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[Ipencrasiien 0030p JMTEPATYPbI U ONMMCAHNE KIMHAYECKOTO CJIy4asi BPOKIEHHON MHOTOCTEPKHEBO MHONIATUH — PEIKOTO TeHeTH-
YeCKH 00YCJIOBJIEHHOTO HEPBHO-MbIILIEYHOrO 3200/1€BaHHs, XAPAKTEPU3YIOIIErocsl HAJIMYMEM BHYTPMMBILIEYHOTO BOJOKHA MHOXKECT-
BEHHBIX YYACTKOB C YMEHbIIEHHOW OKMC/IMTEJbHOIl AKTUBHOCTBIO. [I/is 3200/1€BaHNs XapaKTepHa CJAa00CTh JMIEBOil MyCKYJIATYpPbI,
MPOKCHMAJILHBIX OT/IEJIOB KOHEYHOCTEN, Pexke 0TMeYaeTCsl HApYKHasi o(hTaIbMOIUIerus. Y NalMeHTOB MOXKeT PA3BUBATbCS yMePEeHHAs
aTpousi MBI, CyXOXKUIbHbIE pedieKChbl 00bIYHO coXpaHsioTcs. [IpuBeaeHbI JaHHbIE KITMHAYECKOTO0 M IA00PATOPHOrO 00C/IeI0BAHMS
00JIbHOIA 4 JIET, CTpaalolIeii MHOTOCTepPKHEBOI MUonaTueii. B pe3ysisrare npoBeeHHOro KOMILIEKCHOTO MOP(OJIOrHYeCKOro HecIeno-
BaHMsI OMONTATA CKEJIETHOW MBIIIEYHOI TKAHU (0030pHbIE, THCTOXMMHUYECKHE U 3JIEKTPOHHAS MUKPOCKONNS) ObLIH NMOJTy4eHbI OCHOB-
Hble J0KA3aTeIbCTBA IMATHO32: MHOTOCTEPKHEBAsi MHONATHS. BhIsiBiIeH psiI 0COOEHHOCTEl THCTOXMMIYECKUX U YIBTPACTPYKTYPHBIX
H3MeHeHMil, MMeIoNIMX 3HaYeHne 1isi anddepeHnnaibHoil MArHOCTHKY 32001eBAHMS.

Kurouesvie crosa: demu, 8poscoeHHble MUONAMUL, MHO2OCIMEPICHESAs. MUONAMUSL, MOPPDON02UHMECKAs OUACHOCIUKA, 2UCIOXUMUSL, I1€K~-
MPOHHAS MUKPOCKONUSL.

The paper reviews the literature and describes a clinical case of congenital multicore myopathy, a rare genetic neuromuscular disease
characterized by the presence of multiple areas with reduced oxidative activity within the muscle fiber. The disease is typified by weak-
ness of facial and proximal limb muscles; external ophthalmoplegia is less common. The patients may develop moderate muscular
atropathy and usually retain tendon reflexes. The paper gives clinical and laboratory findings of a 4-year-old female patient with
multicore myopathy. A complex morphological study (survey and histochemical examinations and electron microscopy) of skeletal
muscle tissue biopsy specimens provided basic evidence for the diagnosis of multicore myopathy. A number of specific features of
histochemical and ultrasound changes that were of importance for the differential diagnosis of the disease were identified.

Key words: children, congenital myopathies, multicore myopathy, morphological diagnosis, histochemistry, electron microscopy.

BaHME, XapaKTepU3ylolleecs: HaTuIreM MHOXKECTBEHHbBIX
YYaCTKOB MBIIIEYHOIO BOJIOKHA C YMEHBIIIEHHON OKU-
CJIUTEJIbHON aKTUBHOCTBIO M KJIMHUYECKUX MPU3HAKOB
BpOXXAEHHOI Muormnatuu [1].

MHorocTtepxkHeBass MUOIIATUSI OOBIYHO NEOTUPYET
B MJIAZICHYECKOM (CMMMOTOMOKOMILIEKC <«BSUIOTO peOeH-

MHOFOCTep)KHCBaS[ MUONATUSI — PEIKOe TeHEeThYe-
CKM OOYCJIOBJIEHHOE€ HEPBHO-MBbIILIEYHOE 3a0oJie-
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Ka») WIK paHHEM JeTCKOM Bo3pacTe. B KinHuYecKoi
KapTUHE JOMUHUPYIOT MBIIIIeYHasI TUTIOTOHUS, 3aIepKKa
GopMupoBaHUs ABUTaTebHBIX HaBbIKOB [2]. CamocTo-
ATeTbHAs XOMb0a HauYMHAETCs C 3alepkKKoi Ha 4—6 Mec
1 XapaKTepPU3yeTCsT HEYBEPEHHOCTHIO M YaCTHIMM ITajie-
HUSIMU, <«yTHHOI» moxonkoit. B 30% ciyyaeB 3aboJie-
BaHME MOXET TIPOSIBIISITBCS B aHTCHATAJIBHOM TIEPUOIE
CHIDKEHUEM JIBUTATEIbHOM aKTMBHOCTHU ILIONA, TIPHUYEM
y OepeMEeHHBIX JKEHIIWH YacTo HaOIIomaeTcss MHOTO-
Boaue [3]. PeGeHOK MOXET pOXIaThCsl C BbIPaKEHHBIM
OyJIEOaPHBIM CUHAPOMOM, TIPOSIBJICHUST KOTOPOTO B TeUe-
HUE HECKOJIbKUX MecsilieB yMeHblaoTes. MHorna 3a60-
JIeBaHUE MOXET JIe0I0TUPOBATh U 'y B3pOCIBIX [4].

J1JIst MHOTOCTEP>KHEBOM MUOTIATUM XapaKTepHa clia-
0OCTh JINIIEBOW MYCKYJATyphl, YTO MPOSIBIISIETCS Ha-
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pYLIEHUEM COCaHUsI; pexe oTMevaeTcsl HapyxHas od-
TajqbMoOIUIerusi. B KOHEUHOCTsIX MblleyHas caabocTh
00bIYHO TpeodIaJaeT B MPOKCUMabHbIX oTaenax. Cia-
0OCTb MBI CIHUHbI W IPYIHON KIJIETKU CHOCOOCTBY-
€T pPa3BUTHIO KOCTHBIX JedopMalUil B BUIE CKOJMO3a
MO3BOHOYHMKA, BOPOHKOOOPA3HOW WM KWJIEBUIHOM
IPYAHON KIJIETKU. Y MalMEeHTOB MOXET pa3BUBAThCS
yMepeHHast aTpodusi MbILILL, HATUYUE MCEBIOTUIIEPTPO-
(uii 1 cyxOXWIbHBIX peTpaklnil He XxapakTepHo. Cyxo-
KUJIbHbIE pedIEKChl COXPAHSIOTCS, XOTS OOBIYHO B TOM
WY UHOW CTerNeHU CHUXEHbl. TeueHue 3aboJieBaHUs,
Kak MpaBWJIO, OTHOCUTEJIbHO JA00POKAYECTBEHHOE, OT-
MEUEHO JIaxe yaydllleHUe B BUIE HApaCTaHUsl MbIIIEYHOM
CUJIbI B IOHOLLIECKOM BO3pacTe.

[Tpu u3yyeHun ABYX TpyIn MauyMeHTOB ¢ MOpdoJio-
TMYECKU TOKA3aHHOW «MHOTIOCTEPXKHEBOW» MUONATUEN
OBl OOHAPYKEHBI Pa3INUMs B UX KIMHUYECKON KapTU-
He (cM. Tabauity). [Tpu u3yyeHun reHoTUIMOB MALUEHTOB
U3 3TUX TPYI ObUIO YCTAHOBJIEHO, YTO JaHHOE 3a0oJie-
BaHUE yYallle CBSI3aHO C NeeKTOM reHa pUaHOIMHOBOTO
peuentopa (RyRI) v pexxe — reHa cejeHonpoTenHa N
(SEPNI) [5]. Jokanuszauus reHoB 19ql13.1 u 1p36-p35
COOTBETCTBEHHO.

RyR I-Konupyemasi MHOTOCTEPKHEBAsI MUONIATHUS

PuaHonrHOBBIN peLenTop sIBIsSIeTCs pelenTopynpas-
nsgembiM Ca®*-KaHaJloM, pacITOJIOKEHHBIM B MeMOpaHe
SHIOMIA3MATUYECKOTO PETUKYJIYMa U PEryIUPYIOLIUM
BBIXOJ M3 Hero Kajblimsl [6]. B ckeneTHON MBIIIEUHOMN
TKaHW pUAHOIMHOBBIN PEeLIENTOP PACIIONOXEH B MeMOpa-
HE TOIEPEYHBIX LUCTEPH CAPKOIJIa3MaTUYECKOTO PETU-
KyJyMa U CBSI3aH C IUTUAPONUPUIMHOBBIM PELIETITOPOM
Ha MHBarMHauusx TuiazmaiemMmbl B T-TpyOooukax. Cur-
HaJl, TPUXOSIIMI 1O capKoJeMMe 3a CUeT ITOM CBSI3U,
BO3JIEMCTBYET HA CAPKOIIa3MaTUYECKU N PETUKYJIYM, BbI-
3bIBasl BLIOPOC KaJIbLIMSI, HEOOXOAMMOTO JJIsi MILLIEYHOTO
cokparueHust [6].

MyTtauuu reHa puaHOAMHOBOro peuentopa RyRI
y yeJoBeKa MPUBOIAT K pa3BUTHIO psiia 3a00JIeBaHUIA,
BTOM YMCJI€ BPOXIEHHOW MMOMNATUU <«lLIEHTPATbHO-
O CTEpXHs», HaclenyeMol ayTOCOMHO-AOMMHAHTHO,

Cyxopykos B.C. u coagm. BpoxieHHast «<MHOTOCTEPKHEBas» MUOTIATHUSI

M BPOXKICHHON MHOTOCTEPKHEBOM MMOIIATUU, HACIICIY-
eMoi1 ayTocoMHO-penieccuBHO [7]. KonnyecTBo onucaH-
HBIX MYTalldid, BBI3BIBAIONINX OOJIC3Hb <«IICHTPAIBHOTO
CTepKHST», 3HAUYUTENBHO TPEBBIIIACT YUCIO MYTalIWiA,
BEIYIIUX K MHOTOCTEPXKHEBOI Muoratuu |8, 9].

[penrmonoxuTebHO KIMHUYECKAst KAPTUHA ITPY TaH-
HOWl (hopMe MHOTOCTEPXKHEBOW MMOIIATUU MOXKET OT-
JINYATBCS  OT TAKOBOM TIpM OOJIE3HU  «IIEHTPATBHOTO
CTepKHST» HATMIUEM HapyKHOIT odTaapmormierun. Mop-
dobyHKIIMOHATBLHON 0COOEHHOCTbHIO CTPOEHUST MbIIlIEY-
HOI TKaHu npu RyRI-KogupyeMoli MHOTOCTep>KHEBOI
MUOTIATUU SIBJISIETCS] HAJIMIUE JTOCTaTOYHO MAaCCUBHBIX
CTep>KHEe# B MbIIIIECUHOM BoJIoKHE (multicores) [5].

SEPNI-KonupyemMasi MHOTOCTEPKHEBAsI MUONATHUS

Ten SEPNI xonupyeT 06e10K — cejieHonpoTeuH N.
OH npeacTaBisieT co00i MIMKOMPOTEUH, PACIOIOXKEH-
HBII B 9HIOIUIA3MAaTUIECKOM PETUKYJIyME U BBICTY-
MaloumMii B poJii MeauaTopa cejieHa, KOTOPbIi BXOAUT
B COCTaB Pa3JIMUHBIX 3alTUTHBIX ¥ METAOOJIMICCKUX CH-
creM. Kpome Toro, oH mpuHUMAET ydyacTue B MOJJIEp-
KaHUW KaJbIIMEBOTO TOMEOCTa3a B MBIIICYHON TKaHU
nyreM oOecreyeHusi AeSITeIbHOCTU OKUCIUTEIbHBIX
(GepMEHTOB U KOHTPOJISI OKHUCIUTEIbHOTO COCTOSIHUS
puaHoAuMHOBbIX peuentopoB. [lokazaHo, yTo AeULIUT
cesleHorpoTenHa N TIPUBOIUT K TIOBBIIIIEHUIO OKCUIAH-
THOI aKTUBHOCTH B MMOTY0aX M HAPYIICHUIO PETYJISIIINT
CyMepoKCUAIecMyTa3bl M Katajasbl. B pesynbraTe npo-
WCXOIUT OKWCITUTETBHBIA CTpPecC, KaJbIIMEBBI TOMEO-
cTa3 MBIIIEYHOUW TKaHW HapYIIaeTCsT BCJCACTBUE BBIXOMA
W3 CTPOST PUAHOIMHOBBIX PEIIETITOPOB U HEKOHTPOJIMPYe-
MOTO BBICBOOOXICHMS KaJblIMs yepe3 ux KaHaisl |5, 10].

C myrauueit B reHe SEPNI moMUMO MHOTOCTEpKHE-
BOIl MUOTIATMM CBsI3aHa TakKKe BPOXKICHHAS MBIIICYHAS
nuctpodusi ¢ pUrMaHbIM  103BOHOYHUKOM (RSMD).
VYkazaHHble 3a00JieBaHUSI UMEIOT CXOIHbIN (hEeHOTHI:
BbIpaXXEeHHasl CJ1abOCTb aKCUAJbHOW MYCKYJIaTypbl, pU-
TUMIHOCTb MTO3BOHOYHMKA, PAHHEE MPOSIBJIEHUE CKOJIM03a
W JIbIXaTeIbHOW HEIOCTaTOYHOCTH [5].

XapakTepHoil —naroMopdosoruyeckoir  0cobeHHO-
CThIO MbIILIEYHON TKaHU nipu SEPNI- KoaupyeMoil MHO-

Tabnuya. Knuanyeckue v rucTONATOIOTHYECKHE NIPOSAB/ICHUS, XapaKkTephbie 111 SEPNI- u RyRI-kKomupyeMbIx (hopM MHOTOCTEp-

KHeBO#W MuonaTuu [5]

IIposiBneHust SEPN1 RyRI
Kmangeckue

HapyxHast odranbmoruierus — AR
BynbbapHbie HapylIeHUs + +
Hapyiienus asixanus +++ aF
Ckonno3s +++ ++
310KayecTBeHHAsI TUTIEPTEPMUST — +
Tucronaronornyeckue (MblieYHAS TKAHb)

JloMUHMPOBaHKE BOJIOKOH 1-T0 THMa + Sis
Hanuuure BHYTpeHHUX Saep MBIIIEYHBIX BOJJOKOH + +++
MHokecTBeHHBIE GoJtbIre cTepxkHu ("multicores”) 4 AR
MHorouuciieHHbIe MaJleHbKKe CTepXHU ('minicores”) +++ +

ﬂpwvzewanue. — MPOSIBJIEHNE HE OMKUCAHO, + MPOSIBJIEHNE ONUCAHO; ++ YyacToe MposiBjieHne; +++ oueHb 4acToe MposiBJIEHUE.
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TOCTEP>KHEBOM MUOITATUH SIBJISIETCSl HAJIMIUE OOJBIIIOTO
KOJIMUECTBA MEJIKUX cTepkHei (minicores) [5]. [Tpu anek-
TPOHHO-MUKPOCKOITMIECKOM WCCIICIOBAaHUU BBISIBJICHO,
YTO MUHU-CTEPXKHM PACTIONaraloTcsl TPEeUMYIIIECTBEHHO
B MecTax AECTPYKUUM MUOGUOPUILT U BaKYOJIU3UPOBAH-
HBIX W IECTPYKTUPOBAHHBIX MUTOXOHApHUil. Takke OHU
ObLTM OOHAPYXEHbI B yUaCTKaX BaKyoJIM3alUU U IECTPYK-
LIMM CapKOIJIa3MaTUYECKOro peTuKyjaymMa u T-TpyOouek.
B pamkax ogHOI MbllIEYHON OUOINCUU MOXHO HabJII0-
JaTh Pa3IUYHbIE CTaAUU MaTOJOTMYECKOTo Ipoliecca
(OT cTpUMMUHIA Z TOJIOCOK JI0 AECTPYKLIMU U MTOJIHOTO
M3MEHEHUs apXUTEKTOHUKU MBILLIEYHOTO BOJIOKHA) [5].

Hanuane crepskHEil B MBITIICYHOM OMOTITATE SBIISICTCS
HecrrennduIeckuM GakTopoM. MUHU-CTEPKHU, KaK He-
crienduIeckre 00pa3oBaHUs MBIIIICYHON TKAHU, MOTYT
Ha0JII01aThCsl U 'y 3I0POBBIX JIIOJEN Mocie creuuduye-
CKOW Harpy3ku, Uy HalMEHTOB CO 3J0KaYeCTBEHHOM
runepTepMueit, 00ycaoBieHHON MyTalusiMu reHa RyR1,
HO 6e3 Ipyrux MPU3HAKOB BPOXIECHHOW Muomatuu. Ta-
KUM 00pa3oM, HAJIMIME B MBIIIICYHON TKAaHU MIUHU-CTEP-
SKHEW TIPW OTCYTCTBUM KIIMHUYECKUX TIPOSIBICHUN MBI-
IIEYHOM CJTA00CTU U IPYTMX MUOITATUIECKUX TTPU3HAKOB
He SBJISICTCS] OCHOBAaHWEM JIJIST TUATHOCTUKM Y TIAlleHTa
MHOTOCTEPXKHEBOI1 Muornaruu [5].

B cBs13u co cX0ACTBOM KIMHUYECKON U MOPGhOIOrU-
YeCKON KapTWHBI MHOTOCTEPXKHEBOW MUOTIATUM W Psina
JIPYTUX BPOKICHHBIX MUOITATU BasKHON OCOOCHHOCTHIO
nudbepeHITMaTbHON TUarHOCTUKY SIBJISICTCS OTIpesesie-
HHe crienudrdecKnx MopdodyHKITMOHATBHBIX TTPU3HA-
KOB aHHOTO 3a0oJjieBaHUsl. OCOOEHHO YacTO CTaBUTCS
Borpoc o AuddepeHIMaTbHON AUArHOCTUKE O0JIe3HU
«IIEHTPATBHOTO CTEPKHS» WM MHOTOCTEPXKHEBOW MMOIIA-
TUU. BaxXHOU! OTJIMUYUTENbHOM OCOOEHHOCTBIO MOCIeTHE|
CITy’kaT TaKue KIMHUYECKUE ITPOSIBICHMSI, KaK HapyX-
Has odTaibMoruierusi, OyJabbapHasi HeIOCTaTOYHOCTb
1 OTCYTCTBUE BBIPAaXKEHHBIX MMPU3HAKOB PECITMPATOPHOMN
HEIOCTaTOYHOCTH, TPUCYIICH MaIlMeHTaM C MUOTIATHEH
«LIEHTPAIILHOTO CTEPXKHSI»[5].

Onucanue KINHAYECKOTO Caydast

llayuenmka C., 4,5 €T, MOCTYIIWIA B OTIEJIEHUE TICU-
XOHEBPOJIOTUY U HACJEeICTBEHHBIX 3a00JI€BAHUI C XKaJjlo-
0aMy Ha MOBBIIIEHHYIO YTOMJISIEMOCTb, OO B KOJIEH-
HBIX W TOJICHOCTOITHBIX CYCTaBax.

Anamue3. PeGeHOK oT 5-i1 6epeMeHHOCTH, MPOTeKaB-
et Ha oHe aHeMuH | cTeTieH! U BETETOCOCYIMCTOM TN -
CTOHMM y MaTepu. Pomsl Bropbie, Ha 36-11 Hemene; Macca
npu poxnaeHnu 3020 1, orieHKa 1o mkane Amnrap 8/9 6an-
JioB. Ha 5-e cyTku xu3Hu Obu1a repeseieHa B OTeIeHUE
ITaTOJIOTM HOBOPOXKICHHBIX C IMarHO30M: TIepUHATAIb-
Hoe nopaxkeHue LIHC runokcuyeckoro reHesa, CMHIPOM
yrHeteHuss LUHC, cuHApOM MBbIIIEYHO THUMOTOHUM.
KpoBouznusiHue B cruieTeHUe JeBOro OOKOBOTO Xesy-
nouka. KonbloranonHas xenryxa I crenenu. [Tynounas
rpbika. MHdekius MoueBoit cucteMbl. BpoxaéHHbIN
BBIBUX Oellpa ¢ ABYX CTOpoH. HemoHommeHHOCTE 36 Hel.

B rpymHOM BO3pacTe B CBSI3U C BPOXICHHBIM BBIBU-

HEBPOJIOIns

XOM Oefipa TIPOBOIMIIACH KOHCEPBATUBHAS OPTOIICIUIC-
ckas koppekius. JleBouka Hayajaa cTosith ¢ 11 Mec Xu3-
HU, xonuTth — B 1 101 2 Mmec. [locTosiHHO HabJOIaIaCh
y HEBPOJIOTa IT0 MTOBOMY MBIIIEYHOW TMIIOTOHUY, CHIKE-
HMSI CYXOXWIBHBIX pediiekcoB. [lomydama Kypchl Kop-
TEKCMHa, n1paleTama, Butamuna B, maccax. B 1,5 rona
OBIT TIOCTABJICH JAMArHO3: COCAMHUTEIbHOTKAHHAS JTHC-
T1a3usl.

HeBouka yacro 6osie1a OPBU, moBTOpHO Haxoauaach
Ha CTallMOHAPHOM JICUCHUH TIO TTOBOIY OOCTPYKTUBHOTO
OpoHxMTa, HabJOgaIach aMOyJIaTOPHO IO ITOBOIY aToO-
MMMYECKOTO JepMaTHTa | AMcOaKTepro3a, IepeHecaa
JIEBOCTOPOHHIOIO MTHEBMOHUIO (B BO3pacte 4 JieT) U Be-
TPSTHYIO OCITy. 3a TOJ IO ITOCTYIUICHUSI B HAITYy KIMHUKY
MTOSIBWJIMCh KaJoOBbl Ha 00JIM B KOJICHHBIX U TOJICHO-
CTOITHBIX CycTaBaxX NMpH (pU3MUIECKON Harpyske, oTMeyva-
JIACh TIOBBIIIICHHAST MBIIIICUYHAST YTOMJIIEMOCTb. JlMarHos,
YCTaHOBJICHHBIH TI0 MECTY XXHUTEJIbCTBA: HenudhepeHII-
pOBaHHAsT TUCIUIA3USI COSAMHUTEILHON TKAaHU C HEKJTac-
cuGUIIMPOBaHHBIM (PEHOTUITOM; TTPOJIATIC MUTPATEHOTO
KJanaHa.

JlanHble 00BEKTHBHOrO HcciaenoBanusa. Dusnueckoe
pazButue: poct — 100cm (B auanazone 10—25-ro nep-
LHeHTWIs1), Macca Tena — 16kr (75—90 mepueHTHMIICH
1o pocty). OTMEUYEeHBI: TUIIEPTPODUS TpaIrelMeBUIHON
MBIIIIIB, yMepeHHass auddy3Has TUMOTOHUS MBIIIII,
TMTIIEPMOOMILHOCTD CYCTaBOB, BBICTYIAIOIINE JIOTTATKH,
CKOJINO3 B TPYIHOM OTIENIe MO3BOHOYHUKE. CyXOXKWITb-
Hble pediieKchl He CHYDKeHBI. [lpu BcTaBaHWM ¢ Tojia
MUOTIATUYECKUX TIPUEMOB He MCTIOIb30Bajla. MMKpO-
aHOMaJINM: STMUKAHT, IMUpoKas mepeHocuna. OTKIOHe-
HMI1 B COMaTUYIECKOM CTaTyce He BBISIBJICHO.

Buoxumudeckuit aHaIM3 KpPOBM WMENT CJICOYIO-
IMe OCOOCHHOCTU: aclaparuHoBas —TpaHCaMHWHa3a
—45ME/n (nopma no 40 ME/n), anaHuHoBas TpaH-
camuHaza — 17 ME/n (Hopma no 45 ME/n), kpeatun-
dochokunaza — 197 EIl/n (Hopma 15—190 EI1/n), nak-
tataerunporeHasa — 582 EJl/n (nopma mo 450 EIl/n),
Kapmii — 1,06 Mmmonb/ (HopMa 1,15—1,27 Mmmoos /).
[ToBbIIeH ypoBeHB TTapatropmMoHa — 206 1ir/mit (Hopma
16—62 it /mum).

[Ipy peHTreHOIOTUIECKOM WCCIICIOBAHUN BBISBIICH
S-00pa3HbIil CKOJMO3 TPYIHOTO OTAENa ITO3BOHOYHMKA
2-11 CTEIIeHM C POTAIMell Tel TTO3BOHKOB, TUCTpodrIe-
CKUe M3MEHEHMS B TejlaX ITO3BOHKOB; YMEpEHHas Bapy-
cHasl aedopmalus KOCTed rojeHei, 3nu@usbl He U3-
MEHEHBI, 30HBI POCTa YETKHUE, YMEPEHHBI OCTEOTIOPO3
B MeTadu3ax.

Pe3yabrar maromopdosiornyeckoro aHaimsa ouonrara
CKeJIeTHOI Mbimmbl. OOIIMiA TIaH CTPOSHUSI CKEJIETHO-
MBIIIIEYHOW TKaHW He M3MeHeH. [laToormuecknx n3me-
HEHMI CO CTOPOHBI COCTUHUTEIEHOTKAHHBIX 000JI0YeK
He BeIsiBJIeHO. DopMa U pazMepsl MHUOHOB, pa3Mepbl
U pacIipeqiesieHe MBIIIICUYHBIX SIep, XapaKTep NCYepUCH-
HOCTHM COOTBETCTBYIOT KapTMHE YMEPEHHO BBIPAKCHHOM
MUOTEeHHOU aTpodur. HeKpoTH3MpOBaHHBIX MBIIICUHBIX
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Cyxopykos B.C. u coagm. BpoxieHHast «<MHOTOCTEPKHEBas» MUOTIATHUSI

Puc 1. Ckenernas MbledHas TKAHb NAUMEHTKH C BPOXKIEHHOI
MHOrocTep:KHeBoii Muonarueii. Bospacr 4,5 roga. x200.
[cToxuMHuyeckoe BbISIBICHUE AKTUBHOCTU CYKLMHATIETMOPO-
reHasbl o Haxmacy u coast. (1957) kpuoctaTHbix cpe3oB. [Toutu
BO BCeX MPOJ0JIBbHO CPE3aHHBIX MBILLIEYHBIX BOJIOKHAX ONPEaesi-
eTcst GeHOMEH MHOXXECTBEHHBIX CTepXKHEM (CTPEJIKM).

BOJIOKOH HeT. TUITbI MUOHOB pacmpenesicHbl MO3auyHO,
MX KOJIMYECTBEHHOE COOTHOIIICHNE — B HOpMe. Pacmipe-
NeJICHWe W 00IIasi aKTUBHOCTh WCCIIENOBaHHBIX ep-
MEHTOB — BO MHOTHWX BOJIOKHaX HaOomaeTcss (heHOMEeH
MHOXeCTBeHHbIX crepxkHeit (puc. 1). RRF — «pBaHbie»
(1repoxoBaThie) KpacHbIE BOJIOKHA — HE BBISBIICHEI.
MMMyHOTUCTOXUMUYECKUIT aHaU3 — 03 HapyIIeHUA
HCCIICIOBAaHHBIX OEJIKOB. YJIBTPACTPYKTYPHO OTIpeIessi-
IOTCST HEOOJIBIITNE JIOKYCHI NECTPYKTMBHBIX M3MEHEHMI
MBIIIIEYHOTO BOJIOKHA TIO THITY MHOTOCTEPKHEBOM MHO-
natun (puc. 2). 3akmodyeHue: CBETOrMCTOXMMUYECKUE
1 YJIBTPACTPYKTYPHBIC TIPU3HAKUA BPOXIEHHOW MHOTO-
CTepPKHEBOI MUOTIATHH.

Takum ob6pazom, eBoUYKe ObUT YCTAHOBJIEH KJIMHUYE-
CKUIl marHo3: BpokmeHHass MHOTOCTepXKHEBasl CTPYK-
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Kimmandeckue mpusHaKd 3a00JTeBaHUST OTMEUYAINChH
C POXIICHUS 1 OBLTU paclieHeHBl KaK CUHAPOM YTHETCHMSI
HepBHOU cuctembl. [lo3mHee y IeBOYKM ObLIa 3aIlom03-
peHa COeNMMHWTETbHOTKaHHAS IuCITIasus. KirodeBbIM
MMarHOCTUYIECKUM METOIOM B PaCCMaTpUBAEMOM CTydae
SIBUJIOCH MOP(OJIOTUYECKOE MCCICIOBAHNE MBIIICYHON
TKaHU. MOXHO TIPEAITOIOXUTD, YTO BHISIBJICHHBIC U3ME-
HEHUST KOHIIEHTPAIINY KAJIBIWS W ITApaTTOPMOHA B KPO-
BM, KaK M ITPU3HAKN OCTEOIIOpO3a, MOTYT OOBSICHSTHCS
HapyIllIeHneM oOMeHa KaJlbIHsl, KOTOPOE MOXKeT HabJIo-
AThCS TIPU 00EUX TEHETHUECKUX (hopMax TaHHOTO 3a00-
JICBaHMSI.

Paboma nposedena npu noddepicke Cosema no epam-
mam Ilpezudenma PD, epanm No MK-4236.2011.7

6. Menvrukos K. PazHooOpasue 1 CBOMCTBA KaJbLMEBBIX KaHa-
JI0B Bo30ynuMbIX MeMOpaH. [lcuxodapmakonorus u 6uoso-
ruyeckas Hapkostorust 2006; 1—2: 1139—1151.

7. Cyxopykos B.C., Xapaamos J/I.A. BpoxneHHbIE MHOMATHUM.
M: 00O IIpecc-Apr 2010; 155.

8. Jungbluth H., Zhou H., Hartley L. et al. Minicore myopathy
with ophthalmoplegia caused by mutations in the ryanodine
receptor type 1 gene. Neurology 2005; 65: 1930—1935.

9. Jungbluth H. Central core disease. Orphanet J Rare Dis 2007;
2:25:1-9.

10. Lescure A., Rederstorff M., Krol A. et al. Selenoprotein func-
tion and muscle disease. Biochim Biophys Acta 2009; 1790:
1569—1574.

IMoctymmma 21.05.12

POCCUNCKWIA BECTHUK NMEPUHATOJIOMU U MEANATPUN, 4(1), 2012

93




