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[ToHMMaHne BeayLlen ponu
[EHETNYECKUX PAKTOPOB B
3TNOSIOMMMN U NaToreHese MHOrnx
bone3Hen HeEPBHOU CUCTEMBI
CcOOpPMMNPOBANOCH B NEPBOU
NONTOBMHE NPOLLUSIOro BeKa, u
HeManoBa)XHY0 POSib B 9TOM
Cbirpanu pabdoTbl BblOAOLLErocH
OTe4YeCTBEHHOIO HeBpoONaTosiora
C. H. [JasuoeHKkosa



KoHeu XX BeKka 1 Ha4Yario HOBOIO
TblCSAYENeTUa 03HamMmeHoBarncs OypHbIM
pa3BUTUEM MOJIEKYNAPHOUN FrEeHETUKI
yernoBekKa, BaXXHeunwmne OJoCTUXKeHUS
KOTOPOW HaLUMX NpakTn4eckoe
BOMJIOWEeHne BO MHOMMX obrnacrax
MeaULUHbI, B TOM YUCINE U B
HEBPONOrnn



B 1990-2000 roal,
nonyymeLLMe Ha3BaHMe
«[lecaTnneTmne mosra,

doakTU4eCcKu npomsoLunia cMeHa
doyHOaMeHTanbHbIX KOHLEeNUUH,
KacarLmxca MoJieKynapHbIX OCHOB
3TNONOrMnN N NaToreHesa
HacnenCcTBEHHbIX O0ne3Hen HeEPBHOM
CUCTEMDI



aoeHTudpunkaunsa MmyTaHTHbIX
reHOB 1N NEPBUYHbIX
OMoXnMmnYecKknx HapyLieHun,
OTBETCTBEHHbLIX 3a pa3BUTHUE
MHOIMX OEeCATKOB MOAOOHbIX
3aboneBaHun, npmBena K
BO3MOXXHOCTU UX
NaTOreHeTUYECKOU
Knaccudoukaumm



Ha aTon ocHoBe Obinn
CcdOpMMPOBaAHbI HOBbIE
HEN3BECTHbIE paHee KNnacchbl
3aboneBaHnn, Takme Kak
bone3Hun akcriaHcuu,
KOHGbopmaUuuoHHbIE DOMNMe3Hn
MO3ra, HacrneacTBEeHHbIe
KaHasiornamuu v ap.



B ocHoBe 6os1e3Hel sKkcriaHcuu,
nexat AuHaMMn4yeckme myTtauum,
oOycnoBneHHble HECTAbUIMBbHOCTbLIO
DACMOSIOXEHHbIX B 3HAYMMbIX 00f1acTAX
[EHOB TPUHYKNEOTUOHbIX CaTENMMUTHbIX
NOBTOPOB.

B HacTogallee BpeMa onnucaHbl OKomo 30
bone3Heun akcnaHcun, DONbLUNHCTBO U3
HUX 3aTparnBaloT HEPBHYIO CUCTEMY



[laToreHeTn4YeCckKMn MexaHun3m
HenpoaereHepaTnBHbIX DoresHen,
00ycnoBneHHbIX 3KcnaHcuen CAG-nnm
GCG-NOBTOPOB, PaCroroXXeHHbIX B
KogupyoLmx obnacTtax reHoB, CBA3aH C
N3MeHeHnemM KoHdopmMaLunn DernkoB v
BHYTPUKNETOYHbIM HaKoMNeHnem
HEepPacTBOPUMbIX DENKOBbLIX KOMMIEKCOB
C nocriegytoLen rubenbio KneTokK no
TUNY anonTo3a



[TogoOHble 6onesHn nony4nnu
Ha3BaHWe KOHOPMaALIMOHHbIX.

K HUM OTHOCATCA HEKOTOpPbLIE
Mmuonamuu, CUHAPOMbI rapKUHCOHU3Ma,
amMusioUuoHbIe Heupornamuu,
HacneacTBeEHHbIE OPMbI DONE3HN
Arnbuzeumepa v NapKUHCOHa,
rMPUOHHbLIe BoneaHn, bokosou
amuompoguyecKul cKepo3 n gp.



[1pn HacneaCTBEHHbIX
3aboeBaHnAX C NapoKcn3mMamu,
rmnep- U rmno-Bo3dyanMMoCTbio
BOBJE€YEHHbIX B NATOJIOMrM4YeCcKnmn

npouecc TkaHen, ObHapy>KeHbI
MyTaLWn B reHaxX MOHHbIX KaHaroB —
UOHOMamuu NN KaHasnornamuu



K KaHanonatnsam OTHOCATCS
MUOMOHUU, nepuoouyeckue
fnapanu4yu,
HacrneacTBeEHHbIE OPMbI
abcaHc anunericuu N MUu2peHu



HepBHO-MbILLEYHbIE 3ab60neBaHUS
XapaKkTepusyrTca HapyLLUeHNEeM
OBWXEHUN N NPOrpeccmnpyroLen

aTpodPUNEN MbILLL,.
BblgensawT: nporpeccupyroLime
MblLLEYHbIE ANCTPOMPUN
(MMonaTtuun); criMHanbHble
aMNoTPoOMdPunN; HacneacTBEHHbIE
nonmMHeBponaTun, MWUOTOHUN U
MUonnernm



HacnedcmeeHHbIe 60s1e3HU
MbIWU, MblWeYHbIe
ducmpocguu u muornamuu



KnnHmnyeckaa knaccmgukaums

NporpeccupyroLLmnX MbllLUEYHbIX
anctpodpun (I1MML) ocHoBaHa Ha

XapaKTepe pacnpocTpaHeHUs
MbILLEYHbIX aTPOMmUIN N Nape30B
— KOHEYHOCTHO-MOACHbIE,
nvue-nonaToYHo-NeYeBLIE,
ancTanbHble,
OKynodapeHrmansHble.



Mopdronormyecku B MbllLEYHbIX
BOJTOKHaX Npu MmonaTtusx
BbIABNAIOTCA AUCTPOMPUYECKNE U
HEKPOTUYECKNE U3MEHEHUS,
pa3pacTtaHue coeanHUTENbLHOW
TKaHW, AN PYy3Had
pa3HOKanMbepHOCTb MUOLIUTOB.
[lpn3sHakn geHepBaumm Ha SMI
OTCYTCTBYIOT



brnoxmmmyeckun B CbIBOPOTKE KPOBWU
YBENMNYEHO coaepXaHne
capKkonnasmaTtn4eckmx PepmMmeHTOoB
— KpeaTnHpocdoknHaszbl (KOK),
anbgonasbl, nakrataerngporeHasbl
nap. 3TN HapyLleHuns
CBUOETENBLCTBYIOT O rMbenu
MWUOLUMTOB U Ha 1-1,5 roga
onepeXxarT NoABNeHne
KITMHUYECKNX CUMMNTOMOB



Hanbonee pacnpocTpaHeHHON U
3rioka4yecTtBeHHOU OOpPMOn
HEePBHO-MbILLEYHOW NATONOru
OETCKOro Bo3pacTa ABMndaeTcs
nporpeccupyrolaa X-
cLuenneHHas
ncesagornnepTpodpunyeckas
Muooucmpous
LroweHHa/bekkepa



[lepBble Npu3HaKm MmoancTpodoun
[1toLeHHa NosABMNSATCH
B Bo3pacTe 2-7 NnerT.

[1pn Havane xoabbbl OTMEYarTCH
HEernoBKOCTb B ABUMXEHUAX, ObICTpas
yToMmnsgemocTb. [locTteneHHo
NOABNAOTCA 3aTPYOAHEHUNA NPU NOOABbLEME
Mo NecTHuUUe, BCTaBaHMM U3 NONOXEHUSA
Ha KOpTo4dKax, bere, xoaobbe



BOCXoOALWMKU XxapakTtep. [lepBbiMU
nopakatoTcsl MblLLLbI TA30BOr0 Mnosica u
NPOKCMMarbHbIX OTAENO0B HUXHUX
KOHEYHOCTEN, 3aTeM MbiLULUbI NIEeYEBOro
nosica n NpoKkcuManbHbIX OTOENOB
BEPXHUX KOHEYHOCTeWN. B npouecc
BOBJ1EKAOTCH AJIMHHbIE MbILLLIbI CMINHBI,
doopMUpyoTCA NOACHUYHbIN
rmnepnopaos, «OCUHAast Tanusa»,
KpblNTOBUAOHbIE nonaTkyu, CUMIMTOM
CBOOOHbIX HAAMMEYUN, «YTUHAS






XapaKkTepHO NNLIO «CPUHKCa»,
«Mmonara» - rMnepTenopunam,
HeOoCTaTOYHOCTb MUMUYECKOU
MYCKynaTypbil.
BO3HWKAOT BTOPUYHbIE AedopmaL i
NO3BOHOYHUMKA, rPYOHOWU KNETKH,
PETPAKLNN CYXOXUINN, KOHTPAKTYPb
CYCTaBOB.

[TpnMepHO y 4YeTBEPTU BONbHbIX
OnarHoctupyetca onurodppeHns B
cTerneHn 0edubLHOCTHU



bonbHble MMoancTpodPUen
[1loLLeHHa COXPaHAT CNOCODHOCTL
K Xoaobbe 0o 10-12-neTHero
BO3pacTa, NMocrie 4Yero
nepeaBuratoTcsi TOfibKO C MOMOLLLbIO
MHBaNMOHOWU KONACKN.
[TornbatoT B BO3pacTte 18 — 25 neT oT
MHTEPKYPPEHTHbLIX 3aboneBaHn,
HEe OCTaBMnAdA NOTOMCTBA.



Mwunoguctpoduna bekkepa —aTo
bonee MArkMn BapmaHT X-
cuenneHHOU nporpeccupytoLlen
MbILLEYHOWU ANCTPODUN.

B HacTogdllee Bpem4A
ybeanTenbHO AoKa3aHo, YTo 0be
doOpMbl MMOONCTPOPUN
oOycnoBneHbl pas3HbIMU
MyTauMamm B OOQHOM U TOM Xe
reHe — DMVID (Xp21.2)



B HekoTopbIX cryvyasax aroLeHHOo-
NnoaooHbIE MNOOAUCTPODUN
HacneayrTCcAa Mo ayTOCOMHO-
peLeccuBHOMY TUMY.

K nonobHbIM 3aboneBaHUAM
OTHOCUTCS, B YHACTHOCTH,
BpOXXOEeHHada nporpeccupyroLlad
muooucmpogusi Qykysama,
coyeTarLlasacsd ¢ YyMCTBEHHOU
OTCTanOCTb}O



KOHEeYHOCMHO-NOoSICHbIE
Muooucmpouu —
9TO reTeporeHHagq rpynna
3aboneBaHuu c
npenMyLecTBeHHOW
rokanusauuneu
ONCTPOMUYECKOro npoLecca B
MblLLLUAX N1e4eBOoro n Ta3oBOro
nosica



bonbHble HAYMHAIOT UCMNbITbIBATb
3aTtpygHeHus npu bere n xoabbe B
15-20 neT, 0oaHaKO CrocOOHOCTD K
CaMOCTOATENBbHOMY NepeaBmKeHUIo
MOXET COXpaHATbCA A0 30 netT.
KnnHnyeckas KapTuHa
COOTBEeTCTBYeET popme LiolleHHa



[ eHeTn4Yeckoe pasHoobpasune
HacneacTBeEHHbIX KOHEYHOCTHO-
NOACHBLIX MNOOUCTPOOUN OYEHDb

BENUKO.
oeHTupuumpoBaHh.bl
MYTaHTHbIE FreHbl ANa Yemabipex
ayTOCOMHO-PELIECCUBHBIX U
decsmu ayTOCOMHO-
OOMWHAHTHbLIX BapUaHTOB 3TUX
3300NeBaHnNn



[1pn HeKOTOpPLIX dhopmax
KOHEYHOCTHO-MOACHas
MWUOONCTPOMPUNA COYETAETCA C
BblipaXXeHHOW naTtonornen apyrmux
CUCTEM, Hanpumep ¢ oyrnresHbIM
aNnaepMonn3om nnm
KOHTpaKTypamMun CyCTaBOB U
KapanomMmuonaTuen -
muooucmpous Imepu-Lpeugpyca



B camMoCToATENbHYO KIMMHUYECKYHO
rpynny TpaguLUMOHHO BbIAENAOT
8POXXOEHHbIe Hernpozpeccupyrouwue
Muornamuu.

Hanbonee 4yacton n3 HUX sIBASIETCH
MepOo3UH-0ehulyumHas mmonaTtus.
XapaKkTepHOU 4YepTon BPOXAEHHbIX
muonamuu bemnema u Ynbpuxa
ABNAETCA UX COYeTaHNE C
KOHTpaKTypamm CyCTaBOB



[laTonorn4yeckne npoueccol npu
HEKOTOPbIX BPOXAEHHbIX
HenporpeccupyoLmnx
MMonaTmnuax odbycrnoBreHbl
OTIOXKEHMEM B MUOpmnbpunnax
MCTONTOrNYEeCKU
naeHTUdpnUnpyembix
aHOMarbHbIX 00pa3oBaHUNN



[1lpon HemanuHosou muonamuu B
MbILLEYHbIX KNeTKax naymeHToB
NPUCYTCTBYIOT HUTEODOpPa3HbIE
naTonorn4yeckmne
donbpunnspHblie CTPYKTYpPbI,
NPUYNHOUN Pa3BUTUSA KOTOPLIX
ABMAETCA narepanbHas
9KcnaHcus Z-ANCKOB



OnpeneneHHble
MCTONOrMYeCcKNe aHoManmn
BbIABMAOTCA TakxXe Yy O0NbHbIX
muomybyrndpHou muonamueu w
borie3Hbo UeHmMpasribHo20
CMEPXKHHA



HepacTBopuMble BKNIOYEHUSA B
MbILLEYHbIX KNETKaX XapakTePHbI U
aona apyrux mmonaTtuu,
neobTnpylowmx B bornee Nno3gHeEM
BO3pacrTe.

[Tpumepamun aBnaroTca oecMuHo8as
Muornamus, Muornamus c
UHKITIO3UOHHbLIMU merbuyamMu
nokanbHasa okysriogapuHaeasrbHas
muonamus



B ocobyto rpynny BblAenAoT
MeaneHHO nporpeccupytoLlme
MUMOXOHOpuUarsibHbIe
Muoramudu,
KNMMHUYecKas KapTUHa KOTOPbIX
cKJ1lagbiBaeTcs 13 cnabdocTtu
MbILLLU, HAYUHAKOLLEWNCH C MblLLUL
Ta30BOIro Nosica, 1 NocTeneHHoN
NX aTpoPuu



HacneaoctBeHHble OedEKThI
PA3MNMNYHbIX MbILLEYHBIX PPEPMEHTOB
ABMATCSA NPUYNHON Pa3BUTUSA
OTHOCUTESNBHO AODPOKAYECTBEHHbIX
Memabosiuyeckux MmmonaTumn, Takmx
KaK MbIWeYHbIU 2JTUKO2EHO3 —
bone3Hb Mak-Apana, Mmuonamusi
Harnpsi>xeHus n gpyrme



B HacTogdllee Bpem4A
pacLun@poBaHa MoNeKynapHo-
reHeTnyeckas npupoga MHOrmx

HacneacTBEHHbIX OPM
MbILLIEYHbIX AUCTPOodUn 1
MMONaTUn, YTO NO3BOSISAET

NPOBOANUTb UX ODMOXUMUNYECKYIO
Knaccuukaumio



Okasarnocb, YTo benkoBble
NPOAYKTbl MHOIMMX reHOB, CBSA3aHHbIX
C HacneacTBeHHbIMU DONEe3HAMN
MbILLIL, aCCOLIMMPOBAaHbI C
MeMbpaHaMn MbILLEYHbIX BOSTOKOH U
yacTo, XOTS U He Bceraa,
BbINONHAOT TaM
CTPYKTYPHYIO POrib.
YCNOBHO X MOXHO OTHECTMU K
capKosiIeMMHbIM MUoramusim



OCHOBHbIMU OYHKLIMAMM NOJOOHbIX
OenkoB ABNAIOTCSA:

e CTabmMnNmnaauyus CapkKoreMmMbl MblILLEYHOTO
BOJIOKHaA 3a CHET CBA3bIBAHUA LUNTOCKEJIETA
C BHEKJ1ETOYHbIM MaTPUKCOM

» obecrnevyeHme TpaHCMEMDpPaHHOro
MHJOPMALMOHHOIO NOTOKa

* POpPMUPOBaAHNE HENPOMBbILLIEYHOIO
CUHarnca



K nonobHbIM benkam OTHOCUTCSA
OUCMPOOUH —
CTEP>XHEBUOHbLIN DENOK,
NpuHaaneXxawunn K
CreKMpUH/a-akmuHUHO80OMY
cynepcememncTBy 6enkoB
LUMTOCKEeneTa



[nctpodunH-accounmpoBaHHbIN
KOMMneKkc 6enkos




N-KOHLEBOW OOMEH ANCTPOPUHA CBA3AH
C UMTOCKENEeTOM MbILLEYHOro BOSTOKHA.
3aTteM MOeT caMbl KpYMNHbIN
CTEPXHEBUAOHbLIN JOMEH,
obecrnevynBaroLLUN TMOKOCTb MOJSIEKYIIbI.
[locnegHne nBa AOMeHa — LUCTEUH-
boratbit 1 C-KOHUEBOU Hanbonee
3HA4YMMbl B PYHKLMOHANbHOM
OTHOLWEHUN



B obnacTtn unctenH-ooratoro
OomMeHa opMUpYyoTCA KanbLneBble
KaHanbl U OCYLLIECTBNAETCA CBA3b
ONCTPOOUHA, a 3HAYUT U
LMTOCKENeTa MblLLEYHOIO BOJSIOKHA C
BHEKNETOYHbLIM MAaTPUKCOM Yepes
TpaHCMeMOpPaHHbIN KOMMIEKC
ONCTPOMPUH-aCCOLIMNPOBAHHBLIX
b6enkos



ITn 6ernkun, B CBOK o4epeab,
pa3fgensatoT Ha ABa cybkomnnekca —
capKoariukaHo8bIU W
oucmpoariukaHos8bIU.

B obnactn C-KkoHUeBOro aomeHa
pacnonaraeTcs cUHMpPogUHO8bIU
KOMMeKE, PyHKUMMN KOTOPOTro
OCODOEHHO BaXXHbI A1
doopmMmnpoBaHNA HEUPOMbILLEYHOIO
CUHanca



[1pn mnogmucTpodpumn
[llioweHHa/bekkepa, Takke KaK npu
ayTOCOMHO-PeLEeCCUBHbIX
OoLWLEeHHO-NOAO0DOHbIX U HEKOTOPbLIX
KOHEYHOCTHO-MOACHbIX
MUOOUCTPOPUAX MPOUCXOAUT
paspyuweHue
oucmpoUH-accoyuupo8aHHo20
Komrifiekca berkos



[1pn mnogmuctTpodpumn
[lloleHHa/bekkepa paspyLueHue
ONCTPOPUH-acCcoLUUNPOBaAHHOIO
KoMrriekca 6enkoB NponucxoguT 3a
cyeT MyTauumn B reHe oucmpoguHa.
Takmum obpasom 3T 3aboneBaHus
OTHOCHATCA K
oucmpoguHonamusm



Pa3pyLueHne oucTpomPUHOBOIO
KOMMJieKca 3a cYeT cneLungunyecknx
MyTauuun B reHe DMVID ABNseTcaA
OAHUM U3 LleHTpanbHbIX 3BEHLEB B
3TUONOrMN HEKOTOPbIX
HacrnegCTBeHHbIX OpPM
ousriamauuoHHbIX
KapouomMmuoriamuu , KoTopble Takxke
MOTYT ObITb OTHECEHbI K

AiIACTNACNIALUARADTIACRKA



B 65-70% cny4aeB Yy O0SbHbIX
MUuogucTpoddunen
[oweHHa/bekkepa
OVarHOCTUPYHOTCH
NPOTSAXKEHHbIE BHYTPUIEHHbIE
neneuun, saTparmeatoLime
HeCKOJibKO coceHNX 3K30HOB
reHa DVID, Nnpuyem 3Tn geneumn
XapaKkTepHbl Ans obenx opm
3aboneBaHus



Pasnnymnga 3aknyarTcda B TOM, YTO
npu muoaucTtpodoum [ioLeHHa
aeneLun conpoBoXaakTca COABUTOM
PAMKW CYUTbIBAHUSA, U ANCTPOOUH Y
O0onbHbLIX BOOOLLE HE 0bpa3yeTcs.
[1pn popme bekkepa aeneunn He
HapyLlaT paMKy CYUTbIBAHUS,
ONCTPOdUH CUHTE3NPYETCA, HO
MMEET aHoOManuu



B reHe DMD
MOEHTUMULMNPOBAHLI TAKXKe
OTHOCUTENBLHO HeboONbLUME

NnepecTpPOUKMN N HOHCEHC-
MyTaLuKn, B TO BPeMS Kak
MWUCCEHC-MYyTaLMn BCTPeYaloTCS
peako



MonekynapHaa anarHocTuka
neneunn B reHe DMD
NpPOBOAUTCA C MCNONb30BAHNEM
MynbsTunnekcHou INLUP, yto
NO3BOJNIAET BO MHOIMMX CEMbSAX
BbICOKOIo pucka npoBoaAuUTb
npomnnakTuky 3aboneBaHnsa Ha
b6a3se npeHaTtarnbHOu
ONarHOCTUKN



@ 2. Wdeld4-51

1. deld44-51 3.N

Homep 3K30Ha
reHa gucTpochuHa



Pa3pyLueHue
ONCTPOOUH-aCcCOLMNPOBAHHOIO
KoMnnekca 6enkoB npy ayTOCOMHO-
PEeLIeCCUBHbIX OOLLEHHO-NOAO00HbIX
N HEKOTOPbIX KOHEYHOCTHO-MOACHbIX
MUOONCTPOMPUAX MPOUCXOOUT 3a
cyeT MyTauumn B reHax
CapKOrnnkaHoB — SGCG, SGCA, SGCB
nSGCD.

ITO capKoasiukaHornamuu



[nctpodunH-accounmpoBaHHbIN
KOMMneKkc 6enkos




MyTauum B reHax AUCTPOIrTINKaHOB
He OOHapyXXeHbI.

Ho npu BpoXXOeHHbIX
MUOONCTPOMPUAX,
COMPOBOXAAKLLINXCA TAXKENOW
YMCTBEHHOMW OTCTAsIOCThbHO,
HangeHbl MyTauumn B reHax
doepMeHTOB, y4aCTBYHOLLUX B
NpoLecCcuHre gUCTpPOornnKaHoB.
ITO oucmpoeariukaHonamuu



LucmpoearnukaHonamuu

(5 HO30MorM4ecknx opm)

* Mnogunctpodomna BpoxxageHHas,
nporpeccupyrouiaa ¢ YMCTBEHHOU
OTCTasioCTbto, TUN PyKysama, ayTOCOMHO-
peLieccuBHag

 Yonkepa-Bapbypra cuHapom

* Mmnoaucrtpodpmna KOHEHYHOCTHO-NOSACHAa4q,
ayTOCOMHO-peLieccuBHag, 2|

* Muoguctpodumn BpoxaeHHble 1C u 1D,
C HEBPOJIOrMYECKMMM aHOMaNNAMHU



HekoTopble popMbl ANCTanNbHbIX
MMornaTmm odbycrnoBfeHbl MyTaLUaAMM B
reHe KaBeosfnmnHa — OCHOBHOIo berka
KaBeOonoBbIX MEMOpaH capKorieMMbl
MbILLEYHOro BOJTOKHA W
B3anMOOENCTBYIOLLEro C HUM Derika -
ancagepnuHa.

AT MUOOUNCTPOdP UM NONy4Ynnu
Ha3BaHWe KaseosiuHornamuu



KaseonuHonamuu
(7HO30n0rM4YecKknx popm)

* Mmnogunctpodmna KOHEYHOCTHO-MOACHAH,
ayTOCOMHO-OOMUHAHTHag, 1C

* MMoONaTsa AucTarnbHas
* Done3Hb BONMHUCTBIX (rippling) MbiLLILY

* Mmnoaucrtpodmna KOHEHYHOCTHO-NOSICHa4,
ayTOCOMHO-peLeccuBHag, 2B

 MmnonaTtusa guctanbHas, Muowu



MHakTuBupyoLwme mytaumm B reHe
NAEeKTUHA, y4aCTBYHOLLLErO B CBA3N
LMTOCKeneTa MblLLEYHOro BOSTOKHa C
MemMbpaHoWu, NPUBOOAT K
HeobblYHOM bopMe MruogmncTpodun,
coyeTarLlencs c oynnesHbIM
annaepMorn3om



CapkorieMMHbIe Muoramuu
(20 HO30MorM4Yeckmnx opm)

* [lnctpoduHonatum (Mmmoguctodpunga
[oleHHa/bekkepa)

« CapkornmkaHonatuu (4 opmMbl KOHEYHOCTHO-
NOACHbLIX MnoancTodouni)

« [lnctpornukaHonatuu (5 dpopm mmogmnctodoumn c
HEBPOSIOMMYECKUMN aHOMaNMUAMM)

« KaBeonuHonatuu (7 opm KOHEYHOCTHO-
NOSACHbIX U AUCTarnbHbIX MMOOAUCTOMUN)

 [lnekTnHoONaTnsa (MnMoancTodus c BynnesHbIM
aNnaepMonn3om)



HacnencrseHHad HeOOCTATOYHOCTb
OenKoB BHEKITETOYHOIO MaTPUKCa,
B3aMMOOEUCTBYIOLLUX C
ONCTPOrNNKaHOBLIM KOMIMIEKCOM,
ABMSIETCA MPUYNHON Pa3BUTUS
BPOXAEHHbIX ayTOCOMHO-PELIECCUBHbIX
bones3Hen MblLLLL, Cpean KOTOPbIX
Hanbonee YacTou ABMAETCA MEPO3UH-
oecbuuumHasg mmonaTtus,
oOycnoBrneHHas MyTaUunsaMmn B reHe
MepOo3nHa, N NammHuHa 2 — LAMA?Z2

fr—~ ™ N\



K MaTpUKCHbIM MMOMaTUAM OTHOCATCS
Takke ayTOCOMHO-AOMWHAHTHbIE
8POXXOEeHHbIE MUOnamuu
bemnema v Ynbpuxa.

T 3aborieBaHnsa o0ycrnoBeHbl
nedekTamm Tpex pasHblxX a-cydobeanHul
MUKPOUOpMNNSapHOro KonnareHa Vi
TMNa, BbINOSTHAIOLLErO B MbiLLLAX POIb
MOCTa MeXay KNneTkamu u
BHEKITETOYHbIM MaTPUKCOM



MampukcHbIe muonamuu

(4 Ho30Mnorn4yeckme opmobl)
* Mnoguctpodoma BpoxxageHHaa, Mepo3unH-
oedpuunTHaa, ayTocCoMHO-peLeccuBHag

 Mrnonartusa BpoxxaeHHasi, UHTErpuH a7 31D-
oepuunTHaa, ayTocCoOMHO-peLeccuBHag

 Mrnonartusa betnema, fObpokavyecTBEHHAS,
BPOXAEHHAsA C KOHTpaKTypamu

* Mnoguctpoduma Ynbpuxa, BpoXaeHHas,
CKnepoaToHun4yeckas



HapyLlieHusa cTpykTypbl 0enkos
a4epHOU NnamMmnHbl MMOUOPUNIT
accoLunpoBaHbIl C gpyrou rpynnowu
MbILLEYHbIX ANCTPOdUN,
NONy4YnBLLUNX HA3BaHUE
f1aMuHonamuu.

ITO pasnnyHblie POopPMbl MblLLEYHOU
ONCTPOMOUN C KOHTPAaKTypaMu
CyCTaBOB U1 Kapanornorn4ecknmm
aedeKkTaMmm NpoBOAUMOCTU SMepu-

n _ _~> 99



[1pn Hanbonee
pacnpocTpaHeHHOoU X-
cLenneHHoun dopme
3aboneBaHnUA MyTaHTHbIM
okasblBaeTcd reH EMD (Xq28)
A1ePHOro namMmHa-
accounnpoBaHHOro bernka,
nony4vmBLLEro Ha3BaHue aviepuH



bonee peakme ayToCOMHLIE
doopMbl MMOONCTPODPUN DMEPU-
Opendyca odbycrnosneHsbl
MyTaumamm B reHe LMINA (1922),
KogupyroLemM CUHTES ABYX
donnameHTHbIX OenkoB aaepHON
namMuHbl — siamuHa A n C. Oba
9Tn benka B3anMoOeUCTBYIOT C
OMEPUHOM



HapyLueHnsa CTpyKTypbl benkos
0epPHON NaMUHbl MUOONOPUINI —
naMmuHornamuu

(3 Ho3onorn4yeckme Popmol)

* MUOOUCTPOMUSA C KOHTPAKTYpaMn
Imepu-Ipendyca, X-cuenneHHas

* MUOOUCTPOMUSA C KOHTPAKTYpaMn
Imepu-Lpendyca, ayToCOMHO-
peLeccnBHaa, ayTOCOMHO-
OOMMWHaHTHaA



MyTauum B reHe namunHa A/C,
npmnBoasT K 13 3aboneBaHusMm,
BKNOYaloLWmMm Hapsay c
MbILLEYHBbIMU ANCTPOOUAMU
pa3nn4yHble BapuaHThbl
nMNoancTpodun, NonMHenponaTuu,
MaHOunbynoakpansHoW gucnnasun
N LIENYIO CEPUIO MPOrepuvecKknx
CUHOPOMOB



XOpOoLLO N3BECTHAas KINMMHULUMCTaM
HeMasluHo8asl, UM Humyamasi
MMONaTUA TakxKe nNpeacTaBnsaeT

CODOWN reHETUYECKN rETEPOrEHHYIO

rpynny 3aboneBaHuM.

[laHHaga pa3HOBUAHOCTb MMONaTUIA

obycnoBneHa aedekramu
OCHOBHbIX CTPYKTYPHbIX OENKOB
TOHKNX U TOSCTbIX HUTEW CapKoMepa



MuonaTtna HemanmHoBast

HEOYIMNH — MHTErparbHbI KOMMOHEHT TOHKNX
(AKTUMHOBBbIX) U TONCTbIX (MMO3NHOBbIX)
dounamMmeHT capkomepa

TPONOMUMO3UH 2 — OCHOBHOW BENKOBBLIV
KOMMOHEHT TOSCTbIX PMNaMeEHT capKkomMmepa

TPOMOMMO3UH 3 — rNaBHbIN ODENKOBLIA KOMMOHEHT
nartepanbHbIX Z-OUCKOB

TPOMNOHUH T1 - YneH Ca+-3aBUCUMOTO
TPOMNOHMHOBOIO KOMMJIEKCA,
B3aMMOLENCTBYHOLLErO C TPOMOMMNO3UHOBbLIM
OUMepPOM capkomepa

a-aKTUH — OCHOBHOW DenKoBbIl KOMMNOHEHT
TOHKUX pnnameHT capkomepa



MuomurnuHo8ble, mumuHoO8kIe U mesiemoHUHO8kIE
KOHEeYHOCIMHO-IIOACHbIe Mmuoriamuud

* 1A: MMOTUSTNH — TUFAHTCKUIN CapKOMEPHbIN DESOK,
coaepaLlnin HeCKOrbKO 1g-nogobHbIX JOMEHOB,
accounmpoBaHHbI C aKTUHOBbIMU dOUNTaMeHTaMu B

KOMTIJ1EeKCe C aJ'Ibea-aKTI/IHI/IHOM

e 2J: TUTUH NN KOHHEKTUH — TMraHTCKUN

6enok, 3aHnMaroLMin NONOBUHY capkoMmepa mexay Z- n M-

crnoamm
« 2A: KannauH-3 — MbilLie4Hasi npoTteasa, nuraHg TUTUHa

* 2G: TENETOHUH — CapKOMepPHbIN 19-k[ 6enok,
pacrosnaratownincd B Z-guckax, cyocrpar TuTuHa



CapKomepHblie mMuonamuu

(15 Ho30NOrM4Yeckmnx opm)

 HemanuHoBass mMmmonartusa
(6 HO30M10rM4YECKUX PopMm)

* MunotunmHoBble, TUTUHOBbLIE U
TeJieTOHNHOBbIE KOHeYHOCTHO-MOACHbIEe
MUuonatTmu

(9 HO30MoOrnyecknx popm)



[1pn uenom psge mmonaTtumn
NMPUYNHOU ONCTPOPUYECKUX
NpOoLIECCOB ABNAETCA HAaKOMNJEHNE B
umMTonnasme n/unu B aapax
MbILLEYHbIX KNETOK NMCTONTIOrM4yecKku
naeHTUPULMpyeMbIX BKITHOYEHUN,
MOneKynapHble MexaHU3mbl
doopMnpoBaHUA KOTOPbLIX MOTYT
ObITb COBEPLLUEHHO Pa3fIMYHbIMUA



OnpepneneHHble rMcTonorn4eckmne
aHOManuu xapakTepHbl A4
nauneHToB ¢ OONEe3HbIo
LIEHTPANIbHOIO CTEPXHA U
MNOTYOYNAapHOU MuonaTmen.

B 06eunx cnyyasax gedeKkTHbIMU
OKa3blBatoTcA OEnKu, y4acTByoLLmME
B KOHTpose dugghbepeHUUposKU
MbILLIEYHbIX BOJTOKOH



B nepBoM crniy4yae — 310 peuernmop
1 puoHaouHa — KanbLuunu
BbICBOOOXXOAlOLLEero kaHana
capkonnasmaTu4yeckoro
PETUKYINYMa CKENETHbLIX MbILLL,
BO BTOPOM — MblLLIEYHaA mMupOo3UH-
CepuUH-gpocghamasa, ydacTByroLlas
B AN EPEHLIMPOBKE MbILLUEYHbIX
KINEeTOoK



[1na paga mmonaTtuu,
0ebTUpYyoLmMX B NO3gHEM
BO3pacTe N COYETaloLLMNXCH C

HapyLeHnaMmn cepaevyHou
NpPOBOAUMOCTHN, AaPUTMUAMU W
DECTPUKTUBHOWU cepae4HOon
HeJOCTaTOYHOCTbLIO, XapaKTepHO
NPUCYTCTBUE HEPACTBOPUMBIX
LMTONMasMaTu4ecknx n aaepHbIX
BKITIOMEHUIN B MbILLEYHbIX KIEeTKaxX



[ lpn4mnHOM pas3BUTUA
NaTofIorM4eCcKMxX NPoLIeCCOB B
OAHHbIX cny4vyaax aBnsoTCA
HapyLleHna KoHopmaLunn
onpeaeneHHbIX MblLLEYHbIX
OenkoB, TO eCTb 3TO
KOHGbopMaUUOHHbIe borie3HuU
MbIWU



KoHgopmauuoHHbIe 6ore3HU MbiluU

* JeCcMUHO8bIe MUOnamuu, O6yCJ'IOBJ'IeHHbIe HaKOMmieHnem
LUNTOMNNa3MaTU4ECKNX CbVIJ'IaMeHTHbIX BKITHOMEHNI

* pMuornamuu ¢ UHKIIHO3UOHHbBIMU meribuamMu, NP KOTOPbIX
HabnogaeTca oTnoXXeHns B-amunonia B
OereHepupyoLwWmnX MbllLEYHbIX BONTOKHAX

* KOHEYHOCMHO-MOosSICHasi Muooucmpogbusi ¢ paHHUM
Hayasriom kocmHou 6one3Hu Naczema u demeHuyueu,
obycnoBrieHHast 4ePEeKToOM CUCTEMbI YOUKBUTUH-
3aBUCMMOWN aerpagaunm 6enkos

* OKYyrioghapuHaearbHas muornamus, NPn KOTOPOW

TyOynodmnameHTHbIE BKITIOYEHUSA 0Dpas3yoTcs 3a CHET
YBENMNYEHUA ONWHbI MOSIManaHMHOBOW LIEMOYKU B NOMNK
(A)-cBsi3biBaOLWLMM Derke 2



brnoxmmmyeckaa knaccudgpukaums

MUOONCTPODOUN N MUONATUN
(60 HO30MNOrNMYecKkNnx opm)

» CapKornemmHble muoriamuu (20)
 MampukcHbie muoriamuu (4)

o [lamuHornnamuu (3)

» CapkomepHbie muornamuu (15)

» [ledbekmbi OuhpepeHuUpo8Kku (2)

» KoHopmayUuoHHbIe bore3HU Mbiwy (6)
* MumoxoHOpuarsrbHblIe Muornamuu
 Memabornu4yeckue muonamuu



Takum obpa3om, pasrnyHble
HapyLUeHnsT MOryT NpUBOAUTD K
PA3BUTUIO CXOOHbIX NATONMOrMYeCcKmnX
NPOLECCOB B MblLLLIAX.

[1pn nocTaHOBKe
andpdepeHUmanbHOro gnarHo3a
MuonaTum, Hapsaay ¢ KNMHUYECKUMMN
KPUTEPUAMMN, PELLAIOLLLYIO POSib
UrpaeT rMMcTorIorM4YeCcKnmn n
TMCTOXUMUYECKNUN aHarnms3
bvonTaToB MblLUL OOMNMBbHOIO



OOHako Knaccumukauum
HacnegcTBeHHbIX bonesHen MblLLL,
OCHOBaHHbIe Ha MOPdOONMorM4yecknx u
NaTOreHETUYECKUX KPUTEPUAX, OANEKO
He Bcerga coBnagaroT. OTO XOPOLUO
BUOHO Ha NpUMepe KNMHUYECKN
CXOAHbIX HacneacTBeHHbIX KINMIO, K
PA3BUTUIO KOTOPbIX MOTYT MPMBOOUTDL
n0edeKTbl CTPYKTYPHbIX OenKkoB
capKoJieMMbl, CApKOMepPOB, A4epPHOU
NTaMUWHBbI, @ TakKe HEKOTOPbIX ApYruxX

| - N | B B B B & B B B B B | B W 4 dA—I’An



Muoaunctpodpmnm KOHeYHOCTHO-NOSACHbIE

[JOMMHAHTHbIE PeuweccuBHbIe

e 1A - MUOTUNWNH e 2A - KannauvH-3

e 1B - namuH A/C e 2B - aucdpepnuH

e 1C - KaBEONMH-3 e C,D,E,F — capKornukaHsbl

* 2G - TENIETOHWH
* 2H -yOMKBUTUH Nurasa

e 2| — IMUKO3WUII-
TpaHcdepasa
e 2)-TUTWH



Jluye-nornamoy4Ho-risieyesasi
MblWeYHas oucmpousi
JlaHOy3u-/[lexxepuHa — TpeTbe
Mo YacToTe ayTOCOMHO-
NOMUHAHTHOE 3aborneBaHne
MbILLIL,.

[lepBble npun3Hakn 3aboneBaHUs
OObIYHO MOABNAIOTCHA BO BTOPOW
nexkage XmnsHu



[lpenmyLecTBEHHO NopaXaeTcH
MYyCKynaTypa nuua, nrie4yeBoro
nosica n NPoKcuMarsbHbIX OTAENOB
BEPXHUX KOHeYHocTeW. CrnabocTb
MYCKyraTypbl nua NPOABNSAETCH
HEMNOJSTHbIM CMbIKAHUEM BEXK,
0eaHOCTbIO MUMUKN, TPYOAHOCTAMU
npu yrnotpebneHnm cormoMnUHKN,
cCoCaHuUn



B obnactu nokanusauum
MYTaHTHOIO NoKyca FSHD1
(4935-gter), OTBETCTBEHHOIO 3a
pa3BuUTNE 3aboneBaHus,
PACMONOXeEH BbICOKO
NONMMMOPMHbLI
MaKpocaTennMTHbIN NOBTOP
D474 pa3mepom B 3.3 KO.



B HopmMe KonnyecTBO KOMUM 3TOIO
NOBTOpPAa BapbUpyeT
oT 11 oo 100.

Y D0onbHbIX HabaOarTCS
reTepo3nroTHble geneuvn B
obnacTtn D4Z4-noBTOPA,
coKpallatoLime Yncno ero kKonmm go
1-10, npnyem pasmep aTux geneuymm
KOPPENUPYET C TAXKECTbIO
3aborneBaHunA



[lpegnonaraeTtcd, 4To MyTauuu,
Bbi3blBalOLLME NULie-nonaTto4yHo-
nnevyeByo MUOANUCTPOMPUIO,
HapyLIakT He CTPYKTYpPY Unn
dOYHKLUIO KaKoro-To
crneunapn4eckoro reHa, Ho
TPaHCKPUNLIMOHHBLIN KOHTPOMb
OAHOr0 UINN HECKOIBbKNX FrEeHOB



COXHble 3nureHeTndeckme
MEeXaHN3Mbl BOBMNEYEHbI B
peannsaumio 3Toro HapyLUeHUs.
MonekynapHaa anarHocTuka
3aboneBaHUsa ocHOBaHa Ha
onpeneneHnmn BENUYMHGLI
D4Z4-nioBTopa



CriuHarbHble amuompogbuu — 3TO
reTeporeHHas rpynna HacrneacTBEHHbIX
3aboneBaHn, 00yCNoOBIIEHHbIX
NPOrpeccupyomm paspyLieHUeEM
MOMOHEUPOHOB fnepedHUX p0208 CIINHHOTIO
MO3ra U B HEKOTOPbIX CIlydaax cTBOSa
MO3ra, NPUBOASILLNM K PA3BUTUIO
OeHepBaLMOHHLIX aTpodun U Nnapes3oB
COOTBETCTBYOLLMX MbILLUEYHbIX FPYII



Hanbonee pacnpocTpaHeHHOW
ayTOCOMHO-peLLecCCUBHON (POPMOU
nopakeHnsa nepmndgepmndeckoro
OBUraterbHoro HeBpoHa ABMAETCH
rpoKcuMarsibHas criuHasibHas
mMbliweyHas ampogus (CMA).
YacTtoTta 3aborneBaHunst — 1 Ha 6-10
TbICAY HOBOPOXAEHHbIX



OCHOBHbIMU KIMTUHNYECKUMMU
nposasneHnamm CMA aBnatoTcs
CcnaboCTb Y MTMMNOTOHUSA MbILLLL,
BANblE CUMMETPUYHbIE Mape3bl
BCEW NonepeYvyHo-nosiocaToun
MYyCKynaTypbl, yTHETEHUE
perneKkcoB



CMA penat Ha 3 popMbl: OONe3Hb
BepoHuza-l ocbchbmaHa, ocTpast
netckaa CMA |, c 0eboTomMm 0 6
MecsueB, xpoHu4yeckas, unn CMA I
C Ha4ariom 3aborneBaHnst BO BTOPOM
nonyrognun xunsHu n CMA I,
N3BECTHaA Kak b0nes3Hb
Kyzenbbepeza-BernaHoep,
0eOTUPYET Nnocre roga nnu
nosgHee



bones3Hb BepoHuza-l ogbcomaHa
MOXET NPOABNATLCA YXe BO
BHYTPUYTPOOHOM nepuoge
HeJOCTaTOYHO aKTUBHbIM
LLeBeneHnem nnoga, npu poXxaeHumn
— reHepanm3oBaHHOW MblLLEYHOW
TMNOTOHMEN («CUHOPOM Lapdoay,
«BAMNbIN PeDOEHOKY, «M03a
NACYLKN»),
B JalribHeEULWeM OTCTaBaHMEM B



Pa3BunBalOTCA BSASbIE,
NPEeNMyLLLECTBEHHO
NpoKCUMarbHbIE Napesbl
KOHEYHOCTEWN, rMybokne pednekcol
OTCYTCTBYIOT.

OObIYHO BOOMbHbIE NOrMBAKOT B
TeYeHne NepPBOro roga XM3HM oT
nBpuraTernbHOU HeQOCTAaTOYHOCTU Ha
dooHe peunanBupyrOLLNX
NHEBMOHUN



1 1PN CIVIA || pe0EHOK MOXET Hay4YUTbCAH
CUOETb N AaXe XO0AUTb C NoaaepKKOMW.
[1pn 9TOM NoxoAKa packa4vmBaroLLadacs,
C ONOpoOn Ha BHYTPEHHME NOBEPXHOCTN
cTon. 3aTeM pa3BmBatoTCsl X-obpasHble
NCKPUBIEHNA HUXKHUX KOHEYHOCTEWN,
aedopMaunm rpyaHou KNeTkn u
NO3BOHOYHMKA NO TUMY KNUAOCKONMNO33a,
NOABMAIOTCA KOHTPAKTYpPbI B
KOHEYHOCTSX, U CAMOCTOATENBbHOE

nepegsmxeHne CtTaHOBUTCH
HARNORAN O H I



bone3Hb Kyzernkbepaa-

BeraHoep xapakTepusyeTtca
bonee measIeHHbIM TeYEeHUEM
CXOOHbIX NAaTONOrM4Yeckmnx
NPOLIECCOB HA NPOTAXEHUN
NecATUNeTun.
[1poOoIIKNTENBHOCTL XKU3HU NPU
CMA Il u CMA Il moxeT
aocturatb 20 n 30 neT
COOTBETCTBEHHO



Bce knuHuyeckune tunol CMA
o0OycnoBnNeHbI MyTaLMAMN B FreHe
SMN1 (5q13.2), koaupytoLlem 6enok
BbIXKUBaAHUSA OBUraTeNbHbIX
HEWPOHOB — Smn-DEroK.

OT 95% 00 98% bonbHbIX CMA
MMEIOT FOMO3UIroTHbIE AeneLnn
Pa3NUYHOU NPOTAXKEHHOCTMN,
3aTparmBaloLLme 3K30HbI 7 U 8 reHa
SMN1



SMN 1
SMN 2

SMN 2
SMN 1




[Tpon nHakTMBaUMM Smn-bernka
nepuepunyeckme
OBUraTenbHble HEVMPOHbI TEPAIOT
CNOCOOHOCTb KOHTPONMMPOBATbL
obpasoBaHue MPHK, B
pe3ynbrate Yero HapyLlaeTcH
CUHTE3 MHOTMX Opyrnx
HenpoHarbHbIX OENKOB



B HenocpencTtBeHHOW ONN30CTU
OT reHa SMIN1
MOEHTUMPULNPOBAH ero roMonor,
Nony4nBLLMN Ha3BaHue SMN2.
Y pasHbIX UHOUBUOYYMOB reH
SMIN2 MOXET NpUCyTCTBOBATb B
PA3NN4YHOM YMCe Konuu,
Bapbupyrowem ot 0 40 5 Ha
ANNNonaHbIN FeHOM



Xapaktep 3Kcnpeccumn aByx
FOMOJTIOMMYHbIX reHoB SMN1 n SMN2
B cneumann3npoBaHHbIX TKAHAX
opraHm3ama ogunHaKoB, HO UX
NpoAYyKThbl pasnunyatoTcsd. BaxHo
OTMETUTb, YTO HEDONbLUOE
KOnM4yecTBO NONTHOPA3MEPHOro Smn-
Oernka Bce ke obpasyeTtcs npwu
aKcnpeccun reHa SMN2



[loaTOMY NpucyTcTBUE Y
oonbHbIX CMA Tpex n bonee
OONONMHUTENbHbLIX KOMUW reHa
SMIN2 nOCTOBEPHO KOPpENpyeT
c bonee MArkMM TeYyeHnem
3aboneBaHUS



OaHa 13 rnaBHbIX CTPaTErMm
nedyeHna CMA HanpaBneHa Ha
NOBbILLEHNE aKTUBHOCTW reHa SMIN2.
[lepBble pe3ynbraTtbl NPUMEHEHUS
BallbNPOEBOW KUCNOThbI ANA
nedyeHums oonbHbiX CMA,
NonyYeHHbIe B HaALLleW CTpaHe
gokTopom B. ['. BaxapnoBckum,
BHYLLAKOT onpegeneHHbIn ONTUMU3M



bokoesou amuompogpuyecKuU cKepo3s
(BAC) xapaktepunayetcs cBoOeobpa3sHbIM
coYeTaHMeEM nopaXeHuna nepudpepunyeckoro
N LEHTPAaNbHOro ABMUraTerbHbIX HEBPOHOB.
KnnHn4yeckasi KapTuHa cKrnagblBaeTcs N3
MbILLEYHbIX aTpodouni, NaToNOrM4ecKknx
CTOMHbIX 3HAKOB MNPU HaNMM4nm BbICOKUX
CYXOXUNbHbIX N MNepuocTarbHbIX pedneKkcoB



BAC Ha4ynHaeTcsa B cpeaHeEM
BO3pacTe U B JanbHeuLlem
nporpeccupyet. B 10% cny4aes
3aboneBaHne HOCUT CEMENHbIN
XapaKTep c YepTtamu
ayTOCOMHO-AOMWHAHTHOIO
HacneaoBaHUA N HEMOJSTHOW
NeHETPaHTHOCTbIO



[1na HacnepCcTBEHHbLIX QOpM
BAC xapakTepHa bonbLuas
reHeTn4yecKkas reTeporeHHOCTb,
XOTS B 20% criy4yaeB Yy 605bHbIX
obHapyXmBaroTCcs MyTauumn B
reHe SOD1 (21922.11)
Cu/Zn-cyrnepoKkcuooucmMymassbl



HacnedcmeeHHbIe
rnoJsiuHespornamuu



HacnencTtBeHHbIE
flofiuHegporiamuu COCTaBNAT A0
60-70% BCeX XPOHUNYECKNX
nofiMHeBponaTun N NpeacTaBNAloT
coboun BeCbMa reTeporeHHyo
rpynny.

Hanbonee pacnpocTpaHEHHbIMU
ABNAIOTCA HACNeOCTBEHHbIE
MOTOPHO-CEHCOPHbLIE HEBPONATUW,
nnn bonesHb Lllapko-Mapu-Tyma



KNMMHMUYeCKN XxapaKTepusyrTcs
nporpeccupyrolien cnabocTbio N atpoduren
OUCTanbHOU (MPenMyLLEeCTBEHHO
nepoHeanbHOW) MycKynaTypbl;
paccTpoucTBamMm YyBCTBUTENbLHOCTU NO
nonnHeBpuUTMYeckomy Tuny; gedopmauymen
cton Tmna ®puapenxa; paccTponcTBom
NOXOOKM TUMa «CcTenna)x» (nepoHearbHag,
neTyLmHasa noxoaka, ooycrnoBreHHas
OTBUCION CTOMOMN)



[laToreHeTNn4YeCcKkn MOTOPHO-CEHCOPHASA
HeBponaTtus AernnTcs Ha 2 OCHOBHbIX TUMa:
demueriuHuU3upyrowas — mmenonaTtna u
aKcoHaslbHas— akcoHonaTus.

[1Na nepBbIX XapaKTepHO CHUXEHUE
CKOPOCTM NPOBEAEHUA UMMNYSIbCa MO HEPBY,
MOpPdronormM4eckn cermeHTapHas
rmnepTtpodounyeckas geMmenmHmnsaumsa c
0Opa3oBaHNEM «JTYKOBUYHbIX» FONOBOK



[1na BTOpOro tmna xapakTepHo
nepBUYHOE NOopaXkeHune
aKCOHOB, HOpMalbHaa CKOPOCTb
npoBegeHna MMNynbea,
Mopdoonorm4yeckm coxXpaHHoOCTb
CTPYKTYpPbl MUENNHa



N3 cpaBHUTENBHO peaKkux CUHOPOMOB,
OTNMNYaLLMXCA OT KNacCU4YeCKoro
deHoTunna LWapko-Mapu-TyTta cnenyer
OTMETUTb cuHOpom [lexxepuHa-Comma,
OCHOBHbIMUN KIMUHUYECKNMUN MPOSABIIEHNAMMU
KOTOPOro SABNAKTCA BblpaXXeHHble
rmnepTpodumn nepndpepnyvecknx HepPBOB
(«rnepTpoOmPUYECKNN HEBPUT»), CHUXKEHUE
CKOPOCTU NpoBeAEeHUNA MMNynbca No
OBUratenbHbIM BONTOKHAM, paHHASA
MHBaNuan3auuns



[1Nna MOTOPHO-CEHCOPHbIX
NoJINHEUPOMATUN XapaKTepHa
OrpoMHagda reHeTn4vecKkas
reTeporeHHoCTb. B HacTodllee
BpeMsi naeHTUpunumpoBaHbl bonee
20 reHOB, MyTaLWUK B KOTOPbIX MOTYT
NpUBOAONTL K KMMHNYECKU
OAHOPOAHbIM TUMaM 3abofieBaHUSA C
PaA3NUYHbIM XapaKkTepom
HacregoBaHUSA



Hanbonee 4yacTbiMU ABMSAOTCS
ayTOCOMHO-OOMWHAHTHLIE
OeMUENNHN3NpYoLLne
noniMHenponaTun, cCBA3aHHbIe C
HapyLleHneM cMHTe3a MUernmnHa
nepnmepnyecknx HepPBOB



Tun 1A, obycnoBneH rmnepnpoaykunen
MHTErpanbHOro benka KoMnakTHOro
MUenuHa nepudpepmnyeckom HEPBHOWU
CUCTEMbI — pmp22.

[ MnepnpoayKkumsa MMENMHOBOIo berka
BO3HUMKAET 3a CYEeT TaHOEMHOW
oynnukauum reHa PMP22 (17p12),
KoTopas BbiaBnsieTca y 70-80% OOSMbHbIX



[1pn TMNe 1B pedEeKTHbIM
OKa3blBAETCHA CTPYKTYPHbLIN
b6enok nepngepnyecKkoro
MuenmnHa P(0), KogupyemMbiu
reHomMm MPZ (1923.3).

P(0) cocTtaBngaeT bonee 50%
BCero bernka, NpmucyTCTBYIOLLENO
B MUENMUHOBbLIX 000No4YKax
nepunpepnyecknx HepPBOB



OTHOCUTENBHO peakmne
aKCcOHalnbHble POPMbl ayTOCOMHO-
OOMUHaHTHOM bonesHu LLapko-
Mapu-TyTa, npomMexyTodHble U
ayTOCOMHO-peLieccCuBHblE POPMbI
eLle bornee reTeporeHHbl Nno
KONMM4yecTBY MONEKYNAPHO-
reHeTUYECKNX TUNOB N PYHKLINAM
nedeKkTHbIX Oernkon



CuHgpom [HexepuHa-CoTTa Takxke
reHETUYECKN reTEPOreHeH, HO He
ABNAETCA CaMOCTOATENbHOW
doopmon, a npencraBnisieT coooun
anrnenbHble BapnaHTbl pa3nnyHbIX
reHeTUYECKNUX TUMOB DONe3Hn
LLlapko-Mapu-TyTa



HacrnedcmeeHHbIe MUOMOHUU
U muonseauu (Hep8HO-
MbIWeYHble KaHasiornamuu)



MOHHbIE KaHarbl y4acTBYIOT B
nogaepXxaHmm MmemopaHHOro
noTeHunana, perynauum oobema u
MOOYNALMN IEKTPUYECKON
BO30YAMMOCTU BO MHOIMX TUMax KIETOK.
HacnencTtBeHHbIe HApYLLEHUSA paboThl
MOHHbIX KaHaroOB B CKENMEeTHbIX MblLULAaX
NPUBOAOAT K Pa3BUTUO MUOTOHUYECKMX
CUHOPOMOB U ApYyrnx doopm MMNONIErnm



[NedekTHaa paboTa MOHHbIX
KaHanoB B KapanomumoumTax
accolunpoBaHa c HapyLleHNnam
cepaeyHoro putma.
MyTauum B reHax HEKOTOPbIX
HENPOHalbHbLIX MOHHbLIX KAHANOB
niexaT B OCHOBE pa3BUTUA
HacnegCcTBEHHbIX OPM MUTPEHU U
namonaTtnyeckon anuiencun



PeHOMEH MNOTOHUN
3aKn4yaeTcs BO BHE3ANMHOM
TOHUYECKOM cnasmMe MblLLbl,

BO3HMKAKOLLEM Bcen 3a
NPOWU3BOSbHLIM €€
cokpauleHmnem. OH MOXeT
3acTtaTb OONbHOIo B Nboe
BPEMS — NPU BbINOSTHEHUN
pabo4ynx onepaunu, eae,
nepexoae ynuubl 1 T.10.



MN3BECTHbLI ABE KNMMHNYecKkmne dopMbl:
ayTOCOMHO-AOMWHAHTHAas BpOXaeHHasA
MUOMOHUST ToMcoHa n ayTOCOMHO-
peLieccuBHas reHepann3oBaHHas
MUOMOHUA beKKepa.
XapakTtepHon 0CODEHHOCTb MMOTOHUNA
ToMCcoOHa aBnaeTcs aTneTn4vyeckoe
Tenocnoxexnue. Popma bekkepa bonee
TSXKENasi n 0bbIYHO COMPOBOXKAAETCH
NOCTOSIHHOWN MbILLEYHOU CNaboCTbIO



Obe popmbl 0O0YyCnoBNEHHI
MyTaLUUSaMU B reHe
X/T0pHO20 KaHara

CKEeNeTHbIX MbilL — CLCI (7934).
M13BECTHO, YTO MOHLI XJ10pa
obecne4ymBaroT cTabunnsauunto
MeMOpaHHOro NOKOosA rnocrie akTa
coKpalleHuns



HacnencrtBeHHas
napoKkcuamanbHas muorieaus
XapaKTepuasyeTca npuctynamm

pe3Kkou crnabocTtu, BNNOTb A0
NONTHOIO Napanuya pykK un Hor.
BbigenatoT 3 dopmbil
3aborneBaHus: rMno-, rmnep- u
HOpMOKanmeMn4eckmm
nepuogmnyeckmn napanmy



AYyTOCOMHO-OOMWHAHTHAaA
auriokanuemu4yeckas gopma,
nnn 6orsnesHsb LllaxHosu4a-
Becmaarsia BCTpeyaeTcs
Hanbornee 4acto. [lpuctynsl
NOABNAKOTCA C AETCTBA, OT
eJNHUYHbIX 00 KaXXOOOHEBHbIX,
yalle yTpom, rnpm 3ToM OonbHbIE
NpocCbINatoTCs
00e3nBUKXEeHHbIMW



KpaHunanbHaga MmyckynaTypa, Kak
NnpaBuIo, He CTpadaeT, CO3HaHue
coxXpaHeHo. nnTenbHOCTb
npuctyna ot 30 MUHYT A0 72 4acos,
OH MOXXET NPOBOLMPOBATbLCA
OOMNbHbLIM MPUEMOM MULLN,
donsmnyeckon Harpyskou. B MOMeHT
npucTyna ypoBeHb CbIBOPOTOYHOIO
Kanus CHUXKaeTcsd A0 2 MMOnb/n u
HUXe



[unepkarnuemu4yeckas dpopma
napoKcmnamMarnbHON MUOMMErnn, Unu
borie3Hb [[apmcmporia oTnn4yaeTcs

CcNaboCTbio MUMMNYECKON U
apPTUKYNALMOHHOW MYyCKynaTypbl,
NPUCTYN MOXET NPOBOLMPOBATLCH

OTAbIXOM, roriogaHnem. TpeTbs, O4YEHb
peakast HopMoKasriueMuyecKas
MUOMNNErnsd rno KNNMHNYECKUM
NPOABMEHNAM HE OTININYaETCH OT

npeablayLwmnx dopm



[1pn cunokanuemu4yecKkom
napanuye, obycrnoBneHHOM
MyTaumsamm B reHe CACNAIS

(1931-32),

nedeKTHbIM OKa3blBaAETCS

KarbuuesbiUu KaHan L-tuna.
[Tpn 3TOM NponcxoauT YMEHbLLEHNE
KarbLMEBOro ToKka BHYTPb MUOLIUTA

N ero cogeprkaHme B capkonnasme
OKa3blBaeTCs HeaoCTaTOYHbIM AN
MHUUMAUMN MbILLEYHOTO
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MyTauum B reHe SCN4 (17923.1),
KogupytoLwlem anbda-4-cyobeauHmuy
noTeHumarn-3aBMcMMOro Hampuesoao

KaHana, obHapyXmBaroTCA Npw

aurepKanuemMu4ecKkom rnepuoou4eCcKom
napanuye n cepun annernbHbIX
3aboreBaHnn ¢ YaCTUYHO
nepeKkpbIiBatOLLMMMNCA KITMHNYECKUMU
NPOABMNEHNAMMN — r1apaMuoImoHuUs
QuneHbypaa, amunuyHbiu
MUOMOHUYecKUU CUHOpPOM v AOp.



B pe3ynbrate gedekra HaTpueBoro
KaHana npoucxoauT ycuneHme Toka
MOHa B KNETKY, reHepauus
noTeHumana 4enucTBuUA U
genonapusaunga (MMOTOHUYECKUN
dpeHOMEH), a B TAXEenNbIX Cry4vyasax
pa3BMBaAETCA pepPaKkTepPHOCTb
MblLLEYHON MeMDpaHbI (Napanuyn)



HacnedcmeeHHbIe
mMuacmeHuu



B pasgene HacneacTBEHHbIX
HEWPOMBbILLEYHbIX 3a00neBaHNUN
TpaaULMOHHO paccMaTpuBatloT
MmuacmeHutro, Wnn boresHe
Ipba. ATO MHOroakTopHoe
ayToOMMMYHHOE 3abonieBaHue,
OTHOCSLLEeecs K Dorne3Ham
HeupoMbILWEYHO20 cUHarica



MwnacteHna KNMHNYECKN
XapaKTepunasyeTcqa HapacTtaloLlen
NPV BbINONMHEHUN OBUXKEHUN
MbILLEYHOW CraboCTblo, KOTOPAas
MOXET JOCTUraTb CTEMNEHU
napanuya.

[locne oTabixa 0ObEM OBUKEHUIA
YBENNYMBAETCA U AaXXe OOCTUraeT
HopMbl. Kak npaBuno, atpodoun u
PACCTPOUCTBA YYBCTBUTENBHOCTH
OTCYTCTBYIOT



reHepann3oBaHHYO U NMOKaribHYO C
nopaxeHnem rnasonBuraTesibHbIX
HepBOB (rMas3Hasa oopmMa) U MbILLLL

ropTaHun, rmoTKun, sA3blka (0ynbbapHas

doopma).

B 3aBUCMMOCTKM OT OOpPMbI BEAYLLIMMMW
KITMHNYECKNMIN NMPOSABNEHNAMMU
ABMAOTCA OBOEHUE B rnasax, nros,
ansapTpus, gucdarusi, ooLlas
cnabocCTb.

OTU CUMNTOMbI MEHSIKOTCS B TEYEHUE
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OnacHbl MMacTeHNYecKne
KpW3bl, KOrga BHE3arnHo
Pa3BNBAOTCH
reHepannsoBaHHasa obulas
cnaboCTb U BblpaXXEHHbIE
OynbbapHble pacCTPOUCTBA,
HapyLIEeHUA ObIXaHWUS,
TpebyoLime NpuMeHEHUS
annapaTtHbIX METOOOB



Kak n ona MHormx gpyrux
ayTOMMMYHHbIX 3aboneBaHun,
reHETUYECKMIN (paKToOpaMn pUcCKa
MWUaCTEHUN ABNAIOTCH
nonumMmop®HbIe annenu HLA-reHoB
rmaBHOIo KOMmMrekca
TMCTOCOBMECTUMOCTM.

[1na reHepann3oBaHHOUN POPMbI —
9TO HLA-B8 v HLA-DR3, a on4
rmasHou — HLA-DR1



B naTtoreHe3e ayTOMMMYHHON peakLun
OCHOBHYIO pOJSib UFPAET TUMYC.
[1Tpn natonorum TUMOLUTOB (TUMOMa,
BOCNaneHue n ap.) X aHTUreHHbI
COCTaB CTAHOBUTCH CXOOHbIM C
aHTUreHamMmu aueTUNXosIMHOBbIX
peLenTopos, peuentopamm Ca-
KaHaroB..

B pe3ynkrate HauynHatoT
npoayLnpoBaTbLCA ayTOaHTUTENQ,
npuBoasLLme K rmoenu
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[laToreHeTn4yeckasa Tepanms:
aHTUXOJIMHACTEPAa3HbIe
npenapartbl (NPO3epuH, oKkcasun,
KannMMKH), KypCbl CTEPOUOHON
Tepanuu.

[1pn BbIABNEHNN ONYyX0NU
BUITOYKOBOW Xenesbl ee
onepaTuBHOE yganeHue



Pegkue BpoXXaeHHbIe
MUacTeHN4YecKkne CUHAPOMbI —
3TO MOHOreHHbIe opMbl
MmnacTteHumn. Nx
KInaccuuuunpyroT no MecTy
TPaHCMUCCMOHHOIO AedeKTa:
npecnHanTnyeckune (10%),
cMHanTunyeckue (15%) m
nocTcuHanTu4deckmne (75%)



[lpecnHanTn4yecknm MmacTeHNYECKU
CUHOPOM, CONPOBOXOAOLMNCA
3NMM300NYECKON aTaKCUEN,
o0ycnoBneH MyTaunsamMm B reHe
CHAT (10911.23), kogupyroLiem
XofluHauemurnmpaHcgepa3sy —
ONOCUHTETUYECKNN PEPMEHT AN
HENPOTPAHCMUTTEPA aLeTUNXOSINHA



[locTCMHaNTU4YeCKNmM CMHOPOM
No XxapakTepy KUHETUYECKOro
gedeKkTta aueTUnxonmHOBOIO
peuenTopa gennutca Ha asa
BapunaHTa —

C ObICTPbIM U MeASIEHHbIM
NOTOKOM, KOTOPbIN BCTPEYaAETCH
3HAYUTENbHO Yalle.
KNMMHNYEeCKN 3TN BapuaHTbl HE
OTNMYaroTCa ApVr OoT Apyra



B TOM, 1 B gpyrom crniyyae
MYTaHTHbIMWN OKa3bIBalOTCS FeHb
pPa3nnyHbIX CyObeaNHNLL
auemursixosiuHo8020 peuernmopa:
arnbga (CHRNA1, 2931.1), bema (CHRNB1,
17p13.1), 0esribma (CHRND, 2937.1) u
aricusioH (CHRNE, 17p13.2), a Takxke
MbILLEYHOW peuernmopHoU mupo3uUH-
KUHa3bl, y4aCcTBYloLLEN B 0Opa3oBaHUN
HEWPOMbILLIEYHOIO COEANHEHUS
(MUSK, 9931.3).



[1pn 3TOM NPUYNHON PA3BUTUA
BapmaHTa C ObICTPbIM NOTOKOM
ABMATCA UHAKTUBUPYIOLLME
MyTauumn, n 3abonesBaHne B 3TOM
cryyae Hacnegyetcs no
ayTOCOMHO-PeLEeCCMBHOMY TUNY



[lpn BapuaHTe c MeasieHHbIM
MOTOKOM MYyTaLMWN B reHax
pa3nNn4YHbIX cyobeanHuL
aLeTUNXONMMHOBOIO PeLenTopa
obnagarT JOMUHAHTHO-
HeraTUBHbIM 3QPMPEKTOM, a CaMO
3aboneBaHue HacnegyeTcsa no
ayTOCOMHO-OOMMWHAHTHOMY TUMY



B HeKoTopbIX criy4yasax y
OOMNbHbIX C BPOXAEHHbLIM
MWACTEHNYECKNM CUHOPOMOM
obOHapyXXmBalT MyTaLuMKn B reHe
RAPSN (11p11.2), npoaykKT
KOTOPOro urpaet
onpenensatoLyo posb B
KrnacmepuposaHuu
aLEeTUNXONMHOBBLIX PELIENTOPOB
B CUHANTUNYEeCKOW LLenwu



CunHanTU4yecKknm BapuaHT
BPOXXOEHHOMo0 MMaCTEHNYECKOIo
cuHapoma obycnoBsneH
HeJOoCTAaTO4YHOCTbIO
cuHanmu4yeckou
auemursixonuHacmepasesl, IPU4NHOU
PA3BUTUA KOTOPOU ABMAOTCS
MHaKTUBUPYIOLLNE peLleCCUBHLIE
MyTaLun B reHe acCoLMUPOBAHHOIO
C aLUEeTUNXONMMHacTepa3on
KosmmazeHa Q (CoLQ, 3p25.1)



[1pn HapyLWEeHNn CTPYKTYpPbI
KonnareHa Q He NpoucxoauT
BCTpanBaHUA
aLeTUNXONNHACcTepasbl B
O0asanbHy NNAacCTUHKY
CUHANTUYECKOW LLENN



briazooapro
3a 6HUMaHue



