Tepanuu HeoOXOAMMO ITPOBEIeHe TPOCIeKTUBHBIX
HCCJIeJOBAHUIIA.

PacmingpoBka MOJEKYIAPHO-TEHETUUECKUX CO-
ObITHI, Jeskaiux B ocHoBe FOMMJI, crana BayKHOMI
BeXOll B MOHMMAHUY OMOJIOTUY 0OJIE3HU U II03BOJIN-
Jla CYIIeCTBEHHO IIOBBICUTH KaUeCTBO W TOUYHOCTH
KJIMHUYECKON AMATHOCTUKU. I MCIIOJIb30BAHUSA

HOBBIX JAHHBIX C IIEJbI0 YJIYUIIIEeHUS Pe3yJIbTAaTOB
Tepanuu Heo0XOAMMBI PACIIU(POBKA JOTIOJTHUTEIb-
HBIX TE€HETUYEeCKUX U SIUTEHETUUYEeCKUX COOBITUIA,
JIeKallluX B OCHOBE KJIOHAJIBbHOM SBOJIIOIUU U IIPO-
rpeccuu 60JI€3HU, a TaKKe HCCJIeJOBaHNe MEXaHMU3-
MOB ee Pe3UCTEHTHOCTU K XUMUO- U MMMYHOTepa-
Iuu.
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PEAKAS TTPOTPECCUPYIOLIASI MUNODPUBPUAAAPHAS
AECMUH3ABUCUMASA MUOIIATUSA TIOA MACKOU
TPAH3UTOPHBIX ABIXATEABHBIX PACCTPONCTB

EAMATPUU

1 ITPOTPECCUPYIOIIINX ABUTATEABHBIX HAPYIIIEHUU

I'BY3 Mopo3oBcKas pAeTcKasi TOPOACKask KAMHUYecKast 6oabHuIla A3 r. MOCKBEI

Muoduodpunirapuasie muonatuu (M®M) — rpynna MopdoI0THUEeCKH CXOTHBIX (II0 KAPTHHE B OMOII-
TarTax MBI]JII.[), HO TeHEeTHYEeCKH TreTePOreHHbIX XPOHUYECKUX HEePBHO-MBIIIEYHBIX SaﬁoﬂeBaHHﬁ.
HNecvmunazaBucumas M®M npoaBiseTcsa MPOrpeccupyouieil MbIIIEYHOH CIa00CTHIO CKeJIETHON MYCKY-
JIATYPBI B COYETAHUM C HAPYII€HHNEeM CepPAeYHOr0o pUuTMa U IIPOBOAMMOCTH, HAJIUYNEM KapauoMHuoIa-
THH, NPUCOETMHEHNEM bIXaTeJbHON HEeXOCTATOYHOCTH. [[MarHOCTHYECKAS CJIOJKHOCTH OIUCAHHOTO
ciydyasi 00yciIoBJIeHa 1eGI0TOM B J€TCKOM BO3pacTe, MOJINMOP(I3MOM CHMITOMOB, Haubo0Iee APKUM
M3 KOTOPBIX SIBUJIACH TSKeJIas MPOrpecCHPYIONIasi AbIXaTeIbHAT HeJOCTATOYHOCTH, IIOTPeGOoBaBIIA L
CBepXpaHHe pecIupaToOPHON IOAIEP:KKH U TepeBoaa pedenka Ha moctossHHEy0 UBJI. IIpennmonoskeno
HaJIMYHe IAaTOJOTNYECKOro Ipolecca Ha YPOBHE CapKOMEPOB, He CONPOBOMKAAIONIETOCH MaCCHBHOM
IEeCTPYKI[Hell MbINIeYHbIX BOJIOKOH, HO HAPYIIAIONIEr0 WHTErPAINi0 KOHTPAKTHJIHHOIO AIapara ¢
capkogeMmoi 1 aapoM. OCOGeHHOCTH JIOKAJIU3AIUHN CTPYKTYPHOro nedeKra M TeYeHUus MaToJoruye-
CKOr0 IPOLEeCcCa 00'BSICHAIOT OTCYTCTBHE «KJIACCHYECKHX» MAaPKEPOB MUOIECTPYKI[HH.

Knrwouesvie cnosa: npozpeccupyrou,as mMuoQuobpulLApHAL Muonamus, 0ecMuH, pecmpuKmueHas
OvlxamenvHas HeOCMAMOLHOCMb, KAPOUOMUONAMUSL, PECNUPAMOPHAL N000epIHCKA.

Myofibrillar myopathy (MFM) is a group of morphologically similar (according to the muscle biopsy
results), but genetically heterogeneous chronic neuromuscular disorders. Desmin-related MFM
manifests with progressive skeletal muscle weakness, disorders of cardiac rhythm and conduc-
tion, cardiomyopathy, secondary respiratory failure. Diagnostic complexity in the described case
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