  CMMNTOMbI:  rernaTtoMerasmsa, HeBpoOJaOruyeckue
HapyLeHna (3agep>XKa paHHEero NCMXOMOTOPHOI 0 Pa3BUTUSA, MbllLeYHAsA FTMMNOTOHUS,

HEMPOCEHCOPHOE CHMXEHME ClyXxa), PpeTuHonatmsa (pedekTbl NUrMeHTaLum
CeTYaTKM U nobnegHeHne ANCKOB 3pPUTEJIbHbIX HEPBOB) MM KaTapakTa, YepernHo-
IMLLEBOUN ANCMOPOU3M U (MHOTAQ) aHOMAIMM Pa3BUTUA cKeeTa (PU3oMMennyYecKmnm

TUM YKOPOYEHUSI KOHEYHOCTEN).




/lnarHocTmka

MpuHuun AauarHoctuku [lepb - 3TO aHanu3 coyveTaHMA  AaHHbIX  KJAWMHUYECKOro
obcnegoBaHma n  obwmx nabopaTopHbiX AaHHbIX. OCHOBHble aAUdPepeHLManbHO-
AVArHOCTUYeCKMe NpU3HaKu:

- Mopdponornyeckni mn GU3NONOTUYECKUUA KPUTEPUU: KOJIMYECTBO MEPOKCUCOM W
CHMXXEeHWe X GyHKL UK

* KJIMHUYeckne AaHHblE: BblpaXK€HHas HEBPOOrMyecKas CUMMTOMATHUKA,
HaAMOYEeYHMKOBAA M MeYeHOYHAss HeAO0CTaTOYHOCTb, B TOM 4YMCAe HeBpOJiorMyeckme
PacCTPOMUCTBA, HapyweHUa QPYHKUUM HAAMOYEYHMKOB M MEYEHW, CHUXKEHME OCTPOThI
3peHUss U CNyXa; 4acTo MaHudecTaunm 6HonesHM npeawecTBYOT: HapyLIeHUs
BCKAPMJ/IMBAHMSA, CBfI3aHHble C renaToMerajaven u MpOJIOHTMPOBAHHOW XXENTYXOW,
3a/ep>KKa NCUXOMOTOPHOrO Pa3BUTUSA.

K OCHOBHbIM  KJIMHUKO-MHCTPYMEHTANIbHBIM U KJAWMHMKONADOPAaTOPHBIM  METOAaM
AVArHOCTUKM OTHOCATCA: ayAuoOMeTpusa, uccaejoBaHMe [/1a3HOro JAHa, 3/1eKTPOHHas
Mukpockonusa buontatoB neyenun, KT n MPT ronosHoro mo3ra, ¥Y3W neyeHun n novex.




JleyeHune

- MeToabl pagukanbHou Tepanuu Nepb He paspaboTaHbl. B HeKOTOpbIX Cayyasx -
nepecagka neyeHn u noyek (rmnepokcanypus, Tun 1). Mpu X-cuenaeHHoW
aspeHonenkoancTpopmm BblCOKO3dPeKTMBHA ropMoHOTepanus
HaZMNOYeYHNKOBOW HEA0CTAaTOYHOCTH.

- B ocTtanbHbix cnydaax [lepb Ha3HauaeTca cummnTomaTmMyeckaa Tepanus:
KynMpoBaHWe CyA0pOr aHTUKOHBY/IbCAHTAMM, MbleyHbiXx 6osen n cnasmos -
6ankodpeHOM, HOpMaNM3aLUA CHA U T.4,.
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