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BPOXKJIEHHBIE MUOITATHUHA. OB30P KIIMHUKO-TEHETUYECKUX N
MOP®OJIOTMYECKUX OCOBEHHOCTEHN OTAEJBbHBIX ®OPM
Duimypooos lllax300 Speawt yenu

Knunux opounamop CamMy Camapkano ¥Y3bexucman

Bpooicoennvle muonamuu — 3mo KiuHU4eCKas,, 2eHemu4ecKas U namoJlo2utecKkas 2pynna
bonesneli Muluy, C XAPAKMEPHLIMU Cheyupuueckumu namomopgponocuveckumu
UBMEHEHUSIMU 8 CKeIeMHbIX MbLUUYAX, KOMOPble YACMO UCHOLb3YIOMCSL Ol OUACHOCTMUKU
onpeodenennoll gopmvl muonamuu. B Oonvuuncmee ciyuaeé Oone3nb HAUUHAEMCS 8
nepevle 2 200a NOCie PONCOeHUsL Ul 8 PAHHEM O0emCmee C 8blPANCEHHOU 2UNOMOHUEl
Mbliy (8576l peOeHOK») U NPOKCUMAIbHOU MbIUEeYHOU clabocmuvio. B kiunuueckotl
KapmuHe 4acmo npeoonaoaem 6pOo*COeHHAs SUNONIA3USL OMOENbHbIX MblUlY HAO
ampodghueti mviuiy. Bpodsicoennvie muonamuu ¢ 803paAcimom 4acmo He npocpeccupyrom, u
2nyboxue peghriexcol uyacmo CHudiCeHwvl uau omcymcmeyiom. Peoko nabnooaemcs
Hapacmauue MoulleuHoU CUIbL C B03PACMOM 3d CYem MblUY-CUHeP2UCmO8. Y O0IbHbIX
yacmo umeromcs 0eekmol cKelemad, maxKue KaKk CKOIUO03, oaAds CMonda U 8P0A*COEHHA
oucnoxkayusi 6edep. Moowcem ommeuamovcs  c1aO6OCMb  ObIXAMENLHLIX — MblULY.
MonexynapHulil ananu3 evisAGIsAem Mymayuu pa3ublx 2eH08 ¢ 0OHOMUNHOU KIUHUYECKOU
u eucmonamoJnocuyeckol kapmurou. Omcymemayem Koppensiyus Meicoy 2eHOMUnom u
Genomunom. Mymayusi 8 00HOM U MOM Jice 2eHe MONCEem BeCMU K PA36UMUI0 PA3TUYHBIX
KIUHUYeCKUX (penomunos. B cmamve npedcmasienvl KiuHudeckue u namoiocudecKue
NPUSHAKU U PasiuyHble OUACHO3bL HAUOOee UYACmO B6CMPeyaroUjUXcsi B8PONCOCHHBIX
MUonamutl, 6KIYAs MUONAMUIO C YEHMPAIbHbIMU CMEPAHCHAMU U MUONAMUIO C
MANEHbKUMU ~— MHOJNCECMBEHHLIMU — CMEPAHCHAMU,  HEMATUHOBVIO  (HUMeBUOHYIO)
MUONAMUIO, MUOMYOVISAPHYIO U YESHMPOHYKIEAPHYIO MUONAMUL, A MAKICE MUONAMUIO C
UATUHOBLIMU METbYAMU U OECMUHOBYIO MUONATUIO.

Knwueswiecnosa: epodicoeHHble (KOHECHUMAIbHbIE) MUONAMUU YEHMPATbHO2O
CMepoICHsl,  C  MANCHbKUMU  CMEPICHAMU,  HUMEBUOHAs,  MUOMYOYIAPHAS,
YEHMPOHYKIIeaPHAas U SUATUHOBASL MUONAMUSL

OO6mme 0cCOOEHHOCTH BPOXKIEHHBIX MuomnaTtuii Bpoxnenneie mmomnatuun (BM) —
KJIIMHUYECKH U TeHETUYECKU TeTepOTeHHas rpyta 6ose3neit. Oommmu npuznakamu BM
SIBJISIFOTCS: HA4aJl0 OOJIC3HU BHYTPUYTPOOHOE, a KIMHUYECKUE TTPU3HAKH TOSIBIISIOTCS B
nepBbie 2—4 Mec mocie poxKaeHus (HeoHaTaIbHBIE (DOPMBI C TSHKETTBIM TCUCHUEM ) WU B
panHeM netctBe (2—-5 7eT) (merckue (POpMBI C JIETKUM WM TSKEJIBIM TEUCHUEM) WU
mocie 20 et (dopMbl y B3pOCHBIX C J0OpOKAYeCTBEHHBIM TedeHueMm) [1].
YHuBepcaabHas TUTIOTOHUS CKEJIETHBIX MBI (BsUIbINA peOeHoK). OO0Iiee HeJopa3BUTHE
(rumonazus) CKEJIETHBIX MBI, U KOTJa peOCHOK CTAHOBUTCS B3POCIBIM, CO3JAETCS
BIIEUATIICHHE O Tporpeccupyromieid nuddysnoit arpoduu mpimn (puc. 1). 3amepikka
MOTOPHOTO pa3BUTHS (PEOCHOK MO3/IHO HAYMHAET JEPKATh TOJIOBKY, CUAETh, HAUMHAET
XOJIUTh B 2—4 roja). BpoxKaeHHbIe MOABBIBUXH CYCTABOB (IIJIEYEBOT0, Ta300€IPEHHOIO),
TUIEPMOOUIBHOCTh AUCTAIBHBIX CYyCcTaBOB. OTCYTCTBYET M30MpaTEeNbHOE MOpaKEHUE
MBIIIIl, HO HMEETCS] HEKOTOPBIM aKIeHT Ha MPEUMYIIECTBEHHOE BOBJICUECHUE
MPOKCUMAabHBIX OTIENOB KOHeYHOcTed. C BO3pacToM JBUTraTeIbHAas AaKTUBHOCTH
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HEKOTOPBIX O0JIbHBIX yayulnaeTcs. Cuiia Mbllil Bo3pactaet 10 3, 3+ wiu 4 6amioB. Py
aBTOPOB HCIIONB3YeT A ATHX Ooye3Hell TepMuH «aoOpokadecTBeHHbIe» BM. Ilpu
HEKOTOPBIX (hopmax riryOokue pedaeKChl COXPaHSAIOTCS, MPU APYTUX CHUKAIOTCS WIH
ncuesaroT. OTCyTCTBYET 3HAYMTEIbHOE MOBBINICHHE akTUBHOCTH K®K B chiBOpOTKE
KpOBH, TaK KaK HET MPOrPECCUPYIONIEro pachaja MbIIIEYHbIX BOJOKOH. Ha OMI' —
MHONATUYECKHE W3MEHEHUsd. BaxHo oTrMmeTuTh, urto BM, HauaBmmecs B JE€TCKOM
BO3pacTe, MOTYT HauyaTh TMPOSIBIATHCS KIMHUYECKOW MBIIIEUYHON C1a0OCThIO B
3HAYUTEIBHO OOJIee MO3JHEM BO3pacTe, Y B3pOCIbIX. B mnrepaType MMEIOTCS ONUCaHus
BM y GonpHbIX B Bo3pacte 45 neT u gaxe B 52 roga u 6osee [2]. TepMuHOIOTHS M
knaccudukanus  bmarogaps  BHEAPEHHIO B MPAKTHKY THCTOXUMHUYECKUX U
AIIEKTPOHHOMUKPOCKOIIMYECKUX ~ MCCJIENOBAHMM  CKEJIETHBIX MbIlL, Ipu BM
OOHapyKMBAIOTCS XapaKTepHble MOP(QOJOTHYECKUE HapyUIeHUs,, OOYyCIOBIICHHBIE
HOBPEXKIECHUEM CaPKOMEPHBIX OEJIKOB (KOTOPBIE HE BBIABIISIOTCS B MBIIIIAX OOJBHBIX C
MBILIEYHBIMU JUCTPOYUAMU). DTU MATOJIOTMUECKUE W3MEHEHHS MBIILICYHBIX BOJIOKOH
MOJT Pa3IUYHBIMU Ha3BaHWSIMH (CTEP)KHH — cOres, HUTH-ajouku — nemaline-rods,
LEeHTpalbHble siipa — central nuclel wnu centronuclear, manoyku — caps, 0xepenbs —
necklace,) mcroyb30BaHbI JUISI TEPMHHOJIOTHYECKAX OOO3HAYCHHM Pa3IMYHBIX BHJIOB
BM. Haunbonee n3ydeHsl MUONATHSI HEHTPAILHOTO CTEPXKHS (MM O0JIE€3Hb LIEHTPATLHOTO
CTEP)KHSI), MUONATUSI C MHO>KECTBEHHBIMH MAJICHBKUMHU CTEP)KHSIMHU, HEMaJIMHOBAs
(HUTEBMAHAS WM TaJIOYKOBUIHAS), LIEHTPOHYKJIEapHas (WM MHUOTYOyIsipHas) M
MHUONATHUS C THAIMHOBBIMU Tenbliamu. [IpuBoaum ¢parmenT kinaccudukanum BM [3] ¢
HEKOTOpOW  MojuduKanmen: Knunuko-renetudyeckas U MopdoJioruyeckast
XapaKkTepUCcTHKa OTHeIbHBIX (hopmM BM Muonatusi 1eHTpasibHOTO CTepkHs BriepBbie
omucana G. Shy um K. Magee B 1956 r. mon Ha3BaHHMEM «KOHTCHHTAIbHas
Hernporpeccupytromas muonatus» [4]. B 1958 r. Greenfield J.G. u coaBT. oOHapYy XK
XapaKTepHbIE MHUKPOCKONMMYECKHE W3MEHEHHS B IIEHTPAJIbHON YaCTH MBIIICUYHbBIX
BOJIOKOH U MPEJUIOKUIN Ha3BaHUE «00JIe3Hb IEHTPAIbHOTO cTepkHs» [5]. B 1960 r. V.
Dubowitz u A.G.E. Pearce mnpu TruCTOXMMHUYECKOM H3YyYEHUU MBIIILbBI BbISIBUIN
OTCYTCTBUE AKTUBHOCTH OKHUCIUTEIbHBIX (pepMEHTOB U (ochopuiia3bl B LEHTPATLHON
4acTH OOJIBIIMHCTBA MBIILIEYHBIX BOJIOKOH [6]. Omucana Taxke 3Ta (hopma mnoa JApyrum
Ha3BaHUEM «00JIe3Hb HIEHTPATBLHOTO CTEPXKHS ¢ majioukaMu — central core disease with
rod» [7]. boie3nb MOXeT pa3BUBaThCA B Bo3pacte oT 4 710 59 net. OgHako yarie MOXHO
HaOII01aTh Hayao B panHeM AeTcTBe [§]. OTMeuaercs auddy3Has TUIOTOHUS MBIIIILL,
JE€TU TO3[IHO HAYMHAIOT XOIUTh (B 2—4 roaa). @EeHOTUNIMYECKUE TPOSBICHUS KpaiHe
BapbUpytoT. Hambonee dacTo BOBJIEKAIOTCS  MBIIIBI  Ta30BOro  Mosica ¢
pacrnpocTpaHeHHEM CcIab0CTH Ha NPOKCUMajbHblE M JUCTAJIbHBIE OTAEIbl HOT H
rieueBoil mosic. Imerorcs 3aTpyaHeHus mpu Oere, moabeMax ¢ KOpTOUYEK U MO JECTHHULIE.
Ha roneHsax BOBJIEKAaIOTCSI UKPOHOXKHBIE, KaMOAIOBUIHbIE M MajI0OEPIIOBbIE MBIIIIIBI U
OTHOCUTEIIFHO COXPAHSIOTCSA TepeaHue OOobIeOepioBbie. Y HEKOTOPBIX OOJBHBIX
MOTYT MOPAXKAThCSI MBI JTUIA (TF0C MITO3) U CrU0ATeNN MIeU. DTU MBIIIIBI OOBIYHO
CTpalaloT C JABYX CTOPOH U B JIeTKOW creneHu. OnucaHbl €IUHUYHBIE OOJbHBIE C
«MHOIMATUYECKUM JIUIIOM» U JIMIIe-JIONATOYHO-NIepOHEeaIbHbIM  (eHoTunomM. [lpu
ayTOCOMHO-PELIECCUBHBIX (popMax Hapsay C TOpaXXEHUEM HapyXKHBIX TJA3HbIX,
BOBJICKAIOTCS OynbOapHble M JAbIXaTeNbHBbIE MBI ATpodUHU MBI PEIKO
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BCTpPEYAIOTCS, MpeolsajacT TIeHEepal30BaHHAs THUIOIIIa3Usl MBI C YMEpPEHHOU
cnabocthio. OmnucaHbl KOHTPAKTYpPhl MBI Tuied W Oelep € HE3HAYUTEIbHBIM
OTpaHUYCHHUEM JBIKECHUN B KOJCHHBIX CyCTaBax. MBIIEYHO-CKENETHBIC IedopMaIiuu
HAOJIIOIAIOTCA YacTO M BKIIOYAIOT KHU(OCKOIMO3, BPOKIACHHBIN MOJBBIBUX T'OJIOBOK
OellpeHHBIX KOCTEH, JeQopMalfio CTON W «pa300JATaHHOCTH» CyCTaBOB. [iyOokue
pedieKchl OCTalOTCd HOPMANbHBIMU MM CHIDKAIOTCA M pEeaKo ucue3aroT. Penko
OMHCHIBAIOT OOJIC3HCHHBIE HATIPSHKCHHS MBIIII] TPH BHIMOTHEHUN (GU3HUECKUX HATPY30K
(moaweM 1o sectHuIle, B ropy). [lopaxkenue cepaua (Impojiaric MUTPaIbHOIO KjlarnaHa,
pazuyHbIe BHJIBI apUTMUMA, JWIATAIIMOHHAS KapJUOMHOIATHSI) BCTpEYaeTcsi KpaiiHe
peaxo [8]. Teuenue 60JIe3HU MEIJIEHHO MPOTPECCUPYIOIIEE WM CTallMOHApHOE. Y psna
OOJIBHBIX CJIA00CTH MBI, OOHAPY)KEHHAS B pAHHEM JIETCTBE B MBIIIIaX TA30BOTO IM05ICA,
B TOCJIENYIONIME TOJbI HE MporpeccupoBaia. Y Jpyrux OOJBHBIX OTMEUYaoCh
HapacTaHWe CWJIbl MBI C BO3PAaCTOM, UTO OOYCJIOBJICEHO KOMIIEHCATOPHOMN
runepTpopueii OTHOCUTEIBHO COXPAaHHBIX MBIIIICHHEPTUCTOB. Hekotopeie u3 3THx
OOJIBHBIX CIYXUJIU B apMuu. OnucaHbl aCUMIITOMATUYECKUE OOJIbHBIC, Y KOTOPBIX MPHU
OCMOTpE HE OOHApy>KEHO NPHU3HAKOB MBIIIEYHOW ciaabocTu. I'eHeTHKa M maToreHes
bone3Hp KIMHMYECKM W TEHETHYECKU rereporeHHas. llepemaercs mo ayTOCOMHO-
nomuHanTHOMY (AJl) u ayrocomHo-penieccuBHoMy (AP) tumny. AJl- u AP-renst RYRI1
KapTHUPOBaHbI B XpoMOCOMHOM parione 19q13.1. IIpoaykT rena — 610K puaHOIMHOBOTO
pelenTopa KalblIMEBBIX KaHAJIOB 1-ro THIAa, PacHoOJIOKEHHBIX B IUIa3MaTHUYECKUX
MeMOpaHax capkoIia3Maruueckoro perukysiema (B T-cucteme) (Oonee ywem B 50%
cinydaeB). OTMeUyaeTcs CHUKEHHUE B MBIIIIE aKTUBHOCTH Kajblinii-3aBucuMoit AT®da3wi,
HapyliaeTcs padoTa KaJIbIIMEBOT0 HACOCA, YBEITMYMBACTCA aKKyMYJISIIAS MOHOB KaJIbIIUS
B CapKOIUIa3MAaTHYECKOM peTukyilyme. JluarHoctuka IIpum okxpacke remMaTOKCHIIMH-
503MHOM MAaTOJIOTUU MBIIIEYHBIX BOJIOKOH HE BbISABIAETCS. [Ipu OKpacke MBIIIIBI
MBIIIIEYHBIX BOJIOKOH €ro cepjieBuHa wumMeer ronyOoi mBer. [Ipum okpacke Ha
okucautenbuble dH3UMBI (CII, mutoxpom okcumaza — [IOK, NADH-teTpazonmnym
peayKTa3a) B IEHTPaJIbHON 30HE MBIIICUHBIX BOJIOKOH, B OCHOBHOM B MBbIIIEYHBIX
BOJIOKHaX 1-TO THIa, OTCYTCTBYET AaKTUBHOCTh (epmMeHTOB. Ilo MHEHHMIO aBTOpPOB
CTEpPKHU MOTYT MMETh Pa3IMYHbIC pa3Mepbl U PacMoJiaraTbCsl B Pa3IMYHBIX MeECTax
MBIIIIEYHBIX BOJIOKOH (Ha MOMEPEUHBIX Cpe3ax), a HE TOJIBKO B LIEHTPE MBIIICUYHBIX
BoJOKOH [9, 10]. [Jna  JOWAarHOCTMKM  MHUONATUM  TAKXKE  HUCHOJB3YIOT
UMMYHOTHCTOXMMHYECKOE HccienoBaHue ¢ anturenamu K Oenky RYRICa
capkoriazmatuueckoro petukyiayma [11]. Tlpu 31eKTpoHHON MUKPOCKONUU B 30HE
CTEPKHSI OTCYTCTBYIOT MHO(DUOPUIIIBI, MUTOXOHJPUH U JPYTUE OPTaHEIIb MBIIIICUHON
kietku. [lpu MPT-uccnenoBanum BBISBISIETCS XapakTepHas (opmynia mHopaxeHus
mbrmy  [12]. [dns yrounenuss pauarHo3a Heooxoamm JIHK-anmamm3. Muonatus
LIEHTPAJILHOTO CTEPKHS U 3JI0KaYeCcTBeHHas runeprepmust OnucaHo crernsieHue reia A/l
MMOTATHUH IIEHTPATIBHOTO CTEP>KHS ¢ T'eHOM 3JI0KadyecTBeHHOM runeptepmun (317). 310
3aboneBanue (3I') sBnsercs Hambonee yaCTOW MPUYUHONW CMEPTH BO BPEMSI aHECTE3UH
NOCJIE€ BO3AEHUCTBUS MHTASIIIMOHHOTO HAPKO3a, HEUPOJIENTUKOB WA JAEMOJSPU3YIOIINX
muopenakcantoB [13, 14]. IIpoBomupyromnue BEHIECTBAa BBI3BIBAIOT BO3PACTAHHUE B
MHUOIUIa3M€ KOHUEHTPAIMU KalbIUsl, KOTOPbI OCBOOOXKIAETCS U3 KaJIbIMEBOTO JIETIO
CapKOILJIa3MaTUYECKOTO PETUKYJIyMa MBIIII 4Yepe3 BOJbTAXK-3aBUCHUMbIE pPHAHOJIMH-
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pELENTOPHbIE KaHAJIbI MBI JTO MPUBOJUT K MOBBILICHUIO TEMIEPATyphl Tena (10
400 C u Oonee) u3-3a yCWJICHHS METa0OJM3Ma B MBIIIIE, K KOHTPAKTYpE U HEKPO3y
MBIIIEYHBIX BOJIOKOH, apUTMUU, TAXUKAPJIUUA U OCTAHOBKE CEP/Ia B CBSI3U C TSHKEJIBIMU
MeTaboIMueCKUMHU HapyleHusIMH. [{anTposieH (6J10KaToOp KaldblIMEBBIX KAaHAJIOB) B 103€
100 mr (14 paza B JeHb, BHYTPUMBIIIEYHO, MakcuMaiibHasi no3a 400 Mr B CyTKH)
aBisieTcs cnenuduueckuM u dpdexTuBHbIM npenapatoMm s jgedeHus 3I°. OObruHas
no3a mpernaparta 1—2 Mr/kr maccel Tena. [lepByro WHBEKITHIO BBITIOJHSIOT BHYTPUBEHHO
CTPYHHO (€cii COCTOSIHHE OOJIBHOTO TsKenoe). I'eHeTHKa MHOIMATUH LEHTPAJIbHOTO
CTEp KHS U 3JI0Ka4eCTBEHHOU runeprepmuu ['en 31" kapTUpoBaH B XpOMOCOMHOM paiioHE
19912- 13.2. B »10if xe obOmactu kaptupoBaH reH RYRI, komupyromuii Oenok
puaHoaMHOBOTO perentopa Ca-KaHaaoB MeMOpaH CapKOIIa3MaTHYE€CKOTO PETUKYIyMa
[IPY MUOMATUU LIEHTPAIBHOTO CTEPKHSI. OTMEUEHO CLEIUICHHE 3TUX IeHOoB. [Ipeioxena
KJIMHUYECKash KilacCUpUKAIMs MUOMATHUH IIEHTPATBLHOTO CTEPXKHS, B 3aBUCUMOCTH OT
crerienn e€ cBsa3u ¢ 3I° [8]: 1) OonbHBIE ¢ MHOIATHEH IEHTPAIBLHOTO CTEPXKHS 0e€3
MOBBIIIEHHOW YYBCTBUTENBHOCTH K 3I°; 2) OOJbHBIE € MHONATUEH LEHTPATBHOIO
CTEp’KHSI M TOBBIIIEHHOW YyBCTBUTENBHOCTHIO K 3I'; 3) OosbHBIE 0€3 NPU3HAKOB
MHOITATHH LIEHTPAIBHOTO CTEPKHS, HO C MOBBIIICHHOW YyBCTBUTENBHOCTHIO K 3I'. [Ipn
TUCTOXMUMHUYECKOU OKpACKe CKEJETHOM MBIIIILI Y TaKuX OOJIbHBIX OOHApyKMBAIOTCS
BOJIOKHA C IIEHTpaJbHBIM CTEp>KHEM. MuomaTusi ¢ MHOXKECTBEHHBIMU MaJI€HbKUMU
crepxHsiMu (MMMC) Knnnarika u reHeTnka Muonatusi ¢ MHOKECTBEHHBIMU MaJICHbKUMHU
crepxkHsiMu  (MMMC) mipeactaBiieHa JABYMSI KJIMHUYECKUMU UM TE€HETUYECKUMU
Bapuantamu [15—-17 |: Bapuant 1. MMMC, cBsizaHHasi ¢ MyTalleil TeHa pUaHOAUHOBOTO
penenTopa KanblieBbix kaHanoB 1-ro tuna (RYR1); Bapuant 2. MMMmC, cBsizanHas ¢
myTtanueil rena ceneHonporenHa 1 (SEPN1). Bapuant 1 ¢ myramumeit B reHe RYRI
HAYMHAETCS] B AHTEHATAJbHBIA MEpPUOJ WM B TEPBBIE MECALBI IOCIE POXKICHUS.
BrisBisieTcst Hapy)Has 0 TaabMOIUIETHS, CIA00CTh MBIIIIII JIUIIA, IIIEH, TUIEUYEBOTO Mosca,
TYJIOBUIIA, JbIXaTEJNbHBIX MBI, TSHKEJbIA CKOJWO3, THUIEppeNlakcalus CyCTaBOB,
KOHTPAKTYPbI MbIIII. ATpOodUM MBIIII CJ1a00 BBIPAXKEHBI, MOTYT MOPAXKaThCSI MBIIIIIIbI
kucreit [15, 16]. YpoBenb KOK 00b1vHO B HOpMeE. [Ipy rECTOXMMHUYECKOM HCCIIEIOBAHUN
HAO0JII0IAI0T OTCYTCTBHE aKTUBHOCTH Psiia OKUCIUTENbHBIX (hepmeHToB. HacnenoBanue
AP, ren kaprupoBan B Xxpomocome 19ql3. Bapumant 2 ¢ wmyranuend B Te€HE
cenenonporenHa (SEPN1) naunnaercs B Bo3pacte ot 2 0 15 net. BeisBisieTcs Tsokenas
cnabocTth crubarteneit M pasruOaTened IIew, AaKCHaIbHBIX, NPOKCUMAJIbHBIX U
IbIXAaTEeNIbHBIX MBI,  CKOJIMO3, THUIEppeNakcalusi CyCTaBOB, PUTHAHOCTb
MMO3BOHOYHHKA, KaPAMOMUOTIATUH, TSDKeIas aTpodust a;TyKTOpOB Oeep 1 UKPOHOKHBIX
Mmbim. [Tpu MonekymsipHoM aHanu3e oOHapyskeHa ToukoBas myTanus B rene SEPN1 na
xpomocome 1p36 [17 ]. Onucan HEOOBIUHBIN clydall KOHTCHUTAIBHOW MHUOMATHH C
myTarueir B reHe muo3nHa (MYH7), HO Ge3 BOJOKOH C LEHTPaIbHBIMH CTEPKHSIMHU,
MPEUMYIIECTBEHHON TshKeNIon crnabocthio pasrubateneit men (head ptosis or dropped
head syndrome) u ¢ pa3HO# CTENEHBIO MOPAKEHUS CepiedHON MBITIITHI [ 18]. MyTtanus B
reHe ceneHornpotenHa (selenoprotein N1 —SEPN1) Takyke MOXKeT MpUBECTU K Pa3BUTHUIO
HACJIEJICTBEHHOM 0O0JIe3HW C MHOXKECTBEHHBIMU MAaJICHBKUMH CcTepxkHsAMH [19].
Juarnoctuka u jiedeHue [Ipy TuCTOXMMUYECKOM MCCIEI0BAHUN MBI BBISBIISIOTCS
MaJeHbKHE CTEPKHHU B BOJIOKHAX 1-ro U 2-ro TUNOB. [Ipy UMMYyHHOTHCTOXMMHUYECKUM
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UCCJICIOBAHUM  MBIIIIBl  HAOMIOJAETCS yMEHBIIEHUE WJIM OTCYTCTBHE Oelika
puanoauaoBoro pernentopa (RYRI1) B MalleHbKUX CTEpKHSX, a TpH UMMYHOOJIOT-
aHanuze oTcyTcTByeT O0enok RyR1 B OoThaenbHBIX ydacTkax MBIIIEUHBIX BOJOKOH [19].
Juis nedenns MmMC ¢ myrtanued B reHe RYRI CakananoB SR npemoxxeHo
UCIIOJIb30BaTh OJOKATOpPhl KaJbLMEBBIX KaHAJIOB — HUMOTON WA BEpPAIAMMIL
HemanuuoBas (HuTeBHMOHAs WM NajouykoBuaHas) muonatud Kinuauka Brepsbie
onucana B 1963 r. [20]. bone3np reHeTmyecku rereporeHHas. OmnucaHo 6
pasHOBHIHOCTEH O0Je3HM (6 TeHOB U 6 6enkoB) [21-24]. XapakTepHO HaYalo B TIEPBHIC
MECSIIbI TTOCJIE POXKICHUSI WUIM B paHHEM JIeTCTBE. Pexe 00Jie3Hb HAUMHACTCS Y B3POCIIbIX.
VY OONBHBIX BBISABIAETCS OJHOTHUITHAS CHUMITOMATHKA, HO TSKECTh OOJIE3HHM CHIIBHO
BapbupyeT [24] Haubonee yactas HauanbHas (OpMyJia MBIILIEYHOU CIa00CTH BKIIIOYAET
MUMHUYECKHE MBILIIbI, CrudaTenu Ied, pa3rudaTenu CTON U MaiblieB CTON (T.e.
HaOMIOJaeTcsl  JIMIe-TIIepoHeaibHass — JIOKaJIW3alus),  XOTd  IPOLECC  MOXKET
pacnpoCTpaHATHCS Ha MBIIILBI Oesiep (3aaHss rpyIa CTPaaeT CUIIbHEE, YEM [IEpPEIHssA),
Ta30BOT0 U IJIEYEBOIO M0sCa, pa3rudaTeu KUCTeH U naiblieB kuctei [21, 23]. Onucansbl
BbIpaKEHHAsI TUIIOTOHMS MBIIIII, KOCTHBIE JehopManuu (CKOIM03, 1epopMaliuu rpyIHON
KJIETKM) W PETPakUMM MBI (CHHAPOM pPHUTHIHOTO TO3BOHOYHHKA), CIA00CTh
JBIXaTEIbHBIX MBI U KapauoMuomnaThu. Y OOJIbHBIX HEMAJIMHOBOM MHUONATHEHN C
HayaJjoM Y B3pOCJIbIX, B [TOJIOBUHE CIIy4aeB OTMEYanach c1aboCTh pa3rudareneit meu u
pexe —napaBepTeOpaIbHbIX MBIIIIL. T.€. Y 3TUX 00JbHBIX Ha0m0ganuck head ptosis (head
dropped) and camptocormia (bent spine) cuaapom. [22]. HemanuHOBas MuoOnaTHs —
KJIMHUYECKH U TeHETUYECKHU reTeporeHHast 0oyie3nb. HemannHnoBas Muonartusi BKIIIOYaeT
Kak Kiaccuueckue Gopmsbl ¢ TOOPOKAYECTBEHHBIM T€UEHUEM (OIMMCaHa BBIIIE) C HAYAJIOM
B paHHEM JIETCTBE WJIM y B3pPOCIIbIX, TaK U TSDKEJIble HEOHATalIbHbIE (DOPMBI C TPyOBIMU
HapylLICeHUAMU MOTOPUKU C PpOXIAEHUS (OTCYTCTBUE MABMXKEHHS IUIOAa BO BpEMs
OepeMeHHOCTH, Y peOeHKa paHO PAa3BUBAIOTCA KOHTPAKTYPHI, HApyIICHUE AbIXaHMUS,
OO0JEHOM HE MOXKET CUETh, CTOSATh U XOJIUTh C paHHETo AeTcTBa). ['eHeTnka Onucans 3
ayTOCOMHO-IOMUHAHTHbIE M 3 ayTOCOMHO-pELECCUBHbIE (OPMBI HEMAIMHOBOMN
Muonatuu. PacmmdpoBaHbl F€HHbIE NPOIYKTHI MpuU Bcex 3Tux Tunax HM: anbda-
tponnomuo3un (AJl), Oera-tponomuoszun (AJl), anbda-aktun (AJl), HeOynun (AP),
tporioHuH T (AP) u kodenun (AP). Otu cTpykTypHble O€JIKH JIOKAJIW30BaHbl B
MuopuIaMeHTax, B 001actTu Z-auckoB U (GYHKLIHMOHAJIBHO CBA3aHbI C alib(a-aKTUHOM
(ACTAI ren). Haubonee nerkue Bapuantel HM, oOycnoBnenst AJ] myTtaiueii B rexe,
KOAMPYIOMIEM allb(a-TPOIIOMUO3UH WM OeTa-TpOonoMUO3UH. ['€Hbl KapTUPOBaHbBI B
xpoMocoMHOM paiioHe 121 wmm B 9ql13. Haumbomnee Tsokeno mpoTeKkaeT ayTOCOMHO-
JOMUHAHTHAas HEOHaTajlpHas QopMa C CHHAPOMOM PHUTHIHOTO IO3BOHOYHHKA C
nedunurom anbda-akTuHa (reH kapTupoBaH B 1q42) [25]. Tsaxkeno mopaxaroTcs MBIIIIIIBI
Oemep W TOJEHEW M cepAeuHas MblIIa (Tsokenass TunepTpodudeckas WM
JIWIaTallMOHHAs Kapauomuomnatus), a Takke AP Bapuantel ¢ gedunmrom Oenka
HeOynuHa (reH KapTupoBaH B 2q32). B kinHuke npeobiaanaet nopaxxeHne nepoHealbHOM
IPYIIbl MBI TOJICHEH, OCOOCHHON mepenHer OobIeOeplIoBOM MBIIIILI  [26].
Onucanbl MeHee TsDKeNble MOPaKEHHs] MBI, HAMOMHUHAIOIIME JIUIE-JIOMaTOYHO-
IJIe4eBy0 MblleuHnyo auctpoduto [27]. duarHoctuka Ilpu cBETOBOM MHKPOCKOIHUH
(okpacka mno IT'omMopu), THUCTOXUMHUYECKOM M 3JIEKTPOHHO-MHUKPOCKOIMUYECKOM
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UCCJICIOBAHUM  MBIIIEYHOTO BOJIOKHA  BBISBJISIIOTCA  CKOIUIGHHMS  0Opa30BaHMiA,
HAIIOMHMHAIOIMUX HUTH (WM MalOYKH), PACHOJIOKEHHBIE CyOcapKoJIeMMalbHO WU B
CapKoTUIa3Me BIIOJIb WK TIEPICHANKYIISIPHO K Muodudpmmiam. [19, 27]. [lonaratot, 9to
3TH 00pa3oBaHus (POPMHUPYIOTCS W3 MaTepuajia Z-TI0J0C U MPEICTaBISIOT CKOIJICHHS
ocTaTkoB anb(a- u Oera-TpornoMuo3uHa, HeOynuHa, aibda-aKkTUHA, 3aTPYIHSIONINE
IIPOLIECCHI COKPALIEHUS MBILIEYHBIX BOJIOKOH. [ [peMMyIIECTBEHHO MOPAKAOTCS BOJIOKHA
1-ro tuma. Ilpm TsOKENON HeoHATanbHOW (OpME HHUTEBUIHBIC (MATIOYKOBUIHBIC)
oOpa3oBaHMs (CKOIJIEHHS OCTAaTKOB anb(a-akThHAa Wi HeOylInHa) UWHOTAA
O0OHapy’>KUBAIOT B SJIpE MBIIIEYHOTO BOJIOKHA [27]. BbICKa3pIBaloTCS MHEHHUS, YTO Yy
OOJBHBIX C HEOHATadbHOM (HOPMON MHONMATUM TOBBIIAETCS AKTUBHOCTH KHCIION
docdaTazpl B MBIINIEUYHBIX BOJIOKHAX M YCHUJIMBAETCS AKTHUBHOCTH JIM30COMAJIbHBIX
(epMeHTOB, UTO 00yCIaBIUBAET KpaiiHe ObICTpOe MporpeccupoBaHne 00JIe3HU, UHOT A
C TSDKEJIBIM MOPAKEHUEM JBIXaTEIbHBIX W TJI0TATEIBHBIX MBI U JuadparmMel (4TO
TpeOyeT MOCTOSHHON MCKYCCTBEHHOM BEHTWISLIMM W MUTaHUS OOJBHOIO 4Yepes
ractpoctomy). JlJisi IMArHOCTUKA HUTEBUAHOW MHOINATUU C JNePUIMTOM HEOyIHHA U
AKTHUHA TPUMEHSAIOTCS TaK)K€ HMMMYHOTMCTOXMMHUYECKUA M HMMYHOOJIOT-METOABI C
HCTIOJB30BaHUEM crhenuduueckux antuten k HSTtuM  Oenkam [11]. Ilpu MPT-
MCCJIEIOBAHUM BBISBIISIETCS CXOAHAs (opMyna MOpaXeHWsi Mblll rojeHed [29]. dns
TOYHOU quarHoctuku Heooxoaum JIHK-ananu3z. [IpoGHoe neuenue Psijg uccienopareneit
poBOAWIH NMPoOHOE JeueHue L-tupo3unom o 250—-500 mr B IeHb B T€UEHUE 3 MEC WU
1 roma. HabGmronmanoch yBenMYEHUE COAEpKaHUS JOMaMUHA, aJ[peHaliiHa U
HOpaapeHannHa. OTMEUaaoch yBeJIMYEHUE JBUTATEIbHONW aKTUBHOCTH O00abHBIX [30]. B
AKCIIEPUMEHTE ISl TEHHOW TEpallMd HEMAJIMHOBOW MUOIIATUH, CBSI3aHHOW C MyTalUEn
reHa HeOynIMHa, TMPEANOoNaraeTcsi MCHOJMb30BaTh METOJI BOCCTAHOBJICHUS PaMKU
CUMTHIBaHMS MH(POpPMAIUU IMyTEeM 3aMEHbI 3k30Ha (exon skipping) aHTHCMBICIOBBIM
pubonykieotuaom (Pelin K., 2009) [31]. MuotyOynsapHas ¥ IEHTpPOHYKIIEapHas
muonaTuu Briepseie onmucana A. Spiro u coaBT. [32] mox Ha3BaHUEM «MUOTYOYIISIpHAS
MUONATUS», TaK KaK aBTOPhI MOJIArajid, YTO y 3THUX OOJBHBIX MBIIIEYHBIE BOJOKHA
HAallOMUHAIOT ~ MBIIIEYHbIE TPYOOUKH (MUOTYOysM), KOTOpBIE BBISABIAIOTCS B
AMOPHOHATIBHON MBIIIIE A0 TeX MOp, MOKAa HE MPOU30MAET CO3PEBAHUE MBIIIECYHBIX
BOJIOKOH (Ha cpoke okoJio 18 Hen 6epeMeHHOCTH). [Ipyrue aBTOphI MOKa3aiu, YTO MPU
ATOM MMOIATUN MBIINIEYHbIE BOJIOKHA MO CTPOEHUIO OTJIMYAIOTCS OT Mbl IIEYHBIX
TpyOOUEK IJIOA0B, U MO3TOMY JIyYIlle Ha3bIBaTh 3Ty MUOMATHUIO 10 HanbOojiee BAXKHOMY
TUCTOJIOTUYECKOMY MPU3HAKY — PACTIOJIOAKEHUIO MBIIICUHBIX SAEP B LIEHTPAIBHOUN YacTH
MBIIIEYHBIX BOJIOKOH, T.€. UEHTpoHykJeapHas wMuomnarus [33]. OpHako B
Mexnynaponnoi kinaccudukanuu [3] ¢ 2003 r. BHOBb UCIIONIB3YETCS TAK)KE Ha3BAHUE
«MHUOTYOYJISIpHAsE MUOMATHSI» TOJNBKO 171 (OPM, PEIECCUBHBIX CIICTUICHHBIX C X-
XxpoMocomoi. 3a ¢opMaMu, UMEIOUMX ayTOCOMHO-JOMHHAHTHOE WM ayTOCOMHO-
PELECCUBHOE HACJEI0BAHNUE, COXPAHSETCA Ha3BaHNE — «IEHTPOHYKJIEAPHAs MUOIIATHS.
Haubonee Tsxkeno mpoTeKalOT HEOHATaldbHBIE (OPMBI MHUOTYOYISpPHOM MHOMATUU
(MTM), cuemieHHsle ¢ X-XxpoMocoMon y aeted. MuotyOynsapuas muomnarus (MTM).
Kmuanka MTM HauuHaeTcss BHYTPUYTPOOHO WM Cpa3y IMOCie pPOXACHUSA. Y
OOJBIIMHCTBA OOJIBHBIX C MEPBBIX JHEH BBISBISETCS TsDKENas TMIOTOHUS M MbIIIEUHAs
c1aboCTh, TMOBBIIIEHHAS TMOABUXKHOCTh CYCTaBOB, apediekcus, 3aTpyJAHEHHs MpU
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JBIXaHUW W TpreMe nuiy. Yacto Habmonaercs cnabocTh HAPYKHBIX TJIa3HBIX MBIIIII,
NITO3, IBYXCTOPOHHSS ¢1a00CTh MBI Julia. YacTe OOJIBHBIX C CHHApOoMOM Mebuyca
OTHOCUTCS K 3TOH Mmomnatuu. boie3Hs MOXeT ObITh (haTadbHOW B TCUCHHUE JTHEH WIIH
Henenb. Hekoropble OOJIbHBIE JKMBYT B TEYEHHME MECALIEB W Jlaxe JieT.
IHentponykiieapnass muonatusa. Knunuka LleHTponykneapHas MuonaTust ¢ ayToCOMHO-
PELECCUBHOM Tepeayeil HauUMHAETCsl B pa3Hble NEPHOJbI (B MEpPBbIE MECSIBI MOCIE
POXKICHHSI, B paHHEM JETCTBE WJIM B IOHOIIECKOM Bo3pacte). OOMMMH KIMHUYECKUMHU
MIPU3HAKAMU SIBJISIIOTCS: HapyKHas O(TAIBMOIUIETHs, MTO03 W CIa00CTh MUMHUYECKUX
MBIIIIII, CJIA00CTH MPOKCUMAJIBHBIX MBIIII KOHEUHOCTEH, MOSICOB C paCIPOCTPAHEHUEM Ha
IUCTaJbHbIE OTHENbl KOHE4YHOcTel. LleHTpoHykiieapHass MHOMATHS C ayTOCOMHO-
JIOMUHAHTHBIM TUTIOM HACJIEAOBAHUS U JOOPOKAY€CTBEHHBIM TEUCHUEM OITMCAaHA BCETO B
HECKOJIbKUX ceMbsix. Hauano 6one3nu — B Bo3pacte ot 10 g0 35 ner. eHOTUIbl MOTYT
ObITh pazubie. Onucan 00JbHON 34 JeT ¢ JUIEeTONnaTOYHO-TIPOHEATFHOM MBIIICUHON
cnabocteio [2]. bone3np Hauanmach B JIETCTBE CO CJIA0OCTH MPAaBOl HOTH. Y Marepu
0o0JpHOTO OBbLIa MUOMATHA. B pyrux ciyyasx HaOMoAaIMCh NTO3 WM OTaibMonapes3
C BOBJICUYEHUEM JUCTAJIBHBIX MBIII. bONE3Hb 0YEHB MEUIEHHO IporpeccupoBaia. Tak,
onucaHa cembsi (oten 59 ner u goub 28 7neT), y KOTopeix AJl LEeHTpoHyKiIeapHas
MuonaTvs Muomnatus Havanack nocie 21 roga [34]. IIpu MPTuccnegoBanum 3Tux
00JIbHBIX OOHAPYKEHO NPEUMYIIECTBEHHOE BOBJICUEHNE UKPOHOKHBIX, KAMOATOBUIHBIX
U NepeIHUX OOJbIIeOSPIIOBBIX MBIIII] U 3aJHEU TPYMNIbI MBI Oenep, aJaIyKTOpPOB U
NpsSIMBIX MBI Oenep, Apyrde MBIIIbI  ObUTM  OTHOCUTEIIBHO  COXPAHEHHBI.
MuotyOynsapuas wmwuonatusa. ['eHetnka [lepBoHayasibHO OBLT KapTUPOBAaH TeH X-
CleruieHHoW MuoTyOynspHoit wmuonatnu (MTM) B xpomocoMHOM paiione Xq28.
[lepBuuHO HapylIaeTcsi CHHTE3 0€IKa MUOTYOyJapiuHa, OTBETCTBEHHOTO 332 AaKTUBHOCTh
tuposuHpocdarazsl. MTM moxeT ObITh 00yCIOBICHA CHUKEHHUEM AKTUBHOCTH JTOTO
depmenta. IlokazaHa TeHeTHYEeCKass TIETEPOreHHOCTh  X-clemieHHon MTM.
Oo6napyxeno 11 geneunii B rene (MTM1) muoryOynapuna [34, 36]. LlenTponykieapHas
muonatusi. ['enernka [lozgHee ObLIM omucaHbl 2 ayTOCOMHO-JIOMUHAHTHBIE (HOPMBI
LEeTpoHyKIIeapHO MuonaTuu: ogHa A/l popma ¢ myraiueil B reHe, OTBETCTBEHHOTO 3a
cuHTe3 OeJiKa TUHAMHUHA-2, JIOKaau30BaHHOTO B 19p13.2. OOHapyxkeHo 18 paznuyHbIx
MyTanuii B reHe naunamuHa-2. [35]. Hpyras AJl dopma c wmyrtamueir B TreHe
puanoaunoBoro perentopa (RYR1), Takxe pacnonoxkeHHOro B XpOMOCOMHOM paiioHe
19p13.2 [35]. HenaBHo Obu1a omucaHa ayTocoMHo-pernieccuBHas gopma [{TH mMuomnarum,
IIPU KOTOPOM TeH KapThpoBaH B xpoMocome 2q14. IIpoaykT rena — 6enox ampudusuH.
Huarnoctuka muotyOynsapuoit (MTM) u uentponykieapuoit (I[H) muonartuit [{ns
nuarHoctukn MTM u [IH muonatuu Mcnosib3yroTcsl pa3InuHble OKpACKU (Hampumep,
TeMATOKCUJIMHAIO3MH), BBISBISIONINE Spa MBIIMIEYHBIX KJIETOK, KOTOpbIe Oojiee ueM B
90% MBIIIEYHBIX BOJIOKOH 3aHMMAIOT LEHTPAJIbHYIO WJIM MapaleHTpaibHyto 30HY [19].
Jnst muarHoctuku X-crueruieHHoH MTM MOXHO HCMONb30BaTh WMMYHOOJOTHHT U
MMMYHOTHCTOXMMHIO MBIIIIIBI C MOHOKJIOHAJIHHBIMA AHTUTEIAMH K MHUOTYOYJISAPUHY
[33]. IIpu [IH muonatusix, mpu CBETOBOM MHUKPOCKOMNHHU MPeoOIaaloT MaJICHbKHE
BOJIOKHa | Tuma, BOKpYr s€p BBIABIAETCS CBETJIas 30HA CapKOIUIa3Mbl (30HA
NEPUHYKJIEAPHOTO  HEKpo3a) H  paauanbHoe (0T  sapa)  pacxoxaAeHHe
capkorazmatuueckux mosioc (RSS) mpu NADH-TR, SDH, COX-okpacke. Ilpu
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AIIEKTPOHHON MUKPOCKOIHUH B ATOM MEPEHYKJICAPHON 30HE OTCYTCTBYIOT MUOGDUOPUILIIBI,
BBISIBJISIIOTCS CKOTIJICHHSI MUTOXOHJIPH, KyCOYKOB IIMKOT€HA, TOTUPUOOCOM U armapaTa
TlNonbmxu [33]. g Tounoit nuarnoctukd MTM u IIH Muonaruii HeoOXoauM aHaIu3
JIHK. Muo3uHonatusi MuonaTusi C TMaJMHOBBIMU TenbllaMu KnuHuka OTo peakas
KOHIe€HUTanbHasi Muonatus. OnucaHo HECKOJIBKO CIy4YaeB C ayTOCOMHO-AOMHHAHTHBIM
U ayTOCOMHO-PEIIECCUBHBIM HaclieZjoBaHHEM. bone3Hp HaunHanach B Bo3pacte 1—50
JeT ¢ pa3rudaTeneid cTomn. Y 00JIbHBIX OBLITH OOHAPY>KEHBI pa3Hble (PEHOTUITBI MBIILIEYHON
c1a00CTU: KOHEYHOCTHO-TIOSICHOM, JIMIE-IONATOYHO-TNIEYEBOM M 3HAYUTENIBHO Yalle —
JIONATOYHOIIEpOHEANbHbIN. KIIMHMYECKHE TMpOSBICHUS W XapaKTEp JBUTATEIbHBIX
HapylieHu# 3aBucenu oT (peHotuna 6ose3Hu. bonesnp 100pokauecTBEHHAs, MEIJIEHHO
nporpeccupytomas. Knuauka u nuarnoctuka (omucanus ciydas) [37] YV myxuussl 49
JIET ¢ JETCTBA HA0JII01aeTCsl MPOrpecCUpyoIiasi ciaboCTh MBIIIII.

3aHuMacs CliopToM, HO BCer/ia OTCTaBall B Oere oT cBepcTHUKOB. B 44 roa nosiBuiach
MOBBIIICHHA YTOMIIIEMOCTh TMOCJE (PU3NYECKUX HATrPy30K, YacCTO BO3HHUKAIM OOJU B
MKpaX, KOTOpPBIE COXPAHSAJIUCh B TE€YEHHWE HECKOJNbKMX AHEN. B 49 mer mossunuck
3aTPpyJHEHUS MPU TOABEME IO JICCTHUIE W MOJHUMAHUU PYK BbIIIE TOJI0BB. OH MOT
BBINIOJIHATH padoTy uHxeHepa. [Ipu ocMoTpe: nerkas cinabocTh KPYyroBbIX MBIIII IJ1a3,
MOXyJaHUE MBI IUIEYEBOIO T0sSiCA, MPOKCHUMAJIBHBIX OTAEIOB PYK H© HOT,
«KPBUIOBUIAHBIE» JIOMATKU CO CHM)KEHUEM MBIIIEYHOM cuiibl. bosee 3ameTHas ciiabocThb
Obl1a B mm. iliopsoas eu quadriceps. 13 nosoxxenus aexa MOT CECTh TOJIBKO C TOMOILBIO
pyk. KK 490 m/e (nopma menee 175). Ha OMI" — npusnaku muonatuu. DKI' — Hopma.
Peciuparopnast pyukuust 6e3 rpyosix Hapymenui. I[P — rerepo3urornas MucceHc-
MyTanusa B 3k30He 37 MYH7 rena, kKoaupyromiero TsDKENyl Lelb MUO3MHA. B
OMOTICUPOBAHHOMN MBIIIIIE 10/ CAPKOJIEMMOM OOHApYKEHbI TMAJIMHOBBIC Teibila B 20-
40% MBIIIEYHBIX BOJIOKOH, KOTOPBHIE€ OKPAIIMBAIOTCS B OJ€THO-KPACHBIA IIBET
TreMaTOKCUJIMH-203MHOM U OnenHo-3eneHbii — 1mo ['omopu. [lpu OnoxumuyeckoMm u
UMMYHOTHCTOXMMHYECKOM HCCIEAOBAHUN OOHApYKEHHBIC TENbIa COACPKAT MHO3UH
[37].
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