JlenkogucTpohun

BbITTOJIHWJI TMJIBMAHOB M.H.,
4041 °P.



OmnpeneieHue

JlenikogucTpodus - (rped. leukos
OenbIl + qUCTpOodusa) — rpynia
HacJICACTBEHHBIX 3a00JIeBaHN,
XapaKTePU3YIOLIUXCS
IPOTrPECCUPYIOIIECH TUCTPOPHUECH
0€JI0r0 BEIIECTBA I'OJIOBHOIO U
CIIMHHOI'O MO3Ta.



Knaccudukanus neukoauctpopui

A ipeHoerkogucTpous
MeTtaxpoMaTrudeckas JEUKOIUCTPODHUS

[ mobouaHOKIETOUHAS JeUKOAUCTPOdUs (00JIE3Hb
GES))

bone3np KanaBan
bonesns [lenmuueyca-Mepiidoaxepa
bone3np Anekcanaepa



A IPEHOJIEUKOAUCTPOPHS

Hapyiienue 0eTa-oKUCIECHUS JKUPHBIX KUCJIOT B IEPOKCUCOMAX,
KOTOPO€ BEMIET K HAKOIUICHUIO JIMHHOLETOUeUHbIX JKK B TKaHAX
Bcero tena. Hanbomee Tsxeno nopaxarorcs [IHC, kopa
HAJIOYEYHUKOB U KieTku Jlengura. AJIJ] sBasercsa X-
CLICTUIEHHBIM 3a00JI€BAHUEM M IIO3TOMY BCTPEYAETCS TOJBKO Y
MaITBYMKOB. HO y 1€BOYEK MOTYT MPOSBIATHCS OTACIIbHBIC
cuMnToMBI. [IyCKOBOM MexaHW3M — MyTallys B reHe OeJKa-
MIEpPEHOCUYNKA MEMOpaHbI MEPOKCUCOM. HacToTa pa3BuUTHS
3a0osieBanus HaxoauTcs B npeaenax 1:50000-1:20000.






Knnaudeckas kaptuHa M auarHoctuka AJIJL

Knuanueckas kapruna npu AJIJ[ cioxkHa 1y TMarHOCTUKY, TAK KaK JaHHAs
MaTOJIOTHUS MOKET MPOSABIATHCSA OYEHD Pa3IMYHO. OnmcaHo 6 pa3sHbIX
(hEHOTHUIIOB Y MYyX4MH U 5 y *eHIMH. HayanbHbIe CUMIITOMBI Y
MaJIBiMKOB, MOPAXKEHHBIX 1IepeOpaibHO (hOPMOI: SMOIIMOHANIbHAS
HECTaOWJILHOCTD, TUTIEPAKTUBHOCTh U arpeccuBHOE NoBeaeHue. B Oosee
MO3/THEM BO3pacTe HAOIIOAAIOTCS CICAYIOIINE CUMIITOMBI: TTaparapes,
MBIIIEUHAs C1a00CTh U CeKCyalibHast JUCPYHKIUSI. Y BCEX MAIlUEHTOB
OyneT HaOMIOAAThCSl HAIIMTOYEUHUKOBAST HEJOCTAaTOYHOCTh, KOTOPAasi 4acTo
ABJISETCA EPBBIM CUMITTOMOM.

JInarHoCTrUKa OCHOBBIBAETCS HA ONPEACICHUU YPOBHS JUIMHHOLETIOYEYHBIX
KK B rmrazme kpoBu. BaxkHoe 3HaueHHE 11 paHHEW TUArHOCTUKA UMEET
BBISBJIEHUE HAAIIOYEYHUKOBON HENOCTATOYHOCTH B PaHHEM Bo3pacre. B
MO3JHEN IUArHOCTUKE UCIOJb3yeTca metong MPT.



Jleuenme AJIJ]

JlueToTepanus: orpaHu4EeHUE IOTPEOICHUS
IIPOAYKTOB, COJEPKAIMX HAChIEHHbIE KK,
IIPUEM IIPENAPATOB HEHACKIILIEHHBIX KK
(macao JIopeH11o).

TpancruraHTaluMs aIOTEHHOTO KIETOYHOIO
POCTKA KOCTHOI'O MO3ra. TOJIbKO HA paHHEU
CTaaIuu 3a00JIEBaHU.

JledyeHne HeTOCTAaTOYHOCTHU HAAIIOYECUHUKOB:
TOPMOHOTEPAIIHAL.



MeTaxpoMaThu4ecKas ICMKOAUCTPOPHUS

MUJIJI pa3BuBaeTcs M3-3a HEJOCTATOYHOCTH apuiicyibdarassl A2. be3s
ATOro (hepMEHTA CYJIb(aTH bl HAKATIMBAIOTCS BO MHOTHMX TKaHSIX
OpraHv3Ma, BbI3bIBas pa3pylieHue MueanHa. Tokcudeckuil 3pdexr
00€CIeYnBaroT JIM30CYJIb(aTHIbI.

Yacrora BcTpewaemoctu: 1:160000-1:40000



[lnarHoctuka MJ11

Cynbdatngbl 06Hapy>XMBalT B HEPBHbIX KIIETKaX, ceT4yaTke rnasa,
LLIBAHHOBCKOW 000S104KE HEPBHbIX BOMIOKOH, B KaHambLax MOYeK.
HadnHaeTca B Bo3pacTte 1-3 nert, Koraa nosBndaeTca MbillevyHas
MMOTOHMA CO CHUXEeHNEM pedonekcoB, BasriblryCHOE MOSIOKEHUE CTor,
HeycTon4YmMBas NOXo4Ka, atakTU4eckum CUHOPOM, HUCTarm. [letn
nepecTtaroT roBopuUTb. B CNIMHHOMO3roBOM XXNMOKOCTU YMEPEHHAad
BenkoBokneTo4YHasa guccounayus. 3ateM NPUCOeaNHSOTCS Cya0pPOor,
aTpoduns 3pUTENbLHLIX HEPBOB, MblLLEYHAA TMNOTOHUS CMEHSETCS
rmnepToHuen. iccnegosaHne CKOPOCTU NPOBEAEHUSA NO HepBaM U
Broncust KOXKHbIX HEPBOB MOKAa3bIBaKOT, YTO NP METAaXPOMaTUYECKON
nenkogmncTpodum B npoLecc BoBriekaeTcsa nepndepunyeckasl HepaHas
cuctema. B koHeyHoW (hase 60ne3Hn oTMeYalTCa rmnepTepmMms,
OynbbapHbie HapyLeHus, TeTpannerns, geuepebdbpaunoHHas
purngHocTtb. CMepTb HacTynaeT B Bo3pacTe 3-7 neT oT
NHTEPKYPPEHTHBLIX 3aboneBaHnin. BaxxHenLwnm guarHoCTU4YeCcKnm
KPUTEPMEM CITYXKUT CHUXKEHUE UMK OTCYTCTBUE aKTUBHOCTH
cynbaTasbl B MOYe (OKpaluMBaHMe MouYu ronybbiM TONynanHoOM gaeT
30/10TUCTO-KOPUYHEBLIN LIBET).



[ noOOMHOKIETOUHAS JEUKOAUCTPOPHs (00IE3HB
Kpa00e)

Penkoe HapyLlleHue, KOTOpOEe NopaXaeT MUESNTMHOBYHO 0O0MNOYKY
HepBa 1 HacreayeTcs rno ayToCoOMHO-PELLECCUBHOMY TUMY.
UacTtoTta BcTpedaemoctu npumepHo 1:100000. 3trnonorus
3aboneBaHnsa cBA3aHa C MyTauMen B reHe, KOTOPbIN
KogupyeT doepMEHT ranakrouepedposnaasy U HaxoauTcs B
14 xpomocowme. [lepBble CUMNTOMbI MNOSABMAKTCA B BO3pacTe
3-6 MecdLeB: pasapaxnTerbHOCTb, rMnepTepmMud, pBoTa,
3amMenasieHme NCUxmn4eckoro u mandeckoro pas3BuTusS,
MbllLeYHasa crnabocTb, rnyxoTa, aTpodust 3puTeibHOro
HepBa, crenoTa, napanuun. Ecnn 6onesHb BNepBble
nposiBunacek B 6onee no3gHeM Bo3pacTe, TO ee Te4YeHne
bynet 6onee meaneHHbIM. [lInarHocTnka ocCHoBaHa Ha
oOHapyxeHun cneuuduryecknx (rmobonaHbIX) KNETOK.



bone3ns Ilemuueyca-Meproaxepa

Xapakrepusyercs (OpMHUPOBAHUEM OCTPOBKOB
MHTAKTHOTO MHUEJIMHA B 00JIACTAX C TSHKEION
nemuenrHu3anuen ("neomapaos koxa'). boie3Hb
HAYUHAETCS B IIEPBBIE MECSLIBI KU3HU U
XapAKTEPUZYETCA TOPU3OHTAIILHBIM HUCTAarMOM,
JIPOXKAHUEM T'OJIOBBI, TUPAMUIHBIMU,
SKCTPANUPAMUIHBIMU U MO3KEUYKOBBIMUA CUMIITOMAMM.
[Icuxuyeckre HapylIeHUsI YMEPEHHBI. MakCuMaIbHOE
Pa3BUTHUE BCEX CUMIITOMOB IIPOUCXOUT B IEPBBIE TOJIBI
XKU3HU, & 3aTEM OCTAETCA ITOCTOSIHHBIM. bOJIbHBIE MOTYT
JI0KUBATh 10 TPETHETO NCCATUIIETUS, YMUPAS OT
MHTEPKYPPEHTHBIX 3a00JI€BaHUM.



bone3nar KanaBaH

Hacnenyetcsa no ayTocoOMHO-peLeccnsHomy tuny. [NoBpexaeHHbIN reH
HaxoguTca B 17 xpoMmocome 1 Koaupyet doepMeHT acnaptoaunnasy. B
pesynstate HakannueaetTcsa N-aueTunacnapTar, KOTOPbIM N OKa3biBaeT
nospexaatowee gencreme Ha mmennH. CUMNTOMbI: 3aMeasieHne
MNCMXMYECKOro pa3BuUTUS, NOTEPHA paHee NPNoBpPETEHHbIX HABbLIKOB,
MbllLeYHas OUCTOHUSA, Meranouedanud, napanuyu, cnenora.

CmepTb HacTynaet obbI4HO B BO3pacTe oKomno 4 neT, peako 60sbHbIe
XunByT 0onbwe 10 nert.



Moar yeTblpexneTHero marnb4dnka c bonesHbo AnekcaHgepa.
BuaHa nepnBeHTpUKynapHaa geMmenuHnsaumnst (KopuyHeBoe
obecuBevnBaHNE BOKPYT XKEMNYOOYKOB).




bosie3np AjekcaHaepa

Pa3BrBaeTca B CBA3M C MyTaLWeEN B reHe, KOTOPbIN
KOONPYET rnnasbHbli QUOPUNNSApPHbIN KUCIOTHbLIN
NpoTEUH N HaxoguTcda B 17 XpoMmocoMme.
PaspyLueHne Bernoro BellecTBa CONpOBOXOaeTCH
obpa3oBaHMEM 303NMHODUNBHBIX PUOPO3HLIX
aeno3ntoB. Hanbonee S eKTUBHBLIN METOA
anarHocTtukm — MPT.



INNeyeHne nenkogmnctpodpumn

[TpoBOAAT NyTEM BO3AENCTBMA HA NUNMUOHBLIA OOMEH:

1. BBeOAEHME HeJOoCTalLWmMxX oakTopoBs - NnepennBaHne KpoBu,
nra3mbl, BBEAEHMNE TKaHEBbLIX 9KCTPAKTOB, PEPMEHTHbIX
npenaparos, BATAMWUHOB;

2. BBeeHWE npenapartoB, ONOKNPYHOLWMX MPOLECChlI CUHTE3A;
aHTaroHNUCToOB (PONMMEBON KUCMOTbI U LUTOCTAaTUYECKUX
CpeacTB - aMUHONTEPUHA, METOTPEKCATa, ankumpyroLmx
areHToB - TnoT3O® n ap.;

3. NpMMeHeHne npenapartos, BMAOLWMX HA OOMEHHbIe

npouecchbl (ropMOHbI WnToBUAHOU xernesbl, AKTI),
HUKOTUHOBOW KMUCMNOTbI, HEHACBLILLEHHbIX XXUPHbIX KUCIOT.



