MHUOTOHHUU



MUOTOHUW

0 OnpeodesneHue

[ pynna KNMHNYECKU U reHETUYECKHU
rereporeHHbIX HePBHO-MbILLIEYHbIX
3aboneBaHUn, xapakTepusyrLLmnxca
NaToONOrM4YeCcKUM COCTOAHUEM MbILLILL,
BblipaXatoLjmecss B TOHMYECKOM cnasme
MbILLL, BO3HUKAKOLWEM B Ha4Yane akTUBHbIX
OBUXXEHUN, N Pe3KOM 3aTpyaHEHUU
penakcaumm nocne CUnbHoro
COKpaLleHU4.




Knaccudukauma KnMHNMKO-reHETUYECKNX
dOpM N CUMHOPOMOB MUOTOHUN

B. C. Jlob3uH, . C. byanHosckumn (JleHnHrpag)1979r

A) CmauuoHapHbie MedreHHonpozpeccupyrouue gpopmbl

]
]

]
]

BpoxaoeHHas (HeaTpoduyeckasi) MMOTOHUA TOMCeHa.

BpoxaoeHHas (HeaTpoduyeckasi) MMOTOHUA ToMceHa-
bekepa.

«lpnobpeTeHHas» MMOTOHUA Tanbma.

ATtpodunyeckas (guctpoduyeckasi) MUOTOHUA UM
MUOTOHMYeckaa guctpodpusa lopdpmaHa-LLUTenHepa-
KypLumaHa.

MuoToHn4yeckas auctpodusa bekepa.

KnuHmnyeckne sapuaHTbl MUOTOHNYECKOWU ANCTPOdUM
(aTpodunyeckass MMOTOHUA «6€3 MUOTOHNNY, MUOTOHKS
nvua u weun Ipbene, MOHOCUMIMTOMHbLIN BapUaHT-
«MUOTOHMYECKAs KaTapaKkTay, HeoHaTarnbHasa popma
ONCTPOdONYECKON MUOTOHUN).



Knaccudpukaumsa KnMHMKO-reHeTU4YeCcKmx
doopM U CMHOPOMOB MUOTOHUN

b) lNepuoduyeckue (peuudusupyrowiue) popmbl
MUOMOHUU

0 WNHTepmutTUpytowasa mmotoHna Mapuunyca-l'aHsemaHa.

0 BpoxgeHHas napaMMoTOHUSA C XONnoa0BbIMU
napannyamu SuneHoypra.

0 BpoxneHHas napamnoToHusa 6e3 XxornoaoBbIX Napanuyen
[le VoHra.

0 Jnu3ogudeckasl HacneacTBeHHass MMOTOHUYEeCKast
agnHamma bekkepa.

0 [Nepnognyecknn napaMmmoToOHMYECKU napanuy bekkepa.




Knaccudpukaumsa KnMHMKO-reHeTU4YeCcKmx
doopM U CMHOPOMOB MUOTOHUN

MwnoToHun4veckumne CNHOPOMbI Y BONbHbIX
MNonaTnuaMn.

MunoToHn4yeckme cuHapPOMbI NP NEPUNOANYECKOM
napanuye n ann3ogn4yeckon agnHamumm
[amcTopn.

MwnoToHU4Yeckme cuHAPOMbI Npu 3aborieBaHmAX.
BHYTPEHHUX OPraHoB N S3HAOKPUHHOW CUCTEMBI.

[lceBOOMUOTOHUSA.



CoBpeMeHHas Knaccudoukauus

HacneacTBeHHbIX MUOTOHUN

(J1.M.MNpnHmo, B.B.AragpoHoB.1990r)
1. MuomoHu4eckas oucmpogusi.
2. BpoxxOeHHast MUOMOHUS.
- bones3Hb bekkepa
- bone3Hb TomceHa
3.CemeuHbIU nepuoduyecKkul napanud

- [unepkannemmnyeckass doopma
BpoxaeHHasa napamMmUoTOHUS.

- [Mnokanuemnyeckaa opma.
- Hopmokanmemundeckaa gpopma.

4. CuHOpowm Llllsapua-LPxkamnena —
XOHOpoducmpoghuyeckass MUOMOHUS C ayMOCOMHO-
peueccusHbIM HacriedoeaHUEM.



MNOTOHNYECKNIA
CYMMTOMOKOMIEKC
(PEHOMEHbLI MUOTOHMUIA)

0 MnoToHusa goencTBusa/aBuKeHus
1 MunoToHust nepkyccuoHHas/mexaHn4yeckas

0 MunoToHusa anekTpomuorpadpunyeckas



MeToaunka onpeneneHuns
MUOTOHNYECKNX CUMMNTOMOB

(dpeHoOMEeHOB)

0 MunoToHusa ABWXKEHUS, AEUCTBUS —
60NbLHOro NPOCAT AHEPIrNYHO, ObICTPO U C
YCUNEM CXaTb narbLibl B KyNnak 1 3aTem
ObICTPO €ro pasxartb.

1o MUOTOHUU CXUMAHUE MPOUCXOOUT
cBOOOOHO, pa3xmumaHue — 3aMeasIeHHo, C
BUANUMBIM HanpsXXeHUEM , Ha NPOTSXKEHUN
10-15 cek.
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MMOTOHUYECKNX CUMIMTOMOB
(dpeHOMEHOB)

0 [lepKkyccmoHHas,

MeXaHNn4eckas MMOTOHUS
OnpegeneHne cMMNTOMOB
«POBUKA» N «BanunKay:
npu ygape MOosIoTO4KOM
No MbILILAM MIEYEBOroO
nosica, Arogu4HbIM
MbILLLIAM, YETbIPEXTNABOW
MbllLEe 6beapa BO3HUKAET
ONUTENBbHOE COKpaLLeHne
MbILLEYHbIX MY4YKOB B BUAE
MbILLEYHOrO «BarnKay.
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MWUOTOHNYECKMUX CUMIMTOMOB
(dpbeHOMeHOoB)

» .
\}‘ k:

0 lNpu nonepeyHon NnepKyccumn rno A3blky Ha MecTe
yoapa obpasyeTtca yrnyoneHue, «nepeTsxka,
yaepXuaatoLeecsa HECKONbKO CeKyHA,
MWUOTOHUYECKUN «POBUKN.
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MWUOTOHNYECKMUX CUMIMTOMOB
(dpbeHOMeHOoB)

0 [llpu ygape MonNoToO4YKOM MO TEHAPY BO3HUKAET
cnasm MbllL, ObICTpOEe NpuBeaeHUe OOSbLLOIo
nanbua K KUCTU U MeasieHHoe, NOCTENEHHOE Ero
OTBe[EHME.



MeToaunka onpeneneHuns
MUOTOHUYECKUX CUMINTOMOB
(dpeHoOMEeHOB)

0 OnekTpomumorpaduieckasd MMOTOHUS

BbiaBnatoTca cneymgumnyeckme
MWOTOHNYECKNE PEHOMEHDI:

«KMNOTOHUNYECKAA 3aAEpPKKa»

3BYKOBOW 3KBMBANEHT «LUyMa
nUKMpytowero 6omoapampoBLLKa»

«TPUMJIETHbIE N AYNJIETHLIE»
MMNOTOHNYECKNE NMOTEHLNATbI



IneKkTpomMmorpaunyeckas
MUOTOHUS

[Tpy BBEOAEHUN B MbILLLYY Urofb4aToOro anekTpoaa
aKTUBHOE HanpsXXeHne MblLLLbl UNU e€ NepKyccus
BbI3bIBAET NOSABMEHNE BbICOKOYACTOTHbIX
NOBTOPAKOLLMXCA pa3psgoB, KOTOpble BHavane
yBenu4imearotca rno Yyacrtorte (go 100-1500LL) n
amnnuTtyge, a 3atemM yMmeHbLLaloTCH; obLuas
NPO4OIMKUTENBLHOCTL Takmx paspsaaos — 500Mc; 3BykoBou
9KBMBANEHT HANOMUHAET ryn NMUKUPYOLLLETro
bombapanpoBLLMKa.
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|.BPOXOEHHAA MAOTOHUA
TOMCEHA &

-

0 OnpedeseHue

MwnoTtoHua TomceHa — HacneacTBeHHOE HEPBHO-
MblLLEYHOE 3aboneBaHne, xapakTepuayroLleecs
3amMeasieHmem paccrnabneHumnsi Mbllllbl Nocne
COKpalleHna " MCTUHHOWN MbILLIEYHOW
rmnepTpodunen, BO3HMUKAaIOLLEN BCreacTeme
HECTabUMbHOCTU MEMOpaH MbILLEYHOrO BOMOKHAa
n3-3a HapyLLueHUsa paboTbl XJTIOPHbIX KaHaroBs.




VicTopnyeckasa cnpaBka

MwnoToHUA BriepBbie onncaHa gaTCcKknum
Bpadom HO. TomceHom B 1876 ropay,
KOTOPbIN Doren cam 1 B NATU NOKOSTIEHUSIX

cBoen cembU Habngan 20 YyenoBsek,
cTpagaroLmx aTon O60nesHbHo.

Ha ocHOBaHMK reHeanorM4eckoro aHanuaa
aBToOp yoeamnTernbHO nokasas ayToOCOMHO-
OOMWHAHTHbIUA TUM HacneaoBaHUA

Do1e3HN.



I TUNONOTINA

ToyeyHass MyTauua reHa KkogmpyroLiero 6enok
XJTOPHbIX KaHanNoB CKENETHOM MYCKyraTypbl.

['eH 3aboneBaHnsa CLCN 1 pacrnonoXxeH Ha
XpomMmocoMe 7q35, coaepXUT 23 3K30Ha.

Twun HacnegoBaHMs ayTOCOMHO-AOMUHAHTHBIN C
BbICOKOM MEeHEeTPaHTHOCTbIO reHa. OanHaKoBO
yacTo 3aboneBatoT nmua odboero nona.




[TATOIEHES3

0 [NpoBegeHme xropa UrpaeT rnaBHyo Porb B
oeTepmMuHauum paccnabnaruwero noteHumana B
capkonemMmme. bernok MblLLIeYHbIX XJTIOPHbIX KaHanoB
PEryrnmpyeT afIEKTPUYECKY0 BO30YOMMOCTb MEMBOpPaHbLI
CKeneTHbIX MbILLL,.

0 JKcnpeccus ( NposiBNeHne) MyTUPOBAHHOIO reHa, B BUae
OTCYTCTBUA UK (PYHKLUMOHANbHON HeaKTUBHOCTU Benka,
HapyLUlaeT NPOHUKHOBEHME Xopa B MbilLle4HOE BOSIOKHO,
YTO NPUBOAUT K BOSHUKHOBEHUIO 3NEKTPNYECKOM
HeCcTabunnbHOCTU MeMOpPaH C HU3KUM NOPOrom
genonapusaumm ( NoBTopdAroLLadaca genonapusauns
MbILLEYHbIX KNETOK) BeayLlen K ANNTenbHOMY
COKpaLLEHNIO MbILLIL,.



KnnHnyeckaa kKapTHa MMOTOHUU
TomMmceHa

0 [ebioT 3aboneBaHUa MOXET HabnogaTbCca B
rpygHOM Bo3pacTe

0 lNlepBble CUMNTOMBI:
- UIBMEHEHME Tonoca Npu Nnave | ss4
- 3aTpyAHEHME OblXaHuS |

- MelSIEHHOe paccrabneHue nuua nocre
nnada (macka)

0 CokpalieHue mblliL, 6e3dbone3HeHHoe




KnnHn4yeckaa KapTuHa

[0 aHAMHeCTUYEeCKUM OaHHbIM, Hanbornee 4YacTo
nepBble NMpuU3Haku 6onesHn oTMevaroTcH B
Bo3pacTte oT 1 go 10 net,a AnarHocTupyertca B
Bo3pacTe oT 11 oo 30 ner.

0 Hambonee paHHMM CMMOTOMOM MUOTOHUM
ABMAETCS cra3Mm gucTarnbHbIX OTOEMNOB PYK.

0 [llo mepe nporpeccnpoBaHus 3aboneBaHns B
NaTonorM4ecknin NPoLecc BOBNEKAKTCS MbILLLLbI
HOI, @ TakKe MycKynaTypa niua, s3blka,
ropTaHu, >xeBaTernbHbIX MbILLL, MbILLLbl LHEN W
TynoBuLLA.



KnnHn4yeckaa KapTuHa

0 BblpaXeHHOCTb cna3ma Hanbonbllas B
Ha4yane aABMXeHusl, 0cobeHHO ecnu
OBMXEHNA cOBepLUAaTCs ObICTPO U C
CO3HaTeSbHbIM YCUIUEM.

0 3acTbiBaHUA, cna3m ncyesaroT nocre
NOBTOPHbIX OAHOUMEHHbLIX OBUXKEHUWN.
MbiLwiLa Kak bl «pa3pabaTbiBaeTCsy.



KnnHn4yeckaa KapTuHa

0 [leTn ¢ MMOTOHUEN OTCTAaloT OT
CBEPCTHUKOB B Urpax, UCMbITbIBAOT
3aTpygHeHua B bere, NnpbiKKax.
XapakTepHa HEYKINIOXEeCTb pebeHKa.

0 YcuneHne MMOoTOHUYEeCKOro doeHoMeHa
BO3HWKAET Ha Xxonoae, a Takxe nog
BIMTUAHNEM CUNbHbIX 3MOLUWU, YMEHbLLEHNE
— B Tenne, BO BPEMS OTAbIXa N NpU
NpUeEME HEDOMbLLUMX 003 arnkoross.



KnnHn4yeckaa KapTuHa

0 B bonee no3gHeEM Bo3pacTe OCHOBHbIM
nposiBneHnemM 3aboneBaHna ABNAETCS
MWOTOHUYECKMN CNasmM N HapyLLeHne
paccnabneHnsa B pasnuyHbIX rpynnax
MbILLL,, BO3HMKAKOLWNIN MPU aKTUBHbIX
OBWMXEHUAX (aKTUBHaAA MMOTOHUSA).



KnnHnyeckaqa KapTuHa

0 B 3penom Bo3spacTte
MWUOTOHUA MOXET
NnpuBOANTbL K
reHepann3oBaHHOU
MbILLEYHOM
rmneptpodoun —
aTrneTnsmy.




KnnHnyeckaqa KapTuHa

0 OaHako u B AeTCcTBe
MbILLLbl YHACTO UMEIOT
BUO «FE€PKYIECOBbIX
MYCKYNOBY.




l|.BpoxxgeHHaa MnMoToHUsA bekkepa

0 OnpedesieHue

HacnegctBeHHOE HEPBHO-MbILLIEYHOE
3aboneBaHue, XxapakTepuayoLleecs
3amearneHnemM paccrnabdneHus MbillLbl nocre
COKpaLleHUsi, conpoBoXxaaroLleecsa Mmanrmemn un
CcnaboCTblo NPOKCUManbHbIX FPYMM MbILLL.

STUNONOINMA N naToreHe3 aHaNIornYHbI
MWUOTOHUM TOMCeHa, HO C ayTOCOMHO-
peLEeCcCUBHbLIM TUMOM HacriegoBaHUS.




KnnHunyeckas KapPpThHa MNOTOHNW

bekkepa

Ha3BaHa aBTOpPOM «reHepanm3oBaHHOU
MWOTOHNEWN», TaK KaK B NPpOLECC BOBMEKaTCH
NPpaKTUYECKN BCE CKENMETHbIE MbILLLIbI.

B 6onblieHcTBe criydaeB 3aboneBaHne BO3HUKAET
B Bo3pacTe oT 4 0o 12 net y aeso4vek 1 okono 18
rneT y Manb4uKoB.

[lepBble NpU3HakKn MMOTOHUK BO3HUKAIOT B
MbILLLIAX HOT, Yepe3 HECKONbKO NET — B MbiLLLIAX
PYK. Y HEKOTOPbIX BOMNBbHbIX B NO3OHUX CTaaNAX
3aboneBaHns OTMEYEHO BOBMEYEHNE B NPOLIECC
NNLEBOWN MYCKYNaTypbl.

TedeHMe nporpeccupyroLlee;MoXeT HOCUTb
npexoasdLLnmn xapakrep.
BuayanbHO MbillLa He U3MEHeHa.



[lnarHocTuKa
MUOTOHUN ToMceHa n bekkepa

0 bnoxmmmyecknn aHanms KpoBu —
XapaKTePHbIX MapKepPOB HET.

YpoBeHb KOK B nnasme KpoBu He
N3MEHEH.



[lnarHocTuka
MUOTOHUN TomMmceHa n bekkepa

buoncua mbiwy, — cneundunyeckmne
MOpPdOonorm4eckme npusHakm oTCyTCTBYIOT. B
DOONbLIMHCTBE Cly4YaeB BbIABIAETCA
BapuabenbHbIN AnamMeTp MbILLEYHbIX BOSTOKOH,
X rmnepTpodna U ueHTpanusaumnsa aaep.

Puc. 43. DnekTpoHHAasi MUKPOCKONHUS MBILIIE GosbHOro muoronueiit Tomce-
na. Ouarosble U3MEHEHH T MHO(‘)H6pH.YL'IHPHQ[‘O anmnaparta B BHI€ 3HI3aro-
06pa3uor0 pacnpocTpaHeHHsI MarepHaJa Z-nojoc B npeaeJ/sax OJHOToO
capkoMepa.

51 — ssgpo; Mx — MHTOXOoHApPHH. X 18 000.




Kputepumn guarHosa
MMUOTOHUN TomMceHa n bekkepa

0 OcHoBHasg gnarHocTuka:
- XapaKTepHble KIMMHUYECKMNE MPOSIBMEHUS
- CEMeWNHbIM aHaMHe3 ( TUn HacregoBaHUA )

- BbIABNEHME MYTAHTHOIO reHa B CNOPHbIX
cnyvaax ( AHK-3onabl, INLP)

- OMI" npnsHaku

Percussion Myotonia




Onapd.anarHos

. C gpyrumun coopmamm MUOTOHUN-
BPOXXOEHHON NapaMUOTOHUEN
IuneHobypra.

. MmnoTtoHn4eckme cMHapoOMbI NMpu
NporpeccupyroLLmnXx MbllLEYHbIX
ONCTPOMPUSX.

. Adunckannemmnyeckaa napokcmamanbHas
Muonnerug.

. 'nnkoreHo3 Mak Apagns.



JleyeHue

MwnoToHust He Bcerga TpebyeT nevyeHus, a nekapcrea

HegoCTaToOuMHO 3PPEKTMUBHLI.

JleueHne cumnTomMmaTnyeckoe:

l.
2.

S B

beckanueBas guera.

[na ymeHbLLEHNA cNa3MOB fNleKkapCTBEHHLIE cpeacTBa
BNUAKOLLME HA MeMOpPaHbl MbILLEYHbIX KNEeTOK — [nddeHnH,
dunHNencuH (B cpegHnx 4o3npoBKax)

HosokanHamug (200-400 mr/cyT)

AueTtasonamug (dunakap0b)

AHTaroHucTbl Kanbuusa (Hudpegunux 30-40mr/cyT)
KopTukocTtepounabl (B TEXENbIX CnydasX N KOPOTKUM KYPCOM)

dunsnortepanmsa, Tenniosble Npoueaypsbl, Maccax, JIOK, XxBONHbIE
BaHHbI.

ACKnounTb KynaHue B XonogHown Boge v ynotpebneHune
XONOoA4HbIX HAMUTKOB, MOPOXEHHOTO.

[TpodreccroHanbHasg opmeHTauus.



[IlpounakTunka

0 BosmoxHa gopogosada HK-gnarHocTtuka.




[1porHo3

0 bnaronpuaTtHbIM ANa MUMOTOHMU TOMCEHa,
N MeHee ornaronpuUATHbIA A9 MUOTOHUN
bekkepa.



lll.MnoToHn4yeckaa gnuctpodu

0 bone3Hb Pocconmnmo-KypLumaHHa-
LLItTenHepTa-baHHeTa — HacneacTBEHHOE
HEPBHO-MbILLIEYHOE 3ab0neBaHme,
XapakTepusyrulieeca codeTaHNEM
MWOTOHUYECKOro, MMonaTu4yecKoro
CUMMTOMOKOMMMEKCOB N 3HOOKPUHHO-
TPOMPUYECKNX PACCTPOUCTB.



VicTopnyeckagda cnpaBka

1 3aboneBaHne BnepBble onncaHo B Poccun
[. . Pocconnmo B 1901 rogy. LTenHepr,
baHHeT n KypLimaHH He3aBUCUMO OpYr OT
gpyra B nepuog ¢ 1909 no 1912 roga
aanu nogpobHoe onncaHne KIMHNYeCcKou
KapTUHbI JaHHOro 3aboneBaHuS.



[

~ DM1locus
Normal allele \WAAN CTG g\ NNAY

TUOJIOTUNA o =
VNN CUG, 100 VN
S SICCUG g /s RNA

~ DM2locus

»uemuunmmmccm<1 WA
~ Mutant allele \WAYAY. CCTG, 100* WAV

[eH 3aboneBaHUa KapTUPOBaAH HA XPOMOCOME
19913.2-q13.3, cogepxunT 15 9K30HOB 1 0O603Ha4aeTcs
kak DMPK reH. EQUHCTBEHHbLIN NOEHTUNMDOULIMPOBAHHbIV
TMN MyTaLUi - SKCNaHcKsa TpUHykneotnaHbix CTG
NOBTOPOB B HeTpaHcnunpyemomn obnactu reHa. B Hopwme
KONMMYeCTBO TakuUX MOBTOPOB Konebnetca ot 5 ao 37. Y
BOSIbHbIX KONMYECTBO NOBTOPOB HAXOAUTCHA B UHTEPBArsie
ot 50 go 2000.

Tun HacnegoBaHMsA ayTOCOMHO-AOMWUHAHTHbLIM C BbICOKOU
NEHETPAHTHOCTbLIO. JKCMPECCUBHOCTbL reHa pasnnyHas
OT Nerkmx NposBneHnn, 0o pa3BepHYTOU KIMMHNUYECKOMN
KapTUHbI.



[TATOIEHES3

1 JKcrpeccmpyembii reHoM 6ernoKk MMOTOHWUH-
NPOTENHKMHAa3a OTHOCUTCA K CEMEUCTBY
CEPUH/TPUOHUH NPOTEUHKNHAS.

OTOT BENOK UrpaeT BaXkHYHO pPosib B perynsiymm
KneTovHou andpdepeHUNpPOBKM U pennukaunum
OHK.

0 XapakTepHO NpenmMyLLecTBeHHOE NopaXXeHune
MblLLUEYHbIX BONTOKOH 1 T1na, YTo CBA3aHO C
N3MEHEHNEeM KanbLUna-KanbMoaynnHa,
3aBUCALLErO OT NPOTEUHKNHA3DI,



Cxema o0encTtBus reHa

FElH

[encteue Ha PHK

|

MwnoToHun4eckas NPOTEUHKNHA3a

Mbiwe4yHble BoNOokHa 1 Tuna

|

MbiweyHaa atpodoums

. MwvownaHble KNeTKu
CapkonnasmaTtu4eckum

PETUKYYM i
TectukynapHaa ancdyHKUUS

Cepj:lue Mwonatusa



KnnHn4yeckaa KapTuHa

1 KnnHunyeckasa kapTuHa XxapaktepuayeTco
co4yeTaHneM MUOTOHUYECKUX,
MUONaTUYECKUX U SHOOKPUHHO-OOMEHHO-

TPOMPUNYECKMNX PACCTPOUCTB.
0 KnnHunyeckmne opmebl
- BpOXXAQeHHa4
- KNnaccu4deckas



KnnHmnyeckaa kapTuHa

BpoxxdeHHasi popma

0 [lepBble npusHaku 3aborieBaHNsS BO3HMKALOT eLle BO
BHYTPUYTPOOHOM Nepuoae 1 XapakTepusyrTCs PE3KUM CHUKEHNEM
OBuraternibHou akTMBHOCTU nnoga n MHorosoane. C poxaeHus y
Ooeten otmevyaetca audysHasa MblilleyHad rmrnoToHUS, C
NPENMYLLIECTBEHHbIM NMOPaXeHNEM XeBaTeSfibHON, MUMNYECKOW U
rnasoaBuraTteribHom MycKynaTypbl U AUCTanbHbIX OTOENOB
KOHEYHOCTEWN, YTO COOTBETCTBYET CUHAPOMY «BSANOro pebeHka» ¢
TSKENbLIM TEYEHUEM U MNITOXUM MPOrHO30M.

0 XapaKTepHbIM NPU3HAKOM SABMSETCSH PECNUPaTOPHbIN ANCTPECC-
CUHOPOM.

0 OTmevatoTca TpyaHOCTU BCKapMnuBaHus. B nepuoa
HOBOPOXOEHHOCTN Npeobnagatomm B KITMHUYECKON KapTUHE
SIBNSIETCA MMonaTU4eCKNn CUHAPOM, OCODEHHOCTBIO KOTOPOTO
ABMNAETCH COXPaHHOCTb UNKM Aa)ke NoBbILLUEHNE CYXOXUITbHbIX
pedoniekcoB. [Npn3Hakm MUOTOHUN, KaK NpaBuio, NPUCOEOUNHAIOTCS
nosgHee. XapakTepHa 3agep)kka TeMnoB NpnobpeTeHus
ABuraTernbHbIX HAaBbIKOB U onurodpeHusa. 3aboneBaHmne JOCTAaTOYHO
ObICTPO NPOrpeccupyeT, YacTo NPMBOLSA K BHE3ANHOW CMeEpPTH
OOoSIbHbLIX B paHHEM BO3pacTe.




KnnHn4yeckaa KapTuHa

Knaccu4yeckasi popma

0 3aboneBaHne MaHNMECTUPYET B LLUINPOKOM
BO3paCTHOM Anana3oHe - OT 5 A0 35 NeT U
XapakTepusyertcd co4eTaHUeM CUMMNTOMOB
MUonaTtum, MMOTOHUWN, cepaeyHO-
COCYAOMUCTbIX, SHOOKPUHHO-BETETETUBHbIX
HapYyLUEHUW.



KnnHn4yeckaa KapTuHa

MuotoHn4yeckme CUMMNTOMBI

0 MwuoToHM4YecKkne NpusHaku NpPoABNAKTCA B
BUOE MNOTOHNYECKUX CMa3sMOB U MUOTOHUYECKUX
MeXaHU4eCKMUX peakuun.

0 MwnotoHu4yeckne cnasmbl BO3HUKAKOT
NPeEUMYLLECTBEHHO B crMbarenax rnanbLes
KNCTEW ( BbISBNAETCA OSIUTENbHbIN cria3m npwu
PYKOMNOXXaTnKn) 1 XesaTenbHOW MyCcKynartype
(DONMbHOW HE MOXKET OTKPbITb POT, CBUCTHYTb).
[To Mmepe TeuyeHua 3aboneBaHns CUMMATOMbI
MWUOTOHUN YMEHbLLAKTCA U B NO3OHMUX CTaauax
3abonieBaHMsA MOryT MOSIHOCTHIO UCYESHYTh.



KnnHn4yeckaa KapTuHa

Muonarnyeckme CUMNTOMbI

0 CMMNTOMbI MMONATUN XapaKTEPMUIYHOTCS
crabocTbio N aTPOOUAMU PasfNNYHbIX
MblLLEYHbIX rpynn. Hanbonee yacTto npouecc
flokanmayeTcsi B MbllLAX nuua, rpyanHo-
KITFOYNYHO-COCLIEBUAHON MbILLLIE, HAOOCTHBIX,
NOOOCTHbIX U BUCOYHbIX MbILLLIAX.



KnnHnyeckaqa KapTuHa

ATpodunsa MbiLL nNvua n weun
NpPMBOAUT K BOSHUKHOBEHMUIO
TUNUYHOWN BHELLHOCTU BOSBLHOrO:
n1uo yannHeHHoe U YTOHYEHHOEe
BCneacTeme crnabocTy BUCOUYHbIX U
XXeBaTemnbHbIX MbILL, BEKA U YIhbl
pTa onyLieHbl (NTO3), HUXKHAS
NonoBMHa Nnnua NPOBUCAET, YTO
OenaeT BblpaXeHue nuua
nevasibHbIM, OTMeYaeTcs OTBUCaHUe
HUXXHEU ryObl 1 onyLleHne HUXHEN
4YenCTu.




KnnHnyeckaqa KapTuHa

LLlea ToHkasa(«nebegnHasa») ns-3a
aTpodoun rpyanHHO-KITKOYNYHO-
cocLueBUOHOWN MbILLLbI.

ATpoua MblLlL, pa3rndaTenen
npeanneymun; nepoHeanbHbIX rpymnmn
MbILLL,, YTO NPUBOAMUT K MOSABIEHUIO
NeTYyLMHON NOXOOKWN.



KnnHn4yeckaa KapTuHa

0 ATpodunyeckne npoueccbl U MUOTOHUYECKUE
cna3mbl MOryT BO3HUKATb B AblXaTelnbHOW
MYyCKynaTtype, YTo NpUBOAUT K OrpaHUYEHNI0
OBWXEHUA rpyOHOW KINETKU U CHUXKEHUIO
BEHTUNALUUN NETKUX, YTO NPMBOAUT K
apTepuanbHOW rMnokcum, BO3HUKHOBEHUIO
acnmpaunoHHON NHEBMOHUU, a TaKXe MPUCTYMNOB
anHo3 BO BpeMs CHa.



KnnHnyeckaqa KapTuHa

OHAOKPUHHO-0OMEHHO-Tpohn4eckue

paccTpoucTBa Myotaic Dystfophy
OHOOKPUHHbIE HapyLLEHUS
XapaKTepusyTcsl rMnoroHagn3mMom,
CHWXKEHMEM NNONAO0 Y MY>XUMH U
HapyLUEHMEM MEHCTPYanbHOro LMKna,
TMPCYTU3MOM N PAHHUM KIMMaKCOM Y
XXEHLWNH. XapaKTepHbIM CUMATOMOM
SIBNSAeTCs 0brbiIcEHME, COMNPOBOXKAaloLLEECH
N3MEHEHMEM CTPYKTYPbI BOMOC. Y MY>XYMH
BbiMaZeHne BONOC OTMeYaeTcd B obnactu
nba v BUCKOB, AS1S XXEHLWMH XapaKTepHO
rHe3gHoe unm angpdysHoe obnbICEHME.

_~ Halchet' facies




KnnHnyeckas kapTuHa

JHAOKPUHHO-00MEeHHO-Tpohnyeckume
paccTpoUucTBa

*Y 3HAUYNTENBHOrO YKncna 60MbHbIX BO3HUKAIOT NOPaXXeHUs rnas B
BMae KartapakTbl, briedpapurta, KOHbOHKTUBUTA, MOMYTHEHUS
POroBuLLbl.

* Y BOMbHbIX OTMEYaETCS NOBbILLEHNE YaCcTOThbl BCTPEYaEMOCTH
On3mMopdnyeCcKnx YepT CTPOEHNS CKeneTa, NULEBOro Yyepena,
N3MeHeHne aepmMaTornngUuKN.

* Y 30% 60rbHbIX OTMEYaeTCs MHTENNEKTYyanbHas HeadoCTaTO4YHOCTb
B Buae CHMxeHna 1Q BnnoTb 40 AEMEHLUMN.

*Y 50% O0sbHbIX BO3HUKAIOT CEpAEYHO-COCYANCTbIE HApPYLLEHUS,
rnaBHbIM 06pa3oB B BUAE CUMMTOMOB HapyLLEHUSA NPOBOAUMOCTMU U
rmnepTpodun XXenyooyKkos.



[lInarHocTuka

0 CRnoXHOCTWN B AnarHOCTMKe obycrioBneHbl 60MbLION
BapnabenbHOCTbIO KINMHUYECKMX NPOSiIBNEHNI, OT
TSXKENbIX 40 NMPaKTUYECKN HOPMaSibHOW KITMHUYECKOM
KapTUHbI.

0 OCHOBHbIE AMArHOCTUYECKMNE UCCeOBaHUS:

- XapaKTepHble KITMHUYECKne nNposiBNEHN U CEMENHbIN
aHaMHes.

- IHK-aHanu3 — BbigBneHne myTtaunu

- OQHMI" — cHMXeHHas CKopoCTb NPoBeaeHUSA UMNYIibCca
Nno 3o epPEHTHLIM BONOKHAM nepudepudecknx HepBoOB,
YMEHbLLEHUE Yncna PyHKLUMOHUPYHOLWWKNX OABUraTENbHbIX
eduHnL, MNOTOHUYeCcKne deHoMeHbI, MMonaTnyeckme
noTeHumnansol.

- 9Kl — kapanomuonaTua, brnokaga, npucTynel Adamca-
Ctokca-MopraHbu.

- MPT moasra.



OndpdepeHumanbHbIi gnarHos

0 [NporpeccupyroLlime MbllieYHble
ONCTpodPum
0 JucTtanbHble MmmonaTtuu

0 HepBHO-MbILLEYHbIE 3ab0neBaHus,
codyeTarwwmecsa ¢ MMOTOHUEN



(S)
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Kputepumn anarHosa

. AYyTOCOMHO-OOMMHAHTHbLIN TUMN HacnegoBaHUA

Bo3pacTt gebtota (16-20 rer).

CoyeTaHne MMOTOHUYECKNX U MUOMAaTUYECKNX
CUHAPOMOB.

[TonncncTteMHOCTb NopaXkeHus.
[TopaxeHne cepaeyHo-coCyanCTON CUCTEMDI.

MeaneHHO Nporpeccmpyrollee TeYEHME.
SQHMI npusHakw.



JleyeHne

OTNONATOreHETUYECKOIO JIEYEHUSA HE CYLLIECTBYET.
JleueHne cumntTomaTnyeckoe.

OcHoBHas Teparnund HarnpasJieHa Ha JiedHeHne MUOorNnaTum,
TaK Kak MMOTOHNYECKNE CUMMNTOMbI criabo Bblpa>XeHbl.

[Tpenapatbl cTadbunuanpytowine membpaHbl XUHUOMH,
OundeHaH, KapbamasenuH

3aMecTuTenbHas ropMoHasribHaga Tepanus,
aHabonun4yeckne crtepounabl, Tokodeporna auertat, ATO,
KOPPEKUNA SHEPreETUHECKOINO MeTabonnama B TKaHSAX-
KOSH3uM Q.

MMnnaHTaumsa BoauTensi cepaeyHoro putma 0onbHbIM
C CUHKOMMEe n cepae4vHon briokagoun.

OpToneandeckne annapatbl ANs YKpenneHus
«BUCSYEN CTOMbI», CTabMNM3aLUuns rorieHOCTORHOMO
cycTaBa.

dusmotepanus, JIOK, maccax.



[IlpounakTunka

0 BosmoxHa gopogosaa JHK amnarHoctuka m
onpeneneHne HOCUTENbLCTBaA MyTaLMn Ha

OOKIMNHUYECKOWN CTaaun y poaCcTBEHHUKOB
OOJ1bHOrO.




[1porHos

0 HebnaronpuaTHbin. BonbHblE Yalle BCEro
nornbatoT OT OCTaHOBKU cepALa Ha poHe
nosiHon bnokagbl Unmn ot
3acTonHoun/acnnpaumoHHON NMHEBMOHUN
BCrieacTBue aTpodumn MblLLL, pTa, MMOTKWU,
napesa anadparMmbl U MEXPEDEPHBLIX MBbILLIL.




IV.BpoxxgeHHas napaMmnoTOHUSA
InneHoypra

0 Bnepsble onucaHo B 1886 rogy Eulenburg A. y
26 4YneHoB 0QHOW CEMbW B 6 MOKONEHUSAX.

dTnonorus

1 BO3HMKHOBEHWE 3TOU rpynnbl NapamMmUOTOHUN
oOyCrnoBreHo TOYKOBbIMU MYyTaLUSIMUN B FEHE
SCNA4A, KapTupoBaHHbIA B 00nactn XpoMoCOMbI
17923.1-925.3, anbda-cybbeanHuubl
HaTPUEBbLIX KaHasoB.

0 Twn HacnegoBaHUA ayTOCOMHO-AOMWUHAHTHBIN C
NOJSTHOW NEHETPAHTHOCTLIO.



[laToreHes

0 OCHOBHbIM NMaTOreHETUYECKUM MEXAHN3MOM SIBMSIETCS
MHaAKTMBaLNA HATPUEBBLIX KAHANOB CKEMNETHbLIX MbILLIL, B
pesynbraTe Yero MoHbl HaTpUs NPOAOIMKaoT
npocaymMBaTbCSA BHYTPb MbILLIEYHOrO BOSIOKHA.
[ToTeHUMan gencTBMNSA NPONOHINPYETCA N HapyLLaeTCs
npouecc penonspusaymm memopanbl. YMepeHHas
genondpusauma memopansl (ot 5 go 20 mB)
obycnaBnuBaeT NosiBNIEHNE MUOTOHUMN.

0 OTanbl naToreHesa nNpeacTaBnATCA CreayoLmm
oOpa3oM: yBenmYeHne KOHLEHTPaLMN BHEKITETOYHOIO
Kanus -> genonapusauns membpaHbl - > HaTpUeBbIE
KaHarbl OTKPbIBAOTCH -> NepcecTpmpoBaHme
BHYTPUKIETOYHOIO NOTOKA HaATpUA -> nogaepkaHne
aernonspusaumm MbllLEYHON MeMOpaHbI.



KnnHumka

[lepBble NpuU3HaKM BO3HUKAKOT C POXAEHUNSA NN B Nepuoa
HOBOPOXXOEHHOCTU U XapaKTepm3yoTCs anm3ogamm BANOro
napesa B COMeTaHUM C CUMMTOMaMN reHepanm3oBaHHOU
napamMnoTOHMU, YCUnnBarLLeNCA Npu BO34EUCTBUN
Xonoga v BblpaXaeTcd B TOHUYECKUX KOHTPAKTypax LUew,
KUCTEN, npeanieynmn, pexe Hor.

Cna3mMbl BO3HUKAIOT rMaBHbIM o6pa30|v| B MblLlULUaXx Jrinuda
(MI/IMVIL-IeCKl/IX, KeBATEJIbHbIX U I'J'Ia30,EI,BI/IFaTeJ'IbeIX), d
TakKe B MblLLLAX KUCTEN U npeannrieybsi.

OcobeHHOCTb 3TOro NOpaeHUs B TOM, YTO
MWOTOHUYECKME crna3mbl bonee BbipaXkeHbl Npu
NOBTOPHOM ABWXXEHUN, YEM B Ha4Yane OBWKEHUS.

OTMeY€eHO BO3HUKHOBEHWE MbILLEYHOrO cnasma Ja)ke npu
rIoKanbHOM oxnaxkaeHuun (NpuknagbiBaHMa nbaa K
MbILLLIE, XONOAHOW BaHHE pYyK U T.A4.). My>xumHbl cTpagatoT
TAXKenee, Yem XeHLUUHBbI.



[lnarHocTuka

0 B gmarHoctuke nepBoe mMecTto 3aHnmaetr OMI:
Ha 3NeKTpPpoOMUOrpamMme BbIABAAKTCA TUNNYHbIE
MWUOTOHMNYECKNE pa3paabl, KOTOPbIE B pAae
cllydaeB MOXHO CTUMYNMpPOBaTh BO34ENCTBUEM
xornoga, 1 MOryT npoaomkaTbCA HECKONBKO
MUHYT.

0 Bbuoxmmunyeckmn aHanua KpoBU: OTMeYaeTcs
nabunbHbIV YPOBEHb HATPUSA B Nila3Mme BO BPEMS
NPUCTYMNOB. YPOBEHb aKTUBHOCTU
KpeaTHdOoCcPOKMHa3bl HE N3MEHEH.

0 BblsBneHne myTaHTHOIoO reHa B CNOpPHbIX
cnyvyaax (OQHK-3onabl, MNLP).



JleyeHue

0 JleyeHne cumnTomMmaTundeckoe

0 Cnenyet nsberartb ronogaHus,
npebbiBaHMS Ha xofoge, Neperpysok.

1 B/B BBeaeHune xnopuga u rntokoHarta
Kanbuma B paae criydaeB Kynupyet
NPUCTY.



[TpodunakTnka

BoamoxxHa gopoaoBas [1HK anarHocTtuka.

[1pOrHo3

3abosieBaHne xapakTepusyeTcs
NobpoKa4yeCcTBEHHbIM TEYEHMEM U HE
orpaHuU4YMBaET NPOAOITIKUTENBHOCTb XXU3HU
N counanbHylo aganTtaunto 60MbHbIX.



CpaBHuTENbHAA Tabnuua 3aboneBaHum
conpoBoXxJatoLmnecsi MUOTOHUYECKMMU CUMITOMaMM

(kaHanonatun)
3aboneBaHue Tun JNlokyc | Tun MpoAaykT reHa Tvn Beaywun
Hacne- reHa KaHalna natosformun cumMnTo-
AOoBaHuUsA MOKOMMJIeKC
MuoToHus Al 7935 XITOpPHbIN OTtcyTcTBMe Benka Henonsapusa- | MnoToHMYecKnn
perynupyoLlero ums
TomMceHa XMOPHbIA KaHan
MuoToHus AP 7935 XNOpHbIN OtcyTtcTBKe Benka Henonspusa- | MuUoOTOHMYECKUH,
perynmpyroLlero ums MUanrmns.
BeKKepa XTIOPHBbIN KaHar
MI/IOTOHM'-IeCKaﬂ Al 19913 | ————-- MeTnoHuH- HaprJeHlfle |V|I/IOTOHVI‘-IeCKI/1\I’71,
NPOTENHKMHAa3a KNEeTo4HOM MUONaTUYECKUH,
,D,I/ICTpO(*)Mﬂ anddeper- CUCTEMHBbI.
LIMPOBKN U
pennukaunm
OHK
napaMVIOTOH Uus AL 17923 Hatpuesbin | NHakTvBaums 6enka HapyuieHvne MwuoToHMYeckun,
anba-cyobeanHnubl | MHaAKTMBaUUK | MUMONATUYECKUN
Na kaHana Na kanana.
Henonsapu-
3aums
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