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* bonesHb LLlapko-Mapun-Tyta (LLIMT) — aTo
oOLLIMpHas rpynna HacneacTBeHHbIX OOie3HeN
HEPBHON CUCTEMbI, XapaKTepPU3yHoLLNXCA
XPOHWUYECKM NPOrpeccupytoLlen crnadocTbio n
aTpodmen guctanbHbIX MblLLL, KOHEYHOCTEWN,
CHMXXEHMNEM CYXOXUSbHbIX PedIIEKCOB,
aedopmMalen cton n KNCTen, sBMeHeHNeM
NOXOAKU N CEHCOPHbLIMWY HapPYLLUEHUAMMU




« HacrneacrBeHHoOe 3abonBaHmMe HEPBOB
(HeBponaTtuns), KoTopoe NPUHUMAET passfinyHbIe

doopmbl.
* Ha OaHHbI MOMEHT s7esisemcsi Heu3sie4YuMbiM.

e gBNAeTCA 0O AHUM 13 Hanbornee
pacnpocTpaHeHHbIX HAacneaCTBEHHbIX
HEBPOJIOMMYECKNX PAaCcCTPOUCTB, KOTOpOoE
BCTpe4vaeTcd y 36 Yenosek n3 100000.




B ocHoBe Dones3Hu nexunT gereHepauuns apura
TENbHbIX U YYBCTBUTENbHbLIX BONMOKOH Ne
pudpeprnyeckmnx HepBOB

MaHundgectaunsa CMMNTOMOB OObIYHO OTMEYAETCH Ha
NepBOM UM BTOPOM OECATUMETUUN XKUSHN.

[peobnagaeTt HacnegoBaHUs ayTOCOMHO-
NOMWHAHTHOE

ABNAETCA O4HOWU N3 CaMbIX BbICOKUX MO YacToTe
BCEX HAcNeaCcTBEHHbIX 3ab0rieBaHNN HEPBHOM




[To SHMI n rmcTonatonornyecknm
KPUTEPUAM pasnmnyatoT ABa OCHOBHbIX TUMa

LLUMT:
* MUENTMHONATUN — e akcoHonaTtum — LLUMT
LLIMT tnna 1 (LUMT1, Tmna 2 (LUMT2, nnu
nnn HMCH 1); HMCH 11) [1, 4].

* CoyetaHue Tpemopaun < OnuncaHo 16 mytaumn
aTakcum




« [na LLIMT1 xapaktepHo
CYLLIeCTBEHHOE CHMXEHNE
CKOPOCTM NpoBeaeHUS
nmnyneca (Cln) no
nepudgepmnyecknm Hepeam
BCIie4CTBUE CErMEHTapPHOW ae-
N peMnenmHu3aunm.

« B bonbwmHCTBE NonNynsuunm
mupa LLMT1 BcTpeyaeTtcs
vaie.

LLUMT Trna 2 xapakrepusyertcs
HOpPManbHbIMU UM NALLb
YMEPEHHO CHUXXEHHbLIMWN
3HadeHusamu CI no
nepudgepmnyecknm Hepeam.

BenununHa CI = 38 m/c,
onpegensgemasi rno
ABUraTerbHom KOMMNOHEHTE
CpeANHHOro HepBa, NPUHATA
Kak ycrnoBHasa “rpaHuua” gns
pasgenenua WMT1 v LUMT2 Ha
AeMUEeSTUHU3UPYIOLWNUN TUM
(ClNMAN <38 m/c) n
aKCOHanNbHbIN TUM
HeBponaTtuu (CI1 > > 38 m/c).



LLHIMT3 Tnna

5OJIE3Hb AEXXEPUHA-COTTA
* OueHb peako * HaunHaeTcs B paHHEM
o AyTOCOMHO- AE€TCKOM BO3pacTe Ao
IOMUHAHTHbIN n AP 3 net
* MpuunHa —  [1porpeccupoBaHue
oemMmenmnHmnsauma MeNJIEHHO [0
» OnucaHbl MyTaLmn B Loalel - S
4X reHax BOSPEIE
» TeyeHne bonee
bbicTpoe

» [ledbekTbl bonee




e CnabocCTb U CHMXKEHUN YYBCTBUTENBHIOCTU B
KOHEYHOCTAX

e YTpaTa MbILLEYHOW MACCbI U CYXOXWUIbHbIX
pedSieKCcoB

* Bbonb B KOHEYHOCTAX

* VIckpnBneHne No3BOHOYHUKA
« [ledpopmaLimm KNCTEN U CTONM
* ATakcus




[MnepTpoduna NOAKOXKHbLIX HEPBOB( 3a CHET
paspacTtaHnga coeaUHUTENBbHOWU TKaHW):

*ManobepLoBoro
*bonbLUoro ywHoro




[na 1 v 2 gopMbl

« [1e60T CMMNTOMOB OTMEYAETCS Y MY>KYMH B

15—-20 fieTHEM BO3pacTe, a Y KEHLLNH — B 22-25
nerT.

« BonbHble NpeabaBnaoT XKanobbl Ha cnabocThb B

PYKax U HOrax, rmipenMmyLiecrtBeHHO B CTOMNax "
KNCTAX, OHEMEHUE B CTOIlNAX.




TUNMYHBIK CUMIITOMOKOMI
BKIOYaeT:

* CUMMETPUYHYIO NPOrpeccunpyoLLyto crnaboc
aTpodmio MblLLL, CTOM, FOSIEHEWN, HUXXHEW Tpe
benep;

* CHWXEHWE N BbiMNaeHNe CYXOXUIbHbIX U
HaQKOCTHUYHbIX pedonNeKkcoB — CHa Yana axu
N KONEHHbIX, a BMOCIEACTBUM Takxe pedonek
BEPXHNX KOHEYHOCTEWN;

* BOBJIEYEHME B NATONOrMYECKUIA NpoLiecc
ONCTanbHbIX MbILLL, PYK — Yepe3 HECKOSbKO
nocrne nosiBNneHnsi NepBbIX CAMNTOMOB
3aboneBaHus;

* 3HauunTesibHbl€ YyBCTBUTEJIbHbIE HAPYLLUEHUA E 3 _
KOHEYHOCTAX ANCTAalIbHOIO TUIa, -

HHblE BEeretTatTmBHO COCyANUCTbIE U



* gedpopmaumio cTomn no
TNy “9KBUHOBAPYCHbIX” U,
B Obonee no3aHewu ctaaum,
KNCTEN PYK (“00e3bsAHbS
nana”);

* N3MEHEeHUEe NOXOOKN,
KOTOpasi Ha NPOTXKEeHU
HECKOINbKUX MNEeT C
MOMEHTa aebtoTa
3aboneBaHUsi NOCTENEHHO

npunobpeTtaer




MHBanunansaumns y BCex nauneHToB HacTynaeT Yepes
15—20 neT nocrie Ha Yyana 3aboneBaHus.

HekoTopble 60sibHblE COXPaHAKT CNOCODHOCTbL K X0abbe
(xoTa 1 ¢ nogaepkkon) cnycta 30 net u bonee nocre
MaHndecTauumn nepBbiX CUMATOMOB.

3aboneBaHne He orpaHNYNMBaET HU PENPOLAYKTUBHYIO
dOYHKUMIO, HM NPOAOITKUTENBHOCTb XKN3HN, O YEM
CBUAOETENbLCTBYET MHOIOYNCIIEHHOCTb MOTOMCTBA BO BCEX
NOKOJIEHNSAX POOOCIIOBHOMN,

Heckonbko 0bcrnegoBaHHbIX O0OMNbHbLIX Npeoaonenmn 75
NeTHUN BO3pacT.

VIHTEnneKkT octaeTcsa CoOXpaHHbIM Ha NMPOTAXXEHNN BCEU

XN3HN.




[lnarHocTuka

* Ha OCHOBe XXanob 60MnbHOro, KNMMHUYECKUX
nposiBfieHnn, cobpaHHOro aHamMmHesa, JaHHbIX
nabopaTopHOro U MHCTPYMEHTAarbLHOro
obcrnenoBaHus.

[loaTBEepXKOaeHWe anarHosa OCyLLECTBNAETCA NMyTEM
 NHK-TecTupoBaHue

¢ ceKBeHnpoBaHusda reHomMma




OundgmnarHoctuka

* NpoBOAAT C Mnonatuen losepca—BenaHgepa,
* CMMHaANbLHOW aMMNOTPOMMeEN,

* Henponartueu

NonMHeEBpPUTaAMU




JleyeHne

« XOTHA B HACTOsILLEE BpeEMA HEM 3¢ghPeKmu8HoO20
Jie4yeHusi pacCTpoOUCTBa, OHaKo ObISo
npeasio’KeHO NCNOSib30BaHME acKoOpOUHOBOM
KWCNOTbI

* ABMNSIETCHA COXpaHeHUe MOMOPHbIX Ha8bIKO8
(pyHKUUU), MbIWEYHOU cusibl U 2ubkocmu
(dusmoTtepanuns)

c A asiuu xo0b6bI MOTyT ObITb NCMPaBIIEHBI
CMONb30BaHUS pa3HbIX Muros




JleyeHne

* B kayecTBe MeanKaMeHTO3HOM Tepannum MbiLLEeYHOM
crnabocTn HasHavalT TPo-thUKoCTUMYnUpyroLue
npenapatbl (pnbokcnH, ATP, kokapbokcmnnasa,

rmyTamMmmHoBagda KMCnoTa),
* aHaOONMUMKN (MeTaHONEHOH, aHPOJSIOH, peTabornun),
* BUTAMMUHDI,

* NekapcTBeHHble BELEeCTBa, ynydliatoLme
MUKPOLIMPKYALMIO B MOPAXKEHHbIX MbILLILIAX
( KCUOUNNWH, HAKOTUHOBAS KNCMNOTA,




