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B 0030pe JuTepaTyphl NPUBOJAATCA JAHHBIE O POJM MUTOXOHIPHAIBLHBIX HADPYIIEHMIi B MaTOreHe3e BPOKIEHHBIX MUOMATHIA: BPO-
KJIEHHbIX MBIIIEYHbIX AUCTPOGHii M BPOKIEHHBIX CTPYKTYPHbIX MUONATHIA. ONICHIBAIOTCS M3MEHEHUS TPU BPOKIEHHBIX MBIIIEYHBIX
IUCTpousax ¢ mopaxkenuem kKoyuiarena VI Tuna, MHOAMCTPO(MH C TUTAHTCKUMH MHTOXOHAPHSMH, BPOXKIEHHBIX «CTEPKHEBBIX»
MHONATHAX, MUOTYOYJIsipHO#U MuonaThuu U Ap. [IpencTasieHbl pe3ybTaThl KIMHMYECKHX M IKCHEPUMEHTAIBHBIX MCCIEI0BAHMIA.
OnKChIBAIOTCS MOAXO/bI K TEPANMH SHEPreTHYECKMX HAPYIICHHIi IPH BPOXKIEHHBIX MUONIATHSX.

Kntouegoie crosa: demu, 8podcoeHHble MUONAMUU, BPONCOeHHbIe MbluletHble OUCmpopuU, CMpPYKMYpHble MUONAMULU, MUMOXOHOPUS,

OKUCAUMENbHBLIL cmpecc, namoeenes, 1everHue.

The literature review gives data on the role of mitochondrial disorders in the pathogenesis of congenital myopathies: congenital
muscular dystrophies and congenital structural myopathies. It describes changes in congenital muscular dystrophies with type VI
collagen, in myodystrophy with giant mitochondria, in congenital central core myopathies, myotubular myopathy, etc. Clinical and
experimental findings are presented. Approaches to therapy for energy disorders in congenital myopathies are depicted.

Key words: children, congenital myopathies, congenital muscular dystrophies, structural myopathies, mitochondrion, oxidative stress,

pathogenesis, treatment.

UTOXOHAPUU — LIUTOIJIA3MATUUECKUE OPTaHe b,

(byHKITME KOTOPHIX SBISIETCS TPOon3BOACTBO ATD
— OCHOBHOI'O UCTOYHMKA KJIETOUHOI dHEPTruu. DTO Mpo-
MU3BOJICTBO OCYILIECTBJSIETCS B MPOLIECCE OKUCIUTETbHO-
ro ochopuMpoBaHMsI, MPOUCXONSIIETO B LIEMU TpaH-
CIIOpTa 3JIEKTPOHOB, HA3bIBAEMOM TaKXE JIbIXaTeJIbHBIN
uenbto. [TocnenHsis uenb JoKaau3yeTcss Ha BHYTPEHHEN
MeMOpaHe MUTOXOHIPUN U COCTOUT U3 5 (HEepMEHTHBIX
KoMIUIeKCcoB [1]. MyTauum Kaxk siiepHOro, Tak W MUTO-
XOHJIPUAIBHOTO T€HOMa, MPUBOMSIIME K MEPBUYHOMY
nedexTy AbIXaTeJbHO 1LIeMW MUTOXOHAPWIA, BIMSIOT
Ha MPOU3BOJICTBO SHEPTMHU U UTPAIOT BaXKHYIO POJIb B Ma-
ToreHese M HOPMUPOBAHUU KIMHUYECKUX TMPOSIBICHUI
B reTepOreHHOi TpyIne 3a00jieBaHUii, MNPU KOTOPBIX
CTPaJaloT B OCHOBHOM IOIMEPEYHO-I100caTas MYCKY-
JlaTypa Y HEepBHasl cuctema. YKazaHHble 3a00jieBaHUS
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HOCSIT Ha3BaHWE «MUTOXOHIPUATbHBIC MUOTIATUI» , «MHU-
TOXOH/IpUAJIbHbIE dHUE(MATOMUONATUN» WU «MUTOXOH-
JpuanbHble LuTonatuu» [2, 3]. Kpome atoro, npusHaHo,
YTO MUCHYHKIMS THIXaTeIIEHON eI MUTOXOHIPUI OT-
MeJaeTcsl IPU pa3HBIX HEPBHO-MBIIIICYHBIX 3a00JIeBaHU-
SIX, HaXOASIINXCS BHE 00JJACTU TEHETMYECKU OOYCIOB-
JIEHHBIX MUTOXOHAPUATbHBIX MUONATHI [4—7].

B HemaBHO OITyGIIMKOBAaHHOM 0030pe JTUTEPaTyphl
C. Katsetos 1 coaBT. [8] nmpeacTaBuiIn CBEACHUSI O MUTO-
XOHIPUAIBHON MTUCHYHKIIMU TIPU HO30JIOTUIECKU, TTa-
TOJIOTUIECKU Y TEHETUIESCKU DPA3IMIHBIX 3a00JICBaAHUSIX
CKEJICTHBIX MBIII, HUKHETO MOTOHEWpoHa U mepude-
prUIecKrX HepBoB. OTMEUYEHO, YTO 3HAYUTEIBHBIN 00beM
SKCTIEPUMEHTATBHBIX PAa0OT, TPOBEACHHBIX Ha KUBOT-
HBIX MOJIEJISIX, CBUAETEILCTBYET O BaKHON PO MUTO-
XOHJpUI B Hauaje mpoilecca aereHepauuu Mo, O6-
e MEXaHU3MBI KJICTOUHBIX ITOBPEKICHUM, CBSI3aHHBIX
C MUTOXOHIPUSMHU, BKJTIOYAIOT HapyIIeHWE PETYJISIINT
OTKPBITHUST TIEPEXOTHOM MOPHI KaHajla BHYTPeHHEN MeM-
OpaHbl MMUTOXOHApPUi, nedekTHyo aytodaruio. Tepa-
TeBTUYECKOE TPUMEHEHUE MOAMGUKATOPOB OTKPBITHS
TTePEeXOIHON TIOPBI KaHajla BHYTPeHHe MeMOpaHBI Tiep-
CITEKTMBHO JUTSI Pa3IMYHbIX HEPBHO-MBIIIICYHBIX 3a00I1e-
BaHUM.

B HacTosiieM 0630pe peub MOMACT O pa3IuYHbIX Ta-
TOJIOTUIECKUX TIPOIeccax, CBA3aHHBIX C MUTOXOHIPH-
SIMU  TIPY BPOKICHHBIX MUOIIATUSAX, HE SIBIISTIOIIMXCS
COOCTBEHHO MUTOXOHAPUATBHBIMU. B yacTHOCTH, B OTe-
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YECTBEHHOM MKCCJIEIOBAHUU ObLIO TOKa3aHo, 4ToO de-
HOMEH <«IlIEpOXOBATbIX» KPACHBIX BOJOKOH IPU BPO-
KAEHHONW MUOIATUM LIEHTPAJbHOTO CTEPXKHS OTpakaeT
KOMITEHCATOPHBIN MOTEHLIMAT Pa3MHOXAIOUIUXCS MUTO-
XOHIpuii [9].

MuTtoxoHnpuaibibie JAACHYHKIMA TPU BPOKIEHHBIX
MBIIIEYHBIX TUCTPOGHIX

BpoxaeHHble MbllIEUHbIE AUCTPODUU — TETepo-
reHHasl Tpynmna HacJAeICTBEHHbIX HEPBHO-MbIIIEUHBIX
3a00/1eBaHUl, JUISI KOTOPBIX XapaKTepPHbl MbIIIEYHAsI
TUIIOTOHUSI W MblllIeYHast cl1ab0oCTh, MHOXECTBEHHbBIE
CHMMETPUYHBIC KOHTPAKTYPhI KPYITHBIX CYCTaBOB W OT-
HOCUTEJIbHO CTa0WJIbHOE WJIY MPOrpeccupylolliee Teye-
Hue. Mopdonornueckoir 0COOEHHOCTBIO MOBPEXIESHHOM
MBIIIIIBI SBIISTIOTCS M3MEHEHUSI CKEJICTHOW MBIIICYHOMN
TKaHW, HAlOMMHAIOIIME TaKOBbIE TP MPOrpeccupy-
JOIUX MBITICYHBIX AUCTPOMUSIX: aTpodusT MBIIICUHBIX
BOJIOKOH C pacliupeHueM " (puOpo3oM 3SHIOMU3US,
aTakke pa3pacTaHWeM XHpOBOM TKaHW. OIHAKO IH-
cTpodryecKre M3MEeHEHUsI KaK TaKOBBIE, B BUAE SIBHBIX
HEKPO30B MUOHOB He BCEra MPUCYTCTBYIOT, HO €CTh (DU-
0po3 U 3aMmellleHue XKUpoBoil TKaHbio [10].

CBs3b OMOJIOTMM MWUTOXOHIPUI W MBIIIICYHON ITH-
cTpodrU MOATBEPKAAETCS MPUMEPOM JIBYX BPOXKIEHHBIX
MBIIIIEYHBIX TUCTPODMIA:

1) MyoOTaTHii, CBSI3aHHBIX C HApYIIEHUEM KoJulareHa
VI tuna (BpoxaeHHasi MbllieuHasi Auctpodust Yibpuxa
u Muonatus bernema), Mg KOTOPbIX XapakKTepHa MMU-
TOXOHJpUaibHasl TUCOYHKIIUS BCAEACTBME HAPYILLIEHUS
peryjsiliui MepexolHO Mopbl BHYTPEHHENH MeMOpaHbI
MuToXOoHApUil [11—15], u 2) MerakoHuaabHOW BpO-
>KIAEHHOU MbIIIEYHON NUCTpOd UM, BI3BAHHON MyTally-
eif reHa CHKB, KomupymoIiero XoJInHKuHa3y B—dep-
MEHT, KOTOPbI/ KaTaJu3upyeT NMepBbIii 11ar OMOCUHTE3a
docharuaunxoarnHa—hochoaunuaa, mpeacTaBlIeHHO-
ro B 00JIbIIOM KOJIMYECTBE B KIETOUYHBIX MEMOpaHax 2y-
KapuOTUYECKUX OPTaHu3MOB [16—19].

Bpoocdennas moumeunasa oucmpogpua Yavpuxa u muo-
namus bemaema

BpoxneHHas MblliedyHast nuctpodust Yibpuxa U MU-
onarus beriema siBisiiorcs 3a06071eBaHUSIMUA MbILIL, CBSI-
3aHHBIMU C MYTalUSIMU B FeHaX, KOAUPYIOUIMX Oel0K
BHEKJIETOYHOTO MaTpukca kosareH VI tuma. Otu nBa
3a00JieBaHNsI OOYCJIOBJIEHBI MYTallMSIMU B T€HaxX KoJula-
reHa VI Tuna u B mocieqHEM BapUaHTE TEeHETUYECKOM
tabnuubl Kannana [20] oTHeceHbI K TpyIine BpoXKAeHHbIX
muonuctpoduit. Panee cumtanoch, yto Muomnarust ber-
JieMa HacjiefyeTcsl 1o ayTOCOMHO-IOMUHAHTHOMY TUITY,
aMuonartust Yibpuxa — I10 ayTOCOMHO-PELECCUBHOMY.
OpHako B IocjeHee BpeMsl YCTaHOBJIEHO, YTO Mopaxe-
Hue cyobenuHulbl A2 Tipu Muonatuu berinema moxer
HacJenoBaThCsl ayTOCOMHO-pelieccuBHO [21]. TeHsl, oT-
BETCTBEHHbIE 3a (popMupoBaHue KoareHa VI tuna, Jjio-
KaJIM3YI0TCS Ha JUIMHHOM Ilieye XxpoMocoMbl 21 (21g22.3
— COL6AI, COL6A2) v Ha IIMHHOM ILIeYe XPOMOCO-
MbI 2 (2937 — COL6A3) [20].

ITpu BpOXAEHHBIX MBIIIEYHbIX AUCTPODUSIX, CBSI-
3aHHBIX C MopaxeHueM KosutareHa VI Tura, HapylieHue
MUTOXOHIPUI SIBJSIETCS OCHOBHBIM MAaTOr€HETUYECKUM
MeXaHU3MOM. MUTOXOHIpUaIbHasl TUCHYHKIIUS Pa3BU-
BaeTCs BCJIEACTBUE HAPYILIEHUSI TPOLIECCOB OTKPBITHUSI TTe-
PEXOHON TOPbl BHYTPEHHENH MEMOpaHbl MUTOXOHIPUIA
u ayrodarum [22]. MuobaacThl, MojiydueHHbIE OT MallM-
€HTOB C BPOXIIEHHON MblllIeYHOI AUCTpodueit Yibpuxa
u Muonarueit betnema, mposiBISIIOT CKPBHITYI0O MUTOXOH/I -
puUaIbHyI0 TMChYHKIIUIO, HE3AaBUCUMO OT T€HETUYECKOTO
HapylleHUs], OTBETCTBEHHOI'O 32 OTCYTCTBUE WU CHUXKE-
Hue kojutareHa VI. B muoGnactax nmpu muoguctpoduu
VYnbpuxa nopor [jist OTKPBITUSI MIEPEXONHON MOPbl OYEHb
0JIU30K K MEMOpPaHHOMY IOTEHLMAy TMOKOsI, MO3TOMY
Jlaxke He3HAuuTesbHAsl AETOJsIpU3alnsl MOXET BbI3BaTh
OTKpPBITHE TIOp ¥ YcKOpuTh nctomeHue AT® [11]. Mwuo-
0JIaCTbl OT 9TUX MALMEHTOB NEMOHCTPUPYIOT (BYHKIIU-
OHAJIbHYIO HEJIO0CTATOYHOCTh U CKJIIOHHOCTb K arnonTo3y
BCJICAICTBUE HEHAUJICXKALLETO OTKPBITHS IEPEXOIHBIX ITOP
[12, 23]. OnHO U3 uccaenoBaHU MMOKa3ano, 4TO AUC-
(GYHKIMU ~ MUTOXOHAPUI, TMPUBONSIIME K aromnTo-
3y, MOTYT ObITb BBISIBJIEHbl HE TOJBKO B MMOOJIACTax,
HO U B KJIETOYHBIX KyJbTypax ¢puOpo01acToB NMallueHTOB
C MBIIIEYHBIMU TUCTPODUSIMU, CBSI3AHHBIMU C Hapylle-
HueM koJjuiareHa VI tumna. IloTeHUManbHO, 3TO MOXET
ObITb MCIIOJb30BAHO B KAYECTBE METOAA AUArHOCTUYE-
CKOT0 CKPUMHMHTIA, a B KIMHUYECKUX MCCAENOBAHUSIX —
IUUISI ©3MEPEeHUsl peakiiuy MaiMeHTa Ha Tepanutio [ 14].

OTKpbIBaHUE TEPEXOHON MOPbl BHYTPEHHEWH MeM-
OpaHbl MUTOXOHAPUIA, KaK MOJAraloT, MPEeACTaBISIET KO-
HEYHYIO YacTb IyTU TMOeIM BOJJOKHA CKEJIETHOMN MBIIIILIBI.
BBeneHue nukiocnopuHa A, MoaudukaTopa NpOTOHHOMN
MOMIbl U MHTUOUTOpPA OTKPBIBAHMSI YKa3aHHOW TMOPBHI,
MPUBOJUT K HOpMaiu3aluu padoThl nopbl. CKazaHHOE
MpeAoCTaBysieT 000CHOBaHUE ISl MPOBEACHUS KIMHU-
YECKUX MCCJIENOBAHUI 3TOro BellecTBa Yy MallMEHTOB
C BPOXXJIEHHO! MBILLIEYHO! aucTpodueii Yabpuxa u MUo-
narueit betnema [12, 13, 15]. TepaneBtuueckuii acdbekT
TaKKe MOATBEPKIAETCsl Ha MOJIEIU MblIlIei ¢ AucTpodu-
eit, cBsi3aHHOM ¢ reHoM COLG6A 1, v Ha MOIeIN PBHIOKI TI0-
nocatbiii [lanuo [24]. dist 000CHOBaHUSI KIMHUYECKOTO
HCCJIeIOBAaHUSI TTPUMEHEHHUS LIMKJIOCTIOPUHA B KYJIBTYPE
MBIIIEUYHBIX KJIETOK MUOAUCTpOUM Yabprxa ObLIO BOC-
MPOU3BENIECHO HAPYIIEHUE PETYISIIMY TIEPEXOAHOM MOPHI.
D. Hicks u coaBT. [25] oOHapy>Xuiu HapyluIeHUs Perysi-
LIUU TEPEXOIHON MOpbl B MUOOJIACTaX MalMEHTOB C KO-
HEYHOCTHO-TIOSICHOW MBbIIIEYHOUN auctpodueii tuna 2B
U HE BBISIBWIM 3TO HapylleHWe Y MallMeHTOB C MUOMa-
tueil betyieMa, Mepo3uHAEPUIIMTHON BPOXKIECHHON MbI-
1IeYHON AucTpodueit, KOHEUHOCTHO-TIOSICHOW MbIIlIeY-
HOUl auctpodueit Tuna 2A, MbIIIEYHOU aucTpodureit
HiolieHHa U cuHaApoMoM JIu.

L. Merlini u coaBT. [26] coobmuim o 6 marmeHTax
¢ muoauctpodueil Yibpuxa v MyTalUsIMU B reHax, KO-
nupytomux kosnared VI. B Bospacre 5—9 et aetu no-
Jydasiu 3—S5Mr/Kr B CYyTKU IIMKJIOCIIOpMHA A B TeUEHUE
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1—3,2roma. Y 5 u3 6 MalUeHTOB 3HAYMTELHO Hapocia
MbIlIEYHAasl CWjia, HO He YJIyYUIWIUCh MOTOPHbIe (DYHK-
LIMU, a COCTOSIHUE JbIXaTeIbHON (DYHKIIMU YXYyAUIUIOCh
y Bcex mauuveHToB. JleueHre LIMKIOCTIOPUHOM A CKOp-
PEKTUPOBAJIO MUTOXOHIPUATBHYIO AUCHYHKIINIO, YCU-
JIUJIO PEreHepaluio MbIIIL W YMEHBIIUIO KOJIUYECTBO
arornToOTUYECKUX sep. Pe3yabraTbl 3TOro ncciaenoBaHus
MOKa3bIBaIOT, YTO UTUTEJIbHOE JIeYEHUE AAHHBIM IIpe-
MapaToM YJay4ylllaeT XapaKTEPUCTUKHU MBIIIIL KOHEYHO-
CTel, HO HE JbIXaTeJbHbIX MBI, a TakXe XOPOIIYIO
MepeHOCHMOCTb TIpenapara nauveHTamu. [laHHbie pe-
3yJIBTaThl MPEIONaraloT UCIOJb30BAHUE LIMKIOCIIOPU-
Ha A WIM HEUMMYHOCYIPECCUBHBIX LIMKJIOCIIOPUHOB,
KaK MOXHO paHbllle Y MallMEHTOB MNpU MUOAUCTPpODUU
Vinbpuxa ¢ HEOOJbIIMMU HapylIEHUsIMU aAuadparMaib-
HbIX QYHKIMIA.

B cBs13U € BbIpaXX€HHBIMU HEXeJaTeJbHbIMU MOO0Y-
HbIMU 3(PdeKTaMu LIUKIOCTIOPUHA ObUIU MPEANPUHSITHI
MOMBITKU pa3padoTaTh JI€KapCTBEHHbIE CPECTBA, HE BbI-
3bIBAIONIME UMMYHOCYIIpeccrio. TakuM npenapaTom siB-
Jisgercsl uHruouTop uukiaodbuamua Debio 025. OH Obl1
pa3paboTaH Ha OCHOBE LIMKJIOCIIOPMHA A, HO B OTJIUUME
OT HErO He MPOSIBJISIET CPOACTBO K KaJbLIMHEBPUHY. 3-
BecTHO, uTo Debio 025 wMHruOUpyeT IMepexoaHylo IMopy
BHYTpEHHEN MeMOpaHbl MUTOXOHAPHUIA B TOJJOBHOM MO3-
re [27]. BToT npemnapat npeacTanisieT co00i CyIeCTBEH-
HbII War K 3¢pdeKTBHON Tepanuu BPOXICHHOW MbI-
eyHoi nuctpoduu Yiabpuxa u muornatuu bernema, Tak
Kak He TMOo/iBepraeT MalueHTOB MOTeHIMAIbHO BPeTHOMY
BO3/ICICTBUIO UMMYHOCYIIpeccuu [28].

Bpoocdennaa motmeunas oucmpogus c eueanmcxkumu
MUMOXOHOpUAMU

BpoxneHHass MbliliedyHast AUcTpodusi ¢ MUTOXOHI-
pUAJIbHBIMUA CTPYKTYPHBIMU aHOMAJTUSIMU, TakKe Ha3bl-
BaeMasi BpOXIEHHOW MbIILIEYHON AUCTpOdUEN ¢ TUraHT-
CKMMM MUTOXOHAPUSIMU (MEraKOHUaJIbHAsI BPOXKIEHHAsI
MbllIEYHasi AUCTPOdusi), KIMHUYECKU XapaKTepU3yeTcsl
PaHHUM HayaJloM MCTOLUEHMSI MBILILL U TSKEJIOM yMCT-
BEHHOH OTCTasoCThi0. [1py GUONCUYN MBIIIILL BBISIBISIIOT-
Cs XapaKTepHbIe YBEJIUYEHHbIE MUTOXOHAPUU, KOTODBIE
MpeBaIupPyIOT Ha neprdeprun BOJOKOH, HO PEIKU B LIEH-
Tpe MbILIEYHOTO BOJIOKHA.

Ha ocHoBaHuu cx0CTBa C JAaHHBIMU OMONCUY MbILLIE
C MBIILIEYHOM OuCTpodueil, BBHI3BAHHOW pELIECCUBHOM
Mytareil B rene CHKB, KomupyionieMm B-XOJTMHKWHA3Y,
I. Nishino u coaBT. [29] cekBeHMpOBaaM NAHHBIIA TeH
y 15 maiueHToB, CTpaJalolX BPOXIACHHONW MbIIIEYHOMN
nuctpodueil ¢ TMTAaHTCKUMU MUTOXOHAPUSIMU, Uy BCEX
MalMeHTOB BbISIBUIM OUasuieSibHble MyTaluu. B Mblii-
1ax 3 MalueHTOB C HOHCEHC-MYTalUSIMU aKTUBHOCTb
XOJIMHKMHA3bl ObUla yrHETeHa, YpoBeHb dochaTuani-
XOJIMHA TIOHUXEH, a YpOoBeHb (pochaTuaniaTaHoIaMUHa
He U3MEeHEeH. MUTOXOHIPUHU B LIEHTPE MBILIEYHBIX BOJIO-
KOH TMOABEPTaAIMCh ayTodaruu 1 He o0aJaiu HUTOXPOM
C-okcuiasHoi akTMuBHOCTbIO. CBOEOOpa3HbIN XapakTep
pacrnpeneieHus yBeJTMYeHHbIX MUTOXOHAPUI Ha MbIIIeY-

OB30PbI JINTEPATYPbI

HBIX Cpe3aX, BO3MOXHO, CBSI3aH C KOMIIEHCATOPHbIMU
MEXaHU3MaMu Tocjie YHUUYTOXEHUS! (YHKIIMOHATbHO-
nedeKTHbIX MUTOXOHApUii [17].

MerakoHuaibHasi BPOXIEHHAs! MbIIIEUHAs! AUCTPO-
dus, cBsizaHHas ¢ mytauusimu reHa CHKB, no nocieaHe-
ro BpeMeHHU Oblj1a ONMCaHa y MaJloro KOJIMYeCcTBa NalueH-
TOB B SINOHCKOM, TYpeLIKOW, OpUTAaHCKOM 1 (ppaHIy3CKOit
ponmocnoBHBIX [16, 17, 19]. P. Gutiérrez Rios u coabr. [18]
MpeACTaBWIN OMKUCAHUE MEPBOTO aMEPUKAHCKOTO 0OJIb-
HOTO BPOXIEHHOW MBIIIEYHON AuUCTpodureil, XxapakTe-
pusylolleicsl HATMYMEM B MbILILAX TUTAHTCKUX MUTO-
XOHIpUI, CMEIIEHHbIX Ha MepudepuIo BOJOKOH, a TaKXe
OMNpeNeWIN BO3MOXHbBIE MPOUCXOXIEHUE U MOCIEeNCT-
BUSI MUTOXOHAPUAJIbHBIX WM3MEHEHUM. Y MaiueHta —
NBYXJIETHUI abpoaMepUKaHCKUI MAJIBYUK CO C1abOCThIO
U 33JI€P>KKOI MCUXOMOTOPHOTO Pa3BUTHUSI, BIIEPBbIE ObLIA
BbIsSIBJIeHa HOBasl MyTalus B reHe CHKB v u3onupoBaH-
Hasl HeIOCTaTOYHOCTb 1IuTOXpoM C-okcuaassl. [Ipeamno-
JlaraeTcsl, 4To JaHHOE PACCTPOMCTBO BJIUSIET HA aCCOLIU-
UPOBAaHHBIE C MUTOXOHIPUSMU MEMOpPAaHBbI U OCJIA0ISIET
B HUX MeTab013M (hochonunuaos, BbI3bIBasl KaK Hapy-
LIeHWe pa3Mepa, Tak U CMEIlleHUe MUTOXOHIPUI Ha Te-
pudepuIo MbIILIEYHOTO BOJIOKHA.

Jlpyeue caywau 6poicoennvix MbiuteyHblX Oucmpouii
¢ Hapywenuem Mumoxonopui

H. Kondo u coaBr. [30] cooOuuin o mepBoM KJv-
HUYecKoM ciydae couetaHusi cuHapoma Jiu (Leigh)
C BPOXICHHOW MBIIeYHON nuctpoduein  DyKysMbl.
'Y HOBOPOXIEHHOTO MaJIbYMKa OTMEYAJICSI BbIPAXKEHHBII
MOJIOYHO-KMCJIBIA  auuno3. B KIMHUYECKOW KapTuHe
HabII0aMCh MOHUXEHHOE MUTAaHWE, MbIIIeYHasl cla-
00CTb, TUITIOTOHUSI, cepeyHas AMCHYHKIUS U TUAPOLIE-
danusi. PebeHok ymep B Bospacte 17 Mec. Pesysbratel
MAarHUTHO-PE30HAHCHOU ToMorpacduu Mo3ra yka3blBaJld
Ha HEKOTOopble crienuduyeckre MpU3HaAKU Kak CUHAPO-
Ma JIu CJI, tak u Mmuomuctpoduu Oykysmel. beiia ooHa-
pyXeHa MyTallus, XapakTepHas i 6ome3Hu DYyKysMBl.
OTMEUYEHO CHUXEHWE aKTUBHOCTM MMTOXOHAPUATIbHBIX
nbIxaTeJbHbIX KoMmIuiekcoB I u II; cekBeHupoBaHUe MU-
toxoHapuansHoi JIHK He BbIsiBUIO MyTauvu. Kinuauue-
ckre HabmoneHus ¢ AeUIIMTOM yKa3aHHbIX KOMILIEK-
coB | u Il onuchIBalOTCS 1OCTATOYHO PEAKO, BO3MOXHO
B OTHUX CJIy4aeB UMEET MECTO MyTallMsl SIAEPHBIX TEHOB.

M. Kurihara u coaBT. mpencraBuiau omnucaHue |[31]
JIByX CUOCOB C MEPO3UHITOJIOXMUTEIbHON BPOXIAEHHOMN
MbIIIEYHOU aucTpodueit, He OTHOCSILIENHCS K AUCTPO-
buu tuma OyKysIMBI, KOTOPBIE OBUTM POXICHBI OT 370-
poBBIX pommreneid. [larmenTamMm ObLTM meBOuYka 16 Jier
C MUOMaTUEN, KapAMOMUOIIATUEN, TIXKEION YMCTBEH-
HOI OTCTaJIOCTBIO U dMWJIENCUEN U ee MIaauuii Opar
10 et ¢ MuonaTue, TSIXKeJI0iH YMCTBEHHOI OTCTAIOCTbIO
u anwerncueil. [lokazarenu ypoBHsI cejleHa B CHIBOPOT-
K€ KPOBU JeTell ObLIM CHMXEHbI 10 25 1 55 MKT/J1 co-
OTBETCTBEHHO (TIpu HopMe 97—147 Mmkr/n). PesynabraTel
MBILIEYHBIX OWOMNCUIl ObUIM CXOXM C HaOII0IaeMbIMU
Npu ceieHneUIUTHON MUOTIaTUU: HapYIIeHUEe paclipe-
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JIeJIeHUs] MUTOXOH/APUIA, a TakKe TMTaHTCKHWE MUTOXOH-
npuu. [Tocyie Ha3HaYeHUsI ceJieHa per oS B TeueHue 3 Mec
y MalUeHTOB $SIBHO YyJydlliWwiach mnoxoaka. [IpuumHbI
VAYYIIEeHUsI OCTAIUCh HE SICHBIMM, OIHAKO HapyllleHUe
MeTabojiM3Ma cejleHa MOXET UIpaTh POJb B pa3BUTUU
BPOXIEHHON MBIILIEYHON TUCTPO(GUU U YMCTBEHHOM OT-
CTaJIOCTH.

MuTtoxoHnpuaibibie JAACHYHKIMA TPU BPOKIEHHBIX
CTPYKTYPHBIX MHOTIATHSIX

BpoxaeHHble CTPYKTYpHblE MUOMNATUUM — TeTepoO-
reHHas TpyIna reHeTUYECKU AETEePMUHUPOBAHHBIX 3a-
0oJieBaHUI C pa3HbIMU TUINAMU HaCJIEIOBAaHUSI U MHO-
roodbpasueM BapUaHTOB TeueHMs. ISl MaTooruyeckux
MPOLIECCOB, JieXkKallluX B OCHOBE 3TUX 3a00JieBaHUM, Xa-
PaKTEpHbBIM SIBJISIETCSI OTCYTCTBME HEKPO30B MbIILIEYHbIX
BOJIOKOH M MOCJEAYIOLIEro pa3BUTUsI MUOAUCTpodrye-
ckoro npotecca. [Tpu aToM DyHKIMOHABHAS HEAOCTA-
TOYHOCTb MBIIIEYHOI TKaHU MposiBisieTcs: Ha hoHe (op-
MUPOBaHUS cnielMPuuecKnx NaToJorn4eckux CTPYKTYp
(4acto parouiuMx Ha3BaHUWE HO30JI0TMYECKO (opme)
B MBIIIIEYHBIX BOJIOKHAX. OOIMMMM KIMHWUYECKUMMU TTPO-
SBIICHUSIMU ~ BPOXKICHHBIX CTPYKTYPHBIX MUOTIATHIA,
Kak MpaBWIO, SIBJISIIOTCSI paHHUU NeOI0T (C poXAeHUs
WUJIY C TIEPBbIX MECSLEB XU3HU), TeHEPATM30BAHHASI MbI-
1Ie4YHas] TMMOTOHMS, CHWXKEHUE WU OTCYTCTBUE CYXO-
SKUJBHBIX pedieKcoB, aTpodus MbIIIIL U aHOMAJIUU CKe-
seta [9].

Mumoxondpuaavhvie oOuchynkuyuu npu cmepircHeebix
Mmuonamusx

CrepxHeBble MUOMNATUUM — 00JIE3Hb LEHTPAIBHOTO
crepxHs (centralcore disease) 1 MHOTOCTEPXKHEBAsE MUO-
natust (multiminicore disease) — reHeTMYeCKU TeTepo-
reHHble 3a00JieBaHUsI, KOTOPbIE COBMECTHO SIBJISIIOTCS
HanboJiee YaCTHIMU BPOXKAEHHBIMUA CTPYKTYPHBIMU MHO-
natusamu. OOmIeit onpenensitonieit MopgoIornyecKon
0COOEHHOCTbBIO CTEPXKHEBBIX MUOMATUI CITYKUT HAIMYUE
00J1aCTU CHUXKEHHOU OKUCIUTENbHOW aKTUBHOCTH (ep-
MEHTOB B MBIIIIEYHbIX BOJIOKHAX MEPBOro THUIIA, OIpe-
JieisieMOit  TIpU TMCTOXMMUYECKOM aHallu3e, B coyeTa-
HUU C Ie30praHu3alueil capkoMepoB U MOYTH TOJHBIM
ucTouieHrueM MUTOXoHApUit [32, 33]. [eHeTnyecku crep-
J)KHEBbIE MUOMATUU SIBJSIIOTCS B OOJBIIMHCTBE ClyvyaeB
CJIeICTBUEM MYTallMii B TeHax, KOAUPYIOIIMX JBa Oeiaka
CapKoIlUIa3MaTUYeCKOro peTUKyIymMa: odecreynBarouuii
paboTy KaHajla BBICBOOOXAEHUSI KaJIbLIMSI PUAHOJUHO-
Bblii peuentop (RyR1) u cenenonporenn N (SEPNI),
(yHK1MU KOoTOporo MajiousydyeHsl [32]. MyTtaiiuu B reHe
RyR1 BcTpeyaloTcss HAMHOTO yYallie, YeM MyTalluu B reHe
SEPN . I1aTtoreHe3 3a00J1eBaHU i, 00yCIOBIEHHBIX JOMU-
HAHTHBIMU MyTauusiMu RyR 1, XOpolllo U3y4eH, B TO Bpe-
MsI KaK JaHHbIX, Kacalouluxcsl MaToreHe3a pelieCCUBHBIX
RyRIw SEPNImytanuii, HenoctaTtouHo [33]. CyiuecTBy-
€T MPEeaIoNoXEHUE, YTO HapylleHUe (PYHKIUN KaJlbLIUs,
peryavpylomero 0uosHepreTuueckyo GyHKIUI0 MUTO-
XOHJIpUii, BHOCUT BKJIaJ B Pa3BUTUE MbIIIEUHON c1abo-
CTHU TIPU CTEPKHEBBIX MUOTIATUSIX [34].

B2011r Obulo TpoOBeNEHO MEXIyHapomaHOoe pabo-
yee COBeElllaHWE, TMOCBSIILIEHHOE MUOIMATUSM, CBSI3aH-
HbIM ¢ MyTauusiMu reHa RyRI1 [35]. E Protasi (Mtanus)
Ha NMprUMepe 3J10KaYeCTBEHHON TUIepTepMUU, BbI3bIBa-
eMoii Mytauueil reHa RyRI, B 9KClepUMEHTe Mokasal,
YTO HaOyXaHUE W pa3pyllleHUe MUTOXOHAPUI B CKeJeT-
HBIX MBIIIIAX SIBJISTIOTCS TIEPBBIMU CTPYKTYPHBIMU U3Me-
HEHUSIMU, HAOJII0JJaeMbIMU Y MOJIOZIBIX B3POC/IBIX MbIILIEH
(BO3pacT 2 Mec). DTU U3MEHEHUSI U3HAYaIbHO HACTYIIAIOT
B 00J1aCTSX, Ha3bIBAEMBIX «paHHUMM CTEPXKHSIMU», a 3a-
TEM MOPaKaloT APYTUe PETUOHBI, TPUBO/S K YKOPOUESHUIO
CapKOMEpOB U yTpaTe MMTOXOHIPUI M capKorlia3MaTHu-
YeCKOro peTukyjayma. [loxoxue HapylieHusi oTMeva-
10TCSl Y YesioBeka IMpu 060J1e3HU LEHTPAJIBHOTO CTEPXKHS,
MpU KOTOPO pas3pylieHUe MUTOXOHAPUI U capKoruia3-
MaTUYECKOTOo PEeTUKYJyMa TMPUBOIUT K HAKOIUJIEHUIO
B OrpaHUYEHHBIX y4acTKaX MOHOB KaJblLUs, (popMHpO-
BaHWIO KOHTPAKTyp MBIIIEUYHBIX BOJOKOH M K IPOTpec-
CUpYIOIIIEMY YXYAIIEHUI0 (YHKIUU COKPATUTEIbHOTO
anmnapara cKeJeTHON MbILILIbI.

M. Duchen (Benuko6puTtaHusi) COOOIIMI O HapyIle-
HUW PETYJISIUUM MOHOB KalbLUsT W (YHKIUA MUTOXOH-
JIpUil Kak MexaHU3Me pa3BUTUs 3a00JeBaHUI MBIIIILI.
IToxazaHo, YTO MUTOXOHIPUU TaKXe HAKAIJIMBaIOT UOHbBI
KaJIbLIMs B OTBET HA MECTHOE TTOBBIILIEHUE UX YPOBHSI.

MUTOXOHAPHUY ¢ HAPYIIEHHBIMUA (DYHKIUSIMU YOS -
10TCSl U3 KJIETKU B TIpoliecce ayTodaruu, KOTOpblid MOXET
ObITb AKTUBUPOBAH MyTeM OKUCJIUTEIbLHOTO cTpecca. [le-
pPETPY3KM MOHAMM KaJIbLIMSI MOTYT YBEJIMYHUTHh YPOBEHb
CBOOOJHBIX PAaIUKAJIOB, BTO BpeMsl KaK HapylIeHUE
OKUCIUTENbHOTO  (ochOopuIMpOBaHUsl WU OTKPBITHE
YKa3aHHOM BHIIIEe TTOPBl BHYTPEHHE MeMOpaHbI BBI3bI-
BaeT CHUKEHUE MUTOXOHIPUATLHOTO MOTEHIIMAIA U ya-
JIeHWe MUTOXOHAPUIl mocpenctBoM ayrodaruu. Takum
00pa3oM, BO3MOKHO HECKOJIbKO Pa3IMYHbIX MEXaHU3MOB
naTo(U3NOJIOTMN TPU MUOIIATUSIX, CBSI3aHHBIX C MyTa-
uueit reHa RyRI1. BoisiBienue u nuddepeHimanms Mex-
Iy 9TUMM MeXaHW3MaMU CTaHET BaXKHBIM IIaroOM B OTIpe-
JIeJIEeHUY HOBBIX TEPANIEBTUUYECKUX CTPATETU .

C 1enplo  OOHApYXXEHUSI HOBBIX MATOTEHETUYECKUX
MexaHu3moB J. Dowling u coaBT. [36] mpoaHanu3upo-
BaiiM aBe Mojaenau RyRI-3aBUCMMBIX MUOIIATUiL: pbiOa
JaHno M KyJbTUBMPOBAaHHBIE MBIIIEYHBIE TPYOKH (MHO-
TyOBI) OT MALIMEHTOB ¢ Ry R I-3aBUCUMbIMU MUOTIATUSIMU.
AHaJIM3 BKCIIpeccuu TeHOB Y pbl0 JlaHno oOHapyKui cy-
1LIECTBEHHbIE HAPYIIEHUsI MTPOLIECCOB, CBSI3aHHBIX C KJIe-
TOYHBIM cTpeccoM. [locneayrolire uccieaoBaHus ObUIU
COCPENOTOYEHbI HA OKUCIUTELHOM CTpecce y COOTBET-
CTBEHHO oOcJiabieHHbIX JlaHWO U B KYJIBTUBUPOBAHHBIX
MHOTy0ax. bBblM MponeMOHCTPUPOBAHBI  TMOBBIIIEH-
Hasl OKHWCJIUTENbHasl aKTUBHOCTb, HaJIWYUE OKUCIU-
TeJbHBIX CTPECC-MapKepoB, upe3MepHas MPOAYKIIUSs
MUTOXOHAPHUSIMA OKCHIAHTOB W CHUKEHHME BBIKMBae-
MOCTU B YCJIOBUSIX OKMcCJeHMs. BosmelicTBue aHTUOK-
cugaHta N-aleTUIIUCTeMHA CHU3UIIO OKUCIUTENbHbIIM
CTpPEeCC W MOBBICWJIO BBIKMBAEMOCTb MBIIICUHBIX TPY-
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00K mpu RyRI-3aBUCUMBIX MUOTMATUSIX €X ViVO, a TaKXKe
MPUBEJO K 3HAUUTEJIbHOMY BOCCTAHOBJIEHUIO (DYHKIIUMU
MbILIL Y oc1abaeHHbIX JJaHno, TeM caMbIM MTOATBEPXKIAsI
cBo10 3 (PEKTUBHOCTD in Vivo. DTU JaHHBIC MO3BOJISIIOT
CeJIaTh BBIBOJ, YTO OKUCIUTENbHbIN CTPECC — BaxKHbIN
narouznogornyeckuii - MexaHusm  RyRI-3aBUCUMBIX
MUOMATUi, MpuMeHeHue N-alueTUILMCTEMHA BO3MOXHO
SIBJISIETCS YCTICIIIHBIM METO/IOM JIECUeHUSI.

Mumoxondpuaavnan oOucynkuus npu ueHmpaibHo-
s0epHoill Muonamuu

LenTpanbHo-simepHass MUONaTUsl MPEACTABISIET CO-
00i1 crieKTp reHeTUYeCckr 00YCIOBIEHHbIX 3a00JIeBaHUIA,
XapaKTepU3yloluxcs oo1mumM Mopdosorndyeckum ¢GpeHo-
TUMOM, 3aMETHO YMEHBIIEHHBIMU MbILIEYHBIMU BOJIOK-
HaMU C LIEHTPaJIbHbIM PACTIOJOXEHUEM SIIEP, UTO AEIaeT
HX TTOXOXUMU Ha MUOTYOYJIbl — He3pesble (heTalbHbIe
MbllIeUHbIe BoJIoOKHA. Ho3zonornyeckuit cexrp 3adoJe-
BaHUS BKJIIOYaeT B cebst [37]:

1) X-cuernjeHHyl0 MUOTYOYJISIPHYIO MUOINATUIO, KO-
TOpast SBISETCH TSIXKEJION BPOXIEHHON CTPYKTYpHOM
MUOIIATUENM, BBI3BAHHOM MyTallMell B rTeHe, KOOUPYIOIIEM
0esiok Muotyoynaput 1 (MTMI);

2) MeHee 4YacTyl0 ayTOCOMHO-IOMUHAHTHYIO dop-
MY, WM COOCTBEHHO LIEHTPAIbHO-SIIEPHYIO MUOMATHIO,
CBSI3aHHYIO € MyTaluel BreHax nuHamuHa 2 (DNM2)
nnu ambuduszuna 2 (BINI), xotopblii obecrieunBaeT
B3aUMOJICICTBUE C IMHAMUHOM.

Kpome oTiMunTeIbHOTO MpU3HAKA — MBbILIEUHBIX
BOJIOKOH C LIEHTPaJbHbIMU SIAPAMU, IPYroi OTIUYU-
TEJbHO MOP(POJOrMUYecKOil OCOOEHHOCThIO TIpU aTH-
MUYHBIX X-CLEMJIEHHBIX MUWOTYOYJISIDHBIX MUOMATHUSIX
SBJISIETCSl HATMYKE cyOcapKoeMMalbHbIX 0a30(UIbHBIX
KoJiell, HanmoMMuHawImx oxepesbe («necklace fibers»).
ITpu 7€KTPOHHOI MUKPOCKOITUU BUTHO, YTO 3TU CTPYK-
TYPbl COCTOSIT U3 KOCO OPUEHTUPOBAHHBIX MUODUOPUILT
Majioro JauaMeTpa B OKPYXXEHUM MUTOXOHIpUH, cap-
KOTUIa3MaTUYECKOrO PETUKYJyMa U IpaHysl TJMKOreHa
[38]. MTM1 GbyHKUIMOHUPYET, B YaCTHOCTHU, B Ka4eCTBE
JleCMUHCBs3bIBatolero oenka; MTMI urpaet BaxHYIO
POJIb B PETYJISILIMM JECMUHA, OelKa IIUTOCKEIeTa, a Tak-
K€ TOMEOCTa3a MMTOXOHAPUI B CKEJETHBIX MbIIIILIAX.
Hedextbl B opraHuzaiuu MuUobUOPUIUT U HApYLIEHUS
MUTOXOHAPUATbHBIX (DYHKUMU SIBASIOTCS OOLIMMU Yep-
TaMM B MaTOTeHe3e LEeTPaTbHO-SIIEPHBIX U CBSI3aHHBIX
C IECMUHOM (AecMuHonatuv) muonatuit [39]. BbisiB-
JisseMble TIpY 2JIEKTPOHHOW MUKPOCKOMUU HapyLIECHUS
MUTOXOHAPUI B BUJIE PBAHBIX KPACHBIX BOJIOKOH U yBeE-
JIMYEHHbIE MUTOXOHAPUU, a Takke NUCGHYHKIIUS JbIXa-
TeJIbHON 1IeNMM MUTOXOHIPUI ObLIM 3apeTHCTPUPOBAHBI
pyu MUODUOPUIUTSIPHBIX MMUOMATUSIX — NECMUHOMATU-
sx [40].

Hapyiienust MUTOXOHAPUIA U capKoIla3MaTUYeCcKO-
ro peTuKyjayMa HabjronaloTcs B repeaHeit 0osbliiedep-
1I0BOIi MBIIIILIE F€TEPO3UTOTHBIX MbILLIEH, HOKAyTUPOBaH-
HbIX 110 TeHy K/-Dnm2w pa3BuBaroninx Haubosee yacToie
ayTOCOMHO-IOMUHAHTHbIE (OPMBbI  LIEHTPATbHO-SIIEP-
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Hoii Muonatuu [41]. CoobulaeTcsi TakKe O HapylleHUU
(GYHKIMIA MUTOXOHAPUI B MBILILIAX Y MbIIIEH TpU ae-
seuusix mukpo PHK miR-133a-1 u miR-133a-2, xoto-
pble IPUBOAST K B3pOcCiioi hopMe LIEeHTpaIbHO-SIIEPHOI
Muonatuu (¢ MopGhoJorMyecCKUMU NU3MEHEHUSIMU, HATTIO-
MMHAIOIIUMU LHEHTPATbHO-SJEPHYI0O MUOTIATUIO Y YeJIO-
Beka) [42].

J1si NOHUMaHUSI MEXaHM3MOB, JieXallluX B OCHO-
Be 3a00J1eBaHUsI, KpaliHe BaXXHO OMNPENEIUTh, B KaKOi
CTENEHU OCHOBHBIM TOBPEXIEHHBIM THUIIAM KJIETOK
Tpedyercs 6enmok DNM2. Ucxoas us storo, E. Tinelli
U coaBT. [43] ucnoyib3oBaiu abSALIUIO KJIETOYHO-CIIe-
M(pUIEeCKOro reHa i U3y4eHUsl MOCAeACTBUNA yTpa-
Tl DNM2 xierkamu MbIIIEYHOU TKaHU. YCTaHOBJIE-
HO, 4TO pyHKUMOHUDYIOIIUIK TeH DNM2 Heobxoaum
NIl TPaBUJIBHOTO pPa3BUTUS MbllIL. YTpata DNM?2
CKEJIETHON MBIIIEYHOW TKaHbIO MPUBOIUT K CHUXE-
HUIO MBILIEYHOU MacChl U YMCJIa MbIIIEYHBIX BOJIOKOH,
U3MEHEHUIO pacipeiesieHUus UX pa3MepoB, HapyllIeHU-
SIM HEPBHO-MBbIIIEYHbIX CUHANCOB W U30JUPOBAHHO
JlereHepalud BHYTPUMBILIEYHBIX Mepudepruueckux
HEPBHBIX BOJOKOH. MIHTEpeCcHO, UTO OTCYTCTBUE DKC-
npeccuu reHa DNM2 B MbllIliaXx OPUBOIUT K YBEJIM-
YEeHUIO JUMUIHBIX Karnejlb U MUTOXOHIPUATbHBIM Jie-
dexram. DT JaHHbIEe ObOecreyuBalOT HEOOXOAUMYIO
OCHOBY ISl JaJIbHEUIIUX UCCAEAOBAHUN (yHKLMU
u nuchyHKuun reHa DNM2 B CKeJNeTHBIX MBIIIIAX
B HOpME U MPU NMAaTOJOTUU.

Bposwoennaa muonamus c eueanmcexumu MunoxoHopu-
amu

Ponb mutoxoHapuit B nud@epeHIIMPOBKE MBbILIIL
Obli1a HelaBHO OLIEHEeHA MPU UCCIIeOBAHUN MbIILIEYHOM
Ouoricun pebeHka ¢ HEOOBIYHOUM M HektaccubUuiIupo-
BaHHOM BpOXJIeHHOI MuormaTueii [44]. Xopolilo u3BecT-
HO, YTO MUTOXOHAPUU CIIOCOOHBI MEHSITh CBOIO (POpMmY,
pa3Mep, MECTOTOIOKEHUE U KOJIUYECTBO BHYTPU KUBOI
KJIeTKU. JleleHne MUTOXOHIPUIA SIBISIETCS Ype3BblUaii-
HO BaXHbIM MPOLECCOM, MOTOMY YTO BbIXKMBAa€MOCTb
KJIETOK 3aBUCUT OT HaJIMYKsI JOCTATOYHOIO YK CJIa MUTO-
XOHAPWH B Kaxnoil 3 HuX. OyHKIIMOHUPOBAHUE ITUX
opraHejis 0COOEHHO BaXKHO JIJIS1 HOPMaJIbHOTO Pa3BUTUSI
9MOpuroHaIbHbIX KileToK. A. Fidzianska u Z. Glinka u3-
yurwin MopdhOJOTUYECKUE U YJIBTPACTPYKTYPHBIE OCO-
OEHHOCTHU HE3peJIbIX MBIIIEYHBbIX KJIETOK C MOSIBJEHU-
€M aHOMAaJbHbIX I'MTAHTCKUX MUTOXOHAPUH Yy pedeHKa
C HEOObIUHOW BpoOXIeHHOW Muomnarueil. bbuin mpoa-
HaJIM3UPOBAHbl OMOMNTAThl ABYIJABOM MBILILIBI TIIeYa
U YEThIPEXIJIaBON MBbILILBI Oepa. YIbTpacTpyKTypHbIE
OCOOEHHOCTU HE3PEJIbIX MBIIIEYHbBIX KJIETOK MPOSIBU-
JIUCh B TIPUCYTCTBUU MEPBUYHBIX U 3PEJIbIX MbIIIEYHbBIX
TpYOOK, COCYIIECTBYIOIIMX C aHOMAJIbHBIMU TUTAHTCKU -
MU MUTOXOHAPUSIMU. DTO TMO3BOJUJIO CAENaTh BbIBOJ
0 TOM, YTO MOBPEXIEHUE MUTOXOHIPUATBLHOTO MeXa-
HU3Ma CJIMSHUS /IeJIeHUs] Ha paHHEe cTaaiuu pa3BUTUS
MOXET MPUBECTU K 3aMEJIEHHOMY CO3PEBAHUIO MbI-
LIEYHbIX KJIETOK.
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Mumoxondpuaavnsie Hapywenus npu opyaux epoiicoeH-
HbIX CMPYKMYPHBIX MUONAMUSAX

Hamu Gbut orvcaH KJIMHUYECKUIA CiTydaii BpOXKIeHHON
MMOIIATUU C AUCTIPOIIOPLIME TUTIOB MBILLIEYHBIX BOJIOKOH,
MpY KOTOPO Obljla OTMEUEHA BbIPaXXEHHAsl NECTPYKIIUSI
MUTOXOHIPUI (1edopManivs, BaKyoau3alus U aedopma-
uust kpuct). [IpuMeyaresbHO, YTO Y MaLIMEHTKU XOPOIIUA
o3¢ deKkT UMeno MpUMEHEHUE 3HEProTPOIHON Tepamnuu,
BKJIIOYABIIEH B c€0sl KOMIUIEKC, COCTOSIIIMI U3 JIEBOKAP-
HUTHHA, KO3H3UMa Q, , BUTaMMHOB rpynmbl B. OrMeua-
JIOCh YBEJTMYEHME MBIIIEYHOI CUJIbl, paHee He XOAUBLIast
JIeBOYKA CTaJIa XOAUTb O€3 IMTOCTOPOHHEH oMol [45].

3HauuTebHbIE BapualMM pa3mepa, yucia v Gopmbl
MUTOXOHIPUI, HAPSIY C MATOJOTUYECKUM HaKOTUIEHUEM
[JIMKOTeHa, OOHAPYKMBAIOTCS U Yy TALIMEHTOB C TUITUYHOM
WJTM TSDKETOM (hopMOil HeMaTMHOBOIM Muonatuu [46].
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