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AMUOTPO®US (amyotrophia; rped. oTpuiareabHas
IIPHUCTABKa a - + mys, myo0s MbIIIIIA + trophe - muTaHue) -
HapyIICHUE TPOMUKHU MBIIIIL, CBI3aHHOE C IMTOPAKECHUEM
JABUTATEJIbHBIX KJIETOK CIIMHHOIO MO3ra K MO3TOBOIO
CTBOJIa, & TAKKE CIIMHHOMO3TOBBIX HEPBOB, CJICACTBUEM
KOTOPOTO SIBJISIFOTCSI YMEHBILIEHUE 00bEeMa U Yrciia
MBIIIICYHBIX BOJIOKOH M CHUYKEHHUE UX COKPATUTEIbHOM
CIIOCOOHOCTH.




Buabl ammnoTtpodunn

HeBpanbHbie il CriHarnbHbIE




CnnHanbHble ammnoTpodumn

ncesgomMmmonaTtmnyeckas

bone3Hb BepaHura — nporpeccupyollas dopma bonesHb ApaHa —

[odbdmaHHa Kyrensbepra — OioweHHa
BenaHpgepa




HeBpanbHble aMnoTpOdOUN

|

amMmuoTpodungd
Llapko — Mapun —
TyTta

NHTepcTULmanbHasa
rmneptpodunyeckas

HeBponaTtua [lexepuHa —
CotTa




HeBpaabHaa amuorpodpus Llapko-

Mapu-Tyra

1 OOmmMpHas rpymna reHeTHYeCKH Te€TePOreHHBIX
3a00J1€BaHU NEpUPEPUIECCKUX HEPBOB,
XapaKTEePU3YIOIIAsCs CUMIITOMAMHU IIPOrPECCUPYIOIICH
MOJIMHEMPOIIAaTUM C IMIPEUMYILECTBEHHBIM MOPAXKECHUEM
MBI TUCTATBHBIX OTJEIOB KOHEYHOCTEM.

1 Yactora Bcex ¢popm ot 10 10 40:100000 B pa3nuyuHbIX
MOIYJISIIASIX




Tunsl HACJIEIOBAHUSA

AyTOCOMHO-JOMUHAHTHBIN
AyTOCOMHO-PELIECCUBHBIN
CueruieHHbIN ¢ X-XpOMOCOMOM

\



UcTopus

1 bones3ns [llapko-Mapu-Tyrta Obuia onucana B 1886 T
(panny3ckumu HeBponarojgoramu Illapko u Mapu.




UcTopus

1 OIHOBPEMEHHO ¢ HUMHU 3a00JeBanue onucan [oBap
Tyt B nuceprauun «llepoHeanbHbIN THIT
IPOrPECCUPYIOIIEN MBIILIEYHON aTPO(YUN», KOTOPBIN
BIIEPBBIE CAEIAJI IIPABUIILHOE IPEAIOI0KEHUE O CBA3HU
3a00J1eBaHUs ¢ AedeKkTaMu B mepuepruueCKuX HEPBax.




UcTopus

1 B Poccum HeBponarosior, /laBuaeHkoB Cepreu
HwukomaeBnuy, Briepsoie B 1934 1. onmcain BapyuaHT
HEBPAJILHOM aMUOTPO(DUHN C YCUICHUEM MBIIIICYHOM
CI1a00CTH IIPU OXJIAKICHUH.




B 2010 roay, 6omne3ns [IIMT Obliia OTHUM U3 IIEPBBIX
3a00JI€BaHU, JJI1 KOTOPOI'O C MOMOIIBIO

MOPaXEHHOTO YeJI0BEKa Oblja TOYHO OmpeeeHa
reHeTU4ecKas mpuurHa 0ojie3Hu. B reHe Obliin 0OHApyKEHBI JIBE
MyTalliH, U3 Kakux UMeHHO mymauus SH3TC2 Ovlna Ha3BaHa
NPUYNHOM BOZHUKHOBEHHUS OOJIE3HU. 3aTEM UCCIIEIOBATEIN
CpaBHWJIM T€HOM IMaIlM€HTa C TCHOMaMU MaTepH, OTIIa U CEMHU
OpaTbeB U cecTep 00IBLHOTO ¢ 1 0€3 0oe3Hu. Marth 1 oTell
MMEJIM OJIHY HOPMaJIbHYIO U OJHY MYTHUPOBAaHHYIO KOITMH 3TOIO
T'€Ha, B CBSI3U C YeM CHUMIITOMbI OOJI€3HHU OBLIN YMEPESHHBIMH,
WJIA UX BOOOIIE HE ObLI0. Y MOTOMCTBA, YHACJICAOBABIIIEIO ABE
KOTIMHA aHOMAJIbHBIX T€HOB O0JIE3HB MPOSABISIACH B MIOJTHOM
o0BeME.




a3BaHHE

HII HACJICA0BAaHUA

AyTOCOMHO-JOMUHAHTHBII

AyTOCOMHO-IOMHUHAHTHBIN
(xkpome LIIMT2B1)

BO3HUKHOBCHUSA

Tum 1 BcTpeyaeTcst IpUMEpPHO y
TPEThEe! YaCTH MAMEHTOB U SIBIAETCS
HauboIIee pacpoCTPaHEHHBIM THIIOM
IMT.

KnuHndeckue cUMITOMBI TOATHUIIOB
pacCTpPOKCTBA - AHAJIIOTMYHBI.

2 TUM OOJIE3HH MOPAKAET OKOJIO
20-40% manueHToB.

PUMEIaHUA

BozHukaer u3-3a eMUEIMHU3AINH,
KOTOpasi MOXKET OBITh OOHAPYKECHA
[TyTeM U3MEPEHHNsI CKOPOCTH HEPBHOM
MIPOBOTUMOCTH.

AHaToMHYeCKre U3MEHEHHUS
HEIMOCPEICTBEHHO MOPAKAIOT
MHEIMHOBYIO 000JIOUKY, a MO3KE
MEHSIOT JIeATSIbHOCTh aKCOHOB. B
pailoHax EeHTpaIbHON
IEMHUEITNHU3AIIH, CKOPOCTh UMITYIIbCa
cHmkaercs. [Ipogomkenne 3aMeiiseT
CKOPOCTh TIPOBENICHUS 110 CETMEHTY
HEepBa.

I'naBHOE BIHsSIHUE OOJIE3HB
OCYIIECTBIIsIeT Ha akcoH. CpemHsis
CKOPOCTh HEPBHOM MPOBOAUMOCTH
HEMHOTO HH)KE HOPMBI, HO B II€JIOM
BhIIIE 38 M/C.

2 tun 6one3nu lllapko-Mapu-Tyra
(IIMT?2) mopakaeT HIKHHE
KOHEYHOCTH OOIIbIIIe, YeM BEpXHHE.
OToT THII 3200JI€BaHHS YaCTO
KIMHUYECKH MEHEE TPYAHBIN ueM
IMTT1.



AyTOCOMHO-pPeLieCCHBHBIN OTOT THII 00JIE3HH BCTPEYAICH

0JIbKO B HECKOJIBKHX
MAIUEHTOB

AyTOCOMHO-PELECCUBHBIN
OTOT THUII NPOSABISIETCS B OYECHB

MaJIOTO KOJIHMYECTBA ITAaITUCHTOB.

[Ipumepno 10% X-cuerieHHbIX

MT X-cuenJieHast X-CIEIIEHBbIA JOMUHAHTHEIA [IMT nanueHToB UMEIOT (POPMBI
(Tompko LIIMTXT1) paccTpoicTBa, KOTOPhIE HECKOIBKO

HIMT X) ommmuatorcs ot LIMTX.

IIMT X nopaxaet okoso 10-20%

MMaITiCHTOB.
OnHako ucclea0BaHue,

onyonukoBanHoe B 1997 roxy
MOKAa3bIBAET, YTO 32 MyTallUU reHa
KOHHEKCHHA (MHTeTrpaIbHbIN
MeMOpaHHBII OeNoK), CBSI3aHHBIE C
9TUM THUIIOM OOJI€3HH, MOTYT OBIThH
0osiee pacpOCTPAHEHBI, YEM
CUHTAJIOCh paHee.



KinHuYecKkas KapTuHA

1. ATpodust MBI JUCTAJIBHBIX OTAECI0B KOHSUHOCTEH
(Jale HUKHHUX )
CtpagaroT pa3ru0areiand roJICHU, MEJIKME MbIIIILIbI
CTOIIBI, @ TAKXKE MBIIIIBI, BRI3BIBAIOIINE ThIIILHOE
CruOaHne CTOIILI
Ctomnbl 0TBHUCAIOT, OOJILHOM XOOUT, BLICOKO ITIOAHUMAS

HOTH («CTEIMIax»), PopMUPYETCs Baablr'yCHAs
YCTAHOBKA CTOMN (POTAIKS UX KHAPYKH),

YracarT CyX0KUJIbHbIC Pe(DIICKCHI (aXUIIOBHI)




1 ATpodus MBIIII] CTOIBI IPUBOAUT K KOTTECBHIHOM
YCTaHOBKE IaJbIEB U JIe(POopMaIiM CTOMbI,
HanOMUHAKLIEN croy Ppuapenxa.

Korreo6pasHas
Hora




«Horu ancra» uim
«IIEPEBEPHYTON OYTHLIKH




[To3gHue TIPOSIBICHUSA-BOBIICUEHUE PYK

« Atpodus, GopMHUpoBaHHE «KOI'TUCTOM JIAIIbI»




2. PacctpoiicTBa 4yBCTBUTEIILHOCTH:

CHMKEHME TTOBEPXHOCTHOM YYBCTBUTEIBLHOCTH B
TUCTAJIBHBIX OTEIaX O TUITY «HOCKOBY, «UYJIOK),
«IIEPYATOK

Ilapecre3un

CroodTadHble 00U B KOHEUYHOCTH U 00JIC3HEHHOCTD
[IpU MaJdbHalMK 110 XOAY HEPBHBIX CTBOJIOB

CHIKEHHME TITyOOKON 4yBCTBUTEIBHOCTH (3a CUET
NOPAKCHUS 3aJITHUX KaHATUKOB CIIMHHOTO MO3ra)




3. JlonmoOMHUTEIBbHBIE CUMITTOMBI:

1 Hucrarm
1 AHA30KOpUA
1 HapylieHue peakiyum 3pa4ykoB HA CBET




1 CKoJIno3
1 JKenymo4HO-KUINEYHbIE pACCTPOUCTBA

1 TpyaHOCTH IIpH KE€BAHUU, ITIOTAHUM 1 pedH (aTpodus
MEIUAIBHOIO Kpas TOJIOCOBOM CKJIAJIKH)

1 Tpemop




JluddepeHnanabHas 1TMarHoCTHUKA

IlepBuyHbIE MUOIIATUH
NH(EKIMOHHBIEC TTOJMHEBPUTHI
Artakcus Opuaperixa
Cunapoma Pyccu-JleBu
bone3nn Pedcyma

\



J/IlmarnocTuka

boiiesnb Illapko-Mapu-TyTa MOXKeT OBITh
AUAarHOCTUPOBAHA MPHU HATUYHUM XapaKTEPHBIX
CUMIITOMOB U C ITOMOIIBIO U3MEPEHHUSI CKOPOCTH
IEKTPOMUOTpadru, OMOTICHM HEPBA, A TAKKE MyTEM
aHan3a




JledyeHue

JleueHue HampaBJIEHO HA:

(rIyTaMHAHOBAS
KHUCJI0Ta, MCTUOHMH, JICULIVH,
aficHO3UHTpHUMOChOpHAs KUCI0TA, IJIFOKO3a C
MHCYJIHMHOM, BUTamMuH E, HepoOo)

(AHTUXOJIMHACTEPA3HBIC MPEHapaThl: MPO3EPHH,
raJaHTaMWH, HUBAJIMH U 1)




JledyeHue

IToka3aHsl Kypchl Maccaxa, JIOK,
(pU3NOTEPANECBTUYECKUE MTPOLEAYPhI, OaTbHEOTEPAIIHS

(anexTpodope3 mpo3epruHa WK rajaHTaMKUHa,
yIBTPa3BYK, PaJIOHOBBIC BAHHBI).




Cnacmnbo 3a BHuUmaHue!
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HEBPOMNATOAOT We?




