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CnuHaJbHO-MbIILIEYHAsE aTPpOod U
(CMA) - rpynima HacjieICTBEHHbBIX
3200J1€BaHUM, IIPOTEKAIOIIUX C
OPaXXKECHUEM/TTIOTEPEU
JIIBUTaTEJIbHBIX HEMPOHOB MEPETHUX
POrOB CIHHHOI'O MO3Ta.

[ eHeTHUECKOE 3a00JIEBAHUE, TIPU
KOTOPOM BO3MOKHbI BC€ THIIbI
HACJIeAOBAHMSA: ayTOCOMHO-
JTOMUHAHTHBIU, Ay TOCOMHO-
pPELIECCUBHBIN, X-CIIETIIICHHbBIN



CMA noapazaeinsercss Ha 4YEThIPE KIMHAYECKUE (POPMBL:

Bospacr
Tun INMOHUM Onucanue
HavaJia
|: Mnanenuyeckuit CMA |, 6one3HB 0-6 mec. JleTH MCIIBITHIBAIOT HEIOCTATOK MOTOPHOTO
Bepnuura-Todhdmana Pa3BUTHSL, UMEIOT TPYAHOCTH C JBIXaHHEM,
3aTPYIHCHHUS C COCAHUEM M [TIOTAHUEM, HE JCPIKaT
TOJIOBY, HE CHISAT CAMOCTOSTEILHO.
|1: IIpomexxytounbiii | CMA |l, 6osie3Hb 7-18 mec. | JleTv MOTYT €CTh, CHAETH, HO HUKOI/A HE
Jly6oBuma JOCTHTaloOT CITOCOOHOCTH XOINUTH CAMOCTOSTENBHO.
[11;: FOHrOIIIECKMIT CMA 1lI, 6ose3Hb >18 mec. [TareHT c1OCOOEH CTOSTH, HO UCIIBITHLIBAET

KyrennOepra-Benanaepa

CUJIBHYIO CJ1a00CTh, C TCHJICHIIUEH K
WHBaIUIA3AIIHH

|V: B3pocnbii

CMA 1V wm B3pocnas
dbopma

nocie 35 et

CnaboCTh MPOKCUMAIIBHON MYCKYJIaTyPhl,
(hacUKyISAIUN, CHUKEHUE CYXOKUITbHBIX
pedeKkcoB, MPUBOANUT K HECTIOCOOHOCTH XOAUTh
CaMOCTOSITEIHHO.




ITHOJIOT UM

CunapoMm Kyrenn0epra-Bemanaepa nposBisieTcs: B pe3yJIbTaTe MyTalui
ogaoro reHa - SMN (survival motor neurons), KapTHpPOBaHHOTO B
nokyce D5S125 (5q13) u uaeHTU(DUIIUPOBAHHOIO METOIOM
IIO3UIIMOHHOIO KJIOHUPOBAHMUS B 19935 .

e Pazmep rena: 20000 m.H;

e COCTOUT U3 & PK30HOB;

« MPHK rena comepxxut 1700 m.H;

e Konupyer 0e0ok u3 294 aMUHOKHUCIOTHBIX OCTATKOB;
e MonekynsipHsii Bec Oenka: 32 Kumo/lanbToHa;

 Hyknneornanasa 3ameHa 6C>T B 7-M BK30HE.



IIaTorenes

IIpu nomaBnenuu cunte3a oenka SMN npoucxoasT cieayromue U3MEHEHHUS:
e Upe3sMepHOE BETBIICHHUE AKCOHOB,;
e CHMKEHHME CKOPOCTH POCTA AKCOHOB,
e AHOMaJIbHAs KJIACTEpHU3aAIUs KAIbIIMECBBIX KAHAJIOB B KOHYCE POCTA;

* QOpMUPOBAHNUE AHOMAJIbHBIX IPECUMIIATHYECKUX TEPMUHAIIEW aKCOHOB
JIBUTATEJIbHBIX HEUPOHOB;

e [Iporpeccupyromas morepss MOTOHEMPOHOB B EPEAHUX POrax CIIMHHOTO
MO3ra.



Kinmauka 3a001eBadusd

Jleoror CMA 11l Tuna (*0BEeHHMJILHOTO) IPUXOAUTCS Ha Bo3pacT 1.5-3
roga. [Ipyu 1aHHOM CHHIpPOME Pa3IuyaroT CICAYIONME KIMHUYECKUE
IPOSIBIICHUS:

1. Tpyanoctu npu xoap0€ mociae myoepTaTHOro Nepuoaa;

2. MbplieyHasi TMIIOTOHUS ¥ C1a00CTh IPEUMYIIIECTBEHHO
MPOKCUMAIBHBIX I'PYIIT MBIIIIL (TOAB3I0IIHBIC, YETHIPEXITIABbIC 1
aJJTyKTOPHBIE);

3. T'mmoToHwms, runopediaekcus U PacuuKYISLIHS S3bIKa;

4. TlopaxeHne HEHPOHOB, MHHESPBUPYIONIUX OyIHL0apHYIO
MYCKYJIaTypy.



Jletn ¢ CuaapoMom

Kyrenbp0epra-Benanaepa




JlmarHocruka

IIpy CiMHAIBHBIX MBIIIEYHBIX

aTpo(PUsIX TUArHOCTUYECKU

3HAYMMBIMU SBJISFOTCS CIEAYIOIIHAE

METO/IbI UCCIICOBAHUA:

* bHOXUMHYECKUMN aHATINU3 KPOBH,

e DJeKTpoHeHpoMuorpadus;

e JIHK-uccnenoBaHue reHoOB,;

e buoncus MBIIIICYHOU TKAHU;

* YIBTPa3ByKOBOE UCCIICIOBAHUE
MBIIIILI;

e Pe3zonancHas Tomorpadus
MBIIIIIL] ¥ TOJIOBHOTO MO3ra.
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JleueHue

DTHOJOTHYECKOTO JICUCHHUS CIIMHAJIbHBIX MBIIICYHBIX aTpopui
Ha CETOAHAIIHUU JIEHb HE CYIIEeCTBYET. B X XI BEKe TOIBKO
HAYMHACTCS pa3pabdOTKa NaTOT€HETHYECCKUX METOAOB JICUCHHUS
CMA. U xoTs OBLIH BBISIBJICHBI IpeNapaThl, TAKUE KaK
BaJILIIPOEBAsI KMCIIOTA U CaJbOyTaMOJI, KOTOPBIE CIIOCOOHBI
yBenununBarh cuHTe3 MPHK ¢ rena SMIN2, ogqHako He
IPOBOJAMIOCH KPYITHBIX MEKIYHAPOAHBIX KINHHUYECKUX
MCCJICJOBAaHMM, HAIIPABJICHHBIX HA BBISIBICHUC YIyYIICHUS
ABUTaTEIbHOM (DYHKIMH y 00JIbHBIX cO CMA.
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il JlexapCcTBEHHBIE IIPETIAPATHI:
Coenzyme e st L- KapHUTW H : L -KapHUTHH - OKa3bIBaeT
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gnpositum we R = aHaboJNMYeCKOe, AHTHIUIIOKCHIECKOE 1
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. Kosn3um Q10 - npyHuMaeT yyacTue B peakiusax

OKUCJIUTEIBHOTO (hoChHOPUIUPOBAHUS, SBISCTCS
KOMITOHEHTOM IIEMH MEPEHOCA AICKTPOHOB B

—— MHUTOXOHJIPHSIX.
%B_M@W Baabnpoarsl - B eIMHUYHBIX HAOFOICHUSIX
IIOKa3aHO, YTO MIPUMEHCHHE IIPEIapaToB BaJIbIIPOCBOM

CANbBYTAMOI
= 3. KHCJIOTBI MOXKET MPUBOAUTD K YBEIIMUCHUIO CHHTE3a
| n" 3 MPHK, a 3arem u 6erka SMN, 4T0 BIOCIIEICTBUH
200 203 MOXKET yIy4IIaTh KIMHAYECKOS TCUCHHE
b Lé_"i"", 3200JI€BaHUSI.
CANbBYTAN
- Caab0yTamoJ - TOCTOSHHOE NPUMEHECHUE MOXKET

az
IIPUBOJUTH K yBennueHuto cuare3a MPHK, a 3arem u

200 &

oenka SMN, 4TO BNOCIEACTBUU MOXKET yJIyUIllaTh

KINHAYECKOE TeUCHHE 3a00IeBaHMA.
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