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Nlenkoanctpoduma — 3To NATONONMA HEUPOAEreHEePaTUBHOTIO
reHe3a, KOTopou cyuwecTByeT bonee wecTMaecaTm
pasHoBUAaHoOCTEN. [JnAa 6one3Hn XxapaKTepPHO HapyLleHne
obmeHa BewWwecTs, YTO MNPMUBOAUT K CKOMNEHUIO B TOIOBHOM
NI CMMHHOM MO3Te cneunPuyYecknx KOMMNOHEHTOB,
PA3PYLLUAOWMNX TAKOE BELLLECTBO, KAaK MUENNH.

[MPUYNHBbI BO3SHMKHOBEHMA HeAyra 3aKAt04atoTCA B FeHHbIX
MYTaUUAX, HO HEKOTOpble GOPMbl MOTYT Hac/1ea0BaTbCA OT
ogHoro n3s poautenen. ommmo aToro, 3aPpMKCUPOBAHDI
C/ly4an CNOHTAHHbIX MyTaumnin. Cumntomatuka bonesHu byaer
OT/INYAaTbCA B 3aBMCUMOCTU OT TOTO, B KAKON popme npoTeKaeT

HeAayr.



Nenkoauctpodusa, Uamn NPorpeccupyoiuin CKAepo3 Mmo3ra, Noay4ynaa CBOE Ha3BaHMeE
OTTOr0, YTO B MATONIOTMYECKMM NpOLLecc BOBAEKaeTcA benoe BewecTBo 3TOro
opraHa. Ha ceroaHAWHWN AeHb U3BECTHO H60/blLLIOE KoM4ecTBO popm 6onesHy,
OT/INYAKOLLMXCA BUAOM reHETUYECKOM MyTaLMM U BO3PACTHOM KaTeropmen, B
KOTOPOM NPoncXoamT maHndectauma cmmntomos. Hanbonee yactbie TUnbI
6one3Hn, Hanpumep, MeTaxpomaTmieckasa nemkoamcTtpodus, AMarHOCTUPYHOTCH Y
OZ1HOrO0 M/1aZleHUa Ha CTO TbICAY HOBOPOXKAEHHbIX. OHAaKO eCcTb Takne BuAbl
NaTONOrMKN, KOTOPbIX 3aPErUCTPUPOBAHO He bonblle HECKONbKMX coTeH. OCHOBHOWM
NpUYMHOM Ntoboro BMAa Heayra ABAAETCA reHeTUYeCcKad aHOMaAma TOro Uin MHOTo
depmeHTa. Pa3HOBMAHOCTU U IOKANMN3AUMA MYTUPOBABLUNX FEHOB YCTaHOBNEHbI
TO/IbKO ANnA Hanbonee 4yacTbix POpM NATONOrMK. 3a4aCTyIO NENKoANCTPOdUSA
XapaKTepmnlyeTca ayTOCOMHO-PEeLLeCCUBHbIM NYTEM Hacnea0BaHUA, HO HEKOTOPbIe
BUAbl MOTYT NepeaaBaTbca cyrybo no nosioBOM NPUHAANEKHOCTU, T. €. OT MaTEPU K
JO4YEPUN AN OT OTLA K CbIHY.



[eHeTU4YecKn obycnoBsieHHbIN AepeKT Hanbonee 4yacto
NPMBOAMUT K HApyLLEHMIO 0OMEHHbIX NPOLECCOB, YTO YPEBATO
CKOM/JIEHMEM TOFO UM UHOTO BELLLEeCTBa B OpraHu3me. B

OCHOBHOM MoOparKatoTca caeaytolime opraHbl: roJIOBHOM MO3T;
MOYKN; CMUHHOM MO3T; NeYeHb.

CnepctBnem 0OMeEHHOTro HapyLLUeHUA ABNAETCA: pa3pyLUEHME
MMeNnHa B 060/104Kax HEPBHbIX CTBONOB; r<Mbenb nnm
aTpodmAa HEMPOHOB, 3amMeLleHne NornbLmnx HeMpoHoB
[/IMaNbHOM TKAHbIO, KOTOPAA MOCTOAHHO PAa3pacTaeTCs.

[lo mopdonornyecknm npusHakam nemkoamctpodpms
XapakTepusyertca: Anddy3HbIM MAN CUMMETPUYHbBIM
pacnonoxeHuem obnacrer rmbenn mmennHa B obomx
NoJIyLLapmAX rOJIOBHOrO MO3ra; cKkonaeHmem 6onbLworo
KO/IMYeCTBa NPOAYKTOB, BbIAENAOLMXCA NOCAEe pacnaaa
MMESINHA; YCUNEHHbIM Pa3pPaCTaHNEM [/TUM.

[na Bcex rpynn 60/1€3HMN XapaKTepHO pa3BUTUE B PaHHEM

NETCKOM BO3pacTe, el A0 TOro, Kak pebEéHOK NONAET B
LLKOAY.



[MpnymnHbl 3aboneBaHmA

* YTO CTAaHOBUTCA MPUYNHOMN TAKOTIO
reHeTU4YecKoe cbos, n novyemy 3abosneBaHue B
HEKOTOPbIX CAY4aAaX NOABASAETCA CNOHTAHHO,
TO ecTb 6e3 KaKon-1mbo HacneaCcTBEHHOCTH,
NOKa TOYHO He AACHO. YTo KacaeTca paKTOpPOB
PUCKA, TO OCOOEHHO BHMMATE/IbHbIMM HYXHO
ObITb poanTENAM, KOTOPbIE ABAAIOTCA
HOCUTENAMM 3TON NATONIOTUMN.



Knaccuopmnkauma

B 3aBMCMMOCTM OT TOrO, B KAKOW BO3PACTHOM KaTeropuu
NpPon3onaeT maHmndectauma NnogobHOM NaTo/NorMKn, oHa
nmeet cneaytouime Gopmbl: MHGAHTUNIBHYIO — CUMNTOMATUKA
HAUYMHAET BbIPaXKaTbCA B MPOMEKYTKE OT TPEX A0 LecTn
NepBbIX MeCcALUEB XU3HWU; NO3AHIO MHPAHTU/IbHYIO —
ABNAETCA TAKOBOW, €C/IN NOCTABAT AMArHO3 B Nepuoae,
KOTOPbIN HAYMHAETCA C NONYroaa U 3aKaH4YMBaeTCcA B NONTOPA
roaa. KOBEHUNBbHYIO MU TUMUYHYIO AETCKYH — 60/1e3Hb
MaHnPeCcTUpyeT B BO3pacTe OT TPEX A0 AECATU NET,
B3POCNYIO — OT/IMYAETCA TEM, YTO NEePBble CUMMTOMbI MOTYT
BO3HUKHYTb HAa4YMHAA C LWECTHaALaTU NeT.



MeTtaxpomatmueckasn. [1na Hee XxapaKTepHOU
0COOEHHOCTbIO ABNAETCA MHTEHCUBHAA AECTPYKUUA
MUennHa 1 HakonJieHMe TOKCUYHbIX NPOAYKTOB
n3BpaweHHoro obmeHa B LUHC, HepBHbIX Ny4yKax u
BHYTPEHHUX OpraHax.

Jetckaa octpana neiKkogucrpodpuna (6onesHb Kpabbe). OHa
XapaKTepmsyeTcs NPeMMyLLECTBEHHbIM NOParKeHNem
MMeNNHa B CMMHHOM M FT0JIOBHOM MO3re.

bone3Hb NANANnesoppeHa-LLNnaTya. lNpoasnaerca
ANdPY3HbIM pa3BUTMEM CKAepOo3a roJIOBHOMO MO3ra.

Neunkogucrpoodpusa NMennueyca—Mepubaxepa. pu 3Ton
NaToO/IOrNN CYLWECTBYET YeTKaA B3auMOCBA3b Nepeaayn
3a60/1eBaHMA NO NOJIOBOMY MPU3HAKY.

3abonesaHue KaHaBaHa—BaH borapta—bepTtpaHaa. [nA
Hee XapaKTepHbIM ABNAETCA TO, YTO NPOLEeCC pa3pyLueHUs
MMESIMHA HAYMHAETCS YKe BHYTPUYTPOOHO.

Hanbonee pegkum Buaom nemkogucrpodpum asnaerca
6onesHb AneKkcaHgepa.



MeTtaxpomaTtunyecKasa nemkoguctpodpun

Penkoe HacneacTtBeHHoe 3aboneBaHme U3 rpynnbl IM30COMHbIX
6one3Hen HakonaeHua ¢ ayToOCOMHO-PeLEeCCUBHbIM MEXaHU3MOM
Hacnea0BaHUA HapyweHna obmeHa BewecTs. [laHHaA
HO30/10rM4Yeckaa egmHuLa n3 paspaga nenkoanctpodumn
(mnaTonorusa pocrta n/unmn pasBUTUA MUEIMHOBOW 060/I0UKN,
NOKPbIBAOLLLEN OONBLINHCTBO HEPBHbIX

BO/IOKOH UEHTpPa/IbHOM 1 nepmndepmnyeckom HepPBHOM CUCTEMDI)
OTHOCUTCA K COUHTONMNNA03aM. XapaKTepmnsyeTtcs
HeAO0CTaTOUYHOCTbIO apuacynbdaTtasbl

A (uepebpo3nacynbdatasbl) — pepmeHTa IM30COM, YY4ACTBYHOLLETO
B meTabonmame cOUHroNMNMAOB, YTO Bbi3blBAET

HaKonneHue uepebpo3nga cynbdarta.

BcTtpeuaetca c yactotom ot 1:40 000 — 1:160 000 .

B ocHOBe Bcex KAMHUYECKUX GOPM NexKaTt annesibHble myTaunm
reHa apuacynbdatasbl A, JOKa/IM30BAHHOTO Ha 22-1 XPOMOCOME.
3TO NpmuBOAUT K Aednumnty pepmeHTa apuiacynbdatasbl A u
HapyLeHMIo NpeBpaLleHna cynbdatnga B ranaktouepebposna,.



e MeTaxpomaTtuyecKkasa nemkoguctpodua Hacneayercs,
KaK U noaasnatolee 60nbLWLIMHCTBO JIN30COMHbIX
bonesHen HakonAeHmnA, N0 ayTOCOMHO-PEeLLeCCUBHOMY
TMNYy HacnegosaHua. ChegosaTesbHO, C OAMHAKOBOWM
4aCTOTOM BCTPEYAETCA KaK Y MYKUMH, TaK U Y KEHLLUH,.

e AYTOCOMHO-pPELECCUBHbIN TUN HAacNeaA0BaHUA Ha
NPaKTMKe 03Ha4vYaeT, YTO AePEeKTHbIN FreH PacnosioXKeH
Ha O4HOM U3 ABYX aNnesibHblX ayTocom. 3abonieBaHue
KIMHNYECKU MaHNDECTUPYET TONbKO B C/1yyae, Koraa
ob6e ayTocoMbl, NOIYYEHHbIE NO OAHOM OT OTL,A U
MaTepPK, ABNAIOTCA AedeKTHbIMU NO AaHHOMY reHy. Kak
N BO BCEX C/Iy4aaAX ayTOCOMHO-
pPeLeccMBHOro HacneaoBaHuA, ecam oba pogutens
HecyT AedEeKTHbIU reH, ToO BEpOATHOCTb HAac1eA0BaHUS
bone3Hn y notomctBa coctasnset 1 n3 4. Takum
obpa3om B cpeaHeM, Ha oaAHOro 60/1bHOro pebéeHKa B
TAaKOW cembe NpmMxoamnTca Tpu 6e3 KAMHUYECKMX
NPU3HAKOB NPOAB/IEHUN reHHOU 6osie3HMN.



MeTaxpomaTmnyecKasa nenkoancTtpodma pa3sBmBaeTca B

pe3ynbTate geduunta IM30COMHOro pepmeHTa apuacysibdartasbl A
(APCA, aHrn. ARSA)2 ynn uepebposunacynbdaTasbl. Ha poHe
PA3BEPTbIBAHUA KAMHUYECKOMU CMMNTOMATUKU YPOBEHb aKTUBHOCTHU
dbepmeHTa B 1IEMKOLMTAX CYLLLECTBEHHO CHUXKAETCA U COCTaBAAET
meHee 10 % OT HOpMa/ibHbIX BEMYUH. Tem He meHee, O4HOr0
aHa/In3a aKTMBHOCTU Lepebpo3nacynbdpatasbl HEAOCTATOYHO ANA
Bepudukaumm amarHosa. OnucaHa popma ncesao ageduuynta APCA
(aHrn. ARSA pseudo deficiency), npu KOTOPOM aKTUBHOCTb PEePMEHTA
coctasnaeT oT 5 o 20 % oT HOpMbI U MPU STOM OTCYTCTBYIOT
NPU3HAKN MeTaxpomaTuieckon nemkoamctpodum. Ha pore
AepnumTa MAN HeAOCTaTOYHOCTM depMeHTa NPOUCXoaunT
HaKkonneHue cynbdatnaa BO MHOTMX TKAHAX OPraHM3ma, 4to B
KOHEYHOM CYETE NPMBOAMT K Pa3pPyLLUEHNIO MUENTNHOBOM

060/104KN HEPBHbIX BOJIOKOH. MunennHosasa 060104Ka — nMnungHoe
NOKPbITUE HEPBHOIO BOJIOKHA, KOTOPOE HE TO/IbKO 3aWMLAET €ro,
HO M cnocobCcTBYET NOBbIWEHUIO CKOPOCTM NPOBEAEHMA UMMNY/IbCA
no Hepsy. [loTepsa mnenmHa LEHTPAbHON HEPBHOM

cuctemom (Mo3r) n nepndepmnyeckom HEPBHOM CUCTEMOMN HapyLLaeT
CUCTEMY KOHTPOA U CHUXAET MOOUNBbHOCTb MbILLL, TAKUM
obpa3om Hapywasa nx yHKUULO.


https://ru.wikipedia.org/wiki/%D0%9C%D0%B5%D1%82%D0%B0%D1%85%D1%80%D0%BE%D0%BC%D0%B0%D1%82%D0%B8%D1%87%D0%B5%D1%81%D0%BA%D0%B0%D1%8F_%D0%BB%D0%B5%D0%B9%D0%BA%D0%BE%D0%B4%D0%B8%D1%81%D1%82%D1%80%D0%BE%D1%84%D0%B8%D1%8F

CMNTOMbI MeTaxpomaTU4yecKou nemkogucTtpodpum
MeTaxpomaTnyeckana nemkoamuctpodpuma nmeet Tpm GopMbl, KaxKaan
N3 KOTOPbIX XapaKTepmn3yeTca CBOMM HAabopom CMMMNTOMOB.
NHbaHTMAbHaa dopma npoasaseT ceba 3aaeprKKamu B pa3BUTUN

peyn, ABMUraTe/IbHOro annapata 60NbHOro, MbilLIEYHOMN TMNOTOHUEN,
nepexoasiien B rmnepToHUI0, HUCTarmom, PacCTPOMCTBAMMU
pedpneKTOPHbIX peakuu. 3ta popma nmeet 4 ctagmm, cmeHsaowme
ApYyr Apyra B nepunoa ¢ Hayana *XuU3Hu n ao 3 ner.

lOBeHMAbHas dopma enKkoanucTpodum Xxapakrepmsyercs

NOHMMXEHHbIMW NOKA3aTENAMU NHTENNEKTYAbHOIO Pa3BUTUA,
HapyLweHnAMM noseaeHusa, Noxoakn. CAMNTOMbI MOTYT
nocTeneHHo HapacTaTb. Hepeako y 601bHOro NOABAAKOTCA
cygoporu. B aton dopme 6onesHb MoXKeT NpoaBuUTb ceba ¢ nepuoa
c 3 no 10 ner.

MocnegHoo GopmMy Ha3bIBAOT B3POCI0U, PUKCMPYIOT B BO3pacTe
cBbiie 10 NeT M OTANYALOT MO NCUXNYECKUM PAaCCTPOMCTBAM C
MeaJsieHHbIM nporpeccom. locneagHue ctagnun pasBuUTUA
HapyLIEHUN NPUKOBbLIBAOT BO/IbHOIO K NocTenun, B 60NbLUMHCTBE
CNy4aeB, MCKNOYAA BO3SMOXHOCTb CAMOCTOATENbHO YXar*KMBaTb 3a
cobon. Kak npasmno, naumeHTbl C TAaKUM AMArHO30M YMMPAIOT A0
50-neTHero tobunes.




bone3Hb Kpabbe- rnobonaHo-knetouHan
nenkoamuctpoduma nan ranakrosuauepamuma
HbIX AMNNAO03

e IJT0 peaKoe, AereHepaTMBHOe 3aboneBaHue, KOTopoe
4aCTo 3aKaH4YMBaeTca cmepTbio bonbHOro. B npouecce
pa3BUTKSA 3abo1eBaHUA NOBPEXKAAETCA MUENIMHOBASA
060/104Ka HEPBHOM CUCTEMDI.

 Bone3Hb Kpabbe BcTpevaeTca npumepHo y 1 yenoBeka
Ha 100000 HoBOpO*KAEHHbIX. Yalle, 3To 3aboneBaHune
BO3HMKaeT y apaboB (KoTopbie XXUBYT Ha TEPPUTOPUN
N3panns) - bonesHb anarHoctupyetca y 1 pebeHKa Ha
6000 HoBOpOKAEHHbIX. CPaBHUTENBbHO BbICOKMM YPOBEHb

3aboneBaemoctu n cpean Kutenem CKaHAMHABCKMX
cTpaH - 1:50000.



e bonesHb Kpabbe Bbi3biBaeTCA MyTaUMAMU B B reHe
GALC, KoTopbIM pacnonoXxeH Ha 14 xpomocome
(14931). BcheactBue aTom myTaLmMm BO3HUKaET
nednumnT depmeHTa rafiaktTosmnauepammaassi.
HakonneHne HemeTabo/1M3MpPOBAHHbBIX NNNUAOB
HapyLwaeT npouecc 0b6pa3oBaHNA 3aLLUTHOM
MMNeIMHOBOM 060104KM HepBa (060/104KM, KOTOpPaA
N3onnpyeT 60/IbLLMHCTBO HEPBHbIX KNETOK,
obecneynBan BbICOKYO CKOPOCTb NPOBeAeHUS
HEepPBHbIX MMMNY/IbCOB), YTO B CBOK o4yepeab NPMBOAUT K
AereHepaumm MOTOPHbIX HaBbiKOB. bone3Hb Kpabbe,
BXOAMT B rpynmny paccTpomncTB, U3BECTHbIX MNoA
Ha3BaHUem nenkoanctpoduun. 3aboneBaHune BbI3BAHO
HapyweHnem npouecca GoOpMUPOBaHNA MUESTUHA.



KnnHuyecKkaa KapTUHa

Mpun poxxaeHnn, aetn c bonesHoto Kpabbe BbirnAaAT
HOPMabHbIMWN. [TlepBble CMMNTOMbI 3a0601€BaHMA HAYNHAIOT
NOABNATLCA B BO3pacTe oT 3 A0 6 mecAaueB. OCHOBHbIM NMPU3HaKamm
ABNIAKOTCA: Pa3gparKNTeNIbHOCTb, IMXOPaKa, NOBbIWeHUe
MbILLEYHOro TOHYCa, NPUCTYNbl CyA0pPOr, TPYAHOCTM Mpwn
KOPMIIEeHUN, PBOTa U 3ameieHne YMCTBEHHOIO M MOTOPHOTO
pa3BMTUA. YacTo Ha nepBOU cTaanm 3aboneBaHnA, Bpaymn
NPUHMMAIOT Bbille ONMCAaHHbIe CMMNTOMBbI 33 MPU3HAKM 4PYyroro
PACCTPOMNCTBA - AETCKOro uepebpasnbHOro napaamya.

[lpyrme cnmnTOMbI BKAKOYAIOT B ce6A: MblLLeYHY0 ¢1aboCTb,
CNACTUYHOCTb, [/TYXOTY, aTPOPUIO 3pUTENBHOIO HEPBA M CNEMOTY,
napanny u 3aTpyaHeHua npu rmoTaHmnn. MoXKeT TaKxke
HabnoaaTbCca AnTeNbHaA NoTepa Beca. MI3BeCTHbl cay4vau
3abonesaHusa bonesHbto Kpabbe B NoapOCTKOBOM U B3POC/IOM
BO3pacTe, U XOTA, NPOABAEHUA PACCTPONCTBA - MOXOXKNE, HO
NporpeccuMpoBaHMe NPOUCXOANT MeaNeHHee.,



http://simptomer.ru/bolezni/nevrologiya/2482-leikodistrofiya-simptomy



bonesHb Nennueyca — Mepubaxepa

Nenkoauctpodusa MNMennueyca Mepubdaxepa MOXKeT ObITb
nepegaHa "Mbo No ayTocomHo-peueccuBHomy, nbo no
cuenaeHHoOMy C NoJI0OM BUAY HacneaoBaHUA. HaunHaer
npoasnATbca bonesHb Nennueyca — Mepubaxepa B paHHEM
Bo3pacTe: oT NnATKU A0 10 mecAaueBs. XapaKTepunsyeTca OoHa
MeaNeHHbIM pa3BuTMemM. B ganbHenLem MHOr4a oTMeyaeTcsa
«CBETNbIN» MPOMEIKYTOK, KOTOPbIN MOXKET ANNTbCA OYEHb
nonro. Hanbonee pegko HabnoaatoTca cneumduruyeckme He
nporpeccupytowne Tunbl 3abonesanHmA.

e XapaKTepusyetca HUCTarmom u bayxaarwmumm
ABUXXEHUAMM Na3 B COMeTaHUM C KUBaTe/ibHbIMU
ABUXXEHUAMM F0N10Bbl B M1ageHYeCKom Bo3pacTe. [eH
NOKaNMU30BaH Ha xpomocome Xq22.



Nlenkoguctpodua MNennueyca — Mepubaxepa — 3aboneBaHmne, KoTtopoe
ABNAETCA YeTBEPTOMN GOPMON IEUKOAUCTPOPUM, U MOXKET NepeaaBaTbea
HEeCKo/IbKMMU cnocobamm.

[MepBbI — ayTOCOMHO-pPeLEeCcCUBHbIN. Mpn aTom 06a poauTena A0NKHbI
ABNATLCA HOCUTENAMM MYTAHTHOTO reHa. C BepoaTHOCTbo B 50% mnx getum
TaKKe byayT HOCUTENAMU NOBPEKAEHHOIO reHa, U TONIbKO C BEPOATHOCTBIO B
25% porkpaeTca 340p0BbIN pebEHOK. TaKOBa *Ke BEPOATHOCTb POXKAEHUSA U
pebéHKa C 3TUM BUAOM NeENKoANCTPOPUMN.

BTopoi — HacnenoBaHWe, KOTOPOE CLEeneHo ¢ nosom. Hanpumep, B cembe
3aboneBaHMe nepenaétca TO/IbKO MaibiMKaM UM TONbKO AEeBOYKAM.

Y peten c bonesHbto Mennueyca-Mepubaxepa oTMeUarOTCA 3a4ePXKKa
PAa3BUTUA, aTaKCMA, XOPEoaTETO3 M CNACTUYHOCTb, a TaKXe atpodus
3pUTENbHbIX HEPBOB M AM3apTpuA. 3aboneBaHMe 3aKaHYNBAETCA IETA/IbHbIM
NCXOA0M Ha 2-M namn 3-m gecatnnetmm m3Hum. OCHoBHble
natomop@onornyeckme N3SMeHeHMA BKAOYAIOT OTCYTCTBME MUETMHOBOW
0060104KM HENOBPEXKAEHHbIX AaKCOHOB, YTO NPeAno/iaraeT HapyLweHue
byHKUMKU onurogeHapornmun. MiccnegoBaHmMA NOKa3anu CyLeCcTBOBaHMe
reHeTuyeckoro gedekta B bMOCMHTE3E NpoTeonnnmaa anonpotenHa — besika,
nrpatoLwero ponb B anpdepeHumnaumm n nogaepKaHmm GyHKUnm
ONNroAeHAPOLNTOB.



http://neurodoc.ru/bolezni/drugie/lejkodistrofiy
a.html




bone3Hb lannesoppeHa-LLUnaruya

HenpoaereHepauuna ¢ OT/IOXKEHUEM Kesie3a B mo3re nan bonesHb
lannepsopgeHa—LLUNaTyua — o4yeHb peaKoe HempoaereHepaTMBHOE
3aboneBaHue, CONPOBOXKAAOLLEECA OT/IOXKEHMEM XKese3a B 6a3asibHbIX
raHrnmsax (8 61egHom Wwape n B YEPHOM cybcTaHUMKM). ITO ayTOCOMHO-
PeunuccmMBHO Hacneagyemoe 3aboneBaHue 66110 BNepsBble oNMcaHo B 1922
roay tOnnycom NannesopaeHom u lyro Lnatuem. Yactota 3aboneBanHma B
cpeaHem 1-3 yenoBeka Ha 1 MUNANOH.

Y 601bLWMHCTBA NALMEHTOB, 0COOEHHO NPU PpaHHEN MaHUbecTauum
3abonesaHuA, onpeaenaoTca MyTaumm B

Koanpyemom pepmeHT naHToTeHKnHasy (PANK2) reHe, B xpomocome
20p13. 3T0T GepMEHT UTPaET peLlatoLLyo POob B

bnocnHTese kodbepmeHTa-A. lebeKt pepmeHTa BeaeT K

HaKOMNEHUIO LUCTEMHA, KOTOPbIN B MPUCYTCTBUM *Kesie3a (4To 03HaYaeT —
B 0ocobeHHOCTU B 061acTM YEPHOTO BellecTBa U 6a3abHbIX FAHI/INEB)
BEAET K NOBbILLEHNIO CBOOOAHbIX PaANKaNoB U cnocobcTByeT
OKCMAATHOMY NMoBpeEXAEHUIO MOo3ra. MNpouecc B Lesiom NpuBoaUT K
OT/IOXKEHUIO Kenesa N HEMPOMeNaHMHa.



RAnHUYecKmne npoAaBaeHuA

e Ob6bI4HOE Ha4ano 3aboneBaHMa B AETCKOM BO3pPacTe, MHOTAA C
BblpaXXeHHOW CMMNTOMATUKOMN YXKe Ha MePBOM roAy *KU3HMW.
PeaKo BO3MOXHa MaHuUdecTaumna Bo B3POC/IOM BO3pacTe.
CHayana BO3HMKAKOT SKCTPanUpammaHble MOTOPHbIE
HapyLweHna, B 0COOEHHOCTUN HapyLleHnA Xxoabbbl ¢ TeHAEHUNEN
K NageHUsam Uam AUCTOHMEN HOT, peXe — NCUXmMYecKkue
HapylweHusa. B aanbHenwem — HapyLeHUsa ABUXKEHUN
(AMcTOHMK, XOpeoaTeTo3, TPEMOP) C PUTUAHOCTbIO 3aTbI/TIOYHOWM
MYCKYNaTypbl, runeppePpnekcmen n HapyeHUamm ncMxmkm
(KaK NpaBmMIO, UHTENNEKTYa/IbHble HapyLweHua). TakxKe
obHapyKmBatoTca ansaptpma n aucparma. MoxHo
OOHAPYKNUTb MUITMEHTALUIO CETYATKU UM
aTpoduto 3pnTeNbHOro HepBa. Y B3pocabix npeobnagaer
CMHAPOM NAPKMHCOHU3MA-NNOC — C AeMEHUMUEN,
runeppednekcmen n NPOMUHEHTHOM ANCTOHNEN. TeyeHune
3ab0s1eBaHME NPOrpeccuBHO, HEBPOJIOrMYECKOE COCTOAHME
NaLUMEHTOB yXyALlaeTca NOCTENEeHHO.



3abonesaHne KaHasaHa—BaH
borapta—bepTpaHpa

Tun HacnepoBaHMA 6one3Hn KaH3BIH y eTe — ayTOCOMHO-PELLECCUBHbIN, KOTaa
npoucxoauT nepegada AePpeKkTMBHOro reHa ot oboux poautenen. Mpm aTom, ecnm u
MaTb, N OTeL, ABASIOTCA HOCUTENS MM aHOMa/IbHbIX MyTaLUI, TO peasibHble PUCKHU
poXKaeHnA pebeHKa ¢ HelpoBereTaTMBHO-HAC/eACTBEHHbIMU HAapPYLLEHUAMW COCTABAAIOT
30%. NcchepoBaHme reHeTUYeCKOM NaHenmn NoTeHUMaNbHbIX poanuTenemn ceroaHs
No3BOAET ONpeAennTb pasinyHble reHHble MyTauun. ObbIYHO NAaTONOMMYECKUM
OKa3biBaeTcsa 17 xpomocoma ¢ 6bone3Hbto KaHaBaHa B aHamHe3e.

bone3Hb KaHaBaHa BaH borapTta-bepTpaHaa XxapakTepusyeTca naTtoorM4yeCKMm CIOMOM
reHa ASPA, npamo onpeaenatowero BbipaboTKky pepmeHTa acnaptoaunnasbl. PepmeHT
y4acCTBYeT B pacLLenieHNnM MOJIEKY/bl ALETUA acnapTaTa — COCTaBAAIOLWEN eanHULEN
TKaHEN HEPBHOM CUCTEMbI U FTOJIOBHOFO MO3ra.

AueTuiacnaparMHoOBaa KUCA0Ta CUHTE3NPYETCA B FTOIOBHOM MO3re U3 MOJIEKY/
acnaparMHOBOM KUC/IOTbl U UMEET TOT e 06beM, YTO U INTyTaMMHOBAA KUCNOTA.
PyHKUMOHAIbHbIE KPUTEPUM aLLEeTUNACNAPATMHOBOW KUCNOTbl A4OCTOBEPHO HE U3YyYEHa,
HO NPWY ee Bblpa*KeHHOM HeAO0CTaTKe pa3BMBAETCA CMOHIMO3HaA AereHepaums c
OAHOBPEMEHHbIM YBEIMYEHNEM €€ }Ke BblaeneHnem moyon. benoe BeLecTso
rOI0OBHOrO MO3ra JAereHepupyeTca no rybuyatomy Tmny, NpnBoaA K TaxKenenwmnm ¢popmam
nenkogmctpodpuin.



RAnHM4Yeckne npoAaB/eHus

Nlenkoauctpodua no Tuny 6onesHn KaHasaHa BaH borapTta-bepTtpaHaa
nocTeneHHO HabupaeT NHTEHCMBHOCTb CBOMX NpoaBsieHnn. ObbluHO pebeHOoK
B NepBbie HeAeNn Noc/ae PoXKAEHUA HUKAK He NpoABAAeT cebs ¢
NaTONOrNMYeCcKon CTOPOHbI. OH aKTUBHO AEMOHCTPUPYET CBOE COLUANIbHOE
nosegeHue ynblbKamu, ryneHnem, NoBbllLEHHOW ABUraTE/IbHOM aKTUBHOCTbIO.
OAHaKo, N0 NCTEYEHMU HECKONbKUX MECALEB NPNobpeTeHHble HaBbIKK
HAYMHAIOT YrHeTaTbCsA, @ CUMNTOMbI 3a601€BaHUA HAYMHAOT HapacTaThb:

* yBeAnYeHne o6 beMOoB rosioBbl OTHOCUTE/IbHO TY/I0BULLA;

® CHUXEHWE MbILEYHOMN aKTUBHOCTM, CNACTUYHOCTb MblILLILL;

* HapyuweHue B dUKcauum B3rnaaa, 3puTtesibHble PacCcTPOMNCTBA;

* 3aTPYAHEHUA NPU BCKAPMAUBAHUM (TPYAHOM UM UCKYCCTBEHHOM).

Ha sTom 3Tane BHMMaTE/IbHbIE POAUTENN HAYMHAKOT YYBCTBOBATb, UTO C pebeHKoM
«YTO-TO He To». bonesHb KaHaBaHa y pebeHKa nporpeccmpyeTt CTPeMUTENbHO.
[Mpon3BO/IbHbIE ABUMKEHMA Y Mablllia BCE eLle COXPaHATCA, HO CNyCTS
HECKOJIbKO MecALEB MOXHO OTMETUTb NPUcoeguHEHNE NPOUYUX NPU3HAKOB
NaToNOrnNM:

° TPYAHOCTU C NONOXKEHMEM N GUKCALMEN FONOBbI;
° MbllWeYyHana runeppedekcua, CKOBAaHHOCTD;
* cnacTUYecKue napesbl ANCTANbHbIX OTAEN0B KOHEYHOCTEMN.



Mo mepe pa3suTma bonesHu rmoTaTenbHbIN pedPaeKkc NONHOCTbIO

YTPA4YMBAETCA N BO3HMKAET HEOOXOAMMOCTb KOpMJIeEHUA pebeHKa
Yyepes NULLLEBOAHbIN 30HA. BTopocTeneHHbIMU NPM3HaKamm
6onesHn KaHaBaHa ABAAOTCA:

CYJOPOKHbIE NPUNAaAKW;

6eccoHHMLa;

NCMXO3MOLIMOHANbHAA BO3OYAMMOCTb;
OTCYTCTBUE PEaKLUN HAa CNOHTAHHbIE CTUMYIbI.

[TMK 3aboneBaHuA y Aeten NnpmMxoanT OAHOBPEMEHHO C YTPATOM

3peHuA, BbIPpa*KEHHbIMW NATONOrMYEeCKUMM pedpaekcamu B
ANCTA/IbHbIX OTAENaX KoHeYyHocTer, GOPMUPOBAHNEM PETYIAPHbIX
TOHUYeCcKux cygopor. OcnoxHeHnammu 6one3Hn HepeaKko
CTaHOBATCA baKTepuanbHblie AN BUPYCHble MHPeKumnmn. CoctoaHme
XapaKTEePU3YETCA KaK TAXKeNnoe, a pasBnuTne CUMNTOMOB MOXET
HabntoaaTbcs OT Heckonbkux mecsues go 10 net. NMo3agHee Havyano
XapaKTepHO ANA aTUNUYHbIX GOPM NAaTONOTNN, KOrAa CUMNTOMbI
MEHee BbIPAXKEHbI, @ CPOKM }KU3HU yBenndmsatoTca ao 15 ner.



bone3Hb AneKkcaHpepa

B 95 % cnyyaeB 60ne3Hb AneKkcaHaepa pa3BMBaAETCA B pe3ynbTaTe MyTalum
B reHe, pacno/IoXKeHHOM Ha 17-1 xpomocome. OB6bIYHO MyTaLMA BO3HUKAET
CMOHTAHHO, TO eCTb POAUTENIN ABNAIOTCA COBEPLLUEHHO 340POBbIMU, UX
reHoTUN He nmeeT NoA0bHbIX M3MeHeHMN. CKopee BCero, UsameHeHue reHa
NPOMCXOANT B OTLLOBCKOW XPOMOCOME BO BpeMs cnepmaToreHesa, n ecsu
TAaKOM «aHOMaA/IbHbIN» CNEPMaTO30M A ONI0A0TBOPAET ANLUEKNETKY, TO TOrAa
n pa3BuBaeTcs 6one3Hb y pebeHkKa.

[eH oTBeYaEeT 3a NPOAYKLUMIO INnaibHOro GnbPUNNAPHOro Kucaoro besnka
GFAP. B cnyyae mytaumm nasmeHeHHbin 6enok GFAP HakanamBaeTca BO
BCMOMOraTe/ibHbIX KNeTKax HEMPOHOB (HeMpornmMKn), YTo NpPenaTcTByeT
obecnevyeHnto HEMPOHOB NUTATENIbHbIMW BelwecTBamu. Kpome Toro, npu
bonesHn AnekcaHgepa B camom nameHeHHom b6enke GFAP obpasytoTca
y3e/IkoBble 06pa30BaHMA, KOTOPbIE HA3bIBAOT BOJIOKHAMM Po3eHTans.
[MocnegHne mewwatoT HOPMaJIbHOMY NMPOBEAEHUIO HEPBHbIX UMMY/bCOB MO
MWEIMHOBbIM BOJIOKHAM.

Y 5 % ntoaen, y KoTopbix AMarHocTupoBaHa 6ose3Hb AnekcaHaepa,
NoA0OHbIN U NHOM reHeTUYeCKUn aedeKT He 0OHapyKMBaeTcA, TO eCcTb
NPUYNHA PA3BUTUA OCTAETCA HEU3BECTHOM.



RAnHMYecKkne npoAaB/ieHUA

3abonesaHue Bnepsble NpoAsaseT cebs y noaen B pasHoOM Bo3pacTte. B 3aBUCMMOCTM OT 3TOr0 NPUHATO

BblAENATb HECKOJIbKO K/IMHUYECKUX GOPM:
MHbaHTUNbHAA (MnageHYeckan);
lOBEHWNbHAA (lOHOLWECKas);

B3pocnas.

Npeanonaraetca HafMuMe Tak Ha3biBaE€MOM HEOHATa/IbHOM (I)OprI 3a6OI'IeBaHMFI, Koraa pe6eHOK

POXOAETCA YXKe C NPoABAeHNAMMU BbonesHn. Y Takux getemn obbl4HO C NePBbIX AHEN KU3HM OTMEYaeTCs
NOBbILEHHOE BHYTPUYEPENHOE AaBNeHNe, aHOMAIbHO 60/bLION Yepen. XapaKTepeH CYA0POXKHbIM
CUHAPOM, BblpaXKeHHaA 3a4epKKa HEPBHO-MCUXNYECKOTO Pa3BUTUA. K coXKaneHuto,
NPOAOIKUTENBHOCTb }KU3HWN TAKUX AETOK HE COCTaBAAEeT U roaa. HeKoTopble yyeHble OTHOCAT 3Ty
dopmy K MHGAHTUNBHOM, HO C O4E€Hb PAHHMM HA4Ya/IOM.

MHd)GHmUﬂbHGFI CbOpMG pa3BUBAETCA B paHHEM AETCKOM BO3pacCTe, B cCpeagHEM — MO AOCTUXKEHUNN 6

mMmecAaueB. Y Takux geTeln Ni10XoM anneTuT, OHX YacTo CPbITMBAIOT BMNJIOTb A0 PBOTbI. OTMeYaeTcs
NaTo/IOrMYeCcKKn BbICTpOE yBENIMYEHNE PAa3MEPOB r0N10BbI, HapacTaHME BHYTPUYEPENHOTO AaBNEHMUA.
EcTecTBEHHO, YTO 3TO CKa3blBaeTCs Ha TeMnax GpU3NYECKOro U HePBHO-NCUXNYECKOTO pa3BuTUA. Jetn
N1I0X0 NpMBaBAAIOT B BECE, NO3AHO HAYMHAIOT AEpPXKaTb ronoBy (nocne 3-x mecsues), CaanuTbca U
nonsaTtb. o mepe pocTa U pas3BuUTMA pebeHKa pa3BMBaeTCA MbilleyHasa cNnabocTb B KOHEYHOCTAX
(mape3bl) HapsaAy € NOBbILWEHHbIM MbILLEYHbIM TOHYCOM (CNACTUYHOCTb), YTO NPOABAAETCA
orpaHMyeHmMem ob6bema 1 CU/bl NPOU3BO/IbHbLIX ABUMKEHUI. Ha poHe nape3oB B KOHEYHOCTAX
NOSABASAIOTCA HEMPOU3BO/IbHbIE ABUXKEHMA: BbIKPYyYMBatoLMe, YepBeobpasHble ABUKEHMA B NasibLax
PYK, NOBOPOTbI ro/10BOM ¢ GUKCaLMeEN NO3bl U TOMY NOA0OHOE. 3TN ABNEHUA HA3bIBAOTCH
rMNepKUHe3amm, B YaCTHOCTU, XOPEOaTETO30M. BO3MOXKHbI CYJOPOKHbIE 3NMUNENTUYECKME NPUNALKMU.
CTpafaeT MHTENNEKT: AETU He Y3HAtOT 6/IM3KNX, UX HE PaaylOT UTPYLLUKK, OHU HE OBNaAEeBatoT
HaBblKaMu (HaNpPMMep, He MOTYT HaHM3aTb KO/bLLA HAa NMPaMUAKY B COOTBETCTBYIOLLLEM BO3pacTe).
TaKKe HapyluaeTcs KoopAMHaLUMA ABUMKEHUN, HabtoAaloTCa NoAEePruBaHmA MasHbiX A610K (HUCTarm).
CamocTtoaTenbHan xoAbba NPakTUYEeCKN HEBO3MOXKHA. 3aboneBaHNE HEYKIOHHO NporpeccupyeT u
3aKaH4YMBAETCA CMEPTbIO B TeYeHue 2-3 ferT.


https://ru.wikipedia.org/wiki/%D0%9D%D0%B8%D1%81%D1%82%D0%B0%D0%B3%D0%BC

lOseHuUnbHaA popma npossaaeT cebsa HECKONbKO NO3Ke, B Bo3pacTe oT 4 Ao 14 neT, B cpeiHEM — OKOoN10 9
NeT. XOoTa oTAeNibHble NPU3HaKM 3aboneBaHNA MOTyT NOABUTLCA U PaHblue — B 2-3 roaa, HO 06bIYHO NX
He cBA3bIBatOT ¢ bonesHblo AnekcaHaepa. Takme A4eTU HECKO/IbKO OTCTAlOT B HEPBHO-MCUXMYECKOM
Pa3BUTUK, CTPAAAIOT OT CyA0POr. Y HUX roNoBa MMeeT HoNbLLNIM pa3Mmep NO CPABHEHMUIO CO
CBEPCTHUKaMM (HO He HaCTO/1IbKO 60NbLIKIA NO CPABHEHUIO C UHPAHTUABHOM PopMoit). HECKONIbKO
No3’Ke NPUCcoeanHAITCA HapyLweHna pedn (CMa3aHHOCTb, HEYETKOCTb), NoONepxXmBaHMe nNpu npueme
NULLK, @ 3aTEM U NPU FOTaHKUM BoAbl. [onoc npuobpeTaeT rHycaBblii OTTEHOK. [BUXKEHUA A3bIKOM
3aTpyaHaAwoTCcA. Bce 3T nameHeHua dopmunpytoT bynbbapHble n nceBaobynbbapHblie paccTpoiicTBa, a
BO3HMKAIOT B pe3y/ibTaTe NOParKeHUA cTBoAA MOo3ra. 1o yTpam 601bHbIX 6ECNOKOAT HEYKPOTUMbIE
PBOTbI. TaK ke, Kak U Npu MHPaHTUNbHOM dopMme, NOABAAETCA MbilLeyHaa cnabocTb B KOHEYHOCTSX,
KOTopas NOCTeNneHHO HapacTaer.

MbILEYHbI TOHYC YBENMYMBAETCA, MblLULLbI CTAHOBATCA NJIOTHbIMWU U TBEPALIMWU HA OLLYMNb, NOABAAIOTCA
NaTONOrMYECKUE CTOMHbIE NPU3HAKK (cumnTom BabuHcKoro u apyrme). NocteneHHo 3TM U3MeHeHUsA
OXBaTbIBAOT BCE YETbIPe KOHEYHOCTU, YTO CTAHOBUTCS NPUYNHOWN PACCTPONCTB NEepeaBUKEHUS U
camoobcnyKneaHMA. Bo3aMoXKHbl HapyLleHWe paBHOBECUA, PAcCTPOMCTBA NoBeaeHuA. OBblYHO
MHTENNEKTyaIbHble PACCTPOMCTBA BblpaXKeHbl HE3HAUYUTEIbHO UM BOODLLE OTCYTCTBYHOT, XOTA OMMCAHDI
CNy4Yaun U Pe3KOro CHUMKEHUA MbICIUTENbHbIX CMOCOBHOCTEN. Y 6ONbHbBIX C OBEHU/IBHON GOPMOIA
Nepuoamyeckn pernctTpmpytot pedIeKTOPHYH OCTaHOBKY AblXaHMA: anHO3. B KOHLE KOHUOB,
nporpeccupytoLlee NopaxKeHMe HEPBHOM CUCTEMbI 3aKaHYMBAETCA CMePTE/IbHbIM UCXOAOM, B CPEAHEM,
yepes 10 neT OT NOABNEHMA HAYaNbHbIX KTMHUYECKUX NPU3HAKOB 3aboneBaHuA.

B3pocnasa ¢hpopma pa3smBaeTca B cpoku oT 20 ao 70 neT. KAMHUYECKME CMMNTOMbI I0BO/IbHO
pa3Ho0bpa3Hbl, MOCKObKY MOTYT ObITb OTParKeHMEM NATOIOTMM NOOBOro y4acTka roN0BHOIO MO3ra.
Yawe Bcero aTo napesbl M NAapanmyiun € NOBbIWEHHbIM MbILLIEYHbIM TOHYCOM, HapyLLUEeHUA KOOPAMHaL K
ABUXEHUN U PaBHOBECUA, HENPOM3BO/IbHbIE HEKOHTPOIMPYEMbIE ABUXKEHUSA, HAPYLLUEHNA PeYUn U
rnotaHuAa. CHUXKeHUe MHTeNNeKTa He3HauuTeibHoe. YacTo BbIABNAETCA HUCTArM U HapylueHue
CcoApYKecTBEHHbIX (0AHOBPEMEHHbIX U OHOHAMNPAaBAEHHbIX) ABUMKEHUM INa3HbIMKU S610KaMU.
BonesHb nporpeccnpyet n HensbeKHO 3aKaHUYMBAETCA /1IeTa/IbHbIM UCXOA40M (06bIYHO OT
NPUCOEAUHEHNA NHTEKYPPEHTHbLIX UHPEKUMI).



http://neurodoc.ru/bolezni/drugie/lejkodistrofiya.html




http://neurodoc.ru/bolezni/drugie/lejkodistrofiya.html



ANarHOCTUKa

1.AHann3 aHamHe3a 3aboneBaHuUA 1 Kanob (B KAaKOM BO3pacTe BNepBsble
NoABUANCL CUMNTOMbI 3ab0/1eBaHUA, KaK ObICTPO OHW HapacTanu,
N3MEHANCDH).

2.AHann3 cememHOro aHamHesa — BCTPEYanochb M AaHHOEe
3aboneBaHue paHee y 61M3KMX POACTBEHHUKOB.

3.06LWmMM 0OCMOTP — OLLEHUBAIOT TOHYC MbILLL,, CYXOXKWJIbHblEe pedaeKcol
(coKpalleHmne mblllLbl B OTBET Ha pPa3gparkeHUe CyXOKUInA) — nx
BbIPa*XE€HHOCTb 1 CUMMETPUYHOCTb, OLLEHMBAOT MOXOAKY U
KOOPANHALUUIO ABUKEHUN.

4. HabntogeHue 3a KIMHUYECKUMMN CUMOTOMAMM (NPUCYTCTBYIOT 1N U KaK
N3MEHAIOTCA CO BPpEMEHEM): HAPYLUEHUA C/yXa, 3PEeHUA, APOXKaHMe
KOHeYyHocTen, HUCTarm (Henpon3Bo/ibHbIE BbICTPblE PUTMUYECKUE
NBUMKEHUA rNa3HbiX ABN0OK), oTcTaBaHME B MCMXUYECKOM Pa3BUTUMU U

ap.



5.AHanun3 NMKBopa (CMMHHO-MO3roBOM }KUAKOCTU): C NOMOLLbIO TOJICTOM
UTNbl AeNatoT NPOKoA B 061aCTM NOSACHULUbI, BXOAA B MO3BOHOYHbIN
KaHan (mecTo NnpoKosa BblbupaeTcss Takmm obpa3om, YTO CIMHHOM
MO3r He TPaBMUPYeTCS), Yepe3 BBEAEHHYIO UMy HabupatoT IMKBOP
ANA AaNbHENLWEro NpoBeaeHnA aHaAM3a — OUEHMBAETCA ero UBET U
NPO3pPavyHOCTb (B HOpME CMMHHOMO3roBaA XUAKOCTb MPO3paYHan u
becuBeTHanA), AaBNEHUE, HaANUYME N KOIMYECTBO KAeTOoK (LunTo3),
KonndyecTtBo 6enKa (MoBbIWEHO NPU pa3pyLLEeHNN KNETOK MO3ra),
[/IIOKO3bl U CONEN XN10pa.

6.bnoxmmmyeckmne Tectbl — U3MepeHnsa yposHen GepmMeHTOB, YEeN
CMHTE3 UM TPAHCNOPT HapyLeHbl NPU KOHKPETHOW BonesHun, nnm
obHapyrKeHue Tex BeLLeCcTB, KOTOpble HaKanJIMBatoTCA NPU 3TON
bonesHu.

7.KT (KomnbloTepHasa Tomorpadus) n MPT (MarHUTHO-pe30oHaHCHasn
Tomorpadua) ro10BHOro Mo3ra.

8.MoneKynsapHo-reHeTuyeckoe obcnegoBaHue.



9.[1na meTaxpomaTnyeckou, rmnobonaHO-KNeTOYHOM U

aZipeHonenkoancTpodun CyLLLeCcTBYIOT MeToAbl NpeHaTaibHOM (A0
POAOB) AMNATHOCTUKM.

10.BOo3MOXKHA TaKKe KOHCYy/1bTauuAa AeTCKOro HeBpo/iora,
MeANLUMNHCKOro reHeTuKa.

PHe. 14.2. MeTaxpoMaTHHECKaR NeRoaucTpodun; a — KT, 6, 8 — MPT & paxu-
Max T2 1 T1 (aKCHANEHEE NPOSKLWA) DEMOHCTRMPYICT NopaxeHae rmyGurHoro
Genoro BEWSCTRA NDK NPAKTHYECKY WHTAKTHOM nepHdepryeckoa, r — BN ¢
chaxTopom b= 1000, HIakKi CHrHAN (BEICOKAR CROPOCTL AWEQy3un) B NopaxeH-
Huix 0GnacTax Genoro BeLBcTRa,

http://simptomer.ru/bolezni/nevrologiya/2482-leikodistrofiya-simptomy


http://lookmedbook.ru/doctor?specialty_id=13&time_of_visit=any&visit_type=clinic&doctor_type=children&weekend_time=0&evening_time=0&morning_time=0&any_time=0&latitude=null&longitude=null&metro_station_name=null&metro_branch_name=null&sort_by=recomend

JleyeHue

B HacToAulee BpemaA He cyuwecTByeT 3PPEeKTUBHOIO ie4eHus nenkogmnctpodun,
NO3BOIAIOLLETO NOJIHOCTbIO YCTPAHUTDL HEAYT.

[MauyeHTam nokasaHa CMMNTOMaTUYECKasa Tepanus, KoTopasa B NOAAB/AIOLLEM
6onblUMHCTBE CAyYaeB NogpasymeBaeT NpoBeaeHne aernapaTtalmoHHOMN U
aHTUKOHBY/NIbCUBHOW Tepanuu.

EAMHCTBEHHOM MEeTOAMKOMN neyeHmns, NOMOratoLLLEer NPOAAUTL XKMU3Hb NaLUEeHTaM,
ABNSETCA TPaHCNAAaHTaUMA NYNOBUHHOM KPOBU UK Nepecaska JOHOPCKOro
KOCTHOro mo3ra. OHaKO 3TO MOXET 3aHATb OT OAHOro roga Ao ABYX /eT, Ha
NPOTAMEHUN KOTOPbIX 3aboneBaHMe NPoaoaXKaeT pa3BMBaTbCA U
nporpeccnpoBaTb. MMeHHO Mo 3ToM NpuyMHe HacTynaet 1Mbo MHBaAnMaM3aLums
nauueHTa, 1M60 NeTanbHbIN UCXOA.

HeobxoamMmo oTMeTUTb, YTO Aarke CreLwHo NpoBeAEHHAA TPaHCNAAHTAUMA He
N3MEHUT yrKe chOPMUPOBABLUMECA HEBPOJIOTMYECKUE HApYyLIEHUA. DTO NULLb
NO3BO/IUT 3aMeA/IUTb NPOoLLECcC AabHENLLEro nporpeccupoBaHuna bonesnun. Ha
dOoHe Toro, 4Tto 3PpPEeKT OT TAKOro 1eYeHUs HacTynaeT yepes 60bLLOM
NPOMEXKYTOK BpemeHU, OHO Hanbonee LenecoobpasHO TONLKO NPU PaHHEM
AOKNNHUYECKOM ANArHOCTUPOBAHUM WU NMPU MeaSIeHHOM
NpPOrpeccMpoBaHMN TAKOTO PACCTPOMCTBA.

TaK»Ke CTOUT Y4ecCTb, YTO TPAHCMNNAHTALUMA MOMKET MPUBECTU K OTTOPXKEHUIO
KOCTHOro Mo3ra, NpUcoeuHeHMI0 BTOPUUYHbIX MHPEKUMA NN K PA3BUTUIO
CUHAPOMA «TPAHCMN/IAHTAT NPOTUB XO3AMUHAY.



MpodpunakTuka n NPorHos

[MocKoNbKy nenkoanctpoduma aBAAETCA reHeTUYeckn obycnosneHHOM
6one3Hb0, NPODUNTAKTUUECKUX MEPONPUATUI, NpeaynpesKaAatoLLLmxX
eé pa3BUTME, HEe CYLLLeCTBYeET.

EAMHCTBEHHOW BO3MOMKHOCTbIO BbIABUTb HEAYr ABAAETCA
npeHaTasibHasA AMarHOCTUKA, T. €. NPoBeAEHHAA B NEPMOL,
BbIHALLIMBAHUA PeOEHKA — 3TO NOMOXKET onpeAennTb Ha/Inume nLlb
HeKoTopbIX popm 60NE3HU, B HAaCTHOCTU, METAXPOMATUHECKOM
NnenkoancTtpodum.

Ecan B cembe oaHOro u3 poanteneit 6o110 3adUKCUPOBAHO TaKoe
3aboneBaHne, TO Nepes TeM, Kak 3aBecTh pebéHKa, nape
HeobxoaAMMO NPONTU MeAUNKO-TEHETUYECKOE KOHCY/IbTUPOBAHME.

[MporHo3 nemkoanucTpoPmm 3a4acTyto HebnaronpuUATHLIN — Heayr
NpUBOAUT K rnyboyaniuen aerpagaumm naumeHTa u ero CMepTu.



CNUCoK nutepatypbl

1. Nenkopgnctpadua kpabbe(HabntogeHne U3 NPaAKTUKM)
H.B Tkayvesa., N.B.ConpyHosa, B.B.benonacos, O.H.Kazemupuyk, .M.LloyoHasa.
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