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Rare case of myofibrillar myopathy

Pe3iome

B HACTORLLIM MOMEHT rPyNNa MAONATHY BKNKYAET B CEOS NPOrpeccHpylolive HACNEACTBEHHbIE HBPBHO-MbItiieyHble 3a60neBa-
HHS, XapaKTEPU3YIOLUMECH NIePBUYHbIM NOPAKEHNEM MbILLL, W NOCTORHHO NONONHAETCS HOBIMY DOPMAMM M BHAAMM MHONATHA.
B naHHOR CTaTbe NPe/CTABNEH KAMHUYECKMIA CNyYal NaunenTa 36 ner, CTpafaioLLiero MHoGuEpUANAPHOA Muonatued. [lua-
THOCTAYECKMIA NONCK B A3HHOM CAyYae NPOAOMKANCA B TEYEHHE 5 NET M 3aBEPLIMACA FEHOTHNMPOBAHYEM MHODUOPUARADHON
MMONATIHW C MyTalMen - 3amenon B rexe DESc.1021A>C (Thr341Pro) B reTepo3uroTHOM COCTOSHUM.

Knioyesbie CROBA; MMONATHS, MUODHEPUNNADHAR MHONATMA, JECMUH, TEHOTUNUPOBAKHE

Summary

Nowadays there is a wide and constantly enfarging group of diseases called myopathies, which cause progressive damage,
primarily and mostiy affecting muscles. These diseases have a severe course usually and malignant outcome in quite young ages
of patients causing disabilities and death. We are presenting a case of 36-year-old patient with myofibrillardesmin myopathy.
He has a story of 5 years of diagnostic search, which has been finished this year with a genotyped diagnosis of myofibrillar
myopathy with mutation - replacement in gene DES ¢.1021A> C (Thr341Pro) in a heterozygote condition.

Key words: myopathy, desmin, myofibibrillar myopathy, genotyping

Beenenve

MHonatuy - xpoHH4eCKHe NIPOrpeccHpyiolte Hacnea-
CTBEHHBIE HEPBHO-MbILEYHbIE 3a60NeBaHHA. XapaKTepH-
IYI0LIHECS NEePBHYHBIM MOpakeHHeM Mbimil. B Hactosimit
MOMEHT 1aHHad rpynna 3ab0aeBaHHA MOCTOAHHO MONOMHA-
€TCA HOBBLIMH (POPMaMH HACNEACTBEHHBIX H NPHOBPETEHHBIX
MHOMATHH.

lMpencrasneH KIMHHYECKHA caydaldl peakod ¢opMmsl
MHOGHOPHAIAPHOA MHonaTuu. [laHHoe 3aboneBanue OTHO-
CHTCA K rpynne MHOGUOPHAMAPHBIX MHOMATHI ¢ Hakone-
HHeM fecMHHa. B HacToAlmMA MOMEHT B MHpe onucano 70
cayyaes [1, 2].

Jle6toT GoneIHH OTMEYAETCA B LUIMPOKOM BO3PACTHOM
adanaione - oT 10 no 53 net. Knunuveckne npuiHaky xa-
PaKTEPHIYIOTCA COYETAHHEM C€AabOCTH CKEAETHOH MYCKY-
natypel ¢ kapaHomuonatsei. [lepsbie npusHaku 3abonepa-
HHA BOIHHKAIOT B AHCTANbHBIX OTAENAX HOI M NPOSBASIOTCA
HapylueHHeM NOXOAKH. B Teuense nocaeaywowmx 10 ner
Mblteynan ¢1abocTh H rHNOTPOHHK PacnpoCTPaHAIOTCA Ha
BCE MblLICYHbIE FPYNNBI KOHEYHOCTEH, AHUa, GyabbapHoi u
AbIXaTeALHOH MYCKynaTypbl. XapakTepHOR 0COBeHHOCTbIO
3a601€BaHNA  ABNACTCA IUIHTENbHAA COXPAHHOCTbL CyXO-
AHJIbHBIX PePIEKCOB ¢ PYK NMPH PaHHEM HCUEIHOBEHHH MX
¢ HO. CHMNTOMBI KapIHONATHH XapaKTEPH3YIOTCA Hapylle-
HHEM TNPOBOAHMOCTH M apHTMHAMH. [1poaomKHTENBHOCTD
AKH3HH GOMBbHBIX IABHCHT OT CTENEHH BOBJIEYECHHA B NaTo-
NOTHYECKHH NpPOLIECC AbIXATENLHOH H CEPAEHON MyCKyna-
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Typel. Y Bcex GonbHBIX OTMewaetcs 3-5 KparHoe yBenHue-
HHE AKTHBHOCTH KpeaTHHGOCHOKHHA3bl B MIa3Me KPOBH.
Ipu dnexTpomuorpaduyeckom 06CIEIOBAHHH BBIABAAETCA
TNepBHYHO-MbILICUHBIHA XapakTep nopaxeHus. Tun Hacnego-
BaHHA ayTOCOMHO-IOMHHAHTHBIH ¢ BapbHpYIOLIMEH JKCTIpec-
CHBHOCTBIO [3].

JHecmun (desmin, DES, OMIM: 125660) - reu 3a6one-
BAaHHA NOKanH30BaH B obnacTH 2q35. OcHOBHOH THN MYyTa-
UHH - MHCCEHC MYTaLlHA — 3aMEHa MyaHHHa Ha LHTO3HH B 5
IK3IOHE MeHa, NPHBOAAILAA K 3aMEHE ANaHHHA B MONOKEHHH
337 na nponuH B cTepKHEBOM AOMeHe AecMHHa. [TpH Taxe-
7oA opme 3a60MeBAHHA ¢ HAYA/IOM B JETCKOM BO3pacTe H
310Ka4YeCTBEHHOM TedeHHH OOHapYKeHO ABe MHCCEHC MyTa-
UHH B 6 JK30HE: 3aMEHA I'yaHHHA Ha UHTO3HH B KogoHe 360,
NPHBOIAUIAA K JAMEHE allaHHHA Ha MPONMH W 3aMeHa aje-
HHHA Ha THMHH B KofoHe 393, npHBOAALLAA K 3aMEHE acma-
pariHa Ha nioneHuHH. TakuM obpasom, GonbHble ABRILIHCE
KOMNAYH-TeTEPOIHIOTaMH. ITOT (QaKT CBHAETENLCTBYET O
HATHYHH MEHETHYECKOH MeTEpOreHHOCTH 3aboneBaHns. My-
TaUHK B reHe JeCMHHA OOHAPYXHBAOTCA Takke y GONbHBIX
ONHOH W3 POPM AHAATAUHOHHOHKAPAHOMMONATHH H AHC-
TaNbHOH MHOMATHH C ayTOCOMHO-XOMHHAHTHBIM THIIOM Ha-
cnenoBanus [4].

Hanuume myTaunmn B 0eCMHHOBOM reHe MPHBOAHT K
HapylweHno GYHKUHOHHPOBAHHA 1ECMHHA - MBILIEYHOCTIE-
uHdHYHOMO Genka MPOMEXKYTOUHBIX (PHNAMEHTOB, KOTOpHIi
HapANy ¢ aKTHHOM, BXOASALIHM B COCTaB MHKPOQH/IAMEHTOB
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u TyOyaHHOM, GopMHpylOWHM MHKPOTYOYbl OTHOCHTCA K
ceMeHCTBY UHMTOCKeneTHeIX Genkos. [peanonaraercs, yto
NeCMHH, yyacTyeT B auddepeHunposke MHOGHOPHN B IM-
6pHoreHese, BXOA B COCTaB Z-MOMOC, a TAKXE B NOANEpKa-
HHH LENOCTHOCTH CKEeJETHBIX Mbllll. HakonneHne necMuHa,
M0-BHAXMOMY, 06YC/IOBIIEHO HapyLUIeHHEM ero obMeHa uu
H30LITO4HO# cexpeuHer {5].

Knuanuecxui cny4an

Mauwent T, 36 ner, ¢ 30 nerHero Bo3pacTa Hayan
NpenbABIATH %ano6bt Ha c1a6OCTh H YCTANOCTH MBILILL, Npe-
HMYLLECTBEHHO KOHEYHOCTEH, KOTOpbie YMEHBLIAIOTCA nocne
oTabIXa, OlYLIEHHe onylleHHs Gposed, cnabocTs B MblLILAX
Iled H TYNOBHLUA, TPYAHOCTH MPH NMOABLEME MO JECTHHUE,
HEBOIMOXHOCTL BCTaTb H3 NOJIOKEHHS CHAA 6e3 moMoluH
PYK, MOXyAaHHE MbIlII KOHEUHOCTEH, yBeNH4YeHHE B 00be-
Me MbILIL To/leHeH, YIUIOTHEHHE MBILL rofieHed no yrpam
(yMeHbLIaeTcs nocne xoabObl), NEpHOAHYECKOE OHEMEHHE
nansues CTOIN, y4alleHHOE MOYeHCMyCKaHHe, MOKPacHEHHe
rna3, obuian c1aboctb, 6bICTPAR YTOMIAEMOCTS.

B Bo3pacrte 30 set cTan omywars «nepebou» B pabo-
Te cepAua, apHTMHuYHOe cepauebHeHHe Ha NMPOTKEHHH 2
Hezesb. bein npoBeneH CyTOMHBIN KapAHOMOHHTOPHHI, Bbl-
ABHBLUHI KEJTyNO4YKOBYIO DKCTPACHCTONHIO | rpagaunu no
Lown. pekoMeHI0BaH Tpenapar NaHaHrHH, NOC/e KOTOporo
yKa3aHHble Xano6sl PErpecCHpOBATH.

B Boipacte 33 neT Bnepsble NpeabABHI Xanobbl Ha
c1aboCTb MBILILL HHXXHHX KOHEYHOCTEH.

B HeBpOIOrHYECKOM CTaTyce: jlerkas HeXOCTaTOYHOCTh
VI napst UMH ¢ asyx cTOpoH. MbllieyHas CHAa BEPXHHX
KOHeyHoCTeH S GannoB, B Mblliuax cTofbl 06eHx Hor - 5
621108, B MbIWLAX MPOKCHMANBHBIX OTAENIOB HHXHHX KO-
HEYHOCTEH - CHIDkeHa 10 3 6anno. ToHyc MblLlLl BEPXHHX
KOHEYHOCTEH He HIMEHEH, B MbILILLAX HHXKHNUX KOHEYHOCTEH
CHHXXEH B MPOKCHMAJIBLHLIX oTlenax cummerpHuHo. [Toxon-
Ka - «yTHHas». [logbeM no secTHHUe 3aTpynHeH, MAKCH-
M/IbHBIH MOABEM 10 BTOPOTO 3Taxxa. BoiaRneHo Hapywenue
(YHKLHH Ta30BbIX OPraHOB MO THNY JIOXKHBLIX MO3LIBOB Ha
MOYEHCTYCKaHHE.

[MoBepxuocrHas DHMI (02.03.2012) e 3aperu-
CTPHPOBANANPHIHAKOB CMIOHTAHHOH aKTHBHOCTH C MBbIWILL
KOHEYHOCTEeH. DNEKTPOreHe3 HCCNEROBAHHBIX
HaJOCTHBIX, TMOMAOCTHBIX, AENbTOBHAHLIX  CHHXEH Mo
yacToTte:nepeAHHX 6\OepLOBBIX HEPBOB B HOPME MO aM-
TUIHTYAE, HO CHHXEH MO YacToTe; HKPOHOXHbIX - CHHXEH
N0 YacToTe H aMIUTHTYAE CYWECTBEHHO. AMIUIMTYAA HC-
CNeJOBaHHBIX M-OTBETOB: AENBTOBHAHOM MBILILBI Crpa-
Ba, TEHapa cJieBa, MMIIOTEHApa cJieBa CHHXeHa Ha 52%,
MKPOHOXHBIX Mbiwill - Ha 58%, kopoTkux pasrubateneii
nanblUEB CTOM - B Npefeniax HHKHEH rPaHuLILI HOPMBI, 10-
NOWBEHHBIX MblL - B HopMe. CPB no HccnenoBaHHbIM
HEpBaM: NO NOAKPLUILUOBOMY CNPaBa, M0 CPEAHHHBIM, NO
JIOKTEBOMY CJIeBa, N0 HKPOHOXHBIM, No G\GepuoBbIM - B
HopMe, CPB ceHcopHas: Nno JIOKTEBOMY HepBY Ha KHCTH
c/ieBa CHHXeHa Ha 33%, cnpaBa H NO CpeIHHHbLIM HepBaM
Ha kucTax B Hopme. [lpu uccnenosanun F-soanb (C6-T1
1 L4-S1), oTMeualoTca Mano3HauyMMble OTKIOHEHHA NoKa-
3aTened oT HOpMBI.
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3akmouenne: [IpH3IHAKOB MOTOHEMPOHANBLHOMO H He-
BPANBLHOIO NOPAXEHHA (KPOMe CEHCOPHOIt HeHpONaTHH JI0K-
TEBOTO HEPBA Ha KHCTH), He BbIABNEHO.BhisanenHsle pannsie
MOTYT CBHIETENLCTBOBATL O MHOAHCTPOGHYECKOM mpouec-
ce.

Hroneyaras IHMI (12.03.2012) Uccnenosansl Mbit-
Ubl: JEbLTOBHAHbIE H HKPOHOXHaA crnpaBa. CrOHTaHHOR
aKTHBHOCTH He BhiAsneHo. HWurtepdepeHunonnas xpusas
OEMBTOBHAHBIX MbIlL B MpeNesax HOpMbI MO 4acToTe M
aMIIMTYAEe, HKPOHOXHOH CNPaBa - CHHXKEHa NO aMIJIHTyae
U pa3lpskeHa no yacrote. Ammintyaa [11E mpiwng 8 Hop-
me, anuTenbHocTh [1J1E nenbToBHAHBIX MBILL yKOpOYeHa
Ha 19%, ukpoHoxHOH B Hopme. [lo rucrorpammam nenb-
TOBHIHBIX MbllL perucTpHpyerca Illa DMIT cranus APIT
(aeHepBaLHOHHO-PEHHHEPBALIHOHHOIO MpOLECCa) H MO TH-
CcTOrpaMMme HKpoHOXHOH Mbiwusl I1Ib IMI craana APII, ¢
KOMIIEHCATOPHOH peHHHEPBaLHEN.

Pe3iome: BbisBieHHble NaHHBIE XapaKTepHb! Ans BTO-
PHUHBIX HIMEHEHHH B MBIWILAX (MHOOHCTPOPHUECKHXCHH-
ApPOMOB) B PE3YNbTaTe TOKCHYECKHX, TAPAHEOMIaCTHYECKHX,
3HIOKPHHHbIX H T.N. NOPaXXeHHH.

Brnepsbie rocnutanusuposad B OKb BocctanosHTens-
HOTO JIeYEHHR WA OGCNENOBAHHA H YTOYHEHHS OHArHo3a.
Jlnaruos: [lepsruHoe Hac/eACTBEHHOE MbllieyHOE 3abane-
paHHe. [laumeHT ObLn HampameH Ha KOHCYJILTALHIO K Bpa-
4y MEHETHKY LIS MOMHOTO TEHETHUECKOro 06CIenoBaHHA.
LinToreneTHueckoe HccnenoBaHne nepHepHUEcKoil KposH
(11.05.2012) BbIABHIO HOPMAIbHBIH MYKCKOH KapHOTHI.
3aKoueHHe reHeTHKa: MHONaTHA, KapHOTHI HOPMAIbHbIH,
HapyleHHA o6MeHa aMHMHOKHCIIOT He BbisiBneHo. [ns yTou-
HEeHHs AHarHola 6sn HanpaeneH B HayuHblH LeHTp HeBpo-
snoru PAMH. O61ee 3akmoueHne: JlaHHbIX 32 MHAcTEHHIO
(MHacTeHH4eCKHH cHHApOM). HeBpuTHueCkHH H Muonaru-
4eCKHit xapakTep npotiecca — He noayqed. CnuHanbHas Mbl-
weyHas aTpodHA ¢ NOIAHHM HAYANOM H MATKHM H n06poka-
4eCTBEHHBIM TeueHHeM (HanbGonee GAH3KO K X-CLENIEHHOMH
tdopme Kennenn). Kapanomuonarusa B HauanbHOH CTalHH.

16.11.2012. SHMI ®I'BY «Hayuubifi UEHTP HeBpoO-
norun» PAMH. 3akmouenne: Bo Bcex Mblluax BbABNEHbI
NpH3IHAKH TeKylUero eHepBaLHOHHONO NPOLECCa, PE3KO Bbl-
POKEHHONO B NHCTANbHLIX MBILILAX HHKHHX KOHEYHOCTEH,
YTO yKa3blBaeT Ha 3HauMTenbHoe Hebnaromonyuue, Hepsa,
HHHepBHpYyoWwero 3Ty Mbiwny. [Mapamerpul [1JE nsmene-
Hbl MO HEBPOTEHHOMY THMY (MOBLIWEHA HX AMILIHTYAA).
Bo Bcex MblWINAx perucTpupyroTcs eanHuudsie [1OL, uro
MOXeT YKa3blBaTh HA BOB/IEYEHHE B MPOLIECC MOTOHEHPOHOB
CMHHHOIO MO3ra, OHAKO NEPBHYHOE OHO MJIH BTOPHUHOE, B
HACTOALLEE BPEMA OMpENENHTL HE NPEACTARIAETCA BOIMOXK-
HbIM: ana CA KenHenn He THMHYHA PE3KO BbIPaXKEHHAA e-
HepBaLMs B MBILLILIAX HOT (MEHEE BLIPDAKEHHAA - B M. KHCTH)
u orcyrcreue [1JE HelipoHasbHoro THma, Ans CHHApOMa
Kiorens6epra-Benannep CIMIIKOM BLIPaXCHa CMOHTaHHas
aKTHBHOCTB, x0T napamerpsl [IJIE a4 He€ oueHb THNHYHLI
(muoro [1E ymeHbweHHOH anurensHocTH). Tpebyerca ue-
K/IIOUEHHE aKCOHATBHONO XapaKTepa MopaXeHHs.

B cBA3M ¢ HapacTaHHeM HEBPONOTHYECKOH CHMITOMa-
THKH B BHZe cJ1ab0OCTH MBI OblLl MOBTOPHO TOCIHTANH-
aupoBaH B OKB BOCCTaHOBHTENbHOIO JieueHHs i obcne-
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NOBAHHA M yTOMHEHHA AHarkola. Jiuarno3: Hacneactsenxoe
NepBHYHOE' MOPAKEHHE MBILLL: MbILLIEYHAs AHCTPODHA Hey-
TO4HEHHAs, aMHOTPODHUECKHI CHHIPOM, MHOTEHHBIH TETpa-
Mape3 A0 YMEPEHHONO B NPOKCHMANbHLIX OTAE/N3X HHKHHX
KOHeYHOCTeH. BBINO PEeKOMEHIOBAHO Ia/lbHeHIee NOBTOp-
Hoe obcnenoBaHHe y reHeTHKa.

25.02.2013 6b11 ob6cnenoBaH B MeanKo-reHeTHYECKOM
Hayuublii uenTp PAMH, [lpeanonoxuTeibHbif AHATHO3:
CnuuanbHas amMHoTpodpHaPHHKeNs.

05.04.2013 Mocksa, LleHTp MONeKynApHOH NEHETHKH.
fpoBenen Mouck MyTauHH B rede VAPB, oTBeTCTBEHHOM 32
paIBHTHE CMHHAILHOR aMuoTpoduHPHKKes. MyTailH He
o6HapyxeHb.

IHMI OI'BY «Hayunstii uesTp Hesponoriuu» PAMH,
14.05.13 ocMOTp B AMHAMHKE: 110 CPABHEHHIO C Npeablay-
WHM 06¢Ie]0BaHHEM OTMEYEHA OTpHUATEIbHAA HHAMHKA:
B IHMCTaNbHOW MbILILUE HOTH cOXpaHAeTcs OypHas CnoH-
TaHHas aKTHBHOCTB, @ [1MLl HeyednH, Y4TO He THIIHYHO ANA
CA (cnuHanbHas aMHoTpo¢Ha). B NpokcHManbHOH Mbll-
e HOTH HECKOLKO Hapoc/a BbIPAXKEHHOCTb CTIOHTAHHOH
akTHBHOCTH, nosBunuck Menkue [JIE, 3a cuer koTopbIX
yMeHblIKAACh cpeansa amnautyaa TJE. B geastoBua-
HOH Mbliue, paHee He ofcnenoBanHoM, BbisRneHa IMI
KapTHHA, THIIHYHAA [UIA TEKYWEro MEPBHYHO-MBILIEYHOIO
npouecca, Ho eanHudHsie [TOL He XapakTepHsl A1g 3TOro
3abonepanus, HeoqHo3HauHocTh IMI naHHBIX Noka He no-
3BO/IAET ONpENeNHTh YPOBEHB MOpakeHHs nepudepuyecko-
ro HeiipOMOTOPHOTO amnaparta, 4to Tpebyer JanbHeRtlero
HabnioaeHus.

14.05.2013. MockBa, HayuHbliH UEHTP HEBPONOrHH
PAMH. Obuiee 3aknioueHHe: JaHHBIX 33 MHACTEHHIO (MHa-
CTEHHYECKHH CHHAPOM), HEBPHTHYECKHH H MHOMATHYECKHHA
XapakTep npouecca — He nony4eHo. CHHaIbHAA MbILIEYHAs
arpodus ¢ MOIAHHM HAYAJIOM H MATKHM M 0OpOKayecTBeH-
HbIM TedeHHeM (Haubonee Onn3ko K X-cuenneHHo#i dopme
Kennenn). Kapanomuonarus B Ha4anbHOH CTagHH.

Obcnenosanne B lleHTpe MOEKYNAPHOH TFEHETHKH B
asrycte 2013 r. B pesynbTare uccnenoBaHus obnacti no-
sropa (CAG)n B 3K30He | reHa aHIpOreHOBOro pellenTopa
BLISRICHO HOPMATBHOE YHCJIO NIOBTOPOB, HOCHTE/LCTBO Na-
TOJIOTHYECKOrO reHa cnHHanbHO-GynbGapHoi amuoTpoduu
Kenneny ne noateepxkaeHo. I'eHeTHuecKHi aHaIM3 Ha CIH-
HanbHbleamMHoTpodpuu TH 1, 11, 111: MyTauni He shisBneno.
MyTauuH, oTBEeTCTBEHHbIE 3a pa3BHTHe X-CleneHHON cnu-
Ha/IbHOM MbILIEYHOH aTpoduH He OOHapYKeHbI.

B oxmabpe 2013 r. nposeneHa Guoncus 4-x rasoi
MbitlLel 6eapa. B matephane TkaHb nonepeuHo-MonoCcaTo
MycKynarypsl 6e3 rpyGbix CTPYKTYpHBIX M3MEHEHHH: BoCMa-
JIMTENBbHOH HHOUABTPALUHH, XapaKTePHOH INA NMOAMMHO3NTA
HET. Mexay MbIWEeYHBIMH NTydKaMH HeGoablIne POCIOHKH
KHPOBOH TKaHH. ATPOPHH MBILULILI, XaPAKTEPHOH ANK NONH-
HeBpHTa HeT. Hepelko BoipakeHHble AUCTpOdHUECKHE HIMe-
HEHHA MBILIEYHBIX BOJIOKOH.

Tpu 310M Mo naHHbIM MPT nosckuuHOrO OTAENA NO-
3BOHOYHHKa (24.10.2013): oTMeyaeTca TOTalbHOE 3aMellle-
HHE MOACHHYHBIX MBI XHPOBOH TKAHBIO, NPHIHAKH Ha-
4anbHbIX JEreHePaTHBHBIX H3MEHEHHH NOACHHYHOTD OTAeNa
NO3BOHOYHHKA, NPOTPY3UALS-S1.

10

MPT MbilLIL STOZHU W NPOKCHManbHoTo otaena Genep
B pexume T1, T2 u STIR npH3Haku MacCHBHOTO 3aMell(e-
HHA MBILIEYHON TKAaHH Ha XHPOBYIO €3 NMpH3HAaKoB OTeka
GOMbILON ATOMMUHON, MANOH ATOXMYHOM, CpeaHed AroaHy-
Hoii, 6onBWON NpHBOLALLEH MblUe Geapa, aHaNOTHYHBIE,
HO MeHee BLIPAKEHHBIE HIMEHEHHR B JIATEPabHOMA WHPOKOH
mbiwue Geapa, 3anupatenbHodl Mbiue.3aknouenue: MP-
KapTHHA KHDPOBOTO 3aMELLEHHA BOJOKOH MBILIEYHOH TKaHH
BCEX rpyNN AroAM4HOI M GeapeHHOH 06nacTH.

Hronsuaras IHMT or 03.12.13 OKB Nel(Tiomens): 3a-
KJIOYEHHE: HCCIEN0BaHb! MBILLILBL: Ne/LTOBUARAS H HKPOHOX-
Haf Cripasa, NpsMan Mpiuia Genpa cnesa. [pusnaku crou-
TaHHOM aKTHBHOCTH PErHCTPHPYIOTCA B OeApEHHOH MbllUe B
BHIE HEPHTMHYHBIX HW3KOaMUTHTYaHbIX [1D. [nnTensHocTs
[I/IE 2enbTOBMAHON MbIlUUbI ykopoueHa Ha 23,1% (pamee
Ha 19%), ammnutyaa IJAE ysenuuena Ha 33,8%, nonudasus
85%, panee 90%, [1OB enuHuuHbIE, HH3KOAMIUIMTYIHBIC; pe-
ructpupyetca [IOMI cranus PA, panee [lla OMI craaus
JPH. OnurensHocts [JE HKpOHOXHON MbIlULBI YKOPOUEHa
Ha 19,2% (panee B Hopme), amnnutyna [/IE ysennuena Ha
88%, panee Ha 83%, nonmdasna 50%, panee 50%; Ilo rucro-
rpammanm - [1la OMT craama JPI1, pauee 1116 OMI craaus,
OI1B perucTpupytoTes Kak H npexce. autsie no npamoi Ge-
JIPEHHON MBILIUE - HCCIIEOBAHABIIEPBLIE.

Pestome: JlaHHbIE XapaKTepHbl WIS MHOAHCTpodHYe-
ckoro npouecca. [lo cpaBHeruio ¢ 2012 rogom, oTmedaercs
oTpHuUaTeNbHatHEHPOAHHaMHKa.

oBTOPHBIN HEBPOZIOTMYECKHH OCMOTP B AHHamuke: [Hro-
TOoHHs MbiLIl aHGpy3Has. THNOTPOQHA MBILIL BEPXHETD IUTeve-
BOTO M0fICA, FPYAHOH KIETKH, Nepeteii GPIOIHOA CTEHKH, AI0-
auu, Genep. [Ncesgornneprpodus Mpiwi roeHet. CHia MbILIL
pyx 5 6amros, D=S. Cina Mbill MPOKCHMANBHBIX OTAENOB
HIKHHX KOHe4HOCTe# 2,5 6amna, D=S; aucranbHeix - 3,5 cruba-
Tend; 4,0- pasrubarenu cummetpuuHo. [lpo6el bappe: BepxHss
OTPHLATENbHAA, HIDKHAA NONoKHTeNbHadA. [nybokue peduiekchl
C PYK H HOT BBI35IBAIOTCS, CHMMETPHYHBI. AXHUIOBBI peduiekchl
peaxo cHinkesl, D=S. Bpiouiibie pedinexchl oxuriersl. umnep-
rapos nagoxei u cron. HapylueHte GyHKIHH Ta30BbIX OPraHoB
0 THNY YHallEHHOTO MOYeHCITycKaHHA. BeprebpanbHoro cuu-
apoma Her. [Toxonxa HameHeHa («yTHHasA»). Xoap6a Ha nATKax
JATPYNHEHA; HA HOCKAX: «3ABAJIHBAET JIEBYIO HOTY.

10.12.2013 - 20.12.2013 rocnutanuiupoBaH Ha 06-
cnenosaive B HUHU Pesmaronorun PAMH (Mocksa): y
TIaUHEeHTa OTCYTCTBYHOT MPH3HAKH 3a60/1€BAHHA H3 TPYTIMNbI
HIHONATHYECKHX BOCMANHTENbHBIX MHOMATHH (MOAMMHO-
3UTa): HETHNHYHOE pachpeleNeHHe MBIIEYHOH cnabocT,
MeJUIeHHOe MporpeccHpoBaHue Gose3HH, OTCYTCTBYIOT
mop¢onoruieckne # MP — npH3HakH MbILIEYHONO BOCHANE-
Hus. HacneacTseHHbIN aHaMHe3 OTAIOLUEH HAHYMEM CXO-
xero 3a60seBaHHA y OTUA, YTO MO3BOJAET NPEANOJIOKHTD
ayTOCOMHO-AOMHHAHTHBIA THN Hac/NeN0BaHHA.

Hesponoruuecknii ocMoTp B AMHamHke: cnabocTh
MBIWLU TynoBHwa (crubarened e, MHOrOpa3sfenbHBIX
MBILUI CITHHBI, MBILII XXHBOTA), MOAB3ROWHO-MOACHHYHBIX,
APOMMYHBIX MBILIL, ABYIIaBbIX MBI Gefep U MBILIL Mepo-
HEANbHON TPYNNbl NPH OTHOCHTENLHOH COXPAHHOCTH CHABI
B 4-X r1apeix MbllLax 6eaep, Mbiuil nedeBoro nosca. Ped-
NEKChl COXPAHEHSI.
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YPANbCKUNA

MEAVLMUHCKWAA XXYPHAN ORIGINAL STUDIES
HimeHenue ypous KOK
JHata 3uayenne KOK, E/n
22.03.2012 r. (cnasan BrepBkl€) 832
16.01.2013r. 944
14.10.13 2073
04.12.13 2127
11.12.13 1918
11.06.14 2145
26.09.14 1605
Himenenne yposusa KOK MB
Jlata 3nauenne KOK, E/n
22.03.2012 338
16.01.2013 67,2
14.10.13 107,7
04.12.13 114.8
11.06.14 155,5
26.09.14 125
H3meHeHHe YPOBHA MHOIIOOHHA
Jata JHaveHHe, Hr/ma
22.03.2012 76
16.01.2013 153
14.10.2013 196

fpu ob6cnenosannn ¢ DMI HepBOB HHXHHX KO-
HeuHocTeH Masobepuosoro, GonbuiebepuoBoro ammniu-
Tyabl M M S- oTBeTOB B HOpPME, CKOPOCTbL NMPOBENEHHS
MO MOTOPHBLIM H CEHCOPHbIM BONOKHaM B Hopme. [lpu
ofcneoBAaHHH HroNbYATHLIMH  YIEKTPOAAMH MNepenHeit
6onbuwebepuoBOd, YeThipexraaBoi Mbiiubl 6eapa H na-
paBepTebpanbHbix Mbimi: napamerpel [JIE - cHHxeHHe
LJIHTENBHOCTH, MOBbILIEHHE aMTIUTHTYAbI, NonHdasua. 06-
paliaeT BHMMaHHe HaNH4YHe CMIOHTAHHOH AKTHBHOCTH BO
Bcex obcnenoBaHHbix Mbiw B Buae [TIOB u M®, cTpan-
HBIX pa3lpsaloB BbICOKOH 4dacToThl, coctoamux u3l FJE,
KOPOTKHX MHOTOHHYECKHX pa3pAloB, 4TO MO3IBOAAET
NPeanonoXHTh HalH4YHe MeMOPaHHOTO NeeKTa Mbilley-
HbIX BOJOKOH. T.0. HMeeT MeCTO NEPBHYHO-MbILIEYHOE
3aboneBaHne, MpPEANONOKHTENBHO €  ayTOCOMHO-
NOMHHAHTHBIM THNOM HacnenoBaHHA. JInA THOHUYHBIX
MHOAHCTPOOHI ¢ No3THMM N1e6I0TOM He XapaKTEpPHO paH-
Hee BOBJIeYEHHE MbILIL TYNOBHINA, HaNH4YHE HHTAKTHBIX
4-x rnaBeix Mbiu 6enep. Hannune crons cBoeobpasHoit
CNIOHTaHHOW aKTHBHOCTH Mo Hronpyatoid DMI nenaet
BO3MOXHBIM 2 OCHOBHBIXMPEAMONOXKHTENBHBIX AHArHO-
3a: | nHcTpopHyeckaa MHOTOHHA 2 THNa H Gone3xp Ha-
KONJeHHA rauxoreHa. PexomeHnposano obcnenopanue B
Mennxko-renetrnueckom Hayunom Llentpe.

13.12.2013 DM uroasuaras B auHamuke: [lepen-
HAg Gonbwebepuopad MbIMILA: CPEAHAA ANHTENLHOCTD
cHHxeHa Ha 22%. Pernctpupyertca GypHas cnoHTanHas
aktupHocTb B Buae [1d, [OB, CPBY, kopotxie MHO-
TOHHYECKHE pa3paibl. 4-X rnaBas Mblla (naTepanbHas
TIOPUHSA): CPEAHAA MIHTEIBHOCTH CHHXeHa Ha 23% . Pe-
THCTPHpYyeTca GypHas CHOHTAHHAA aKTHBHOCTh B BHAE
[®, NMOB, asyrnasas Mbiwua Genpa: cpeaHss MIHTENb-
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HOCTL B mpelenax Hopmbl, nonndasus 17% (Hopma no
12%). Peructpupyetcsa eaunnunsie [1O u MNOB. O6wuit
pasrubGatens nansues (npas.). CpeaHAs LIHTENbHOCTD
CHHXeHa Ha 13%, perHcTpHpyeTca CMOHTaHHAA aKTHB-
Hocts B Buae [1®, [TOB, CPBY. [lpu3HakH akTHBHO-
NPOTEKAKIEro NEPBHYHO-MBIIIEYHOrO Mpouecca, obpa-
WaeT BHUMaHHe HaJIHYHE CTPAHHBIX Pa3pANOB BbICOKOH
4acTOTh! H KOPOTKHX MHOTOHHYECKHMX Pa3pANoB BO BCEX
MBILILIAX.

08.02.2014 AHanu3 coaepKaHHA TAKENIbIX METAJIOB B
Moue: kobGansT 2,04 (Hopma 0,10 — 2,00), kanmuit 5,12 (Hop-
ma 0,50 - 4,70), cernen 0,36 (Hopma 0 — 0,2).

10.06.2014 AHanH3 coaepxaHHA THXE/bIX METAIOB B
Moue: CBHHeL, kobanbT, KaAMH# — HopMa. AHanH3 colepxa-
HHS TSXEIBIX METATOB B KPOBH: CBHHeLL, KOOanbT, KaaMHi
- HopMa.

Koncynsrauns npodnaronora OKB Nel: no pesyne-

TaraM 06CNe10BaHHA NaHHBIX 33 XPOHHYECKYIO HHTOKCH-
KaUKI0 CBHHLOM, kobanbroM, xaamuem Her. Flposenena
BbIAE/IMTENbHAA TepanuA YHHTHOJOM, NOC/e Y€ro Kynpe-
HHIIOM.
31.03.2014 Mocksa, MPT mbimu 6eapa u rose-
Ha Tl uMnyascHOH MOCNEeNOBATENBHOCTH OTMe-
4aeTCs BBIPAXEHHOE TMOpaXeHHE NPEHMYIIECTBEHHO
3agHeil rpynnel Mbiu Geapa: m. Semitendinosus, m.
Semimembranosus, m. Adductors (Manas ronoska nopa-
xeHa Gonblie ueM Gonbwas), m. Gracilis 1 m.sartorius.
Ha Tl uMnynscHOR nocnenoBaTeNbHOCTH BbIpaXXE€HHOE
nuddysIHoe nopaxeHre MblWL roiesy, Haubonee nopa-
weHbl: mPeroneuslongus 1 m. Gastrocnemius. Ha STIR
oTMeuaeTca pe3koe nossiwtedne MP-curnana or sanxei
rpyNnbl MbILIL FOJIEHH.

HH:

1



OPUIMHAJIBHBIE UCCNEOOBAHNA

05.05.2014 Mocksa, LIeHTp MOJIEKYISPHOH NEHETHKH:
smyTalini B reHe CRYAB He o6HapyxeHo. Y nauxeHTa obHa-
pYXeHa HeonucaHHas paHee 3ameHa B rede DESc.1021A>C
(Thr341Pro) B reTepO3HNOTHOM COCTOAHHH,

11.08.2014 Mocksa, LIeHTp MOJIEKYIAPHON NEHETHKH:
Pe3synbrare! JIHK AHArHOCTHKH cEMbH MaLUHEHTA NOKA3ailH,
4TO TaKas e TOUHO MyTauHs B reHe DES 3amena c.1021A>C
(Thr341Pro) B reTepo3HroTHOM COCTOSHHH oOHapyxeHa y
otua (ymep B 49 siet, 2003 1.). Y MaMbl H CbIHa MYTalHH HeT.
CobIHy 6 n1eT (3k30¢TO3Has Honesnb).

3akniovexne

JlaHHbIA cayyail OTpaXKaeT CIAOKHOCTH B OHArHOCTH-
Ke HeHpOMbIILIeYHbIX 3a00eBaHHH, TaK KaK paHee He Gbl1o
onucano noaoGHoH MyTauHH. JIHarHOCTHYECKHH NOKHCK NPo-
J0/Ka/ICA HA IPOTAXEHHH 5 nieT 1 6b1 3aBepllIeH AHArHOIOM
MHO(QHOPHIAPHOH MHOMATHH C MHOTEHHBIM TETpanape3oM,

JIETKHM B JHCTAJIbHbIX, YMEPEHHBIM B MPOKCHMAJIbHBIX OT-
eflax HHKHHX KOHEYHOCTeH.

Aceesa Kpucmuna Cepzeeena, spau-1eeporoz cma-
yuonapnozo omoderenun FAY3 TO «Obnacmuoin nevebuo-
peabwumayuonnsiin yeumpn, 2. Tromens, Jlebedesa Jqucun-
ua Heanosna, savecmumens 21aenozo epava no aevebnoi
wyacmu [AY3 TO «Obaacmuon nevebro-peaburumanuoniuii
yenmp», KM.H., OOleHm, 8pay-HeepoI02 ebiCuiel Kameo-
puu, 3aciyxcennsitt pay P®, 2. Tiomens, benosa Enena Ba-
CUbEBNA, 6pAy-NEEPOA0S, INUIENINGT02 KONCYAbMAMUSHO-
Quaenocmuvecko2o  omoetenun TAY3 TO «Obaacmuoi
1eHEOHO-peaduIUMayuonelit yeHmpn», K.M.H., DAy He6poro2
avicuens kamezopuu, 2. Tiomens, Asmop, omeemcmeaennwiti 3a
nepenucky - Aceesa Kpucmuna Cepeeeena, 625 048 2. Tio-
wenv, yi1. Uopca 1172, Aseeva.kristina@gmail.com
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