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[Ipo111o BOT yzke OKOJIO MOJyBeKa KaK IBe He3aBUCH-
MbIE TPYINbI UccaeaoBaTeneii [1, 2] onucaiu HOBYIO Ha
TOT MOMEHT (hOpPMY BPOKICHHOM MUOTIATUN, XapaKTePH -
3YIOIIYIOCST HATMIMEM B LIMTOIIA3ME MBIIIICYHBIX BOJIOKOH
000C00JIeHHBIX BKIIOUeHU B hopme HUTeil (rods), pac-
MOJIOXKEHHBIX B BUI€ YaCTOKOJIa WJIM TOPCaibl. DTU BKIIIO-
YeHUs MPU OKpallBaHUX TPUXPOMOM 110 [ToMopH BBITJIS -
ST KPacHBIMM CKOIUICHUSIMU 4YepBeoOpa3Hoil (pOpMEI,
pacmoIoXKeHHBIMU Ha TIepruheprur BOJIOKOH, OTKYIa 1 Ha-
3BaHUE <«HEMaJMHOBasl MMoMNaTusl» (OT Iped. nema —
HUTB), TIpeutokeHHoe G.M. Shy u coasr. IlepBble 251eK-
TPOHHO-MUKPOCKOTTYECKIE NCCIICAOBAHMS O0HAPYKUIIN
CXOXXECTh MEXIy CTPYKTYpaMU 3TUX BKIIOUCHUIN U Z-T10-
Jioc MUOPUOPpUIII. YKMCI0 OMUCHIBaEMBIX Cy4aeB OYeHb
OBICTPO POCIIO, M YACTO OOHAPYKMBAJICS CEMEMHBIN XapakK-
Tep matonoruu. I1o Mepe HapacTaHUS OMbITa OBLIO TIPO-
JIEMOHCTPUPOBAHO IIMPOKOE KIMHUUECKOE pa3HOOOpa3ne
3aboseBaHus |3, 4].

[MapainenbHO ¢ TUM CTaJIO OYEBUIHBIM, YTO HATUUKUE
MMOJOOHBIX MOPGOIOTUIESCKIX MU3MEHECHUI HE SIBISICTCS
ceuMPUUHBIM 1711 TaHHON BPOXKICHHON ITaTOJIOTHU:
CXOXME BKIIOUCHHUSI 00HAPYKUBAJIMCh MPU TaKUX pa3HO-
00pa3HbIX PaCCTPOMCTBAX, KAK TEHOTOMUU, ITOJTUMMUO3UTHI
1 TUTIOTUPEOMIHASI MUOIIaThs. TakuM o0pa3om, IUarHos
HEMaJTMHOBOM MUOITATUH HE MOT OBITh ITOCTABJICH TOJBKO
Ha OCHOBaHUU MCCJIEIOBaHMsI OMOITaTa MBILILIbI B OTCYTC-
TBUE KIMHUYECKUX MPU3HAKOB BPOXKIEHHON MUOMATHM.

Cpennt ceMelHBIX (POpM TIEPBBI JIOKYC OBbIT HaligeH
N.G. Laing u coaBt. Ha 15-i1 XxpoMOCOMe B ayTOCOMHO-II0-
MMHAHTOM BapuaHTe. OTBETCTBEHHBIA Te€H KOIUPYET
0-TPOIOMMO3UH [5]. 151 peueccuBHBIX (popM ObLIa Omnuca-
Ha COOTBETCTBYIOIIAST JIOKAM3alldsd Ha 2-ii XpoMocome

*[Ty6nukyeTcst ¢ pa3pelleHus aBTopa.

TpyYIIIoN yueHbIX o pykoBoacTBoM C. Wallgren-Pettersson,
TECHO COTPYAHUYAIOIINX C OOJIBIION MEXIyHAPOIHON MC-
CJIeIoBaTeNIbCKOM KoMaH o, OTBETCTBEHHBII TeH KOIUPYET
TMTaHTCKUIA CApKOMEPHbIIA 0eJIOK — HEOY/IMH [6].

C TeX IOp YMCJIO TEHOB, BOBJIEUEHHBIX IIPU 9TOM THUIIE
MHONaTUU, BO3pociao. CeromHsi U3BECTHO 7 T€HOB, IIpU
TOM YTO 3HAYMTEIbHOE YMCJIO MUOTIATUI MO-TIPEKHEMY
HE UMEET MOJIEKYJISIPHOTO OTTMCaHUSI.

Heobxomumo otaats nommkHoe N.G. Lang u C. Wallgren-
Pettersson, KOTOpbIe BHECIM OTPOMHBbII BKJIAJ B IOHUMAaHNE
raToreHe3a HeMaJIMHOBBIX MuonaTyii. CyIlecTBEeHHYIO POJib
CBHITpaJIM TAK3Ke MHOTOUMCIICHHBIE TPYIITHI Bpadeil 1 cciie-
JIoBaTesieil, COTPYAHMYECTBO KOTOPBIX ITOIAECPXKUBAIOCH
OpraHM30BaHHBIMU COOOIIECTBAMU IO ATMI0M MexKmyHa-
ponHoro KoHcopuuyma European Neuromuscular Centre
(ENMO).

Bbut onucaH Takxke THUI HEMaJIMHOBBIX MUOIATUIA
HETeHETUYECKON IPUPOIBI, BBIACICHHBIX B OOJBIIYIO
IPyMITy MUOIIATHI C HUTEBUTHBIMM BKITIOYCHUSIMU C I103-
IHUM Aeo0roToM (late-onset rod myopathy), KOTOpPBIE CETOI-
HSI OTHOCSIT K ayTOMMMYHHbBIM 3a00s1eBaHusiM. [1pumeya-
TEJIbHO, YTO OHU XOPOLIO MOIAA0TCS JICUSHUIO.

Knunuueckoe pasHoobpasue

[1aBHBIMM KIMHUYECKUMU TIPU3HAKAMU HEMaJTUHO-
BbIX MMOIIATUI SIBJISIIOTCS MBILIEYHAsT CJ1A00CTh, TUIIOTO-
HUS, 3a/IepKKa B IPUOOPETEHUHM ABUTATeIbHBIX HABBIKOB
M OTCYTCTBUE WJIM BBIPAXKEHHOE CHIKEHUE TTepUOCTalb-
HbIX peiekcoB. Bo3moskHa 3HaunTEIbHASI BHYTPUCEMET-
Hasi Bapua0eJIbHOCTb TeYEHUST U MPOrHO3a 3a00eBaHMS.

ITpu BpoxkneHHBIX (hopMax MAaLIMEHT YaCTO UMEET BhITSI-
HyTO€ TMIIOMUMMWYIHOE JIIIO, C OECCTPaCTHBIM (Oe3pasimy-
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HBIM) BBIP&XKEHHEM, C TIOJTYOTKPBITHIM PTOM, apKOOOPa3HbIM
HeOoM u perporHatuein (puc. la). Ilpu nomuHuMpytoIIe
¢JIab0OCTM MUMMYECKMX MBILIIL YaCTO HAOII0IAeTCs 3HAYM -
TeJIbHAsT BOBJICUEHHOCTh CrU0aTesNell IIeu U MPOKCUMAaITb-
HBIX MBIIII KOHEYHOCTEH. Y HEKOTOPHIX MaIlMEHTOB
3aTPOHYTHI TAKXKE AUCTATBHBIE TPYTITIHI M. Kak nmpasu-
JIo, HaOoMaeTcsl 3afepKa MOTOPHOTO Pa3BUTHSI; UH-
TEJUIEKTYaJIbHOE Pa3BUTHE HE CTpanaeT. BO3MOXHBI JIbI-
XaTeJIbHbIe HapYIIEHUS, pa3BUBAIOIINECS BTOPUYHO TP
ropaxxeHuu auadparMbl 1 MeXpeOepHBIX MBI Y ca-
MBbIX MaJICHbKUX MAllMEHTOB 4YaCTO OTMEUAIOTCSI TPYIHO-
CTU TIPY XKE€BAHWUU U TJIOTAHUU, N30BITOYHOE CIIOHOOT/IE-
JIeHVe W Tu3apTpust. TUIMTMYHBIM SIBJISIETCSI COXPAHHOCTD
9KCTPAOKYISIpHBIX MBI, [TopaxkeHrne Mrokapaa BCTpe-
yaeTcs penko [7, 8]. B 3aBucuMocTu oT 1e0roTa 1 TSKec-
TU MBILIEYHBIX U JbIXaTEJIbHBIX PACCTPOUCTB BBIACISIOT
HECKOJIBKO (DOPM HEMATMHOBOW MUOIATHN: BPOXKIECHHAS
HeoHaTajbHas1, Tskenass (popma, 4acTo acCOIMMpPOBaH-
Hasi C apTPOTPUIIO30M; BPOXIEHHAsl MPOMEXYTOUHast
(opma; BpoxaeHHass TUNMUYHAs (GopMa U yMepeHHasl
(opma, pasBuBaltoiasics B aerckoM Bospacte. Dopma
«aMUIIl» — TsDKeIasi MUoTIaThsl, HaOmogaeMasi UCKIIIOUM-
TEJIbHO B ONHOUMEHHOW 3THUYECKOW TPYIIIIe.
Bpooswcoennas munuunas ¢popma — cambiii yacThiit e-
HOTHIT TaHHOM MuomaThu (1o 50 % onmmcaHHBIX CITy4YaeB).
3abosieBaHNe, COMPOXKAAEMOE TUTTIOTOHNEH, BBITSIHYTHIM
JIUIIOM, MBIIIEYHON Ca00CThI0O U 3aTPYIHEHUSIMU TIPU
KOPMJIEHUU, TTPOSIBIISIETCSI B HEOHATAJIbBHOM TEPUOJIE WU
B TIEPBBIN rof] XKMU3HU. [{7151 MTallMeHTOB XapaKTepPHBI CIIOH-
TaHHbIC aHTUTPABUTAIIMOHHBIE IBVKEHUS. JpIxaTeTbHbIe
paccTpoiicTBa BbIpaXKeHbI B OOJIbIIEH UM MEHBIIEH CcTe-

neHu. B HeOCTOXKHEHHBIX CJIyYyasiX BBISBISETCS CYOKIIM-
HUYeCcKasi HOYHasi TUTMOBEHTUJISIIIUS WM YacThle MH(EK-
LIMOHHBIE 3a00JIeBaHUS ObIXaTeIbHbBIX MyTeil. MbllIeYHbIe
MPOSIBIEHUS OCTAIOTCS CTAOMIbHBIMU WJIU IMPOrPECCUPYIOT
KpailHe MeIJIeHHO, UMEIOT ITPOKCUMAJIbHOE pacIipeesie-
HUE, HO Y HEKOTOPBIX MAlIMEHTOB TAKXKE 3aTPOHYTHI TAC-
TallbHbIe OTHebl. MHOrma 3a0oeBaHue MaHUGECTUPYET
C paHHel MPOKCUMAaJIbHOM U JUCTajbHOM cltadocTu. Yac-
TO Pa3BUBAETCS CKOJIMO3.

Bpooswcdennas npomexcymounasn gpopma — HabIIomaeTcst
npumMepHo B 20 % cayvaeB. C MO3ULIMIA TSKECTH 3a00J1e-
BaHMSI Y IJTATEJIbHOTO MPOTHO3a TaHHask (hopMa HAXOAUT-
CS1 MEXXIY BPOXXIECHHOM TSKEJTON M BPOXIECHHOW TUITAY-
HOlt cdopmamu. XapakTepHO paHHee (hOpMUPOBaHUE
OKOJIOCYCTaBHBIX peTpakuuii. [Ipu poxneHun y peteit
HaOII0AAI0TCSl aHTUTPAaBUTALIMOHHbIC IBVKEHUS U CITOH-
TaHHOE JbIxaHue. [TalleHTOB BKIIOYAIOT B JAHHYIO MO -
TPYTITY, €CJIM MBIIIIEYHAs! CJTA00CTh MPETISITCTBYET 00OpeTe-
HUIO IBUTATE/IbHBIX HABBIKOB MJIU TPEOYeT UCIIOJIb30BAHMS
MHBaJIMIHOTO Kpecja U BCIIOMOIaTeIbHOIO JbIXaHMSI B Ha-
yaje 2-ro AeCATUIETUS XKU3HU. TakuM 06pa3oM, OTHece-
HUE MalMeHTa K KaTeTOpUU BPOXKIEHHON MTPOMEXYTOUHOMN
VIV BPOXIEHHOW TUIIMYHOM 3aBUCUT OT BO3pacTa U K-
HUYECKOTro TeYeHUs.

Bpoxcoennas neonamaavhas maxceaas gpopma, CoctTan-
JITroIIast MpUOJIM3UTENIBHO 1/6 OTIMCaHHBIX ClTyJaeB, CKO-
pee BCero YMCIEHHO HeA0OLIEHEHA U3-3a TUarHOCTUIECKIX
TPYyAHOCTell B HeoHaTajlbHOM mepuomae. [Ipu poxaeHuu
Y HOBOPOXIEHHBIX HAOJII0JAIOT MBIIICYHYIO CJIabOCTh
U BBIPAXKEHHYIO TUIMOTOHUIO, CHUXKEHWE CIOHTAHHBIX
NBVDXKEHUI, 3aTPyIHEHUSI TIPY COCAHUM U TJIOTAHUM, rac-

Puc. 1. ITayuenmoi, cmpadaiowue nemarunogoii muonamueti ¢ mymayusmu eena ACTAI: a — npomescymounas ¢opma ¢ XapaKkmepHviM GbIMAHYMbIM

u beccmpacmHbimM AUYOM, HOAYOMKPLIMBIM PIOM U APKO0OPA3HbIM HeboM (MoaeKyaapHblil anaau3 npog. Niguel Laing, [lepm); 6 — eposcoennasn maicesas

hopma ¢ eenepanu308aHHOl MblUEHHOU CAAOOCbIO, MEXAHUUECKOU 0bIXAMEeNbHOU NOOOEPICKOL ¢ MOMEHMA POHCOCHUS. U MHONCECHBEHHBIM APMPOSPUNO30M
(monekyaspHwiil anaaus npog. Joel Lunardi, 0-pa Nicole Monnier, Ipeno6as)
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Tpoa3odaraabHbIi PeMIIOKC W TIXKEIYIO IbIXaTeIbHYIO0
HEIOCTaTOYHOCTD, TPEOYIOIIYIO ITOCTOSTHHOTO UCIIOIb30-
BaHUsI AbIXaTeIbHOM NoaaepXKu. OnucaHbl FTUAPaMHUOH
(aHOMaJIbHO OOJIBIIIOE KOJIMYECTBO OKOJIOILIOAHBIX BOI
nocie 20-it Hememm 6epeMeHHOCTH ), CHIDKEHIE aKTUBHOC-
TH TIJIOA U Jaxke peTaabHast aKWHE3Ms 1 MHOKECTBEHHBIC
KOHTPaKTypbl. BpoXXIeHHBIII apTPOTPUIIO3 HE PEIKOCTh
MPU TSEKENIoM hopMe HeMaJIMHOBOM Muoratuu (puc.16).
[ pIxatenbHass HEMOCTaTOYHOCTh WJIM acTuparvioHHas
ITHEBMOHUSI YacTO TIPUBOIAT K PaHHEMY JIETAITbHOMY
ucxony. Crieuajiu3upoBaHHOE BeACHUE U COOTBETCTBY-
FOIIMIA YXOJ MOTYT IIPOUTUTH XKM3Hb HEKOTOPHIM TTalIMeH-
TaM, HECMOTPST Ha TIPUCYTCTBYIOIINE C POXKICHUS TeHe-
paM30BaHHYIO MBIIICYHYIO CJT1a00CTh M IBIXaTCIbHYIO
HEIOCTaTOYHOCTD.

Dopma, manughecmupyrowas é demckom 6o3pacme, Co-
cTaBysieT okosio 12 % ciydaeB M MpeacTaBieHa OTHOCH-
TEJIbHO HEHAPYIICHHBIM IBUTATCILHBIM Pa3BUTHUEM B paH-
HeM geTcTBe. B KoHI1le 1-ro min Havase 2-ro 1eCITUIETUS
JKM3HU Yy TTAIIMEHTOB pa3BUBACTCS U HAYMHAET MEIJICHHO
MPOTPECCUPOBATh AUCTAIbHASI Y IPOKCUMAJIbHAST MbIIIIeY-
Has cabocTth. MuMmMuecKast MyCKyJIaTypa, Cepane 1 Obl-
XaTeJIbHbIC MBIIIIIBI HE 3aTPOHYTHI.

Paznmuust Mmexny oopMaMy HEMaJIMHOBOM MUOITATUM
JIOCTAaTOYHO YeTKHe, U auddepeHInanys BO3MOXHa He
TOJIBKO PETPOCIIEKTUBHO. B HEKOTOPHIX CITydassx HeMaJlH-
HOBYIO MUOTIATUIO PACIIO3HAIOT Y B3POCJBIX IMPU cOope
ceMeitHoro aHaMmHe3a. I[Ipy 3TOM IALIMEHTOB ¢ MaJIOBbI-
paXkeHHOW MBbILIEYHO ¢J1aboCThlO, BO3HUKIIEH aaxke
B paHHEM JIETCKOM BO3pacTe, MOXHO OIMMOOYHO OTHECTH
K TPYIIIIE C «B3POCIOii» (pOpMOii.

Buoncus Mbiwbl: 00HAPYKEHUe HUMEBUAHbIX CMPYKmMyp

B ciygae BpoxkneHHOM MUOTIATUY MBILLIEYHBII OMONTAT
OepyT U3 KIIMHUYECKU TTOPAXKEHHOM MBILIILIBI, IPEATOYTH -
TEJIbHO U3 JEJBTOBUIHOM WIH YeThIpeXTiaBoii. 1o Bo3Moxk-
HOCTH CJIeyeT n30eratb MOp(oI0rnieckoro uccieoBaHus
MBIIII, HAXOASIINXCS Ha (PUHAIBHOM CTaIuy N3MEHCHUI
U XapaKTePU3YIOLINXCSI MaKCUMaIbHOU ciaadocTho. Clie-
JIyeT IOMHMTb, YTO OMOITAT NMapaBepTeOpaIbHbIX MBbIIIILI,
B3SThIN BO BpeMsI ONIEPaTUBHOIO BMEIIATEILCTBA 110 TTIOBO-
Iy CKOJTNO03a, HEe TIPUTOJICH JIJIST TMarHOCTUYECKOTO MOpGho-
JIOTUYECKOTO MCCIEeIOBaHUS BCIACACTBUE IIPUCYTCTBUS
MHOTOYMCJICHHBIX «BTOPUYHBIX» MTOBPEXKIEHUI, KOTOPbIE
MOTYT CTaTh MPUYUHOM OITMOOYHOTO TOJIKOBAHUS.

OTIMYUTETEHBIM TATOMOP(OIOTUIECKUM TTPU3HAKOM
HeMaJIMHOBO MMOMATUH SIBJISICTCSI HAJIMYKME B CApKOILIa3-
M€ BOJIOKOH CKEJIETHBIX MBIIIIL BKIIOYEHUI, Ha3bIBAEMbIX
rods, HeMaJIMHOBBIMU TEJIbLIAMU WM HUTIAMU. HuteBu-
HbIE CTPYKTYPBI TUIOXO BU3YaJIU3UPYIOTCS MPU OKpPACKe
reMaTOKCUIMH-303UHOM. Mcrionb3oBaHre MOAU(PUIIIPO-
BaHHOI'O MeTOJAa OKpalludBaHUs TpuxpoMmoM mno Tomopu
BBISIBJISIET MX B BUJIE KPACHBIX (DYKCMHOMDUIBHBIX CTPYK-
Typ, C YeTKUMHU KpassMu Ha (hoHe CUHE-3eJIEHBIX MUO(DUO-
pwn (puc. 2). B muroriazme MbIIIIEYHOTO BOJIOKHA HUTE-
BUIHbIC BKJIIOUEHUSI MOTYT pacroaratbCsl B CiydyaiiHOM
MOpPsIIKE, HO TIO/T CApKOJIEMMOI 1/MJIK BOKPYT sipa OHU
JIEMOHCTPUPYIOT TEHIEHIINIO K (POPMUPOBAHUIO CKOTLIE-
Huli wiu kiactepoB. COOTHOIIIEHWE BOJIOKOH, COaepKa-
IIMX HUTEBUOHBIE CTPYKTYpPbl, HEOAMHAKOBO B Pa3HbIX
MBIIIIIAX M Y pa3HbIX MaeHToB. CeromHs He BBISIBICHO
HUKAKOU OTpeIe;IECHHOU 3aKOHOMEPHOCTHU MEXTY YACIIOM
JTAHHBIX BKJTIOYEHUI 1 BO3pPACTOM Ae0I0Ta MUOTIAaTUU U,/ WU

Puc. 2. HemannHOBast MMONIATHS: @ — KPUOCMAMHbLIL CPe3 CKeAeMHOU MblUYbl, YKA3bI6AIOWUI HA CKONAEHUs HUMEN0O00OHbIX BKAIOUEHUIl, OKPAUEHHbIX

8 KpacHwlil yeem, (hyKCUHODUNBHBIX HA (YOHE CUHE-3eNeHOL LUMONAA3MbL MbIUEYHBIX 8010KOH (MOOUDUUUPOBAHHAS MEMOOUKA OKPAUUBAHUSL MPUXPOMOM

no lTomopu); 6 — 31eKmMpPOHHAST MUKPOCKONUS: MHOJICECIB0 HUMell 6 Ude ONMuU4YecKu NAOMHbIX NPO00A20BAMbIX CIPYKIMYD, PACHOAOICEHHBIX 6 cybcap-

KONeMMHOU obaacmu; 6 — npu 060abueM Y8eauteHUuU: XoOpoulo O4epHeHHble HUMU, OKPYICeHHble MOHKO-UAaMeHMHbIM cyOcmpamom; npu euwe 6oavuiem
yeeauuenuu (npaegolil HUNCHULL K8aopam,) onpeodensiemcs munu4nblil (ppazmenm HUmenooooHbIX CmpyKmyp
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ee TsKecThio. [1pr 3ToM y HEKOTOPBIX MTallMeHTOB, B Yac-
THOCTU Y HOBOPOXXICHHBIX U MJIaJICHIIEB, HUTU HE BCETIa
YETKO OIPENe/ISIIOTCS TIpU TMepBOM OMOIICUU, OCOOEHHO
MpU TUCTOMDEPMEHTATUBHOM aHaJIU3€, U 3TO HE 3aBUCUT
OT TSKECTU KITMHWYECKUX TTPOSTBICHUI. B Takmx ciyuasx
MOCTAHOBKA JMarHo3a 3aJep>KUBAeTCsl 0 MPOBEICHUS
IMOBTOPHOM OMOIICHM, B3SITOM U3 IPYTOit MBIIIILIBI, WIX 10
MOMEHTA IeTaJIbHOTO M3y4yeHHs OronTaTa METOI0M JIeK-
TPOHHOU MUKPOCKOITHH.

HuteBuansle oOpa3zoBaHusS 4Yallle MPUCYTCTBYIOT
B CapKoOIlJIa3Me MBIIIIEYHOTO BOJJOKHA, OJHAKO OHM TaKKe
ObUTM OOHApYXEeHbI B BUAEC BHYTPHUSIACPHBIX BKIIIOYECHUIA,
B YAaCTHOCTH TIpM HEOHATaJbHBIX TSKEIBIX (opMax.
BHyTpusinepHbie HUTHM 4alle BCEro OOHApPYXWBAIUCh
y IeTel C HeMaJIMHOBOU MUOTIAaTUEHN, aCCOLIMUPOBAHHOM
¢ mytanusiMu reHa ACTA I (CKeneTHBI a-akKTUH) (puc. 3).
Hanuuue sTux BHYTpUSACPHBIX BKIIOUECHU HE CHELU-
GUIHO 1719 HEMaJIMHOBBIX MUOITATHIA: TaK, OHM BCTpeUa-

(puc. 4). Kpome TOoro, HUTH coepaT MHOXKECTBO JIPYTUX
0eJIKOB Z-TI0JIOCHI, B YaCTHOCTH TEJICTOHWH, (hMIaMUH,
MUOTWJIMH, MUO3eHUH U MuonaumanH. [Ipeobdnaganue
BOJIOKOH 1-ro THMa — 00111as1 XapaKTepHasi uepTa HeMaiu-
HOBBIX MMOTIATUIA; MOXHO JaXke HaOTI0AaTh UX OMHOTHII-
HOCTh. HUTH MOTYT 00HApyXUBaThCS B BOJIOKHAX 000MX
TUnoB. Te, 4To cofepkaT HUTEBUIHbIE CTPYKTYPHI, 4ACTO
HUMeIOT HeboJbIIoi pa3Mep. C Bo3pacToM mpeodiagaHne
BOJIOKOH 1-TO TWTa CTaHOBMUTCSI OOJiee BBIPAKEHHBIM.
OHO CcB$I3aHO C aHOPMAJILHO MOBBIIIIEHHON 9KCIIpeccueit
MHO3MHA TUIoJa (0OBIKHOBEHHO HE BKCIIPECCUPYEMOTO
rocite 6-MecsTYHOTO BO3pacTa) M KOSKCIIpecCHei ObICT-
pOTo ¥ MEIJIEHHOTO MUO3WHA B HEKOTOPBIX MBIIIIEUHBIX
BosiokHax [10].

[ucTomornyeckux OTIMYUTEIbHBIX XapaKTEPUCTUK
ISl pa3HbIX (hOPM HEMAaJTMHOBBIX MUOIIATUIA C U3BECTHOM
reHETUYEeCKOl MyTauueil He cyliectByeT. Hekoropnie
MopdoIoTudecKrue N3MeHEHUs TTOMOTaloT B OIpeese-

Puc. 3. Hemanunosas muonamus ¢ 6HympukAemouHbiMu HUMeoopasHuiMu 6KAHeHUAMU, accoyuuposantas ¢ mymauueii eena ACTAI: a — kpuocmam-

Hblil cpe3 cKeAemHOL Mblullbl, 0OHAPYICUBAROUWUL HUMU, OUDPDY3HO PACNONOIICEHHbIE 8 UUMONAA3Me, d MAKNCe 8 A0Pax; 6 — INeKMPOHHAS. MUKPOCKORUSL:

MHOJICECNB0 ONMUHECKU NAOMHbIX MAACHLKUX HUMELl, PACNON0JCEHHbIX 8 MbIUEHHOM B0N0OKHE U BHYMPUAOEPHO; 6 — 8HYMPUsOepHble HUMU npu O0AbUIOM
yeeauuenuu (moaekyaapnulii anaaus npog. Niguel Laing, Ilepm)

I0TCSI B CTy4asix MUODUOPUIIIIPHBIX MUOITATUIA, CBSI3aH-
HBIX ¢ TeHoOM ZASP [9].

I[Ip1 57eKTPOHHONW MUKPOCKOIUU HUTEBUIHBIC
BKITIOUYCHUS BBHITJISIAST KaK MaTOBBEIE, IIJIOTHBIC, TOHKO
OYepUYCHHBIC CTPYKTYPHI, PACIIONOXEHHBIC B XapaKTep-
HoW mepuoanuHocTu. MUx cpeanumii pasmep — 1—7 MKM
B 1MHY U 0,3—3 MKM B IIUpUHY [3, 4]. DTU BKIIIOYEHUS
MTOSTBJISTIOTCST B KAUECTBE «JIaTePaTbHBIX TTOTUMEPOB» Z-
moJioc. B 0CHOBHOM OHM COCTOSIT U3 0.-aKTHUHA, KOTOPBIi
MOXKHO JIETKO M3BJIeUb ITyTeM UMMYHOMII00pECLeHLIMN

HUM MOJIEKYJISIpHO-TeHeThndeckoro medekra. Hamuume
0OJIBIIIOTO YMCJia HUTEH M aHOMAaJbHOE HaKOIUICHHE
TOHKMX (MIAMEHTOB aKTWHA, aCCOUMUPOBAHHBIX CO
3HAYUTEIbHOW CapKOMEPHON Ie30pTraHrU3alueN B HEKO-
TOPBIX MBIIICUHBIX BOJIOKHAX WJM — 4YTO Oojiee pea-
KO — B 3e0Opa-Tesbliax, HaOMIoIaeTcs y AeTeil, MUMEIOIIUX
mytauuto ACTAI. MenjneHHbI OelOK o-TPOITOMUO3MH,
3KCIPECCUPYeMBbIi ICKITIOUMTEIIBEHO B BOJIOKHAX |-T0 THTIA,
arpodust U HUTCBUIHBIC CKOIUICHUS ITPENMYIIECTBEHHO
MOSIBJISTFOTCSI B 3TUX BOJIOKHAX Y JIUII ¢ MyTaluein 7TPM3.

11
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Puc. 4. Hemaaunosas muonamus: KpuocmamHslii cpe3 CKeAemHOU Mblild-
Ybl OOHApYdICUBAEM CKONACHUS HUMEIl, BblAGACHHbIX NPU NOMOUU AHMUMen
NPOMUE G-AKMUHA, 8 YHACMHOCMU 8 CYOCAPKOAEMMHBIX 30HAX

Crnenyer NoguepKHYTb TPYIHOCTU MOCTAHOBKU JMAr-
HO3a HEMAJMHOBOM MUOTIATUH, TaK KaK TIEPBOE T'MCTOXM -
MMUYECKOE UCCIIeIOBaHNE YeTKO He BBISIBJISICT CKOILICHMSI
MaJieHbKUX (pyKCMHO(MUIBHBIX BKIIOUeHU. B yacTHOCTH,
5TO XapaKTePHO IS MBIILIEYHbBIX OMOIICHIA, IIPOBENEHHBIX
B HEOHATATBHBIN rieprot. JINIIIb 3JIeKTpOHHAsT MUKPOCKOTTHST
TMO3BOJISIET BU3YaIM3UPOBaTh MOP(OIOrnuecke 0coOeHHOC-
TH Y HEKOTOPBIX HOBOPOXKIEHHBIX (puc. 5). JlaHHbIE yIbTpa-

CTPYKTYPHBIE aHOMAJTUU OTJIMYAIOTCS TIPUCYTCTBUEM MaJTbIX
CErMEHTOB pa3/IeJIEHHBIX CAPKOMEPOB, U3 KOTOPBIX TSHYTCS
TOHKME (DMUIAMEHThI M1 MHOXECTBa MUHU-HUTEM, pacIioso-
>KEHHBIX Ha IOCTATOYHO MPOTSIKEHHBIX 001aCTSIX C CYIIIeCT-
BEHHBIM CTPYKTYPHBIM HapylieHueM (puc. 6). [TogoOHbIe
maroMophoIOrMueckre HaXoIK1 He COTIPSIKEHBI HU C O/T-
HOW MyTallMEN, U3BECTHOM B HACTOSIILIEE BPEMSI.

leHemuyecku femepMuHuUpoBaHHbie HeManuHoBble

Muonamuu

Anomamu 6 reHoB (ACTAI, NEB, TPM3, TPM2, TNNTI,
CFL2), xonupyrouyx 0e1K1 TOHKUX CApKOMEPHbBIX (hraMeH-
TOB (CKEJICTHBIN 0-aKTWH, HEOYJIMH, MEUICHHBIA 0-TPO-
TIOMMO3WH, [-TPOITOMMO3WH, MEIJIEHHbI TPOMOHUH T u
KO(UIMH-2 COOTBETCTBEHHO) SIBJISTIOTCS IPUYIMHOM OOJTBIIIO-
TO YKCJIa TEHETUIECKU AeTEPMUHUPOBAHHBIX HEMATMTHOBBIX
muoratuit. Myramym reHa KBTBD 13, KomapyroImero 6eiok
un3 cemeiictBa BTB/Kelch (yuactByroiiero B umcie mpoumx
B PEry/Isiliiy TPAHCKPUIILIMY TeHa) ObUIA HEeTAaBHO OTKPBIThI
B ayTOCOMHO-JIOMMHAHTHOI1 (hopMe OTHOCHUTEJTLHO JTOOPOKa-
YEeCTBEHHOM HEMaJIMHOBOM MMOIIATUH (CM. TaOJIMILY).

B ¢BsI31 ¢ OOJIBIINM YMCIIOM T€HOB, OTBETCTBEHHBIX
32 HEMaJIMHOBYIO MMOIIATHIO, TEHETUYECKUIA TTIOUCK MOXET
OBITh 3aTpyAHEH. BO3MOXHO, OOJBIIMHCTBO CIy4aeB 00yc-
JIOBJIeHO MyTalueit reHa NEB, koaupyrolero HeOyauH,
O/IHAKO TOYHbBIC NAHHbBIE OTCYTCTBYIOT. Bce M3BeCTHBIE
ceromHs myTauuu reHa NEB (ToyedHble MyTalluu, MaJible
JIeJIeLIMK U TYTUIMKALIMKI) SIBIISTIOTCS QyTOCOMHO-PELIECCUB-

Xapaxmepucmuka ceHemuvdecKu 0€m€pMMHMp060HHle HeManIUHOBbIX MUONAMULL

MeieHHbIH TPM3 AJl: yMepeHHbIe IPOMEKYTOUHbIE N. Laing, 1995;
NEM 1 0-TPOIIOMUO3HH 1921.2 (hopMBI ¢ 1e0I0TOM B IETCKOM BO3pacTe
13 sKx30HOB P. Tan,1999
(uenb a-3) AP: BpOXXICHHBIE TSDKEIBIE (hOPMBI
NEM 2 Sk NEB 2q22 AP: BpOXX/ICHHBIE THITHYHBIE YMEPEHHBIE K. Pelin, 1999
183 sk30Ha (hOpPMBI 1 BPOKIACHHBIE TSHKEIIBIS POPMBI
AJl: yMEpEeHHO BBIPAXKEHHBIE U TKEIIbIe
hopmer
AP: BpoxxaeHnas spkenasi hopma
NEM 3 CKeJNeTHbIH 0-aKTHH Lo 1q42.1 L Clo RS Sl R B K. Novak, 1999
7 5K30HOB 1 TSDKeITbIe hOopMBI
AP: H30BITOK TOHKUX (pUITaMEHTOB
3apo/bIIeBas MO3aMYHOCTh: YMEPEHHO
BBIPA)KEHHBIC H TSDKEIIBIC (hOPMBI
NEM 4 B-TporoMuo3uH ey 9pl13 AJl: BpoxaeHHas THIHYHAS hopma K. Donner, 2002
P 10 5x30HOB P - BpOXL P ’ ’
NEM 5 Mennenmsi INNTI 19q13.4 AP: BpoxieHHas TsDKelast (popMa aMHIT J. Johnston, 2000
Tporonu T 14 5x30HOB
I[Ipenmnonaraemsrii KBTBDI13 . N. Sambuughin,
NEM 6 BTB/Keisu 6enok 1 5x30H 15q22.31 AJL; nericas gopvia 2010
NEM 7 Kodumun-2 5 :Scf(fjoa 14q12 AP: BpoxxaeHHas tunuyHas Gopma P. Agrawal, 2007

Ipumeuanue. AJ] — aymocomno-0omunanmuulil mun Hacnedoanus, AP — aymocomHo-peyeccugnbviii mun Hacie008aHus.
|
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Puc. 5. YVaempamonkue cpeszor moiuieunoii 6uoncuu 08yx HO8OPOJICOCHHbIX C USHAHANBHO He 0OHAPYICEHHOU namonoeuell, aHoManus Obila 8biA6AeHA UC-

KAIOMUMENbHO npu 2NeKmpoHHOU mukpockonuu. Y 1-eo (a, 0, 6, ¢) u 2-e0 (0, e) nayuenmos, namomopghonroeuveckue XapaKkmepucmuku UOeHMUYHbL:

npucymemaeue npomadiceHHwIX ooaacmeil co 3HAYUMOI CMPYKMYPHOU Nepecmpoiikoil 8 gude NOsS6ACHUsI MANCHbKUX Ce2MEeHMO08 Pa30eNeHHbIX capKome-

D08, U3 KOMOPbIX NPOMALUBAIOMCS MOHKUE duramenmel (co30arujue 6neuamaeHue «<MaieHbKux 06abo4ex»), u npucymcmeuem MHOJNCecmea MUHU-HU-

meil. Moaekyaspho-eenemuueckoe uccaedoganue y 3mux Maadenues no3eoauno uckaodums eenvt ACTAIL, TPM2, TPM3, TNNTI (monexyasphuiii anasu3z
npo. Joel Lunardi, 0-pa Nicole Monnier, Iperno6av)

HbiMU [11, 12]. B TO ke camoe BpeMmsi 00IbLION pa3Mep
reHa NEB (183 3K30Ha) 1 CIIOHOCTb €T0 ITOJTHOTO aHaJI1 -
3a CJIYXaT MOBOAOM ISl Hauasla MOJIEKYJISIPHO-TeHETUYeC-
KUX UCCJIEJIOBAHUI B 00JIACTU JPYTUX, YACTO 3aTPOHYTHIX
reHoB, Hamnpumep ACTAI (7 >K30HOB), KOAUPYIOLIETO

CKeJIeTHBIM o-akTuH. [TocaenHnii OTBETCTBEH IIPUOJIU31-
TenbHO 3a 20—25 % omucaHHBIX ciydaeB. BonbLIMHCTBO
myTarii B ACTAI IBISIOTCSI TETEpPO3UTOTHBIMU de novo,
T. €. ayTOCOMHO-TIOMUHAHTHBIMU. B TO Xe BpeMst onmurcaHbl
ciyyau, cBszaHHbie ¢ ACTAI ayToOCOMHO-PELIEeCCUBHOTO
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VIV MO3aMIHOTO TUTIAa HacienoBanud [13—15]. Ha ceron-
HSIITHUI JeHb N3BeCTHO OoJjiee 180 pa3nmyHbIX MyTaluit
ACTAI[16].

KinuHuyeckasd kapTuHa U IaToMOpdOJOruyecKue
JIaHHbBIE MOTYT TTOMOYb B TIEPBOOYEPETHOM BHIOOPE aHa-
JIM3UPYEeMOro TeHa. B meiicTBUTETBHOCT MyTalliy TeHa
ACTAI orBeTcTBeHHHI 3a Ooiiee yeM 50 % HeMaJIMHOBBIX
MUOTIATUI, UMEIOIIMUX BPOXIECHHBIN TSKENbIN (DEHOTUIT,
¥ B OOJIBIIIMHCTBE CTydaeB HAaOIOIAI0T BHYTPUKIIETOUHBIE
MAJIOYKU 1/WIW HAKOTIJIEHNE TOHKUX (DPUIaMEHTOB (aKTH -
Homnatust) [17, 18]. UccnenoBanue rena TPM3, xogupyto-
IIET0 MEJIEHHBIN 0-TPOIIOMUO3MH, IOJKHO OBITh OCYy-
IIECTBJIEHO B CJIydae, €CIv B MBIIIIEYHOM OMOIITaTe HUTH
BBISIBJISTIOTCSI TOJIBKO B MBIIICYHBIX BOJIOKHAX 1-ro THITa
WIM HaOJomaeTcs OMCIPOMOPLUsS pa3Mepa BOJOKOH.
Myrauuu TPM3 orBeTcTBEHHBI 3a 2—3 % CilydaeB, 0CO-
OCHHO TTpU TOMUHAHTHBIX (hopMax. Myramuu reHa TPM2,
KOIIMPYIOIIETO B-TPOTIOMMO3WH, COTJIACHO TAHHBIM UCCIIe-
JIOBaHUIi BoBjieueHbl B 3—4 % ciydaeB. MIX Takxke cTOUT
OpaTh B pacueT, B YaCTHOCTHU B JOMUHAHTHBIX WK CIOpa-
nudeckux caydasx. Haauure Takoit CTpyKTypHOI aHOMa-
JINY MBIIIIEYHBIX BOJIOKOH, KaK «KOJITIAYOK» (OT aHTJI. cap),
MOXET TOBOPUTH O HEOOXOAMMOCTH aHaIu3a reHoB T PM2,
TPM3w ACTAI. IpeobnanaHue OTHOCUTEIBLHO FMITEPTPO-
(rpoBaHHBIX BOJIOKOH 1-T0 TUMAa, COYETaIOLIEeCcs C aTpo-
(bueit BonmokoH 2-To ThMa, HaOMOaAeTCs B CIydae MyTalluu
reHa KBTBD13[19].

HemanuHoBbIe MUOIIaTUM, aCCOIIMUPOBAHHBIE C MY-
tauusmu reHa TNNT I, konupyouiero MeUIeHHbI TPO-
noHuH T, BCTpeyallMCh JIMIIL B IIOIYJISSIUM aMUILEH.
Penkas (¢popMa HeMaJIMHOBOM MUOTIATUH, CBSI3aHHAST C MY~
Tanusmu TeHa CFL2, xomupyroliero KoQuianH-2, Oblta
ornucaHa JIMIIb B oHOM cembe [20, 21].

IeneTnyeckast mpuponaa OOJBIIOrO YKMCIa CIydyaeB
HEMaJIMHOBBIX MUOITATHI MO-TIPEKHEMY OCTaeTCsl HEU3-
BECTHOI 1 orieHnBaeTcs B 50 % Kak 1Mo HaIllUM TaHHBIM,
TaK ¥ 110 pe3yJIBTaTaM OOLIMPHBIX UCCAeIOBaHUNA. TakuM
00pa3oM, HeOOXOAUMO UACHTU(MULIMPOBATH HOBBIC T€HBbI,
OTBETCTBEHHBIE 3a 9TH MuonaTnu. KpaiiHe crieniuduaHas
maroMopdosiornyeckasl KapTmiHa HEMaJIMHOBOW MMOTIa-
TUU, JIJI51 KOTOPOI BCE M3BECTHBIE T€HBI ObUTA UCKITIOYEHBI,
MpeAcTaBjieHa Ha puc. 6.

MarHumio-pe3oHaHcHoe uccnegoBanue Mbily

npu HeManuHoBOl MuonNamuu

CeleKTUBHOE MOPaKEHUE Pa3HbIX MbIIIEUHBIX IPYIIIT
dopmupyer onpeneaeHHbII NAaTTEPH IIPU MarHUTHO-PE-
30HAHCHOM HCCJIEIOBAHMM, YTO ITOMOTAET IPU BBHIOODPE
TeHETUYECKOTO aHajn3a Tocje TOro, Kak IMarHo3 Hema-
JIMHOBOM MMOMATUU ITIOCTABJICH 110 pe3y/ibTaTaM MbIIIeY-
Hoii 6uornicuum [22]. HemanuHoBast MuonaTus B pe3yJibTaTe
myTaumii reHa ACTAI MoxXeT TIpoSBIAThCS T GY3HBIM
MopaxKeHUEM MBbILILL Oeaep M MepeaHeill TPYIIbl MbILLILL
TOJIEHU IIPU OTHOCUTEIbHOM COXPAHHOCTU MKPOHOXHBIX

Puc. 6. Hemarunosas muonamus 6e3 noomeepicoeHHoll eenemuueckoi aHomanuu: namonoeus eenog ACTAI, NEB, TPM2, TPM3, TNNTI1, KBTBD13,
RYRI u SEPN1 6bina uckarouena. Cepuu KpuocmamHsix cpe3og CKeaemHoil Mbluybl, YKA3bléalouje Ha HUMegUOHble CKONAEHUsl C Pe2yAspHOCHbIO pac-
noaoJceHHble 8 UEHMPANbHBIX 30HAX 80A0KOH U MOHKO O4epUeHHbIX 8 capKonaasme, okpacka mpuxpomom no lomopu (a) u ecemamoxcuaun-303unom (06).
Tpu okcudamugnvix memoodukax HabAOAOMCs MHONICECHBEHHbIE HEPe2YAAPHOCIU 8 MedcMuopuopuriaprom npocmpancmee (8). [lpu eozdeiicmeuu mu-
opubpunnaproii ATDazvr smu jnce 301HbL AUULEHD! (hepMEeHMAMUBHOU AKMUGHOCMU (2). YAIbmpacmpyKmypHbLil aHaAu3 NOOmeepy coaem Haiuuue CKonieHui
Humeil, pacnon0NCeHHbIX 8 3HAYUMENbHO nepecmpoeHHol 30He (0), codepiicaueil MaKmice MHONICECMBO MOHKUX DUAAMEHMO8, CAPKONAAZMAMUYECK020
pemukyayma u 6oavuioe Koauuecmeo mumoxonopuii (e). Taxas namomopghonroeuueckasn kapmuna 6vina panee onucana npog. Michel Fardeau kak nema-
AUHO8AS MUoOnamus yenmpanvho2o cmepoichs — Central-rod myopathy (mosexyaaphoiit anaaus npogh. Niguel Laing, ITepm; 0-pa Carina Wallgren- Peterson,
Xenvcunku; npogh. Joel Lunardi, 0-pa Nicole Monnier, Ipenobns; d-pa Pascal Richard, Ilapusc; 0-pa Lev Goldfarb, bemecoa)
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Mbii. Dopmy, cBa3aHHYIO ¢ MyTaumsimu NEB, xapakTe-
pU3yeT MHasl CEIEKTUBHOCTb MBIIIEUHOTO MOPaKEHMUSI,
3aBHUCSIIAs OT TSKECTU CUMITOMAaTUKU. B modpokauect-
BEHHBIX CITy4asiX MOTYT HaOJOJAThCs TOJHASI COXPaH-
HOCTb O€IPEHHBIX MBIIIIT M UICKJTIOUNUTETHLHO U301 paTesib-
Hasl BOBJIEYEHHOCTD TepeHelN O0TbIIe0EePIIOBOI MBIIIIIIbI
1 KaMOaoBUIHBIX MBI, [Tpu yMepeHHOI1 TSKeCTH Mo-
paXkeHUsI 3aTPOHYTHI MPENMYIIIECTBEHHO MTPSIMBIE MBI
Oenmpa, HapyXHas IIMpoKas MBI Oeapa W MBIIIIIHI,
Oepylire Hayayio OT CEAATUIIIHON KOCTU U PUKPETLISTIO-
muecs K 00JbledepiioBoii KocTu (ceMruMeMOpaHO3Hasl,
CEMUTEHAVNHO3HAas U NBYIJIaBasi MBIIILBI Oeapa), TaKKe
oTMeuaeTcs 11 dy3Hast BOBJIEYeHHOCTb KaMOAJTOBUIHBIX
U TepeTHNX 00JTbIIIeOepPIIOBBIX MBI, {151 ApyTUX reHe-
TUYECKU UACHTU(DUIUPOBAHHBIX CIy4yaeB HEMAJTUHOBOM
MHUOTATUHU cTielU(DUIECKU MaTTEPH MBIIIEYHOTO MOopa-
JKEHUSI HE OIKCAaH.

TepaneBmuy4eckue NoAXoAbl

Ha ceronHsiiHuii [eHb Tepamnus sl HalueHTOB C He-
MaJIMHOBasI MUOIIaTHel He pa3paboTaHa. B To ke Bpems
TpaBWIbHAS Kypalus OOJbHBIX C JAHHBIM BUIOM IaTOJIO-
UMY MBIIIII TTOKa3aia cBoo addekTuBHOCTH [23]. K Bcmo-
MOTraTeJIbHOM MeXaHMYeCKOM BEHTWISLMU W ITUTAHUIO
Yyepe3 Ha30racTpabHbIM 30HI CUCTEMAaTUYECKHU ITpruoera-
10T C MOMEHTA POKACHUS Y HOBOPOKIEHHBIX C BPOXKICH -
HBIMU TSDKEIBIMU (popMaMM 3a00JIeBaHMS, UYTO TTO3BOJISICT
B HEKOTOPBIX CIydasix IMPEOAOJIeTh KpailHe TSKeJIblid Ha-
YyaJbHBIN Iepro. Y 6oJjiee B3POCbIX IeTell HE0OX0IMMO
00ecTieunTh KOHTPOJb 32 JbIXaTeJIbHBIMU (DYHKIIUSIMU,
cbaTaHCUPOBAaHHBIM ITIMTAHUEM U TIPAKTUKOBATh adallTH-
poBaHHBIe o0y4Jarolre ypoku. CKoJIM03, 4aCTO pa3BUBa-
IOIIMIACS Y NMaHHOW KaTeropuMM IallMeHTOB, TpeOyeT
XUPYPTUIECKOTO BMEIIaTeIbcTBAa. ATanTHPOBaHHBIE Op-
TOIEeANYECKIEe MAaHUMY/ISILIUN OJIATOIIPUSITHO CKa3hbIBAIOT-
Cs1 Ha KaYeCTBE XKU3HU OOJIbHBIX.

[IponorkaloTcss MHOTOYMCICHHBIE TTONBITKY, OOHAze-
>KMBAIOIINE B TUTAHE BO3MOXKHBIX TEPATTIEBTUIECKMX TIOIXO-
nmoB. Tak, sKcIepUMEHTalIbHBIC JaHHBIE, OCHOBaHHBIC
Ha MEepPBBIX HAOMIONEHMSX MALIMEHTOB-HOCUTENICH peLiec-
cnBHBIX MyTanuii reHa ACTA 1 (B 94aCTHOCTH, HYJIEBBIE MY-
TallMn), BBISIBWIM OTCYTCTBHE B CKEJIETHBIX MBILIIIAX
0-aKTMHA, HO B TO € BpeMsl — HaJlMuue y HUX CBEpX-
SKCIIPECCUU CEpAEYHOro akTuHa [16, 24, 25]. Dtu npeasa-
pUTEIbHBIE MCCIEAOBAHUS ITO3BOJIMIM IIPEATIOI0XUTh:
ramueHTam ¢ HyJieBoit myTtauneit ACTAI B KauecTBe Jie-
YEHUsI MOXET ObITh TMpeJIoKeHa ajlbTepHATUBHAS U30-
¢opma akTuMHaA, HaIpUMep ceplevyHblii akTuH. Hamom-
HUM, YTO CEpIACYHBI aKTUH SBJIgeTCSI HM30(hOpMOI
aKTWHAa CKeJIETHBIX MBIIIIII TJI0JIa U B HOPME TTPUCYTCTBY -
€T JI0 POXKJICHUS, TO3[HEeE He dKcTIpeccupysich. Hekorto-
pble uccinenopatenu, B yactHocTy Niguel Laing u Kristen
Nowak, BeayT paboThl Ha knock-out-mblllax ¢ TOMO3M-
rOoTHbIMU MyTauusimMu reHa ACTA1 [26]. Texkyiue pe3yib-
TaThl BCEJISIIOT HAJIEXKAY U ONITUMU3M.

HemanunoBble MUONamuu: NOrpaHu4HbIe hopMbl

HemanmHoBBIE MHOITIATUUA OXBaTBIBAIOT HE TOJBKO
¢dopMBbI, CBSI3aHHbBIE C TeHAMU, KOAUPYIOIIMMU (DUIaMEHT-
HbIe OEJIKM CapKOMEpPOB: HEOOXOIUMO TaKXKe YIUTHIBATh
HEMaJIMHOBYIO MUOTIATHIO LIEHTPAJTbHOTO cTepskHS (Core-
rod myopathy) B paMKax TeHETUUECKUX ITOPaKCHUI 1 He-
MaJIMHOBYIO MUOTIATUIO C MO3THUM JebtoToM (late-onset
rod myopathy) B paMKax HereHHbIX ITOpaKeHUA.

Hemaaunosas muonamus ueHmpaivHo2o CMEPXHCHA
(Core-rod myopathy) — OTHOCUTEIIBHO pelKasi BpOXKIECHHAsI
MMOMATHS, XapaKTePU3YIOIIAsICS IIPUCYTCTBUEM OTUYETIIN -
BBIX CTEpXKHEU (cores) 1 HUTEH (rods) onpeneneHHON J0-
KaJTM3ali B OOJHOM WJTA B pa3HBIX MBIIIIEYHBIX BOJJOKHAX.
[1IpoLieHT BOJOKOH, COAEpXKAIUX JAaHHBIC CTPYKTYPHI,
y MallMEHTOB CWJIBHO BapbUPYET, B TOM YKCJIC U Y YWICHOB
onHoi cembu. Takast accouuanusi core-rod Obl1a 0OHapPY-
JKe€Ha B JOCTaTOYHO OrpaHMYEHHOM KPYTY CEMEii C ayTo-
COMHO-TOMUHAHTHBIM ¥ ayTOCOMHO-PEIIeCCUBHBIM THTIA-
MM HacjIeIOBaHUsI, a TAKXKE B U30JIMPOBAHHBIX CIIydasiX.
CumnromaTuka KpaiiHe BapuabeabHa. OOHapyKeHO 00J1b-
11oe pazHooOpasue B BO3pacTe, KOT/Ia IMPOSIBIISTIOTCS TIep-
BbIc TIpM3HAKM 3abojeBaHus. KiamHmueckas KapTUHA
MOKET OBIThb IPEIC/IbHO TSXKEJION U MPOSIBISTLCS aKUHE-
3Uel TUI0Ia, HO MOXKET OBbITh M YMEPEHHOM B BIJIe TeHepa-
JIM30BAHHOI MBILIIEYHOM ¢J1abOCTU WU CJ1ab0CTH, TTPe0d-
JIamaroIieii B IPOKCUMAIBHBIX I TUCTATbHBIX OTACIaxX
HUXHUX KOHEYHOCTEH.

BonbiMHCTBO ciydaeB MUONATUU core-rod BbI3BaHO
ayTOCOMHO-TOMWHAHTHBIMU WJIM ayTOCOMHO-PEIECCUB-
HBIMU MyTallsIMA B TeHe RYR 1, KOTUPYIOLIETO PELeITOp
pUAHOOMHA CKEJIETHOM MBIIILEI [27—29]. MyTauuu B reHe
NEB 0Obl1n 0OHapyxXeHbl y 1 malyeHTa ¢ ayTOCOMHO-pe-
HeccuBHbIM HacnenoBaHueM [30]. Kpome Toro, HUTH U e~
30praHM30BaHHbIE YYACTKU, TOXOXKUE Ha core, ObLIU OOHA-
PYXeHBI y | malreHTa ¢ TeTepo3UTOTHOI MyTalleii B TeHe
ACTA] [22], y malyeHTOB C ayTOCOMHO-PELEeCCUBHBIMU
MyTanysasMu B TeHe CFL2 [21] v y mallMeHTOB ¢ JOMWHAHT-
HBIMU MyTanussMu B TeHe KBTBD 13 [19]. DTu miociaename
JAaHHBIE TTOATBEPKAAIOT (DAKT TeHETUYECKOM TeTePOreHHOC-
TU TPYIIIBI COre-rod-MUOIIaTHIA.

Hemaaunosvie muonamuu ¢ nozonum oebromom. Kax
W TIpU OPYTUX BPOXICHHBIX CTPYKTYPHBIX MUOIATHSX,
cJIyJ9au ¢ IO3MHUM JIeOI0TOM TaKKe ObUIH BEHISIBIICHBI TIOCIIE
OITMCAHMSI OCHOBHBIX (POPM, B YACTHOCTH B XOJI€ UCCJIEIO-
BaHUs ceMelHbIX ciiydaeB [31]. T1pu aToM Bo3pacTatolee
YHCIIO ONTMCAHUI TTOpaXkaeT IMIPUCYTCTBUEM CITELIM(PUIHOMN
cumITomMaTuku. Tak, B Hagane 1990-x romoB MbI HaOJTIO-
nanu nauueHTKy 30 JIeT ¢ oueHb HeOOBbIUHBIM IBUTATENb-
HBIM Te(ULIUTOM C «IaJarllei» (CBUCAlOLIeil) roloBoi
BCJICACTBUE BBIPAXKCHHON CIA00CTW IIEHHBIX MBIIIIIT
U KpaiiHe ObICTPBIM MTPOTrPEeCCUPOBAHMEM MPOKCUMAIBHOM
MBILIEYHOM €1a00CTH, KOTOpasi IPUBEJIa €€ K MHBAIUIHO-
My Kpeclly B Te4eHHe HeCKOJIbKMX MecsieB. [Ipumeda-
TEJTbHBIM OBLIIO HAJTMIME B KPOBU aHOMAJTEHOTO MMMYHOT -
JI00yarHa (LeTb JIIMOaa), 9YTO 3aCTaBISIIO TIpeAIioiaraThb
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HE TEHETUYECKHUU, a BOCIIAJIMTEIbHBIA T€HE3 HEPBHO-MBbI-
LLIEYHOTO MOpaxKeHUsI.

IMocneaHuii ciy4daii ObUT CXOX ¢ HAOIIOAEHEM HaJIU -
YU HUTEBUIHBIX CKOIUICHWI B MBIIICUYHBIX BOJIOKHAX
nui-Hocuteneit BUY [32]. B cepuu HaGmoaenuii 71 na-
LIMEHTA CO CIOPAaJAMYECKOW HEMAJIMHOBOW MHUOIATUEHR
¢ no3aHuM nedtotom [33] 11 GonbHbIX cTpagaau BUY
n 12 — MOHOKJIOHATbHOM TamMariatreit. CTOUT OTMETHUTD,
4YTO B MEPBOM oMucaHuu, npeactaBieHHoMm A.G. Engel
[34], 2 13 3 mauKreHTOB UMEJIM OAUHAKOBYIO raMMarnaTuio.
Bce atu cinyyan oObeaAMHSIET TIJ10X0M MPOorHo3. bonbumHe-
TBO TTAIIMEHTOB TOTMOACT Yepe3 IO ITOCe MOCTAHOBKHU
JIarHo3a.

[lepBble MONBITKY JIEUSHUSI KOPTU30OHOM I UMMYHO-
cymnpeccopaMH S MallMeHTOB He Tl JOCTOBEPHBIX MTOJI0-
KUTEJIBHBIX PE3yJIBTaToOB. JIBa HeZaBHUX HaOIONCHMUS
ITO3BOJISIIOT PACCUMUTHIBATH HA JIydlliee O1aromaps CoueTaH-
HOMY JICUEHUIO UMMYHOCYIIPECCOpPaMU U TPaHCIUIaHTaLlM-
el ayTOJIOTMYHBIX CTBOJIOBBIX KJIETOK [35, 36]. B 0boux
cIyJyasiX 3HauYMTeNIbHOe (PYHKIIMOHAJIBHOE BOCCTAaHOBIIE-
HUE OBUIO JOCTUTHYTO B TEUCHUE HECKOJBKMX MECSIICB.
HabGmogaeMas HaMu IanMeHTKa 63 JeT, KoTopas U3Ha-
YyaJbHO HEe MorIjia 00XOAUThCS 0e3 MHBAJIUIHOrO Kpeca,
yepe3 18 Mec JIeueHUsI JOCTUTIIA YPOBHS CAMOCTOSITETbHOM
JIBUTATCIbHOM aKTUBHOCTHU C MCYE3HOBEHUEM MOHOKJIO-
HajbHOM ramMMarnatuu. Takoe e 0J1arornpusiTHOe TeueHUe

HaOJII0JaJIOCh HAIIUMM HUAEPJAHACKUMU KOJIIeraMu
yepes 15 mec neyeHus1 y nameHTa 38 JIeT: MCUe3HOBEHUE
(Kak 1 B HaIlleM cJiydae) MOHOKJIOHAJBHOI TaMManaTumn
M HUTEBUIHBIX CKOTJIEHUI B MBIIIIEYHOM OMOIITATE.

JlaHHbIC HAOIIOACHUS MOATBEPXKIAIOT MPUOOPETEH-
HBII, a He TeHETUYECKUI XapaKTep MTOA00HBIX HEMAJIMHO-
BBIX MUOITATUI C TTO3IHWUM AeOI0TOM, a TAaK3Ke MX ITOIBEP-
JKEHHOCTD JICUEHUIO.

3aKnoyeHue

HewmanunoBast Muonatusl sIBJsIeTCsI OAHOM U3 CaMbIX
YaCTBIX BPOKICHHBIX MUOITATUI 1 XapaKTePU3YCTCST TIPH-
CYTCTBHEM B MBIIICYHBIX BOJOKHAX BKJIIOUYCHUI B BUIE
HUTe nin najgodyek. KnuHudyeckast KapTuHa U TIXKECThb
3a00JieBaHUS CYLIECTBEHHO BapbUPYIOT B KaXKIOM CIy-
yae, 4TO MpOosBIIsIeTcs opMaMM Kak C JIeOI0TOM B 1e-
TCKOM BO3pacTe, TaK U C OYEHD TSKEJIOM CUMITTOMATUKOU
B aHTeHaTaJbHOM nepuoje. CuMnToMaTuka U NaTOMOp-
dosiornyeckue xapakTepUMCTUKU MOMOraloT B BbIOOpE
aHajM3a TeHa Ha mpeaMeT MyTainu. B HacTosmee BpeMst
M3BECTHO 7 MyTalluii, OTBETCTBEHHBIX 32 HEMAJIMHOBYIO
muonatuio: ACTA 1, NEB, TPM2, TPM3, TNNTI, CFL2
n KBTBD13. TlaToreHeTu4ecKoro Je4eHus1 Aj1s JaHHOTO
BUJA MMOIIATUII HE pa3paboTaHO, OTHAKO ITOCJICTHUE
HUCCIeA0BaHUS B TOM 00J1aCTU MOKA3bIBAIOT OOHAIEXK M-
BaloI[1e pe3yJabTaThl.
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