CnuHanbHble aMnoTpohMM




OnpeaeneHuUE

* HacnegctBeHHOe NporpeccupytoLllee HepBHO-
MblLLIEYHOE 3aboneBaHmne, OCHOBHOW MEXaHU3M
Pa3BUTUA KIMMHUYECKUX MPU3HAKOB KOTOPOIo
CBsi3aH C nporpeccupytoLlen gereHepauneu
MOTOHENPOHOB NepPEHNX POroB CIMHHOIO MO3ra,
4TO B MEPBYIO O4ePEAb BblpaXXaeTcsi B aTpodhum

NMPOKCMaAllbHbIX MbILUL, KO
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e Tun HacnepnoBaHUSA:
AYyTOCOMHO-PELECCUBHbIW.

 [eHbl, OTBETCTBEHHbIE 3a pa3BUTHE
3aboneBaHumA:

[[eH SMN (survival motor neuron gene)
PACMNOJSIOXKEH Ha XpOMOCOoMe 5 B pernoHe 5g13.2
N npeacTasBreH ABYMSA BbICOKOrOMOSTOrMYHbIMU
Konuamu (tenomepHou - SMINt 1 LLEHTPOMEPHOU
- SMINc). CoaepXuT 9 9K30HOB.
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ATNONOIrnA NINATOIE

e [1pNYMHBLI BOBHUKHOBEHUA N MEXaHU3Mbl Pa3BUTUA
HacnencTBeHHbIX aMMOTPOdUKM N3yyeHbl He 40 KoHua. B
Lenom ammoTpodomnmn obycrioBrneHbl NOBPEXAEHNEM
HEePBHbIX KNETOK CMIMHHOIO Mo3ra, X OTPOCTKOB U CMIUHHO-
MO3roBbIX HEPBOB. B pe3ynkraTe nporpeccupoBaHug
npoLecca NocTeneHHo pa3BmMBaloTCS nNapanunyu,
HapywarTca PYHKLUNMN COOTBETCTBYIOLLMX MbILLL, CHUXEHNE
NX ANeKTPoBO3byanmMocTn. ATpodmieckme npoLecchl
3aTtparnearoT BCe CTPYKTYPbl MbILLEYHOIO BOSIOKHA.
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Knaccudukauus

1. CnuHanebHas amuompogus mur I(done3Hb BepaHuvra-
[odbdpmaHa)

2. CrniuHaneHas amuompocgus muri ll{ 6one3Hb IMepu-
[penduca)

3. CniuHarnbHas amuompogbuss mun lll(6ones3Hb Kiorenbbepra-
BenaHgep)

4. CrniuHaneHas amuompogus mur IV(B3pocnaga dopma)
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CAM |(6one3Hb BepaHura-

lochchbmaHa)

» PasBunBaeTcs B nepBble LIECTb MECSLEB
XU3HN N XapaKTEPUIYETCS TSXKENbIM
3roKa4yecTBeHHbIM TedeHneMm. [NpnsHakom
3aboneBaHunsl, 3aMETHbIM eLle BO
BHYTPUYTPOOHOM nepuoae, MOXKHO CHMTaTb
cnaboe weseneHne nnoaa. B
HeoHaTarlbHOM Nepmnoae OTMeYaEeTCs
Bblpa)eHHas MbllLEYHAA MMMNOTOHUS,
rmnoTpous ¢ NPenMyLLECTBEHHbBIM
nopaxeHNeM NPOKCMMaribHbIX MbILLLL,
yracaHme CyxoXurnbHbIX pedreKkcos,
dmbpunnsapHble NnogeprmBaHns MblLlL, A3blKa
N nanbueB KNCTew. [leTu HMKoraa He gepxxar
FOfIOBY U HE NepeBopavYnBatoTCs.
OTmevaeTcs cBoeobpasHas nosa pebeHka
(«Mo3a NAryLwKkn»).
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CAM li{ bone3Hb Imepu-pe

« XapakTtepuayetcs bonee no3gHMmM Ha4asriom (oT 6
0o 18 MmecsiueB) U MeHEE 3110Ka4eCTBEHHbLIM
TeyeHneM. [1na 6onbHbIX XapakTepeH nepunoa
HOPMarnbHOro paHHero pa3BuTus: 0orbHbIE
yOEPXNBAIKOT rofioBy, CaMOCTOATENLHO CaaAaTCs,
OHaKo, cCaMOCTOATENIbHO He xoaaT. [nsa aton
doopMbl 3aboneBaHnsa xapakTepHbl
doacuukynsapHble NogepruBaHnNs KUCTEN, SA3bIKa,
Nnye4eBOro U Ta3oBOro rnosica, TPeEMOpP KOHYMKOB
nanbLeB BbITSHYTbIX PYK, KOHTPAKTYpPbI B
cycTaBax u gedopmarmy Nno3BOHOYHMKA.
[MpooomknUTENbHOCTL XXM3HU DONbHbLIX YBENUYEHA PuCyrok 8, PeGoHOK .,
MO CpaBHEHUIO C 1 TUMOM DONE3HN N B CPEAHEM 7 net. B-3: CuKansHas

cocTasnser 10-12 ner. s A e
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CAM lli(6one3Hb

Kyrenobepra-BenaHngep

« BoO3HMKaeT B LULMPOKOM BO3paCTHOM guanasoHe OT 18 MecsueB Ao
20 net. Hanbonee 4YacTto nepsble NpU3Hakn 6051e3HN NOABNAKTCA B
BO3pacTe 2-7 NIeT B MPOKCUMarsbHbIX rpyrnnax MbiLlL, Ta30BOro
nosica. bonbHbIE HAYNHAIOT UCMNbITbIBATbL TPYAHOCTU NpU Xoabbe,
Bere, nogbeMe No NeCTHULE N U3 MONOXEHUS HAa KOpToYKax. B aToT
nepuoa KNUHN4YecKne npoasneHna saboneBaHust UMeroT
3Ha4YuTENbHOE CXOACTBO C TAKOBbLIMU NPU NPOrpPecCcUpyroLLEN
MblLLeYHOU ancTpodum bekkepa. CxoacTBO AOMNOSHAETCA
BO3HUKHOBEHNEM Y 18-25% BonbHbIX 3TUM BapuaHTtom CAM
nceBaorMnepTpodmin MKPOHOXKHbLIX MbILLLL, @ TaKKe BblpaXeHHOro
nopaosa B NOSICHUYHOM OTAerne No3BOHOYHMKA. [NopaxeHune
NpOKCUMaribHbIX OTAESOB PYK M Ne4eBOro nosica BO3HMKaKT
CMyCTSA HECKOMbKO NET Nocne Havana 3aboneBaHus. Takke Kak 1
AO5151 2 TMNa XxapakTepHO BO3HMKHOBEHWE (DaCLMKYNAPHOro
Tpemopa KACTEN, paCcLMKyNALNK pasnUYHbIX MbILLEYHbIX rpynn 1
aedopmauus rpygHoun KneTku.
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CAM IvV(B3pocnasn cpopma

« MepgneHHO nporpeccupytoLlee 3abonesaHne, UMeLLIEE Ha4aro B
bonbLlUMHCTBE cryvyaes nocne 35 feT, 3HaYnUTeNbHO He BNUSIET Ha
NPOLAOIKUTENBHOCTb XN3HW. CrinHanbHas ammnoTpodus IV Tuna
XapaktepusyeTcs criaboCTbio NPOKCMMaribHOM MYCKyraTypbl,
doacuuKynaumMamMmn, CHUXKEHNEM CYXOXMUITbHbIX pedriekcoB, NPMBOAUT K
HecnocobHOCTN XOAUTbL CaMOCTOATENbLHO. Ha anekTpommnorpamve
BbIABAIOTCA crnieymdmnyeckne NpnsHakm nopaxkeHna nepegHmx poros
CMNWHHOIo Mo3ra B Bnae gpopmmpoBaHums "putmMa 4actokona" -
CMOHTAHHOW PUTMUYECKON aKTUBHOCTU. [1pn Mopdroriormyeckom
nccrnegoBaHnUmM OMONTATOB MbILLEYHbIX BOSTOKOH BbISIBIIAKOTCA
aTpodompoBaHHbIE N TMNepTPOdMPOBaHHbLIE BOMTOKHA 1 1 2 Tuna.
XapakTepHbIM NPU3HAKOM ABNSETCS CKOMMeHne Mesiknx Kpyribix
BOJIOKOH, Yepeaytoumecd ¢ runepTpodmpoBaHHbLIMU BOSTOKHAMMU
("ny4koBasa" atpodus). Npu natoMmoponorM4eckom n3yyveHmnn
BbIABNSETCA HabyxaHne, CMopLUnBaHne nnm atpodomsa MOTOHENPOHOB
nepegHMX poros CNMHHOIO MO3ra, a B psge cnyvaeB s4ep YepenHo-
MO3roBbIX HEPBOB.
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OnddepeHunanbHas

anarHoCTUKa

* MwuonaTtuu

* OcTpas dopma
nonuomMmuenuTa

* BpoxaoeHHble MUOTOHUN

« ATOHWMYeckasa doopma
AL

« HacnencTtBeHHblE
naTornormm oomeHa
BeLlecTB

fppt.com



IInarHocTuka

BaxkHbiM aBnsieTcst c6op AaHHbIX O BO3MOXHOM Hanmn4nm
npu3HakoB 3aboneBaHns y KOro-To N3 CEMbM, YTO MOXET
HaTOSNKHYTb Bpada Ha MbICfb O HAcNeaCcTBEHHOM Npupoae
3aboneBaHus.

[ns nooTBepXaeHUs AnarHo3a Bpay HasHa4vaeT:

OHMI (anekTpoHenpomuorpaduns): 4aT4nKn Ha Koxe
doMKCUPYIOT NpOoXoXaeHne HepBHOro nmnynsca. Metoa
NO3BONSET ONpeaennTb, C YeM CBs3aHbl ABUraTeNbHbIE
HapyLLUEHUS;

* Ouoncuio MbllWL: ANs uccnegoBaHusa urnom bepercs
MasneHbKasi HacTb MbILLLbI;

*  MPT (marHnTHO-pe3oHaHcHas Tomorpadous) rosioBbl: AN
NCKINIOYEHWS OPpYron NaTtonorum (MeTtog no3sosiseT
MOCMOWNHO U3Y4nUTb CTPOEHME NMobon YacTn opraHnsma);

*  reHeTU4eCcKumn aHanus (uccregoBaHne CTPOEHUS XPOMOCOM,
MOWUCK rEeHETUYECKMUX MyTaLnin) — ABNAETCA METOAOM,
noATBepXaaLwmm anarHos.
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MeToaoB unu npenaparos,
BO3OEUCTBYHOLLNX HA MPUYUHY
3aboneBaHusi, Ha AaHHbLIA MOMEHT HET.

[MpnMeHaTCa MeToabl,

cnocobCTBYOLME YIYHLLEHUIO NMUTAHNS

HEepPBHON CUCTEMDI:

BUTAMUHOTEPANus;

e HOOTpOMbI (MpenaparThbl, ynydwarLime
nMTaHne Mo3ra);

* Maccax;
« neyebHaa uskynbsTypa.
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