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AHnHomayusa

BBepenne. HemanuHOBble MuomaTuu - TpyIna HeMPOMBIIIEYHBIX 3a60JIeBaHMI, OTIMUUTETBHOM TMCTOJIOIMUECKON OCOOEHHOCTBIO KOTOPBIX
SIBJIIETCS] HA/IM4Me HeMasMHOBBIX Tesl B MuocumiutiactaxX. Llenb. OmmcarenbHas Mmopdosiorust penkoii GopMbl MePBUYHON HEMAIMHOBOJ MMUOIATHUM,
Mporpeccupyoliei B no3aHeM Bospacre. Marepuasbl u MeToabl. VccienoBaH omepaiyOHHbBIN Marepyas rnapaBepTebpaabHbIX MbIIIL TAlMeHTKI
51 roma co ckommoTtnyeckoit medopmanmeit Ha ypoBHe L4-S1, omepmpoBaHHO HEOZHOKPATHO C LIeJIbIO KOppekuuy AedopmManmy MO3BOHOUHMKA
Ha ¢oHe HeBposormueckux Hapyuenmit. I[lapadbuHOBbIe cpe3bl OKpalMBadM IeMaTOKCMIMHOM M 303MHOM, 1o Maccony, metomom Ptah, msyuann
nocpezcTBoM ckauupyioiiero mukpockona 3DHISTECH Pannoramic MIDI II BF gist otudposku npemnaparos 1o texHosorn Whole slide imaging
B IBYX pexxumax: Single layer mode u Extended focus (3DHISTECH, Benrpusi). Pe3ynbrarel. Bo dparmeHTax M3MeHEHHOV MBIIIEYHON TKaHU B
MMOCHMIUIACTaX MAeHTU(GUIMPOBAIMCh HUTUYATBIE CTPYKTYPBI HEMAJIVHOBBIX TeJl, KOTOpPbIe pacrosaramch ayuddy3HO-TOUEYHO 10 BCeli capKoIia3me
60 06pa3OBBIBAJIM CKOIUIEHMSI Pas/IMuHOM KoHdurypaumyu. Habmromanach IOBbIIIEHHAs BapuabesIbHOCTb IUAMETPOB MbILIEYHBIX BOJIOKOH,
BHYTPEHHME SIipa, KOHTPAKTYPHO M3MEHEHHbIe MMOCUMILIACTBI U C MIPMU3HAKaMy Mrodaruii, KapTUHbI OCTENEHHOTO 3aMeIleHMsT MBIIIEUHbIX BOJIOKOH
aaMIoLMTaMM, MacCoBast JKMPOBast JereHepauysi BOJIOKOH, (pr6po3 MHTePCTULMAIbHOTO POCTPAaHCTBA. BHYTpMMBbIILIeUHbIe HEPBHbIE CTBOIMKM MMeEJIN
TIPU3HAKM TIOJTHOV MHBOJTIOLIMM, COXPaHSUICS GrOPO3VPOBaHHbIN EPUHEBPUIA, €IMHNYHbIE HEPBHbIE BOJIOKHA; HEPBHO-MbIIIIEUHbIE BepeTeHa OTINYaINCh
YBeJIMYEHHO COeIMHMUTETBHOTKAHHOM Karicystoii. CoCybl apTepuaabHOrO 3BeHa C pusHakamu G1ubposa 1 obiuTepariyest mpocBeTa, COCY/bl BEHO3HOTO
pycia usButbie. O6cyraenne. B cBsi3u ¢ GOMBIINMM YMCIIOM T€HOB, OTBETCTBEHHBIX 32 NM, reHeTHueCcKuii MOMCK MOKET ObITb 3aTPyLHeH 1 ObIBaeT
Ppe3y/IbTaTUBHBIM Jinilb B 50 % ciiydaeB. YCTaHOBJIEHO, UTO HEMAaJIMHOBBIE TeJa MOTYT pacrpenessaTbest AnddysHo mmbo 06pasoBbIBaTh CKOTUICHVIST
HeNnpaBuWIbHONM (GOpMbI, yalle cy6CcapKoJIeMMaIbHO ¥ XapaKTepHbI /I MEJIKMX BOJIOKOH. B MpefcTaBieHHOM KIMHMYECKOM Cilyyae HeMalMHOBbIE
Tesla HaGIIONAIMCh 1O BCEJ IUIOIIALY BOJIOKOH M ObLIM XapaKTepHbl U1 MMOCKMMILIACTOB DasjIMYHBIX pa3MepoB. 3aKiaroueHue. IlocpencrBom
MATOrMCTOJIOTMYECKOTO MUCCIIe0BaHys TapaBepTeOpasbHbIX MBI GbUIA YCTAHOBIEHA HEMPOMBIILIEYHAs! IPUPoa 3a60JIeBaHMsI, ONIPeeJIeHHOTO Kak
HeMaJIMHOBast MMOTIATHs], TIPOrPeCcCUPYIoLiast B MO3LHEM BO3pacTe, He IMarHOCTMPOBAHHAsS paHee Ha MPeNbIIYIIMX STarax JeueHusl.
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Abstract

Introduction Nemaline myopathies (NM) are a group of neuromuscular diseases, the distinctive histological feature of which are nemaline rods in
myosymplasts. The purpose of this work is to describe the morphology of a rare form of primary nemaline myopathy that progresses in adulthood.
Material and methods The surgical material of the paravertebral muscles of a 51-year-old patient with scoliotic deformity at the level of L4-S1, who
was repeatedly operated on to correct spinal deformity due to neurological disorders, was studied. Paraffin sections were stained with hematoxylin-
eosin, according to Masson, using the Ptah method, studied using a 3SDHISTECH Pannoramic MIDI II BF scanning microscope to digitize preparations
using Whole slide imaging technology in two modes: Single layer mode and Extended focus (3DHISTECH, Hungary). Results In the fragments of
the altered muscle tissue, filamentous structures of nemaline bodies in myosymplasts were identified, which were located diffusely-dotted throughout
the sarcoplasm or formed clusters of various configurations. There was an increased variability in the diameters of muscle fibers, internal nuclei,
myosymplasts altered by contraction and with signs of myophagy, patterns of gradual replacement of muscle fibers by adipocytes, massive fatty
degeneration of fibers, and fibrosis of the interstitial space. Intramuscular nerve trunks showed signs of complete involution; fibrous perineurium was
preserved, and there were single nerve fibers; neuromuscular spindles were distinguished by an enlarged connective tissue capsule. The vessels of the
arterial flow had signs of fibrosis and obliteration of the lumen; the vessels of the venous bed were tortuous. Discussion Due to a large number of genes
responsible for NM, genetic search can be difficult and is effective only in 50 % of cases. It has been established that nemaline bodies can be distributed
diffusely or form clusters of irregular shape, more often subsarcolemmal and characteristic of small fibers. In the presented clinical case, nemaline
bodies were observed over the entire area of the fibers and were characteristic of myosymplasts of various sizes. Conclusion The histopathological
study of the paravertebral muscles established the neuromuscular nature of the disease, being nemaline myopathy that progressed in adulthood and had
not been diagnosed at previous stages of treatment.

Keywords: nemaline myopathy, paravertebral muscles, nemaline formations, fibrosis, fatty degeneration, involution of nerve conductors, vascular
obliteration
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BBEJEHUE

Hemammuosbie myonaruu (Nemaline myopathy, NM) -  HbIX BOJIOKHaX, BBISIBJISIEMBIX NP T'MCTOIATOJIOTMYECKOM
Ipymma IporpecCcUMpyIonMX HepOMBIIIeYHbIX 3aboneBa-  uccienoBauuu (NEMA - «uHuTh»). BonesHb oTHOCUTCS
HUI, KOTOPbIe XapaKTepu3yIOTCSl HaauMuMeM aHOMAJbHbIX K Haubosiee pPacpoCTpaHEHHBIM MMOMATHUSIM, YacTOTa
CKPYYEHHbBIX WIM ITaJOYKOBUIHBIX CTPYKTYp B Mbilied-  BcTpedaemocTy opyH Ha 50000 uestoBeK B paBHON CTENeHn
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MY>KUMHBI U SKEHIIMHBI, OOBIYHO TIepenaeTcsl Mo HacJe/-
CTBY, B €IMHUYHBIX CTyYastX 3a6osieBaHMe He HAOTIONAeTCst
y Ipyrux wieHoB cembi [1, 2]. Kimmunueckme nposiBieHust
NM 3HaunTeNbHO BapbMPYIOT Kak IO BO3pacTy MaHudbe-
crauum, Tak U Tsorkectu Teuenus, B 90 % ciyuaeB muorna-
TUU TIPOSIBJISIIOTCS TIPY POKIEHMIU MU B paHHEM JIeTCTBe,
OuUeHb PefKo OOHAPYKMBAIOTCS Y B3pOCbIX [3]. OTimnun-
TebHbIMM uepTamyu NM SIBJSIOTCST TUITOTOHMS, C/1a6OCThb
CKeJIeTHBIX MBI, Aedopmaiyy MO3BOHOUYHMKA, MPoGIie-
MBI IIpU KopMmiteHuu [4].

Boigensitor miects kauHMueckux rpynn NM B 3a-
BUCUMMOCTY OT BO3pacta MaHMdeCcTanuu U CTeleH! Ts-
sKeCT. B3aMMOCBSI3b MEXKIY TSKECThIO 3a00JIeBaHUS U
ornpezeseHHbIM TeHOM, B KOTOPOM ITPOM30IIIa MyTaIusl,
He YCTaHOBJIEHA, HEOOXOOMMO peryJspHoe Habsome-
HMe y Kapguosora [4]: 1) Tsokenast BpoxkaeHHas dopma:
CUJIbHAST MBIIlIeYHasi TUIIOTOHUS, HapylleHue GyHKUUU
BHEILIHEro JbIXaHus; 2) HeEMaJMHOBass MUONaTtusi Amu-
el Mpu POKAEHMM: TUIIOTOHMUS MBIIIII], KOHTPAKTYPbI
CYyCTaBOB, HAapyIIeHMs IObIXaHUS; 3) IPOMEKYTOUHAs
BpOKAeHHass Gopma: CpenHsisi CTemeHb TSKeCTH, 3a-
Iepskka MOTOPHOTO pasBUTHS, yTpaTa CIIOCOGHOCTU

CaMOCTOSITETbHOM ~ XOAbObI; 4) TMnuuHas (Msrkas)
BpOKIeHHass (opma: TMIIOTOHMS, BSJIOCTb B MbIIIIAX,
DACIIOJIOKEHHBIX OJIMskKe K TYJOBUINY; 5) Muomarus,
nposiBisioniasics B 8-15 jeT: HopMajbHOe paHHee MO-
TOpPHOE pa3BUTHe, CUMMETPUYHAST CJ1aO0CTh MBIIII] JIO-
IbDKeK; 6) MUOTATHs, IMPOSIBJSIONIASCS BO B3POCIOM
Bospacre 20-50 sieT: 6ICTPO IPOrpeccupyroas oodias
¢/1a60CTh MBI, 60JIb B MbIIIIaX, AedopMalui mo3BO-
HOUHMKA. MexaHM3Mbl, TPUBOAIINE K HOPMUPOBAHNIO
HEMaJIMHOBBIX MMOTIATUH, SIBJSIOTCS MPEAMETOM IIPO-
JOJDKaloUmMXest uccienosanuit [1, 3, 5, 6].

IIpencraBiasieMblii KIMHUYECKUI Caydyall WHTEpeceH
HE TOJIbKO C TOYKM 3pPEHMsI OCOOEHHOCTEN KJIMHUYECKOU
KapTMHbI 3abojieBaHusl (CTEPTOCTb MaHudecTauuy He-
BPOJIOTMYECKUX MPOSIBJIEHUI ), HO 1 OCOOEHHOCTEN TUCTO-
CTPYKTYPbI MbIILIEYHOV TKaHM IMPU MATOTUCTOOTMYECKOM
aHam3e. B paMkax KIMHMYECKOV pabOThl IpencTaBiieHa
KpaTkasi MopdoJsiornueckasi xapakTepucTuka u obCyskie-
HUe JaHHOI Mpo6yeMsl [7].

ILlenb paboThl - omicaresibHas MOPMOJIOTHS PeIKO
bopMbl HeMaJMHOBOV MMONATHM, MPOTPECCUPYIOIEN B
MO3HEM BO3pacTe.

MATEPHAIJIbI 1 METO/IbI

WccnenoBaH omepanyoOHHbI MaTepyas HapaciHalb-
HBIX MBI TanyeHTKy 51 roma co CKOIMOTMYECKOi [e-
dbopmaimeit mosBoHouHMKa Ha ypoBHe L4-S1. Ilpu mo-
CTyIJIeHUy Oblla [MarHOCTMPOBAHA HEBPOJIOTMYECKast
CUMIITOMATHKA B BuZe 60JIe3HEHHBIX CIIa3MOB MBbIIIIIL JIUIIA,
111ey, TUTIOTOHYCA ¥ TUMIOTPOGUY MBI, Gesiep, rojaeHeit,
CTOTI, OTPaHMYEHMII OBVKEHUI B KOHEUHOCTSX. [Iporpec-
CUPYIOLIUI HEBPOJIOTMUYECKMIA NedUIIUT He YKIaAbIBaICs
B KJIMHMYECKIMe TIPOSIBIEHMsI BTOPMYHON MMOTIATUM, TTOCIIe
cbopa aHaMHe3a ObUIO MPUHATO pEIIeHue O MPOBEAEHUN
TYCTOMATOIOTMUECKOTO VICC/IEOBAHMST MBIIIIL] CITMHBI C 11e-
JIbIO YTOUHEHUST STUOJIOTHM 3a60JIeBaHMSI.

Mpiieunyio TKanb urcupoBasm B 10 % pactBope
HEeMTpaJIbHOTO (hOpMasHa, MOCje TUCTOJIOTUYECKON MPO-

BOIKM 3aJIMBa/M B MapabuH, cpe3bl OKpaIlnBaIy TeMaTOK-
CUJIIHOM ¥ 303VHOM, TPUXPOMHBIM METOIOM 110 MacCoHy,
metomom PTAH. M3yuaym mocpencTBOM CKaHMPYIOIIETO
mukpockora 3DHISTECH Pannoramic MIDI II BF s
MOJTyueHusT 1IMPPOBBIX MUKPOIPEIapaToB IO TEXHOJIOT MU
Whole slide imaging B nByx pexkumax: Single layer mode
u Extended focus (3DHISTECH, Benrpus).

O6ciemoBaHmns TAUMEHTKY TPOBOAWINCH B COOT-
BETCTBUM C TpebGoBaHUSIMM XeJbCUHCKOW AeKIapanyumn
1975 roma, nepecmorpenubimu B 2013 ropy; 66110 MOJA-
mcaHo MHGOPMMUPOBAHHOE MOOPOBOIILHOE COTIacKe Ha
OCYIlleCTB/IEHNe AMATHOCTUKU M MEOUIIMHCKOTO BMella-
TeJbCTBA C JAJbHENIINM MCIIOTb30BaHMEM MTaHHbBIX B Ha-
YUHBIX IEJISX.

PE3VJIBTATBI

ITpoBemeHHOE MATOrMCTOIOrMUECKOe VCCIeNOBAHME Ta-
PpaBepTeGpaIbHBIX MBI MTAIMEHTKM, HEOMHOKPATHO OIepH-
POBAHHOM C LIEJIbI0 KOppeKimn gedopmMaliy TO3BOHOYHMKA
Ha (QOHe HEeBPOJIOTMUECKMX HAPYIIeHWiA, MO3BOIWIO YTOY-
HUTb 3THMOJIOTMIO OCHOBHOTO 3abosieBaHus U OuddepeHIm-
poBaTh €ro Kak TeHeTMYeCKu OOYC/IOBJIEHHYIO HEeMAaJMHO-
BYIO MMOIATHIO, TTPOrPECCUPYIOIIYIO B TIO3MHEM BO3pacTe.
MakpocKonmuecky HaGIIooamuch (GparMeHTbl MbIIIIEUHON
TKaHM C BbIpaskeHHbIM (hrOpo30oM, aTpodyiels, SKMPOBbIM 3a-
MerteHveM. [1py MMKpPOCKOIMPOBaHMY M3MEHEHHO MbIIIIeY-
HOV TKaHM BU3YIM3UPOBAIMCH MUOCUMILIACTDI, TIOH, Cap-
KOJIEMMOM KOTOPBIX MAEHTUDUIMPOBAIUCH HEMaTMHOBbIE
TeJsa, OKpallleHHble TeMHO-cvHUM 1o Ptah (puc. 1). Opau
pacrionarach aud@ysHO B BUIE TOUYEUHBIX BKparIeHMM
(puic. 1, a), Apyrye rpynmmpoBaiCh B KIacTepbl Pa3HOOOpas-
Hoit KoHburypauym (puc. 1, 6, B). Ha mpomonbHbIX cpe3ax
HeMaJIMHOBbIe 06pa30BaHNsI BU3YaIM3MPOBAIUCD B BUIE HUT-
yaTbIX CTPYKTYp (puc. 1, r). B onepaioHHOM Marepuasie Ha-
GITFOIAJC TIOJIST aIMATIOLUTOB, 3aMECTHUBILIVIX MbIIIIEUHbIE BO-
JIOKHA, pas/IMYHbIe 3TaIlbl MPeoO6pPasoBaHsl MUOCHUMILIACTOB
B SKMPOBbIE KJIETKV, OCTaTOYHbIE MEJIKIE MUOIUTBI ITOTPy3Ka-

JIICh B COENMHUTEIbHOTKAHHBIE KOHITIOMepaThl (puc. 1, 1),
HEPEeNKO BCTpevaauch remopparvu (puc. 1, e). bbum xapak-
TepHbI BOJIOKHA Pa3sHOOOPA3HBIX JMAMETPOB, BU3YaIU3UPO-
BaJICh KAPTUHBI TOCTENEHHOTO 3aMellleHNs] MUOCUMILIIACTOB
SKMPOBBIMM KJIeTKaMu (puc. 1, ), OTMe4yaanch BHyTPeHHNE
siipa ¥ KOHTPAKTypHO M3MeHeHHble BOJIOKHA (puc. 1, 3). B
CUMITJIACTaX C PasJMUMMON TIOTIEPEYHOI MCUEPUEHHOCTHIO
UAEHTUOUIMPOBAIUCH BBITSHYThIE COOCTBEHHbIE sapa IO
niepucdepyn 1 B 1ieHTpe (puc. 1, u), HapsILy C COXpaHHBIMU
(bparmeHTaMy MBIIIIEYHOM TKaHM HAGTIOOATVCH MbIIIIEUHbIE
BOJIOKHA C YTPayeHHO! IMCTOCTPYKTYpOn (puc. 1, ).
Cocympl 3a4acTyl0 ObLIM TOTPY)KEHbI B KOHIJIOMEpa-
ThI aOUIIOLMTOB, IIPOCBETHI OOGIUTEPMPOBAHbI, 0OOJIOU-
KM C TpusHakamyu Guopos3a, MIaAKOMBIIIEYHbIE KIIETKU
(T'MK) t. media ¢ HapyIIeHHON IMPKYJSIPHOM OpMeHTalMen
(puc. 2, a, 6). Cocyznbl BEHO3HOT'O PyCJia TOHKOCTEHHbIE, U3-
BuUTbIE (pUC. 2, B). HepBHO-MbIIIIeUHbIe BepeTeHa XapaKTepy-
30BaJIMICh YBEJIMYEHHON COEMMHUTELHOTKAHHOM KariCysion
(puc. 2, T), BHYTPUMbIIIIEUHbIe HEpPBHbIE MPOBOMHUKY TIOI-
BEpPraJiCh MOHOV MHBOJTIOLVN, COXPAHSUICS (h1GPO3MPOBaH-
HbIVi IEPVHEBPUIA, €IMHIYHbIE HEPBHbIE BOJIOKHA (PUC. 2, IT).
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Puc. 1. @parmeHTsl napadyHOBBIX CPE30B MAaPACHMHAIBHBIX MBI [P HEMaIyHO-
BOJM Myomarym: a — Muouut ¢ nubdy3HbIM pacipernesieHneM HEMaIVHOBBIX CTEePyKHEN;
6, B — TOHIVIOMEPAThl HEMAJMHOBBIX TeNT; B — CJIeBa TPYIIA KJIETOK MakpodaraabHOro

psifia B MMOCUMMILIACTE C HEMaJIMHOBBIMM TeJIaMy; T — TeMHO-CMHVEe HeMaMHOBbIe HUTY;
Il — OCTaTOYHbIe MbILLIEYHbIe BOJIOKHA ITOI'PYyKEHBI B I10JI€ aIUIOLMUTOB, CIIPaBa — BOJIOK-
Ha, 3aK/TIIOYEHHbIEe B COeNVMHMUTEIPHOTKAHHOE pa3pacTaHye; e — reMopparuy; x — pasyimy-
Hble 3Tarbl 3aMelleHys] MbIILIEYHbIX BOJIOKOH Ha aJyIIOLMThI, BOJIOKHA Pa3sHOOOPa3HbIX
[IaMeTpOB; 3 — KOHTPAKTYPHO M3MeHeHHbIe MYOCUMIUIACTbI, BHYTPEHHME sIIpa; U — CO-
XpaHHbIe MBIIIEYHbIE BOJIOKHA; K — MMOCUMIUIACT C YTPAa4YeHHON I'MCTOCTPYKTYPOI (Crpa-
Ba). Okpacka: a-e — metonom Pyah; 5k—-K - reMaTOKCMJIMHOM U 903MHOM. YBeJMYeHMe:
a, 6, B - 2300%; r - 3000%; 1 - 200%; e - 300%; 5x — 700x%; 3 - 500%; 1 - 1100x; k - 1600

Puc. 2. dparmeHTbI MapadHOBBIX CPE30B MapaBepTeOPaIbHBIX MBILIILL TPY HEMAJIMHOBOJ MUOIIATVM, OCOOEHHOCTH TUCTOCTPYKTYPbI COCYIOB,
HEePBHO-MbIILIEYHbIX BEPETeH ¥ HePBHBIX IIPOBOAHMKOB: @ — COCYIbI IIOTPY)KEHbI B CKOIIEHMS afUIIOLUTOB, OKK/IIO3Ms IPOCBETa; 6 — BbI-
paskeHHbI Grbpo3 t. media, 'MK suiieHbl [UPKYISIPHON OPUEHTALMN; B — U3BUTbIE KOHTYPbI BEHO3HOTO COCY/Ia; I' — YBeJIMUeHHas Karcy/a
HEPBHO-MBIIIEYHOTO BEPeTeHa B COeIMHMUTETbHOTKAHHOM KOHIJIOMepare; I — MHBOJIIOLVSI BHYTPYMBIIIEUHOTO HEPBHOTO CTBOJIMKA C MACCOBOIA
JiereHepanyeii HePBHbIX BOJIOKOH, COXpaHeH (GuOpo3upoBaHHbI nepyHeBpuit. OKpacka: a, B, T — 10 MaccoHy, 6 — reMaTOKCMJIMHOM U 303U-
HOM, 11 - MeTofoM Ptah. VBenuuenne: a, B, r - 500%; 6 - 270%; n - 1600
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OBCY>KIEHUE

B mccieqoBaHHOM KIMHMUYECKOM Cilydyae MMEeeT Me-
CTO TMaTOJIOT M, TIPOSIBMBIIIASICS B MIOAPOCTKOBOM BO3PacTe
¥ HEYKJIOHHO Tporpeccupyomias Bo B3pociom. [1o maH-
HBIM JIUTEPATYPBI, B CBSI3U C OOJIBILIMM YMCJIOM T'€HOB, OT-
BETCTBEHHBbIX 32 NM, reHeTMUYecKkuii MOUCK MOXKET ObITh
3aTpyIHEH U ObIBAaeT Pesy/IbTaTMBHBIM Jimiib B 50 % ciry-
yaeB [1], HeO6XOOMMBI JOTIOHUTE IbHbIE CC/IeNOBaHMs, B
YACTHOCTH, TIATOTMCTOJIOTUUECKIUI aHaIN3.

®ubpo3 CTEHOK COCYOB, 00YCIOBIEHHBIN Ype3sMepHbIM
OTJIO’KeHVEM 6eJTKOB BHEKJIETOYHOTO MaTpPUKCa, CBSI3bIBAIOT
C TaKMMM 3a00JIEBAaHUSIMM KaK aTepOCKJIepO3, TUIMEPIIINKe-
MUSI, TUCTUTIUIEMMSI, TUTIEPTOMOIVICTEMHEMMUST; a TaKKe C
PEeHMH-aHTMOTeH3WH-a/IbIOCTEPOHOBOM  CUCTEMOM, OKMUC-
JIUTEJIbHBIM CTpeCCcoM, (akTopaMu pocCTa U AyucHasaHCOM
CceKpeLlMM LUTOKMHOB, IOMYYeHHbIX M3 3sHAoTenus [8].
Iyic6anaHC KOJUTar€HOB TPUBOAMUT K (GUOPO3y CTEHKM W,
KaK CJaeaCcTBMe, K OOGIMTEpalMy TPOCBETa; YCTAaHOBJEHA
POJIb KOJUTaT€HOB B OOeCIeueHny reMocTasa, C aKIeHTOM
Ha xosnarens! Tunos I-1V, VI, XV, XVIII [9]. [Toka3ana
takske posib ['MK B pasBuTum skeCTKOCTM CTEHOK apTepuii,
9TO BTOPOJ BaskKHbBIN KOMIIOHEHT TOCje GeJIKOB BHEKJIEK-
TOYHOTO MaTpPUKCA, KOTOPbIi HE TOJILKO PEryiupyeT B3au-
MOJIEICTBMST aKTOMMO3MHA TIPY COKpAIIleHH, HO 1 OTIoCpe-
IyeT MeXaHOTPAHCAYKIMIO B KJIETKaX M remMocTas GesikoB
BHEKJIETOUHOTO MaTpukca. JKecTKoCTh apTepuit, oGpaTHast
PacCTSDKMMOCTH, BOBJIEYEHA B STUOJIOTMIO XPOHUYECKUX CEP-
TIeUHOCOCYIMCTHIX 3a60/IeBaHMIA 1 SIBJISIETCSI OCHOBHOM TIPU-
YMHOI1 3a60J1eBa€MOCTH ¥ CMepTHOCTU BO BceM mupe [10].

IlanHble, MpeCcTaB/IeHHbIe B HACTOSIILIEN paboTe, HaxO0-
DT OTpaykeHue B APYTUX MCCaemoBaHusIX. VI3BecTHO, 0co-
GEHHOCTSIMM MblIllleuHoV TKauu mpu NM sBisioTCs aHO-
MaJibHast BapuabesIbHOCTh PasMepOB MbIIIIEUHBIX BOJIOKOH,
yTo 00YCJIOBIMBAET OMMOmaIbHOE pacrpeneeHne auve-
TPOB Ha T'YCTOTpaMMe; BHYTPEeHHMeE S/ipa, JJOKaJbHbI He-
KPO3 MBIIIIEUHBIX BOJIOKOH, BbIpaykeHHbIN (H1OGPO3 SHIO- U
nepummsus [11]. Taxke ycTaHOBIEHO, YTO HEMAaJIMHOBbIE
Tejla MOTYT pacrpenensiTbcst auddysHo a1mbo 06pa3oBbI-
BaThb CKOIJIEHUSI HepaBMIbHOV (GopMbl, dalle cy6cap-
KOJIEMMaJIbHO, M XapaKTepHbI JJI1 MeJKMUX BOJOKOH [12].
[Tocnepaue 2 dakra He MOATBEPKAEHBI B MPENCTABIEH-
HOJ paboTe, HeMaJIMHOBbIe 06Pa30BaHsT HABTIOOAIICh He
TOJIBKO TTOJT, CAPKOJIEMMOJA, HO TIO BCeJ MJIOIAM BOJIOKOH,
¥ B PaBHOM CTereHu OGbUTM XapaKTepHbI ST MUOCUMILIA-
CTOB Pa3IMYHBIX PA3MEPOB.

MeTomoM 371eKTPOHHOV MUKPOCKOIMY BbISIBJIEHO, UTO
ungeHtuduiyposatb NM MOXHO MO HaJIMYMIO CTPYKTYP
CTEP’KHEBUIHOW WU SIMIEBUAHON (GOpPMbI; HEMaMHO-
Bble CTEPsKHM MMEIOT aHaJOTMYHYIO Z-AMCKaM peleTya-
TYIO CTPYKTYpY, MX ¢dopMa y TalMeHTOB C MyTalysIMyu B
KLHL40 v LMOD3 pasnuuHa 1 MOKeT ObITh IOJIe3Ha IJIs
IVArHOCTUKH [4].

YcTaHOBIEHO, UTO HapyIIeHMsT COKPaTUTENbHON CITo-
COBHOCTM ¥ OpraHusainuu ImTockenera npyu NM BbI3bI-
BalOT Takue AedeKThl sSApa Kak paspylieHHas 060JI0uKa,
M3MEHEHHOe pacMoIOKeHMe XPOMaTKHa, UYTO, B CBOIO
ouepelb, YUUThIBAasE BaXKHYIO POJIb siIpa B PETryJIsLNA IKC-
Mpeccuy TeHOB, a TaKKe LMTOCKeJeTa B TOAIePsKaHUU
1IeJIOCTHOCTY MUOCUMILIACTOB, OOBSICHSIET HapyIlleHue Co-
KpaTuTeJbHOM COoCOGHOCTM pumameHToB [12].

ToHKast HUTh aKTMHA — OCHOBHasl COCTaBJISIONIAs cap-
KOMepa, MMEeHHO Ha 3TOM YpOBHE COKpallleHMsI BO3HMKa-
eT MblllleyHasd ¢1abocTb y nanueHToB ¢ NM [3]. JecaTsb
n3 12 usBecTHBIX TeHOB pu NM KogMpyioT 6esiku, KO-
TOpbIE SIBJISIOTCS KOMIIOHEHTAMM TOHKOTrO (uaaMeHTa,
JIN6GO CIIOCOOCTBYIOT CTAGMIBHOCTM M OGHOBJIEHUIO aK-
tnHa. benku, komupytommecss renamu NEM2 u ACTAIL,
Y4YacCTBYIOT B (hOPMUPOBaHMM MbILIEYHOTO TOHYCa U CO-
kpateHnu mbii. NEM2 - kogupyet 6eok nebulin, my-
Taluu 30eCh SIBASIOTCS OCHOBHOV MPUUYMHON BO3HUKHO-
BEHMSI MMOTIATMU 1 OOHapyskeHbl B 66,7 % ciayuaes [5].
IToxkasaHo Kak MbIlK ¢ JeduinToM nebulina meMoHCTpu-
POBAIM TSDKEJIYIO MBIIIEUHYIO aTpoduio u cy1abocThb in
vivo, CcBsi3aHHble C HU3KMM copepskaHuem NEM?2 [13].
ITocpencTBoM MOP(OJOTHUECKOTO aHa13a MBIIIIL C MY-
tauueit B NEM2 yCcTaHOBJIEHO, UTO KOJIMYECTBO BOJIOKOH,
3aHATHIX HEMAJIMHOBBIMU TeJIaMi, OOPAaTHO KOPPETUPYIOT
¢ TsDKeCTblo 60se3un [14]. AHoMasbHasI yKIagKa, u3Me-
HeHHas ToJMMepu3alus U arperauys MYyTaHTHBIX M30-
dbopm a-actina SIBASIOTCS OBGIIVIMIM CBOICTBAMY MYTaHTOB
npu NM, HeKkoTOpbie U3 3TUX 3P(PEKTOB CrelPUUHbI U,
BEpOSITHO, TIPUBOIST K BapualusiM B CTEITeHN MbIIIIEUHON
cnaboctu [6].

ITonumaHMe BKJama capKOMepHOW OUCHYHKIUY B MbI-
IIIeYHYIO CJIaBOCTDb Uuepes 3aeliCTBOBaHHbIE T€HbI TOMOYKET
paspaboTaTh liejieBble TepaneBTMUYecKue cTpareruu [3].
TouHast mMarHOCTHKA 3a60/I€BaHNUS TIO3BOJIUT OTIPEEsISTh
TaKTUKY JiedeHus: U u3beratb HeGIaromnpusITHBIX MCXOMOB
MIPUMEHSIEMbIX XUPYPrudeckux metonos [15, 16].

3AKJ/TIIOYEHUME

IMocpencTBoM matoMopdosornueckoro 1cCcjiesoBaHus
napaBepTebpabHBIX MBI OblIa YCTAHOBJIEHA HENPO-
MBbIIIeYHasT TpUpona 3a00yieBaHus, OIPeAesIeHHOTO KaK
HeMaJMHOBash MMOIMATHS, NMPOTPecCUpPYoNIas B MO3IHEM
BO3pacTe, He AMAarHOCTUPOBAHHAS PaHee Ha MPeabIAYIIIX
sTanax JieueHus. [T MBI, XapaKTepPHbI HEMaJMHOBbIE
Teja ABYX TUIIOB, JIOKaM3yoImecs: auddy3HO-TOUeUHO
B capKoIruiazme 160 ob6pasyroliyie KOHIJIOMepaThl pasind-
HOM (GOPMBI, KaK IO CapKOJIeMMOM, TaK U IO BCeil ILIOo-
1L[a/1X BOJIOKOH; TTOBBIIIEHHAsT BApMabesIbHOCTh JUaMeTPOB
MUOCHUMIUIACTOB, BHYTPEHHME sIIpa, KOHTPAKTYPHO U3-

MeHeHHbIe BOJIOKHA, KapTuHbl Muodarmit. Habmromamich
TTOJIST SKUPOBOM OUCTPOGUM, VWHBOJIIOIMSI HEPBHBIX IPO-
BOIHUKOB C (pUOPO3MPOBAHHBIM IepUHEBPUEM, (HubGpo3
MHTEPCTULMATBHOTO MPOCTPAHCTBA U CTEHOK COCYLOB, UX
obmTeparysi.

[Ipu cnokHbIX HedopmManmsx MO3BOHOUYHMKA HEOOXO-
IMMa OLleHKa HEeBPOJIOTMYECKOro CTaTyca M cO6op aHam-
He3a C UCIOb30BaHMeM MaKCUMAaJIbHOTO CIIEKTPa TeCTOB,
MAaTOTUCTOJIOTMYECKMIA aHAJTU3 OTIePaIIMOHHOTO MaTepuasa
SIBJISIETCSI OIHUM UX OObEKTUBHBIX TMarHOCTUYECKUX KPU-
TepuesB.
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