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BBenenue

MuotoHnus (miotonia OT rped. mio Majiblil + tonia TOHYC — MaJlblii TOHYC) —
pEeAKOe HACIIEICTBEHHOE HEPBHO-MBIIIIEYHOE 3a00J1€BaHUE, XapaKTEPU3YIOLIeecs
JUIUTETbHBIMU TOHUYECKUMHU CIIa3MaMHU MBIIIIL, BO3HUKAIOIIMMHU BCIIE] 32
HayaJIbHBIMU MTPOU3BOJIbHBIMU JIBMKEHUSIMU. Pa3inuaroT BpOXXICHHYIO MUOTOHUIO
(6one3nn Tommcena), arpoduueckyro muorpoduto (6one3nb Pocconmmo—
barrena—ITeitnepra-KypiimanHa), X0J1010By10 NapaMUOTOHUIO (00JI€3Hb
DiineHOypra), napagokcaibHy0 MUOTOHUIO U cuHaApoM lIBapia — J[>xamnena. B
3aBUCUMOCTHU OT (haKTOpa, BHI3BIBAIOIIETO MUOTOHUYECKUI (peHOMEH, 3a00JIeBaHNe
NOJIpa3JesAoT: HA MUOTOHMIO I€UCTBUS, IEPKYCCUOHHYIO MUOTOHHIO U
ANEKTPOMUOTpahUUECKyt0 MUOTOHUIO. MUOTOHUS EHCTBUS: €cliid OOJIbHOTO
MOMPOCHUTH CKATh KyJIaK U OBICTPO €ro pa3kaTb, TO MALIUEHTY MOTpeOyeTcs
HEKOTOpPOE BPEMsI Ha BBIMOJIHEHHUE 3TOTO JieicTBUs. [lepKkyccuoOHHAs MUOTOHHUS
NPOSIBIISIETCS MBIIIICYHBIM COKPAIIEHUEM MPU SHEPTUYHOM YJape MOJIOTOYKOM.
OnexTpoMuorpapuieckas MUOTOHHS MPOSIBIISETCA TEM, YTO Ha
AIIEKTPOMHUErPAMME MOSBIISIOTCS BHICOKOYACTOTHBIE pa3psi/ibl, KOTOpbIE BHaYaje
YBEJIMUMBAIOTCS IO YACTOTE, a 3aTeM YMeHbIaTcs. DeHoMeH MUOTOHUHU B
JAHHOM clTydae 00YCJIOBIIEH YCHJIEHHEM HECTaOMIbHOCTH MEMOPAHbI MBIIIEYHOTO
BoJIokHa. HecMOTpst Ha oiuH 00Ul TpU3HAK - MUOTOHMYECKHE CTIa3Mbl, OHU
KJIMHUYECKU MEXAYy OO0 pa3inuyaroTcs. OTH O0JIE3HHU Yallle BCEro ONMMCAHbI Kak
HACJIeICTBEHHO-CEMENHBIE, Mepeatoluecs 10 ayTOCOMHO-TOMUHAHTHOMY THITY,
KpOMe XOHAPOAUCTPOPUIECKON MUOTOHUHU, KOTOPAs MEePEACTCS IO ayTOCOMHO -
PEIECCUBHOMY THUITY.

Juctpopuueckas muoronus Poccomumo-1lIteitnepra-Kypmmanna

Muotonus Kypmmanna — barrena — llITeliHepTa, TakKe U3BECTHAS MO
Ha3BaHUSAMU «aucTpodudeckas muotonus I tuna» (DM1), «arpodpudeckas
MuoToHusi Pocconumoy, coctasmisieT mpumepHo ot 92 10 98 % (1o 1aHHbIM
Pa3HBIX aBTOPOB) BCEX CeMeil ¢ qucTpoduueckoir MUOTOHUEH. B oTeuecTBeHHOM
nutepaTtype Bnepsbie onucana Pocconumo B 1901 rony; nozauee, B 1909 roay, H.
Steinert u F.F. Batten nanu mogpoOHoe onrcanne KIMHUYECKONW KapTUHBI
3aboneBanus. Jlumbs B 1992 r. 6611 nACHTUDUITMPOBAH TEHETHYCCKUI TePEKT IpH
DMI1. MHorue aBTopbl CUATAIOT 3TY MATOJIOTHUIO NTEPEXOJHON MEXKAY MUOTOHUSIMU
1 MHUOTNIATUSIMU. 3a00JIEBaHUE UMEET AyTOCOMHO-JOMUHAHTHBIN THUII
HacleoBaHus. BerpedaeTcst B IByX KIIMHUYECKUX (hOpMax: BPOKICHHOU U
KJIACCUYECKOM.

ONUAEeMHO0JIOT A



Berpewaemocts quctpoduueckoit Muonatuu I Tuna — npumepno 1 va 8000
HOBOPOJKJICHHBIX, @ PACIIPOCTPAHEHHOCTh B MUpe BapbupyeT ot 2,1 no 14,3 na 100
000 nacenenuns. B HacTosimiee BpeMsi CUMTAETCS, YTO HET JOCTOBEPHBIX MTOJIOBBIX
pasnuuuii B 3a00J1€BaeMOCTU. BbIpa’keHHOCTh CUMIITOMOB, BO3pPACT, IPHU KOTOPOM
ne0rTUpyeT 3a00JIeBaHKEe, OTIIMYAIOTCS 3HAYUTENIbHON T€TEePOT€HHOCTBIO.
Ornrcanbl HeOHATANIbHBIC U MTO3IHUE (HOPMBI, XOTS HauboJiee 4acTo 3a00ieBaHUE
nebrotupyet B Bo3pacte 14-30 mer.

DTHONMATOT¢HE3

DKcnpeccupyeMblid MaTOJIOrMYECKUM T€HOM OeJIOK MUOTOHUH-TTPOTEUHKUHA3A
ABJIETCS MPEJICTABUTEIIEM CEMENCTBA CEPUH/TPEOHUH-TTPOTEUHKUHA3 U COCTOUT
u3 624 aMUHOKUCIOT. TPaJUIIMOHHO CUUTAETCS, YTO 3TOT OEJIOK UTrpaeT
CYILIECTBEHHYIO POJIb B PETYJISIMU KIETOUHOU AU (HEPEHIIMPOBKU U PETLTUKALINH
JHK. Breiaenstot Tpu n30popMbl MUIOTOHUH-TIPOTEMHKUHA3bI B CKEJIETHBIX
MBIIIIAX, 00pa3yromrecs B mpolecce crulaiicuira. B Hactosiee Bpems B
Ka4yecTBE OJIHOTO M3 HauboJiee BEPOSTHBIX MATOT€HETUYECKUX MEXaHU3MOB
MHUOTOHUYECKOH aucTpoduu paccmatpubaetcs Biausinue CTG-moBTopoB Ha
noctrpanckpunuuonnyro moaudukanuo MPHK rena. Haubonee BeposatHo, npu
yBenunueHnu yucia CTG-noBTOpOB MPOUCXOAUT U3MEHEHUE MTPOLIECCUHTA
myTtanTHOro PHK nponykra vim tpancriopra MPHK u3 sinpa B nurormasmy Ha
pa3nyHbIX 3Tanax. HapyneHnue ykiaaku HyKJI€OCOM M3-3a U3MEHEHHUS JIOKAIbHOM
CTPYKTYPBI XpOMOCOM, C HaJJUYMEM SKCIIAHCUU TPUHYKIICOTUIHBIX IIOBTOPOB,
TaK)Ke SIBJSETCS OJJHUM M3 MaTOr€HETUYECKUX MEXaHU3MOB.

ITaTomopgonorus

MeTo0M CBETOBOM MHUKPOCKOIIMU OOHAPYKHBAIOT COUETaHHE aTpO(DUPOBAHHBIX U
rUNEpPTPO(GUPOBAHHBIX MBIIICYHBIX BOJIOKOH, pa3pacTaHUE COCTUHUTEILHOMN
TKaHH, 3aMEIIEHUE MBIIICYHON TKaHU KUPOBOM U COeAUHUTENBbHOU. [Ipu
3JIEKTPOHHON MUKPOCKOIIMHU ONPEAECTAIOTC U3MEHEHUE Pa3MEPOB MUTOXOHAPUH,
JNECTPYKIIMA MHO(PUOPHIIIIIPHOTO armapara, CapKoIIa3MaTHIeCKOM CETH.

Oco0eHHOCTH KJIMHUYECKOr0 TeYCHUS

ITepBrie nmpu3Hakm 3a0oneBanus nposisiores B 10-20-netHem Bo3pacte. J{is
muotoHnu Kypmmvanna — barrena — IlreiiHepra — PocconmMo xapakTepHO
COYETAaHHE MUOTOHUYECKOTO CUHJIPOMA, CEPIEYHO-COCYAUCTHIX HAPYIICHU,
SHJIOKPUHHOM MAaTOJIOTUH B BUJI€ MOJIMTIIAHAYJIAPHON HEOCTaTOYHOCTH. HacTo
HaOr01aeTcs pa3BuTe atpoduil, BCIEACTBUE YETO CTAHOBUTCSI XapaKTEPHBIM BH/]T
MAIMEHTA: TOJ0BA OMYIIEHA HA TPYAb, TULO TUIIOMUMUAYHOE, MTOJYIITO3,
JUCTaJIbHbIE aMUOTPOPUU KOHEUHOCTEU. TUMHYHBI «BBICJICHHBIE)» CTOIIbI,



«00e3bsiHbn» KucTu. [loxoka cTenmna)kHasi, ”HOT1a Py aTpousx
MPOKCUMAJIBHBIX TPYIIIT MBIIIL HATOMUHAET YTUHYH0. MBIIICUHBI TOHYC CHUKEH,
riyookue pediekchl paHo yracator. MHOrooOpa3Hbl HEHPOIHIOKPUHHbBIE
paccTpoiicTBa: HanboJee BhIpaKEHbI U3MEHEHHUS B TOHA1aX. Y MHOTHX OOJIbHBIX
OTMEYAlOTCS paHHEe OOJLICEHUE, UCTOHYEHHUE U CYXOCTh KoXH. CepaedHo-
COCYJIUCTBIE paccTpoiicTBa nmoctosiHHbl. Hanbonee yacto Ha OKI' otmeuaetcs
MOJTHAsT MJTW YacTUYHAas OJ0Kaja HOXKEK Mmyyka ['mca, HU3KUil BOJIbTaX, pa3IMuHbIC
aputMuu. Benyminm B kinuHuke Mmuotonuu Kypimimanna — batrena —
[ITerinepra — Pocconnmo sBIsSETCI MUOTOHUYECKUN CUHAPOM, KOTOPBIA UMEET
CJIEAYIOIINE XapaKTEePHbIE OCOOEHHOCTH:

1) HapymieHue pacciaabieHus: MBI TTOCiie UX (POPCUPOBAHHOTO COKpaIeHus (pu
OOBIYHBIX 11€JICHANPABICHHBIX JBHKCHUSX);

2) IMOBTOPHBIC MBIIICYHBIC COKPAIIICHUS OOBIYHO COMMPOBOKAAOTCA YMCHBIHICHUCM
CTCIICHH BBIPAKCHHOCTH MUOTOHHUYCCKOI'O (beHOMCHa;

3) MHUOTOHUYECKUI (I)GHOMCH MOJKCT ITPOABIIATHCA BOBHUKHOBCHHUCM XdPAKTCPHOI'O
MBIIICYHOTI'O BaJIMKa B MCCTC ICPKYCCHUH MBIIIIBI C SIMKON B TOUKE HAHECCHUS
yaapa. OH 00BsIcHAETCS HapaCTaHUCM HECTAOMJIbHOCTH MeM6paH MBIIIICYHBIX
BOJIOKOH, UX I[GHOJBIpHEI&HHCﬁ;

4) nposiBIICHHs] MUOTOHUYU HApPacCTalOT Ha XOJO0/€ U YMEHBIIAIOTCS B TEIUIE, a
TaKXe IPU MOBTOPHBIX IEHUCTBUSX.

Taxxe s BepuUIMpoBaHUS MUOTOHHYECKOTO CHHAPOMA UCTIOIB3YIOT
CJIEAYIOLINE TECTHI:

1. Tect Ha MUOTOHMIO — OOJIBHOMY IIPEIJIAral0T COBEPIIATH TOBTOPHBIC
OJTHOTHUITHBIC JICHCTBUS: HAIIPUMED, B OBICTPOM TEMITE HHTCHCUBHOE C)KATHE
NAIBIEB B KYJIAK U UX pacnpsiMiieHue. [Ipn MUOTOHMM TTOCIIE IEPBOrO CKATUSA
KHUCTEH BO3HUKAET TOHUYECKUH CIIa3M crudaTesieil maiableB, IIOClIe Yero
pacupsIMIEHHE KUCTEHN MPOUCXOIUT 3aMEJIEHHO, C TpyAoM. [Ipu moBTOpeHnu Tex
K€ NEUCTBUM BBIPA)KEHHOCTh MBIIIIEYHOTO ClIa3Ma MOCTENEHHO YMEHBIIAETCS.

2. MuoTtonudeckas pCaKnuria — PCAKIHA MbIIIIBI HA MCXaHUYCCKOC NN
QJICKTPHUYICCKOC pasaApa)KCHUC, XaPaKTCPpU3yromasacsa AJINTCIbHBIM CHUJIbHBIM
COKpaImCHHUEM U IOCICAYIOIMNM MCIJICHHBIM paccna6neHHeM.

3. MuoTtonnueckre pedaeKkchl — MPOUCXOINUT 3aMEJICHHOE pacciabIeHHue MBIIIIII,
COKpAIIAIOIIUXCS TTPU BBI3BIBAHUHU CYXO0XKHJIBHBIX UJIU KOXKHBIX PE(hIICKCOB.



4. CUMIITOM MBIIIIEYHOT'O BAJIMKA — MPH yJIape MOJOTOUYKOM I10 MBIIIIIE, B
YaCTHOCTH TIO SI3bIKY, Y OOJLHOT'O C MUOTOHHEHN Ha MECTe yaapa HEKOTOPOE BpeMst
COXpaHseTCs SIMKa WJIU BaJlMK, HHOTJA SIMKa, OKPY>KEHHAasi BAJIUKOM, KOTOPYIO
MOXHO Ha0JIIOAaTh B TCUEHUE HECKOIBKUX CEKYH]I, B TSKEIBIX CIydasx — J0
MUHYTHI.

5. Jloxwusiit cumntoM ['pedpe — OoapHOMY IpeasiaraeTcsi HOCMOTPETh BBEPX, a
3aTeM OBICTPO OMYCTUTH B30p. IIpn MUOTOHMM ra3HbIe I0JI0KHU TOBOPAYUBAIOTCS
BHH3. A BEpXHUE BEKHU IIPU ITOM OTCTAIOT, U MEXKTY BEPXHUM BEKOM U KPAeM
pagy KU OCTaeTCs MOJIOCKA CKIIEPHI, KaK 3TO ObIBaeT npu cumirome ['pede. B
CJly4yae MUOTOHUM MOBTOPEHUE TEX JKE JCUCTBUM BEAECT K YMEHBIICHUIO
OTCTaBAaHUs BEPXHErO BEKa.

6. CUMIITOM BO3BBILIEHUST OOJIBIIOTO MaJIbIla — MPH YAape MOJIOTOUYKOM I10
BO3BBIIICHUIO OOJIBIIOTO MaIblla KUCTH MPOUCXOUT MPUBEECHUE ITOTO MaJblia,
IPOIOJIKAIOIIEECS OT HECKOJIBKUX CEKYH/I 0 MUHYT M 00YCIIOBJIEHHOE CIIa3MOM
NPUBOJISAIIEH MBIIIIBI OOJIBIIOTO Mabla.

7. DeHOMEH MUOTOHHYECKOTO Clia3ma paSFH6aT€HCﬁ KHUCTH — ydap MOJIOTOYKOM
I1O MbIIIIaM — paSFI/I6aT€JI}IM KHCTH Ha IPCAIIICYLC Ha 4—6 cM HIXE JIOKTEBOT'O
CyCTaBa BBI3BIBACT 6LICTp0€ pa3FI/I6aHI/I€ KHCTH C ITOCJIICAYIOIIUM €C
«3aCTbIBAHUCM)» HA HCCKOJIBKO CCKYH/, a4 3aTCM MCIJICHHBIM BO3BpAIlICHUCM B
HCXOJHOC ITOJIOXCHHUC.

8. deHoMeH npucenanus — O0JIbHON C MUOTOHHEH MPH MpHCETaHUN 00513aTEIILHO
CTAHOBUTCS Ha HOCKU. ECM OH IIpH 3TOM MBITA€TCS ONUPATHCS HA BCIO
MOJIOIIBEHHYIO TTOBEPXHOCTH CTOII, COJIMKAs B TO K€ BpEMs MeIUaJIbHbIC
MOBEPXHOCTH O€Iep U TOJICHEH, TO CTAHOBUTCS HEYCTOMYUBBIM U MOXKET YIaCTh.

9. MUOTOHHMYECKUH T€HEPATM30BaHHbBIN CI1a3M — BO3HHUKAET CIIa3M,
OXBaTBIBAIOIIHMI BCIO MYCKYJIATypy MPHU BHE3AITHOM PE3KOM JIBMKCHUU WJIH [IPU
TMIOIBITKE COXPAHUTH HAPYLIEHHOE PaBHOBECHUE. BOJIBHOM IIPU 3TOM HEPENKO
MajacT ¥ OKAa3bIBACTCS HEKOTOPOE BpeMs 00e31BIKeHHBIM. CIia3m MOSIBIISIETCS
MIPU TSAXKEIBIX (POpMaX MUOTOHUHU.

Heo0xonumo 0TMETHTH, UTO TMAaTHOCTHKA CHHAPOMA qucharuu, BCTPEUArOIIEeToCs
nipu MmuotoHuu Kypuimanna — barrena — IlITeitnepTa, npeacrtasisier coOoit
CIoXxHYI0 3anauy. JuddepeHnanbHy0 TMATHOCTHKY CIIEYET MPOBOIUTH MEXKTY
opodapuHreanbHoi U 330¢areanbHoi popmamu nucdaruu (tadi. 2).

JlabopaTopHasi TMHarHOCTHKA



OO1IEeKTMHUYECKIE aHAJIU3bl KPOBU M MOYHM NPHU JAHHOW MATOJIOTMH HE SBIISIIOTCS
auarHoctuyeckuM Mapkepom. CeiBopoTouHas KOK 00bIYHO B HOpME WU
Ha0JI01aeTCsl MOBBIIIEHNE B HECKOJIBKO pa3. Bo3MOXXHO CHUKEHUE KOHUEHTPALUH
tectoctepoHa u IgG B ceiBopoTke kpoBu. Ha OMI (1ipu nucnoias3oBaHUU
UTOJILYATBIX 3JIEKTPOAOB) BBISBISIOT MUOTOHUYECKUE WU TICEBAOMHOTOHUYECKUE
BBICOKOAMIUIMTYAHBIE Pa3psiibl, HApACTAIOLIUE IO AMIUIUTY 1€ IPU MBIILIEYHOM
COKpAILIEHUH € MOCIIEYIOUIUM UX yMeHbIIeHueM. LIukin Mexay uaeHTHYHbIMU
dazamMu OMORIEKTPUUECKON PEaKIIMU MBIIIIBI 3aHUMAET nMpudau3uTebHo 500 Mc.
Pa3psibl conpoBOXIal0TCS XapaKTEPHBIM 3BYKOBBIM (DeHOMEHOM («3BYK
NUKUAPYIOIIET0 O0MOapANPOBILINKAY).

Teuenune 3a001eBaHUA
3a0oseBaHue MEAJIEHHO IPOTPECCUPYET.
JInarnos u 1udpepeHuHAIbHBIA JMATHO3

JluarHo3 cTaBsT Ha OCHOBaHUHU JIAHHBIX T€HEATOTHYECKOr0 aHamu3a (ayTOCOMHO-
JIOMUHAHTHBIN THIT HACJIEIOBaHMs ), 0COOEHHOCTEN KIIMHUYECKON KapTUHBI
(coueTaHne MMOTOHUYECKUX, MUOTIATUYECKUX, HEHPOIHIOKPUHHBIX, CEPJIEYHO-
COCYAMCTBIX HapYIICHUH ), pe3yIbTaTOB AJIEKTPOMHOrpaguu (MUOTOHUYECKAS
peakius), OMOXUMUYECKOTO UCCIIEIOBaHUS KPOBU (MHCYIMHOPE3UCTEHTHOCTD).

HuddepenumpoBars 3a007€BaHNe CIEAYET C BPOKIEHHON MruoTOHUEH ToMceHa,
IPYTUMH MHOTOHUYECKUMHU (DOpMaMU MPOrPeCCUPYIONTUX MBIIICYHBIX TUCTPOPUit
- nucTanbHOM Muomnatueit I'oBepca-Benanaep, HeBpansHoi amuorpodueii [lapko-
Mapu-Tyra.

Jleuenue

B GonpmmHCTBE CiydaeB JieueHHEe MHOTOHHUH HE JTaeT SIBHOT'O KIIMHUYECKOTO

s dexra. [Ipu MuoToHNHM Ha3HAYatOT HOBoKanHaMu 1o 250—500 mr 3—4 paza B
neHb, XUHUH 110 5—10 mr/kr B cyTkH, nudenuH mo 100—200 mr 3—4 pasa B 1eHb
MPEPBIBUCTHIM KypcoM. [Ipu TsKeIoM TeUeHHUU MPOBOJISIT KOPOTKUM KYyPC JICUCHUS
TTFOKOKOPTUKOWIaMH, TIPUMEHSIOT aHTarOHUCTHI KaJIbIHS, JUYPETUKH (TraKapo).
[Ipu aTpoduyeckoit MUOTOHHUM HapsIAy ¢ YKa3aHHOW Tepanuen MoKazaHbl
aHa0OJIMYEeCKHE TOPMOHBI B COUCTAaHUH C IPOOHBIM MEepeIMBaHUEM KPOBH,
1a3Mbl, BUTaMuH E, KOMIUTeKC BUTaMUHOB TpyIinsl B, HeOonpmue 10361 ATO.
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