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Omnpenenenune. bonesnp Ilenmumeyca-Mepidaxepa  (neiikoguctpodust
cylaHo(uIbHas, TUIIOMUEIMHOBAs Jiekoauctpopusi 1) — penkoe reHeTHuyecKoe
JIETeHepaTUBHOE  Mporpeccupyromiee  3a0oJieBaHHe,  XapaKTepusyloleecs
3aMEIJICHUEM C MOCIHEAYIOIIEH TMOJHOM MpPEeXIEBPEMEHHOM  OCTaHOBKOM
MUETUHU3alMKU. BriepBble KIMHUYECKUE CUMIITOMBI OOJIE3HH Ha MPUMEPE OJIHOMN
cempu omucan B 1885 1. Hemeukuii HeBposor @. Ilenuueyc, BbIABUB
HaciencTBeHHbI xapakrep. B 1910 r. HeBponatonor u ncuxuatrp JI. Mepudaxep
JIOTIOJTHUJI OINKCAaHME, YKa3aB Ha XapakTepHble MpoOJeMbl ¢ (POpPMHUPOBAHHEM
MUEITUHOBOM 000JI0UYKH HEPBHBIX KIIETOK.

3aboneBanue SBISICTCS KpalHE PEIKUM W BCTpedaeTrcs ¢ dactorod 1-9
ciyyaeB Ha 1 muH yenoBek. Cpeau Becex Jsekoguctpoduit 6ose3ns [lenumeyca —
Mepibaxepa  sBiIge€TCS  BTOPOM MO  YacTOTE  BCTPEYAEMOCTH  TIOCIIE
METaxpOMaTUYECKOH.

ITHOJIOTHSA, TATOreHe3. 3a00sieBaHue 00ycIoBIeHO MyTanusimu reHa PLP,
KOJUpYIOIero cuHTe3 nporeosunuaa nporenHa 1 (PLP1), ydactByromero B
CUHTE3€ MHUEIMHA U TUDPEpEeHIIMPOBKE OJIUTOJICHIPOIIUTOB. ['eH KapTUpoBaH Ha
mmuHHOM 1uiede X(21.33-22, thn HaclieqoBaHHMS 3a00JIeBaHUS X-CIETUICHHBIHA
penieccuBHbIN. COOTBETCTBEHHO, Yaille 0oJietoT Masibuuku. bernok PLP B nporecce
OWocHHTE3a TOKUIAeT SHomIazMaTuueckuii petukynym (OI1P), cBs3biBasch c
MUEJIMHOBBIMU padramu, oboranieHHbIMU X0JIECTEPUHOM u
raJlakTO3WIIEPaMUIOM, M 00pa3yeT OJUTOMEphl Ha TOBEPXHOCTH KJIETKHU.
MyTtaHTHBIN 010K yacTo 00pa3yet onuromepsl eue B I1IP, mogasnsis MexaHU3Mbl
nerpaganuu. TsSKecTh U Hauajao NpOSBICHUS KIMHUYECKUX CUMIITOMOB 3aBUCHUT OT
tuna mytammu. Y 30% OONBHBIX C BPOXKICHHONH (POpPMON HMMEETCs TOYKOBas
MyTalus B 3k30He reHa PLP, mposiisitomiasics B popme nenenuii, MUCCEHC-MyTallu
Y MyTallMsSIX B HEKOHCEPBATUBHBIX YACTSX I'eHa. B 3TOM ciiydyae BO3HHUKAET arornTo3
OJIUTOJICHIPOIIUTOB, HApPYIIAeTCs COCTaB MHEIMHOBON OOOJIOYKH, OJIHAKO OHa
4acTUYHO coxpaHeHa. Y 60-70% mnamueHTOB ¢ KJAacCHMYeCKOW (opmoi
oOHapykuBaeTcsi pgymiukanuss PLP rema. B sToM cioydae y manueHTOB
HaOJII0/TA0TCS MOBPEKICHUSI KJIETOK OJUTOICHAPOIIMTOB, aCTPOIIMTOB, MUKPOTJIUU
1 HeWpoHOB. [Ipy MOBBIIIIEHHO dKCTIpeccun OEJIOK CBS3BIBACTCS C XOJIECTEPHUHOM U
HAKaIIMBaeTCsl B DHIOCOMAaX M JIM30COMaX BMECTO TOTO, YTOOBI HANPABUTHCS K
IIa3MaTHISCKOM MeMOpaHe.

Kinnnyeckas kaptuHa. BpiiensioT ABa OCHOBHBIX THIA 3a00JI€BaHUSA:
KJIACCUYECKUM U BHYTPUYTPOOHBIA.

Buympuympoonoii mun 6onesnu llenuueyca-Mepibaxepa siBisercst 6omee
TsKeNbIM. CUMIITOMBI OOBIYHO MPUCYTCTBYIOT IIPU POKIECHUH WM PA3BUBAIOTCS B
NepBbIE HECKOJILKO HE/IEIb )KU3HH U MPOSBISIOTCS B BUE HUCTarMa ¢ pOTaTOPHBIM



KOMIIOHEHTOM, OJTy>KJalolIero B3risAa, TpeMopa rojioBbl MO TUITY SPasmus nutans
(KUBaTeNbHBIE CYIOpPOTH), CTpuaopa. MiageHisl OOBIYHO THMIIOTOHUYHBI,
OTMEYaeTCsl BBIpAKEHHAs 3a/IepKKa TMCHUXOMOTOpHOro pa3Butus. Halmromarorcs
gacTasi pBoTa U TpyTHOCTH KopMieHus1. C BO3pacToOM IIPUCOEAUHSETCS TUPaMUIHASA
CUMIITOMATHUKAa B BHJE NPOTPECCUPYIOLIEH CHACTUYHOCTH, IPUBOIAIIECH K
OrpaHUYMBAIOIIMM  JBWXKEHUE JedopmalusM  CycTaBOB  (KOHTPAaKTypam),
HAOJIIOJAI0TCSL 3aTPYIHEHUSl PEYM, aTaKCHs, SMUJIENTHYECKUe npunaaku. Taxoke
XapaKTepHO pa3BUTHE aTpOPHUH 3pUTEIHLHOTO HepBa K 6-7 romam ku3Hu. Jletu c
3TUM TUIIOM CHUHJpPOMA 4acTO UMEIOT HU3KUH POCT U IJI0X0 Habuparot Bec. Te, KTo
CTpajaeT OoT BHYTpUyTpoOHoU Oosie3nu llenuneyca-Mepndaxepa, HE XOAIT U HE
pa3BUBalOT 3PPEKTUBHOE UCIIOJIB30BAHUE CBOMX BEPXHUX KOHEUHOCTEH.

Knaccuueckuii mun siBnsiercst 6ojee pacnpocTpaHEHHBIM. B TeueHue nepBoro
roja >KM3HM y JeTed Takke HaOJI0aeTCsl MbIIIeYHAs TUIOTOHUS, HUCTarM H
3aMeIJIEHHOE Pa3BUTHE JBUTATEIHHBIX HABBIKOB, TAKUX KaK MOJI3aHUE WM X0/1b0a.
[To Mepe Toro, kak peOCHOK CTAaHOBUTCS CTapliie, MPOSBJICHUS HUCTarMa MOTYT
YMEHBIIIATHCS, HO PA3BUBAIOTCS APYTUE JBUTATEIIbHBIE PACCTPOMCTBA: MMOBBIILICHHUE
MBIIIIEYHOTO TOHYCa MO MUPAMHUIHOMY THUIy, aTaKCUs, UHTEHIIMOHHBIA TPEMOD,
aTeTo3, XxopeudopmHbie ABUKEHHS. KOrHUTHUBHBIE CIIOCOOHOCTH MOTYT OBITh
HapyIICHbI, HO PEYb U SI3bIK OOBIYHO MPUCYTCTBYIOT.

JIMarHoCTHKA. OcHOBBIBaeTCs Ha BBISIBJICHUN XapaKTEPHBIX
BBIIICYIIOMSHYTBIX HEBPOJOTMYECKHX CHMITOMOB B MIAJCHYECTBE C HX
MOCTENIEHHbIM MEJUICHHBIM HapacTaHWeM. B JIMKBOpE MOXET BBISBIATHCA
HE3HAUUTEJILHOE TIOBBINIEHHE YpoBHS Oenka, 1uro3. Ha MPT wuccnenoBanuu
OTpENENSIETCS CAMMETPUYHBIN MATTEPH 3aMeIJICHUS TEMIIOB MUEITMHU3AIIMHU B BUJIE
b y3Hoi elikosHIepanoagucTpodru, areHe3usl UiIK TUIIOTE€HE3UsI MO30JIUCTOTO
tena. MlccmenoBaHue CIlyXOBBIX BbI3BaHHBIX TOTEHIIMAIOB CTBOJIA MO3Ta HA PAHHHUX
sTanax 3a0o0yieBaHUS JEMOHCTPUPYIOT mnarTepH otcyrctBus BosH II-V. Ilpu
VICCJIEIOBAHUM 3PUTENIBHBIX BBI3BAaHHBIX IMOTEHIMAJIOB OTMEYAETCA 3aMEJICHUE
JATEHTHOCTEW, COMATOCEHCOPHBIE  BbI3BAaHHBIE MOTEHIMAJBI  [OKa3bIBAIOT
OTCYTCTBUE KOPTHUKAJIBbHBIX OTBETOB, JIMOO TaKXK€ 3aMEIJICHHE JIAaTEHTHOCTEH.
Bo3moxkHa nepuHaTalibHas U NpeAUMILIaHTAIlMOHHAS JUArHOCTHKA 3a00JI€BaHUS.
OcHOBHBIE MMAaTOMOP(OJOTUYECKUE H3MEHEHHS CO CTOPOHBI HEPBHOM TKaHU
BKJIFOYAIOT OTCYTCTBUE MHUEIMHOBON OOOJIOUKM HEMOBPEKICHHBIX aKCOHOB, YTO
npeanosaraer noja coooi Takke HapyleHue (PyHKIIMU OJTUTOJEHAPOTIINH.

Nuddepenunanbublii auarno3. Bximrouaer Takue 3a0o0yieBaHMS, Kak:
aapeHosieikoauctpodusi, 6onesnr KanaBan, 6ose3np Ajnekcanaepa, MeTaxpomMHas
aeikoaucTpodus, BpOKIEHHBIN HUCTAarM, 0osie3Hb KokeliHa, paccessHHBIN CKIepO3.

Jleuenune. Crnenuduueckoro nedeHus 6onesnu Ilenuneyca-Mepiidaxepa Ha
JTaHHBI MOMEHT He pazpaborano. C 2009 roma BemyTcs HCCIEIOBaHUS T10
TPAHCIUTAHTAIIMM HEBPAJIBHBIX CTBOJIOBBIX KIJIETOK. Takke aKTUBHO H3ydaeTcCs



WCIIOJB30BAaHUE  XENAaTUPOBaHMs  Kene3a. [lepcnekTMBHOM  MOXKET — CTaTh
reHETUYECKask TEPANMSL: €CTh YCIICIIHBIE UCCICTOBAHUS HAa MBIIIAX C IPUMEHEHUEM
texHosiorun CRISPR u aHTHCMBICIOBOM Tepanuu. Takke ucciaea0BaHus MOKa3aiH,
47O NpU Aymukanuax reHa PLP1 monoxurenbHOE BIMSHHE OKa3bIBACT JHETA,
ooraras KUpaMH, CIOCOOCTBYIOIIAs YBEIWYCHHIO KOJMYECTBA MHEIMHA U
YIYUIICHHI0 MOTOpUKH. [lamnuartvBHas Tepanusi BKIIOYAET PEAOWIMTALMIO U
OpPTONEUYECKYI0O  NOMOULIb, HHBEKUUU  OOTYJIOTOKCHMHA JUIsI  CHUIKCHUS
CIAaCTUYHOCTH.

IIporno3. Ncxoxn 3a0oseBaHus HaANPSMYIO 3aBUCUT OT (DOPMBI U TSHKECTH
cumnToMoB. [Ipu BpoxkaeHHOHN (hopMe cMepTh HACTyMaeT B MEPBOil IeKaie KU3HHU,
JaIe BCEro OT PeCHUpaTOpHBIX oclioxkHeHur. [Tpu kinaccuyeckoit hopme cpemaHss
MPOJOJKUTEIBHOCTD )KU3HU MOKET COCTaBIIAThH 0 20-30 jer.



