®I'bOY BO «Yysamickuii rocynapcTBeHHbIN yHUBepcuTeT uMeHu U.H. YnesHoBa»
Kadenpa MenuumnHCcKoi OMOIOTUU ¢ KypCOM MUKPOOHOJIOTUHA U BUPYCOJIOTUM

Tema: Bpoxxkaennass muoronust Tomcena. Muoronnueckas jucrpodus
Kypmimana-barrena-IllTtepHeira

Paboty BbImonHUI (Q):
Hypwmarosa H.I11.
I'pynna: M-06(2)-17
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CHOucoK MCIoJIb30BaHHOM JIUTEPaTyphl



OnpenencHue 3a001¢BaHUs

Muotonus - (myotoniae; rped. mys, myos MbIIIIA + tonos HaMPsHKEHUE) — HEPBHO-MBIIIIEYHOE
3a00J1eBaHuE, XapaKTepU3YIOIIeecss HATUYUEM MBIIIICYHON TUIEPTPOPUN U MUOTOHHYECKOTO
(heHoMeHa — 3aMeJIJIEHHOM pellakcalMel MBIIIIbI MOCII€ €€ COKpaIleHUs! (COKPAaTUBILIASICS MBIIIILA
JI0JITO€ BpeMsi He pacciiadisieTcs U 3aTeM pacciiabieHue MPOUCXOIUT KpaHe MEJIJIEHHO).

Paznnunbie (bOpMI)I MHUOTOHHH OTIINYAXOTCA PAa3HbIM THIIOM HACJIICAOBAHHA, BapI/Ia6eJ'H)HOCTBIO
BO3pacTa IPOsABICHUA 38,6OJ'I€BaHI/I}I, €TI0 TCUCHUA U JPYTUMHU IIPU3HAKAMU

Paznuyaror:
*  BpoOXJeHHas (Hearpoduueckas) MuoTonus TomceHa

* Atpoduueckas (nuctpoduueckas) Muotonus Kypmmanna-barrena-Illtelinepra

Bpoxnennas muotonust ToMmceHst — 3T0 HacaeACTBEHHOE 3a001€BaHKe, 3aTParuBaoIias MbIIICYHYIO
penakcaino. Bniepseie 6110 onucano B 1876 rogy narckum BpadoM FOmnuyc Tomcenom. B 1971 roay
HeMelknil Bpad OMuiib [ Iutep bexkkep onucan BapuaHT BpOKJAECHHOM MHUOTOHWH, KOTOPAsi OTINYAETCS
OoJee TsHKENbIMA CUMITOMAaMHU U JIPYTUM MOPSIKOM HacJIeI0BaHMUS.

- MUOTOHHMYECKU TUIT HAPYILICHUS IBUKEHUH, IIPU KOTOPOM IOCJIE AKTUBHOTO HAIIPSYKEHUS
MBIIIII] BO3HUKAET TOHUYECKUM CIa3M C 3aTpyJHEHUEM pacciaabieHusl.

- IIpy HHTEHCUBHOM IIPOM3BOJIBLHOM JBUKEHUU
- IIpu NOBTOpPHBIX IBMKEHUSAX YMEHBIIACTCA U UCUE3AET
- J1eOroT B 1€TCKOM MJIM FOHOLIECKOM BO3pACTe

- ITo yactote IMOPAKCHUA MbIIIIIL: KUCTEH U MaJIbOCB PYK, HOT, )KCBATCJIbHBIX MbIIIIL[, KPYT'OBbLIX
MBbIHIIT I71a3, pTa



Knaccudukanus 3a00JI€BaHUS:

OMIM: 160800

MKBb 11:

-G 71.1  ITlepBuuHBIEC TOPAXKEHUS MBIIIIL]

KJIMHUYECKAs:

HepBbhIC MPU3HAKK 3200JIeBaHUS BO3HUKAIOT B JUCTAIBHBIX OTAeHaX pykK. [1o mepe
IIporpeccupoBaHms 3a00I€BaHMS B MATOJIOTHUCCKHI IIPOIIECC BOBICKAIOTCS MBIIIITHI HOT, a TAaKKe
’KeBaTelIbHAs 1 MUMUYECKass MyCKyJaTypa. Y OOJbHBIX BOSHUKACT TCHEPATN30BaAHHBII
MHUOTOHHUYECKHH CTIa3M, BO BPEMs KOTOPOTO MOXKET MPOU30MTH pe3Koe MajieHne O0IbHOTO,
COTIIPOBOJK/IAfOIIEeCst 00T CKOBAaHHOCTHIO. MBIIICUHAs ccTeMa OOJIBHBIX OOBITHO
runiepTpodupoBanda. [Ipu 3ToM MbIIIeuHas crjia MOXKET OBITh CHIDKCHA. TedeHre 3a00JIeBaHUs
00BIYHO JOOPOKAYECTBEHHOE.



MexaHu3M pa3BUTHA:

Hacnenyetcsi no ayToCOMHO-AOMUHAHTHOMY TUMNy

MyTaumsa B reHe CLCN1 HapylieHne

PaccnabneHus
MbILLIL

CHuxeHue
NPOHULIAEMOCTH
nnasmoneMmbl
COBUr MOHHOTO MbILLEYHbIX BONMOKOH

paBHOBECHS A4 NHOB XJ10pa
MEeaMaTOPHOro
oOMeHa, NpMBOANT K PacnonoxeH Ha

3aTpyaHEeHUKO OJIMHHOM nneye

penakcauum XPOMOCOMbI 7935
MbILLLbI MOChne

COKpaLleHNs




denoTumn 00JBHOIO

dika.com —
amopckas bpava

https: //medlcalplanet su/neurology/bolezn_
‘ tomsena_u_detei.html
Horn pebeHka npu 6onesHn

TomceHa

"

https://kiberis.ru/?p=34217
MuUOTOHNYECKHU Clla3M KPYTrOBOW MBIIIIIBI 17143



KinHundeckue nposiBICHUA

B HauaJbHOM cTagum: NPOSIBASETCA NU3MEHEHMEM Fofioca, 0COBEHHO npu nnadve, pebeHok
Ha4YMHAaET 3adbIXaTbCs, a Nocne nnaya nuuo MeaneHHo paccnabnsaercs.

B pasBepHyToii cTaguu: NPOSIBNAETCS TUMUYHbIA MUOTOHNYECKUIA hEHOMEH.

BonbHble NpeabABNAOT anoobl Ha NoKanbHOE NOBbLILLIEHWE MbILLEYHOro ToHyca. [MNpwu
3TOM MbILLEYHOE COKpalleHne HopMarnbHOe, HO paccrabneHme 3Ha4YnTenNbLHO 3aTpyaHEHO
N3-3a XapaKTepHOM MbILLEYHOW KOHTPaKTypbl Unu cnasma. NogobHoe 3aTpyaHeHMe
LOBWXEHUS Oornee BCEro BbIpaXeHO B XeBaTenbHOW MYCKynaType, B KUCTSIX U nanbuax

B nosaneii craguu 6ojesnn: POPMUPYETCH MblLLIEYHAS TMNePTPOdUSs, YTO KIMMHUYECKU
NPOSIBNAETCH aTneTn4eckmm TenocnoxeHnem. OTnmunTenbHbIM NPU3HAKOM SBMISIETCH TO,
YTO BHELUHWI BN NaLMEHTa HEe COOTBETCTBYET AENCTBUTENbHOM CUME MbILLILL, KOTOpas B
OONbLUMHCTBE CMNy4YaeB 3HAYMTENBHO CHMXKEHA. CyXoxXunbHble pednekcbl HopMarnbHble
UNN OTCYTCTBYIHOT.

Hcxon: MNpu Tskenom TeyeHnn 3aboneBaHns y 60rbHOr0 MOXET pas3BUTbLCS
reHepann3oBaHHbI MMOTOHMYECKUIA Cna3m Npu NonbITKe yaep»KaTb paBHOBeCUe, Npwu
TONYKE NN BO BpeMs Npbikka. B nogobHoM crnyyae nauneHT nagaeT 1 ocTaeTcs nexartb
HekoTopoe BpeMs. MnoToHMst ToMcoHa nNpoTekaeT 00bIYHO MSAMKO, B peAKUX CriyyYasx
BO3MO)XHO MPOrpeccupoBaHne MMOTOHMYECKOro dheHoMeHa. Y HEKOTOPbIX BOMNbHbIX C
BO3pacToOM HabnogaeTcs crina)XKmBaHue KIMHUYEeCKOM CUMMITOMATUKN OOoMne3HN.



JInarnocruka:

Jluarnos cTpoUTCs HA OCHOBaHUY F€HEAIOTMYECKOro aHaIn3a (ayTOCOMHO-IOMUHAHTHBIN THUIT
HACJICIOBAHUS), 0COOCHHOCTEN KIIMHUYECKOW KapTUHBI (ATJICTUYECKUNA TUI TEIOCIOXKEHUSI,
muddy3HbIe TUIEPTPOGUH MBI, MUOTOHUYECKUI CUHIPOM) TaHHBIX II00ATbHON
ANeKTpoMuorpaduu (MUOTOHUYECKAs PEaKIMs), SIIEKTpoHeHporpaduio, OUONICHIO MBI U
MOJICKYJIAPHO-T€HETUUECKUM aHau3 Ha BbisiBieHUuE MyTanuu reHa CLCNI.

Jleuenne: Crneniuduueckoe JeueHue 3a0oeBaHus He pazpadoraHo. CrenuanucThl CTaparoTCs
3aMeIUTh MPOTPECCUPOBAHUE HEAYTA U KyITUPOBATh CUMIITOMBI. TOHUYECKYIO CITACTUYHOCTD
CHUMAIOT TU(eHNHOM, GEHUTOMHOM WK KapbamazenuHoM. UToOkI Mo iepKaTh MOHHOE PAaBHOBECHE
MUOGDUOPHIUIOBBIX MEMOpaH, 00JILHOMY Ha3HAYAIOT MIPUEM TIpenaparoB Kanbius. [lokazan
anekTpodopes U rabBaHu3aIMs. Takxke CenuanicTbl KOPPEKTUPYIOT PAIlMOH MUTAHUS MMAIlMEHTA,
yMeHbIIas MoTpediieHne 00TraThIX KajaueM MpoayKTOB (KapTodes, pblObl, IUTPYCOBBIX, 00OOBHIX,
YeCHOKA, YEPHOU CMOPOIUHBI, 0aHAHOB W OBCAHKM). [l cHIbkeHus ypoBHs Kanust B opranusme
MIPUMEHSIFOTCS MOYETOHHBIE CPE/ICTBA (al€Ta30IaMuU/).



OnpeaencHue 3a001¢BaHUs

MwoToHu4Yeckada auctpoduns —HacneacTBeHHOE MYJIBTUCHCTEMHOE 3a00JICBaHNE U3
IPYIIbl HEPBHO-MBIIIIEYHBIX 3a001€BaHUH, TP KOTOPOM HAPYIIAETCs HOPMAJIbHOE
(GYHKIIMOHUPOBAHUE PA3IMYHBIX OpraHoB U cucteM. Onucano Brepsbie B Poccuu IN1.
Poccomumo B 1901 r. [To3nuee X.Ilteitnept u @.D barren (1909). aTO0 Hanbonee
pacrnpoctTpaHeHHOe 3aboneBaHne N3 Kkrnacca MMOTOHUU N camas pacrnpocTpaHeHHad
HacrneacTBeHHas dpopma MbllevHon anctpodpumn y B3pocsblX. [eOroT 3adoeBanus
MPUXOAUTCSA HA MoJiojion Bo3pacT 20-30 net



Knaccudukanus 3a00JICBaHUS:

* OMIM: Tun 1 (160900)
tun 2 (602668).
MKGb 11
G71.1. MuoTOHM4YeCKHE PACCTPOICTBA
KJIIMHUYECKast

3aboJieBaHue XapaKTepU3yeTCsl MPOrPECCUPYIOIINM TUIIOM T€UEHUSI, Ay TOCOMHO-IOMUHAHTHBIM
HACJICIOBAHUEM U MYJIBTUCUCTEMHBIM TTOPAKEHUEM (CKEJIETHBIE MBIIIIIBI, MUOKAP/I, SHIOKPUHHAS
CUCTEMa, OpraH 3peHUs U Ap.).

[HosiBisarorest B 16-20 et
Paznuuatot 4 popmbl 0 BO3PaCTHOMY «ITUKY» Hauyaja 3a00JIeBaHUS: BPOXKICHHAS
roHomeckas (20-30 ser)

MuHuManbHas (50-60mer)

*  MbpiieyHas ciaboCTh (HapyIIEHUE PEUU U TIIOTaHUS )

*  MpiieyHble cyaoporu (Ha pyKax, 4YeIrCTsIX, S3bIKE)

* Karapakra

* Tunoranagusm (arpodusi CEMEHHHUKOB)

* AwmeHopes

e Jlucmenopes

*  Kucrtsl ssnuHuka

* OOnbiceHue co Jida

* Aputmusd cepana

* Hapyuiennast ToJIepaHTHOCTD K TJTFOKO3€

*  YMCTBEHHas OTCTAJIOCTh

* Hapymenue pa®oThl MBIIIII 1€ U HUKHUX KOHEUHOCTEH,

*  MuMHUYECKOHN U )KEBATEIBHON MYCKYJIATyPhI



MexaHu3M pa3BUTHA:

Hacnenyetcs no ayToCOMHO-AOMUHAHTHOMY TuUMy

[TopakeHue
CKENEeTHbIX MbILLIL,
HapyLLueHne
NPOBOAUMOCTM reH DMPK koaunpyet
cepgua, nerkoe MWOTOHWH-
CHWXKEHME NPOTEUHKNHA3Y
NHTENSIEKTA

MyTauua B reHe DMPK

YBenuyeHue
Konm4yecTBa
TPUHYKNEOTUAHbI
X NOBTOPOB CTG

JlokannsoBaH B
Xpomocome 19
(199 13.2—13.3)




denoTumn 00JBHOIO

http://medicfoto.ru/post.php?id=358
MuomoHus Pocconumo- KypuimaHa-
LLImeuHepma-bammeHa



KinHundeckue nposiBICHUA

B navaasHoii cragun: [IM npeacraBneHbl MblLLEYHBIMUY (MMONATUS, MUOTOHUSI, MUanrnus) n
BHEMbILLEYHBIMW CUMMTO- MaMU, Cpeamn KOTOPbIX MPEBANMPYIOT HApYLLEHUS CO CTOPOHDI
opraHa 3peHus (KatapakTta), KapananbHble 1 3HOOKPUHHbIE PACCTPOUCTBA, a Takke
HapyLweHunsa co ctopoHbl LIHC. Hayano 3aboneBaHus: or npenaransaoro o 50-60 et

B pa3BepnyToii cragum : Y naumeH- Tos ¢ M1 HabniogaeTca yMeHbLUeHne
NPOLOIMKNTESNTBHOCTN XXU3HN — CPEOHSAS NMPOAOIMKUTENBHOCTL XXU3HW COCTaBnseT 53 roga, a
CMEpPTHOCTb NMPUMEPHO B 7,3 pasa BblLLle, YEM B CO- OTBETCTBYHOLLIEN BO3pPACTHOM rpyrre.
Mpn M2 npogomkun- TeNbHOCTb XXWU3HU MPaKTUYEeCKN He CTpadaer.

B no3aHe# craauu 00J1€3HU: 3aMeTHbIE HAPYILIEHUS MPH X0Ab0e

Hcxon: Cmepts HacTymnaeT B Bo3pacte 50-60 jieT OT MHEBMOHMH, B CIIC/ICTBUY ITHEBMOHMHU,
CEPACYHBIX OCCI0KHEHUH



JIuarnocruka:

[MoaTBepXXaeHMeM anarHo3a SABNAKTCA pesyrnbraTbl reHeanorm4eckoro aHanmnsaa, CBMaeTesibCTeyowme
00 ayTOCOMHO-OOMUHAHTHOM TUMNe HacnegoBaHusa 3abonesaHnsd, n aaHHble [JHK-aHanusa.
[lononHMUTENBLHO NPOBOAUTCA ANIEKTPOMUOrpadons, afeKTpoHenporpadmsd, ccneaoBaHus NoroBbIX
ropmoHoB, OKI. K anarHocTtuke naumeHToB ¢ MmotoHnen Pocconumo-LUTenHepTta-KyplimaHa moryt
AOMOMNHUTENBLHO NPUBMEKATLCHA TEHETUKN, KapaAMOIOr1, IHAOKPUHOIIOIU, TMHEKONOr1, aHAPOMOru.

Jleuenne: PagukanoHon Tepanmm mmotoHnn Pocconumo-LUTtenHepTta-
KypLumMaHa noka He cyulectByerT. [launeHTam, uMerLLnm 3TO
3aboneBaHue, NokasaHa gmeta Co CHUXEHHbIM cogepXXaHnem Kanuma. m
Takxke criegyet nsberatb nepeoxrnaxgeHusi, KoTopoe nposoumpyet
MWOTOHMYECKME Ccna3mbl. YMEHbLUEHNIO MUOTOHUYECKUX NPOSIBNEHUN
CNoCcoOCTBYET NpUeM XMHWHA, NpokanHaMmuga, eHUTOMHa B COHYETAHUN C
auetasonammgom. ['lokasaHbl aHabonnyeckme ctepounabl ( HAHOPOoHA
OekaHoaT, MeTUNaH4pPOCTEHAMOI, METAHAPOCTEHOIM), HebonbLIKE 403bI
AT®, ButamunHbl rpynnel B.
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