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Knunuyeckuu cnyya, AMHaMMUKA Te4YeHUS
3aboneBaHus y NauueHTa ¢ MbilLeYHOU AUCTpoduen
IMmepu-[peindyca, obycnosneHHon MyTauuen

B reHe SYNE2
B.M. Cycnos, [1.0. UBaHos, [.W. PyaeHko, J1.H. Jinbepman, I'.A. Cycnosa

CaHkT-leTepbyprckuii rocyAapCTBEHHbINA NeAUaTPUHECKUN MeAULIMHCKIIA YHUBepcuTeT, CaHKkT-IeTepbypr, Poccus

AHHOTALNA

Mbiweynas auctpodma IMepu-[peiidyca — reHeTMYeCKW reTeporeHHoe 3aboneBaHue C X-CLENeHHbIMU peLiecCUBHbI-
MW, ayTOCOMHO-JOMMHAHTHbIMWA UM ayTOCOMHO-PELIECCUBHBIMM TUMAMMU Hacne[0BaHWUA, KOTOPOE MOXET 00ycnoBnuBaTh-
ca MyTaumamu B reHax EMD, LMNA, SYNET w SYNEZ. [ina paHHoi auctpodum, obycnoBneHHoi myTtaumein B reHe SYNEZ,
XapaKTepeH ayTOCOMHO-LOMWHAHTHbIA TUM HacnefoBaHWA ¢ OeBTOM KIMHUYECKOW CUMNTOMATWKM B LETCKOM BO3pacTe.
[laHHyio GopMy XapaKTepu3ylT NpenMyLLECTBEHHO MPOKCUMabHasA MbILLeYHas CnabocTb BEPXHUX U HUKHUX KOHEYHOCTEW,
KapAwmosorMyeckve OCNoXHeHus. B cTaTbe mpeAcTaBneH KIMHUYECKWA Cyyaii MbllledHon auctpodum Imepu—[peidyca,
0bycnoBneHHol MyTaumeli B reHe SYNEZ, KMHUYECKME M MHCTPYMEHTanNbHbIe MeToAbl 00CNe0BaHmMs, AMHaMUKa TeYeHUs
3aboneBanus. 3a nepuop HabmoaeHNa 6 Mec. y pebeHKa 0TMEYEHO 3HAUMTESNIbHOE YXYALLEHWE MOTOPHbIX QYHKLMIA: CHUKeE-
HWe AMCTaHLMW 6-MUHYTHOrO TecTa X0Ab0bl, BO3MOXHOCTEN Xoab0bl 1 Nepeapuxenuns (pasaen D1) no wkane Motor function
measure, pesynbTaToB TECTOB Ha CKOPOCTb. YCTAHOBAEHO TaKXKe HEYKJIOHHO MPOrpeccupyloLLee HapyLleHWe ObIXaTeNlbHbIX
1 BynbbapHbIX QYHKUMIA, 4TO TPebyeT perynsipHoro AMHaMUYECKOro HabmloLeHus, eXXeAHEBHOr0 KOHTPOA CaTypaLuy Kuc-
nopofa, Heobx0AMMa HOYHas W JHEBHas HEMHBA3WBHAs MCKYCCTBEHHAs BEHTUNAUMA nerkux. C y4eToM nuTepaTypHbIX AaH-
HbIX, paHee OMWUCaHHBIX KIIMHUYECKWX CITy4aeB MaLMEeHTa XapaKTepusyeT BbICOKUIA PUCK pPasBUTUSA HapyLLEHUI puTMa cepaua
W QMNaTaLMoOHHON KapAMoMMonaTuu, YTo TpebyeT Hanexallero MOHUTOpUpOBaHUA He pexe 1 pasa B 6 Mec. [laHHas cTaTba
MOXET ObITb MOJIE3Ha BpayaM HEBPOJIOraM, neamatpaM, NybMOHONIOraM 1 Kapamosioram.

Kniouesble cnoBa: MbilweyHas auctpodus Imepu—[peiidyca; MMonaTus; AUHAMUKE; MarHUTHO-pe30HaHCcHas ToMorpadus
MbILLIL.
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Clinical case, dynamics of the disease in a patient
with Emery-Dreyfus muscular dystrophy caused
by a mutation in the SYNE2 gene

Vasiliy M. Suslov, Dmitry 0. Ivanov, Dmitry I. Rudenko, Larisa N. Lieberman, Galina A. Suslova

Saint Petershurg State Pediatric Medical University, Saint Petersburg, Russia

ABSTRACT

Emery-Dreyfus muscular dystrophy is a genetically heterogeneous disease with X-linked recessive, autosomal domi-
nant and autosomal recessive forms, which can be caused by mutations in the EMD, LMNA, SYNET and SYNE2 genes.
Emery-Dreyfus muscular dystrophy caused by a mutation in the SYNE2 gene is characterized by an autosomal dominant
mode of inheritance with the onset of clinical symptoms in childhood. This form is characterized primarily by proximal
muscle weakness of the upper and lower extremities and cardiac complications. The article describes a patient with Emery—
Dreyfus muscular dystrophy caused by a mutation in the SYNE2 gene. The article presents clinical and instrumental exami-
nation methods, the dynamics of the course of the disease. During the observation period of 6 months, the patient showed
a significant decrease in motor functions — a decrease in the distance of the 6-minute walking test, the ability to walk
and move (D1) on the scale “motor function measure”, the results of speed tests. The patient also has a steadily progressive
impairment of respiratory and bulbar functions, which requires regular dynamic monitoring, every day monitoring of oxy-
gen saturation, and night and daytime non-invasive artificial ventilation is indicated. Taking into account the literature data
and previously described clinical cases, the patient is characterized by a high risk of developing heart rhythm disturbances
and dilated cardiomyopathy, which requires proper monitoring at least once every 6 months.
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BBENEHUE

MbiwweyHas guctpodus Imepu-[peidyca (MO3L) npea-
cTaBnseT coboi reHeTMYeCKU reTeporeHHoe 3abonieBaHue
€ X-CUenneHHbIMU PeLecCUBHBIMM, ayTOCOMHO-LOMUHAHT-
HbIMM W ayTOCOMHO-peLieccuBHbIMU dopMamm [1, 9, 13, 18].
Pa3BuTie 3abonieBaHMsA accOLMMPOBAHO C MyTaLMsMM B FeHaXx,
KoaumpytoLwmx 6enku saepHon MeMbpaHbl, BKoYas reH EMD,
KOLMpYtoLLmiA 3MepuH, reH LMNA, kogupytoLwmin namuH A v na-
MuH C, 1 reHbl SYNET n SYNEZ, Kogmpytolume HecrpuH [4].

benok, koampyeMbii reHoM SYNEZ, — 310 nenug, BHeLL-
Heil MeMbpaHbl fapa, KOTOPbIN CBA3bIBAET LMTOMIA3MaThYe-
ckun F-aktuH [12], no3sonss npues3atb S4P0 K LMTOCKENeTy
W nomorasi NoALepXuBaTh CTPYKTYPHYK LIENOCTHOCTb SApa.
Ero cneunduyeckme n3ohopMbl BHYTPEHHE MeMbpaHbl aapa
BbICOKO 3KCMPECCUPYHOTCA B MbILLILIAX U CEpLe W CBA3bIBAIOT
benku namuH A n amepuH. logobHo 3MepuHy, coxpaHeHue
cneumduyeckux 13ohopM HecrpuHa B MeMbpaHe 3aBUCUT OT
CBA3bIBaHMA JTaMWHa A, TOrAa Kak COXpaHeHue 3MepuHa B Hell
TaKJKe 3aBUCUT OT CBA3bIBaHWA HecrpiHa. CoeauHAACh C NamMu-
HaMW W 3MEPUHOM, HECTIPUHBI CBA3bIBAKOT LIMTOCKENET U BHY-
TPEHHIOK MeMOpaHy C BHELLHe MeMbpaHOi U LIMTOCKENETOM,
06pa3ys MOCTUKOBLIN KOMMNEKC ¢ 6enKaMu Yepes NpocBETHOE
MPOCTPaHCTBO MeX/y BHYTPEHHei W BHeLLHel MeMbpaHoi [21].
[Insa atoro reHa 6bino 0bHapyXeHO HECKOSbKO BapWaHTOB
TPaHCKPUNTOB, KOAMPYHOLLMX pasHble n3odopMel [19, 20].

YactoTa u pacnpocTpaHeHHocTb M3, obycnoBneHHom
myTaumamu reHoB SYNET n SYNEZ, B HacTosLee BpeMs He-
n3BecTHbl. [0 AaHHBIM MeTaaHanu3a, oblas pacnpocTpa-
HeHHocTb M3/l Bo Bcex BO3pacTHbIX rpynnax CocTaBnseT
0,39 Ha 100000 yenosex [2, 15, 20].

KnuHnyeckuin GeHoTUN MblLLeyHoi auctpoduu, obycnos-
neHHon myTaumamm B reHax SYNET n SYNEZ, xapakTtepusyet
BbICOKas BapuabenbHOCTb TSXECTU KIIMHUYECKOW CMMMTOMa-
TUKM — 0T 6€CCHMNTOMHOrO NOBBILLEHNS AKTUBHOCTY Kpea-
TUHdOCPOKMHA3bI B KPOBU A0 TSKENoro bbicTpo nporpeccu-
PYIOLLIETO TEYEHMS C pa3BUTMEM Kapauomuonatum [6, 9, 10].
XapakTepHas ocobeHHocTb M3/[1, 0bycnoBneHHoM MyTaLyen
B reHe SYNEZ, — 370 ayTOCOMHO-A0MWUHAHTHbI/A TN Hacse-
[0BaHUA C LeDOHTOM KIIMHUYECKOW CUMNTOMATUKU B AETCKOM
Bo3pacre. [laHHyto GopMy XapaKTepu3yeT NPenMyLLECTBEHHO
MpOKCUManbHas MblLLeyHas cnabocTb BEPXHUX U HUKHUX KO-
HEYHOCTeM, Npu 3ToM, B oTmume ot MA3[, obycnoeneHHo
MyTaumei B reHe EMD, BbipaXKeHHble CyCTaBHble KOHTPaK-
Typbl He xapakTepHbl [3, 8, 14]. Ha nosgHux ctagmsax yacto
OMKCLIBAOT KapAMONIOTMYECKME 0CNOXKHeHUs [9, 16].

TeM He MeHee, NpuBeAEHbI U aTnMyHble cnyvan MO3[,
0bycnoBneHHOM MyTauuen B AaHHOM reHe. OnucaH cnyyaii
[BOMX MALMEHTOB — 0OTLA U CbIHa, A1 KOTOpbIX Oblna xa-
paKTepHa NporpeccupyioLlas MbllieyHas cnabocTb € KOH-
TPaKTypaMu BEPXHWUX KOHEYHOCTeW, HO be3 Kapavomuona-
v [11]. Tarkoke ObIn onMcaH aTUMUYHBINA CITy4aii cepLeyHoN
He0CTaTo4HOCTH, 0DyCI0BNEHHON MyTaumei B reHe SYNEZ,
NpoTeKaBLLeN be3 MblLLeyHon cnabocTu, y nogpocTka 14 net
C NleTanbHbIM 1cxoaom [7].
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Maument, 10 net. Moctynun B KmMHKKY CaHkT-lleTep-
Byprckoro rocynapCTBEHHOr0 MeAMaTPUYECKOr0 MeLuLMH-
CKOro yHMBepcuTeTa C anobamu Ha MporpeccupyloLLyto
MbILLEYHYH cabocTb, cNabocTb MbILLL LLIEH, YTOMASEMOCTb,
OJIbILLIKY, N/I0XY0 NEePEHOCUMOCTb (BU3NUECKMX Harpy3oK, Ha-
pyLleHWe ocaHKW. becnoKoAT anu304bl HOYHbLIX amHo3, 3a-
TPYAHEHME [ObIXaHWA B MOJSIOXEHUM NiexKa, 00yCoBneHHbIe
OynbbapHbLIM Nape3oM, runepcannBaLmeit.

AHamHe3 6onesHu. [lepBble anobbl BO3HUKM C 4 JeT,
BecnoKounm yToMnsemMocTb, OfbILLKA, MoXas NepeHoCHMOCTb
(u3nyeckux Harpy3ok. B Bospacte 7 net obpatunmch 3a KoH-
CyNbTaLmen K HEBPONOrY, BbIMOIHEHA 3MEKTPOHENpOMMOrpa-
(us, BbIABNEHBI BbIPAYKEHHbIE MPU3HAKW NEPBUYHO-MbILLEYHO-
0 MOPaXeHUs1 BEPXHUX W HUXHUX KoHeuHocTel. (1o JaHHbIM
BMOXMMMYECKOr0 aHanM3a KpoBu 0OHapyXKeHo Hebonbluoe
NOBbILLUEHWE aKTMBHOCTW KpeaTuHdocdokuHasel fo 301 Ea/n
(pecepeHTHble 3Ha4eHns — MeHee 247 En/n). MNocTaBneH ana-
rHo3: G71.9 — nepBWYHOE MOpPaXKEHWE MbILLIL, HEYTOYHEHHOE.
MpoBeseH auddepeHUManbHbIi SUarHo3 MEXIY pasinyHbIMU
(hopMaMm MblLLIEYHbIX AMCTPOdUHA, rMKOoreHo3aMu. B HacTos-
LLee BpeMsi OTMEYEHO MpOrpeccupyloLLee TeyeHue 3abonesa-
HWSA B BULE YXYALLEHWs 0CaHKW, HapacTaHus cnabocT B BepX-
HWX W HUKHUX KOHEYHOCTAX, MbILLLLAX-pa3ribatensx TynoBuLLa
W LLew, TSHKeNOo BCTaBaTb C Nofa, NoAHMMATHCSA MO SIECTHULIE.

AnaMHe3 xwu3Hu. PebeHoK 0T 2-1 HeOCNoXHEHHOM be-
PEMEHHOCTH, 2-e CpoYHbIe poAbl, duanonornyeckue. Macca
Tena npu poxaeHum 3600 r, poct 52 cM. OueHka no LWKane
Anrap 8/9 6annos. Mepuop, HoBOpPOXAEHHOCTH be3 ocobeH-
HOCTEW, MbILLEYHbIN TOHYC (u3anonornyeckuin. lNcmxomoTop-
Hoe pa3BuTME Ha 1-M rogy XKM3HW MO BO3pacTy: Lepan
ronosy ¢ 1,5 Mec., nepeBopaumBanca ¢ 3—4 Mec., caguncs
¢ 6 Mec., BcTaBan y onopbl ¢ 9 Mec., xopun ¢ 11 Mec. lcuxo-
peyeBoe pa3BuTHe Mo Bo3pacTy. B 1-11 roa 3aperucTpupoBa-
HO COTpSICEHUE TOJI0BHOMO Mo3ra (MafeHune C BbICOTbI CBOEr0
pocTa). HacnefcTBEHHBIN aHaMHE3 He OTArOLLEH, 5 POAHBIX
bpaTbeB — 310poBbl. MeMkaMeHTO3Has Tepanus ¢ AeKabps
2023 r.: po3a nesokapHutHa — 300 Mr 3 pa3a B AeHb, 033
ybupekapeHoHa — 50 mr 1 pa3s B feHb. HeMeamnkaMeHTo3-
Haa Tepanus BKJlOYasa pPerysispHoe BbiMOJIHEHWE a3pobHOI
TUMHacTUKK 6e3 OTArOLLEHWS, 3aHATUA Ha BENOTPeHaxepe
C HM3KWUM COMPOTUBJIEHUEM [TUTENIBHOCTBIO 1 Y € YacToTol
3 pasa B Hefenio, bIxaTeNlbHas TMMHACTUKA U YNIpaXKHEHUS
Ha pacTAr1BaHWe KPyMHbIX U MEJIKUX CYCTaBOB eXe[JHEBHO.

MepBuuHbIN hKU3MKanbHbIA 0cMoTp. Macca Tena 23,0 kr
(2 ueHTUNbHBIN MHTepBan), pocT 118 cM (1 LEHTUNBHBIA MH-
Tepean). TenocnoxeHne acTeHUYeCKoe, LMCrapMOHWUYHOE.
KoxHble NOKPOBbI, BUAUMBIE CIM3UCTbIE 060I0YKU YKCTBIE.
ToHbl cepAua fcHble, pUTMUYHbIE. ApTepuanbHoe AaBneHne
114/60 MM pT. cT., nynbc 106 yA./MUH, pUTMUYHBIA. [lbiXaHue
BE3UKYNApHOe, be3 XpuUnoB, YacToTa biIXaTesbHbIX [BUKEHUN
25 B MuHyTy. unBOT MArkwiA, 6e360ne3HeHHbIN, [OCTYM-
HbI ryb6oKoW nanbnaunn. FpaHuLbl NeYeHN He YBESIYEHDI.
CvHAPOM MOKONAYMBAHUSA OTPULLATENBHBIN.
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HeBponoruyeckuii ctatyc npu nepBMYHOM OCMOTpE.
CosHaHue sicHoe. Bo BpeMeHM, IMYHOCTW WM MPOCTPaHCTBE
opueHTUpoBaH. 3pauykn D=S, doTopeakums (+). [BmxeHne
rnasHbix A6M10K B NOMHOM 00beMe, HUCTarMa Het. [Mnomu-
Mus, cnabocTb KpyroBbIX MbILL, pTa U [Nas, acMMMETpUS
MUMUYECKON MycKynaTypbl. Ciyx He u3MeHeH. bynbbapHbii
napes, runepcanueaums. OapuHreanbHblii peeKc CHUXEH.
A3blK No cpepHeit nunuu. lMepudepnyeckuin napes: Bbipa-
YKeHHas cnabocTb MbiLuL crubaTeneii Wwew, bproLHoro npecca
(1 6ann), cnaboctb HOMbLUMX AFOAMYHBIX MbIL, (4 banna),
MOAB3A0LIHO-NOACHMYHBIX MbIlwL, (3 6anna), AByrnaBbix
MbILL, Beapa (3+ 6anna). OcnabneHHbIN KalieBoi TOMHOK.
Mogbem c nona c npuemamm [oBepca. [nybokue pedneKchbl
HU3KMe C pyK 1 Hor D=S. MbiLweyHbIi TOHYC HM3KM D=S B py-
KaXx 1 Horax. S-00pasHblil CKONMO3, KPbINOBUAHbIE JIONATKK,
BOPOHKOO0Opa3Has fedopMaums rpyaHon Knetku. Gopmupy-
folmecs crubartenibHble KOHTPaKTYpbl JIOKTEBLIX CYCTaBOB.
MaTonoruyeckux pednekcoB HeT. KoopavHaLMOHHbIE NpObbI
yaoBneTBopuTenbHble. B no3e Pombepra yctoitums. HyecTeu-
TENbHOCTb He HapylleHa. [MnepkuHe3oB HeT. MeHWHreanb-
Hble 3HaKW oTpuuarenbHble. PoTorpadmm naumeHTa npeg-
cTaBsieHbl Ha puc. 1-3. [InHaMuKa TeyeHus 3abonesaHna no
pe3ynbTataM QyHKLUMOHaNLHOMO TECTUPOBAHUA NpeacTaBne-
Ha B Tabn. 1.

Tabnuua 1. [IuHammnKa aBuratebHbIX BO3MOXHOCTEN M CNUPOMETPUM
Table 1. Dynamics of motor capabilities and spirometry of the patient

2024 Pediatrician (St. Petersburg)

06cnepoBaHue nauueHTa

MaHenb «HepBHO-MbILLEYHbIE 3aboneBaHmus» 15.03.2023:
MOJIeKyNApPHO-TeHeTYeCKoe MCcCNefoBaHMe bbino npose-
[EHO MEeTOJ0M CEKBEHWUPOBAHWUS HOBOTO MOKONEHMS, Bbl-
ABJIEH reTepo3nroTHbIA BapuaHT B reHe SYNEZ ¢.3932C>G,
chr14:64129792C>G, p.Ala1311Gly ¢ panbHenwen sepudu-
Kaumen no CaHrepy.

Ixokapamorpamma 30.03.2023: oTKpbITOE 0BaNbHOE OKHO
2,0 MM, dpakums Bolbpoca 62 %, BepXyLLeYHbIe NOMNepeYHble
aHOMarbHble CyXOXMIbHbIE SKTOMWUYECKME XOP/bl B MOAOCTH
NeBOr0 XeNyAouKa.

InekTpokapamnorpamma 30.03.2023: cuHycoBbIA pUTM,
yacToTa cepAeyHbix cokpaenuin 83 B munyty, PQ 150,
QRS80, QT 360.

lMonucomHorpadua 24.03.2023: 3a Bpems uccnepoBa-
HWA 3aperucTpupoBaHo 11 3nu3040B anHo3, 260 3nu30408
rMnonHo3. MHaekc anHoa-runonHo3: 48 B yac. HapylweHus
ObIXaHWs COMPOBOXAANNCh 3MN30[aMN PE3KO CHUMEHHBIX
(<70 %) anm3op0B aecatypaumn. CpenHve noKasaTenn Ha-
CbILLEHUs KPOBM KWCNOPOLOM B TeyeHue Houn — 78 %,
MWUHUManbHas catypauma — 42 %. 3akioueHue: rMnonHo3
CHa CMEeLUaHHOro reHesa TAXeNon cTeneHn. Mopdonorus
XapaKTepHa ana «anadparManbHbix» runonHo3. C yyetom
nposiBNneHust cobbiTnii B BbicTpoii (rapid-eye-movement)

nauueHTa

CDYHKLI,VIOHaﬂbeIe TeCTbl /

NcxopHbii ypoBeHb / MoBTOpHbI 0cMOTP Yepes 6 Mec. /

Functional tests Baseline Second examination after 6 month

ﬂ,MCTaHLlMH 6—MV!HYTHOF0 TecTa xo[bbbl, M / 425 327
6 minute walk distance, m
LLIkana Motor Function Measure: D1 (nogbem u nepeasuxenue), % / 795 '
Motor Function Measure scale: D1 (stand and supine), % ' '
LLikana Motor Function Measure: D2 (akcuanbHas 1 NpoKcUMarbHas
¢yHKumm), % / Motor Function Measure scale: D2 (axial and proximal 91,7 91,7
functions), %
LLIkana Motor Function Measure: D3 (auctanbHble gpyHKumum), % / 95 2 100
Motor Function Measure scale: D3 (distal functions),% '
Bpemsa nogbema c nona, ¢ / 39 36
Time to stand from the floor, sec ' '
Bpems bera Ha auctaHumio 10 M, ¢ /

; . 5,6 5,9
Time to run 10 m. distance, sec
Bpems nogbeMa Ha 4 ctynenm, ¢ /

; 2,7 2,6
Time to ascend 4 steps, sec
Bpems cnycka Ha 4 cTynem, ¢ / 16 20
Time to descend 4 steps, sec ' '
06beM (opcupoBaHHoro Buigoxa3a 1 ¢, n/ 0,57 0,53
Forced exhalation volume in 1 sec, L (37 % ot momxHoro / %pred) (34 % ot gomkHoro / %pred)
(®opcrpoBaHHas XM3HEHHast eMKOCTb Nerkux, 1/ 0,58 0,55
Forced vital capacity, L (32 % ot pomkHoro / %pred) (30 % ot pomkHoro / %pred)
lMuKoBas cKopocTb BblgoXa, Ji/c / 0,88 113

Peak expiratory flow, L/sec

(35 % ot momkHoro / %pred) (47 % ot fomkHoro / Y%pred)

DOl https://doiorg/1
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1 MeanieHHoi (non rapid-eye-movement) dasax cHa — npo-
SIBNIeHMe TAXeENOM AblxaTesbHoW HegocTatoyHocTW. CHApPOM
BbIPQKEHHOW HOYHOM runokceMun. KocBeHHble MpU3HaKu
HOYHOM FMMOBEHTUNALMMU.

HouHas nynbcokcumetpusa 30.03.2023: cHukeHume caty-
paumm 0, fo 73 %.

KpeatuHdochokuHaza: 337 En/n; naktataernaporeHasa:
224 Ep/n.

MarHuTHO-pe3oHaHCHass ToMorpadus CKeneTHbIX
MbILLILY

MauWeHTy BbINOSHEHA MarHUTHO-Pe30HaHCHas ToMorpa-
(us CKeneTHbIX MbILLIL, MeYeBOro, Ta3oBoro nosca, begep
W TONEHel B aKcUarbHbIX MPOEKLMAX C NMPUMEHEHUEM Mpo-
TOK0N0B T1-B3BELLEHHbIX M300paeHuii 1 Short Tau Inversion
Recovery (STIR). OueHeHa BblpaXeHHOCTb GHUOPO3HO-KMpO-
BOV AereHepaumuy no wkane Mercuri [17] (tabn. 2).

B Ta3oBoM nosice Ha T1-B3BeLLEHHbIE M300paXKeHUsX OT-
MeyeHbl CUMMeTpUYHas atpodus u GubposHo-upoBas fe-
reHepaums CKeneTHbIX Mblwl: B m. gluteus max. ctagus llb
B MPOKCUManbHbIX oTaenax u ctagus |l B guctanbHbix oTAe-
nax), m. gluteus medius v minumus ctagus llb, 8 m. tensor
fasciae latae ctapus lla. OTMeyYeHbl HavanbHbIe U3MEHEHUS
B m. adductor longus v brevis (ctagus |). Npu oLeHKe n3obpa-
eHuii B pexxume STIR natonornyecku U3MeHeHHoro curHana
He BbIfBNIEHO. B 0bnactu 6epep Ha T1-B3BeLLEHHbIX U306pa-
JKEHUSX 0TMEYEHbI CUMMETPUYHas UBPO3HO-KMpOBas aere-
Hepauws u aTpodus MbiwL,. OBHapyxeHa nonHas Gubpo3Ho-
JUpOBas AereHepaumus m. semimembranosus ¢ AByX CTOPOH
(ctagus V). Hanbonbluee nopakeHue MOXHO Habmonatb
B m. sartorius (ctagusa lll), m. adductor magnus v m. biceps
femoris (ctaguu lIb—IIl). OTMeyeHa yMepeHHas wvpoBas ae-
reHepaums B m. semitendinosis, m. rectus femoris, m. vastis
lateralis, m. vastis medialis v m. intermedius (ctagus lla).
HauanbHble u3meHenns B m. gracilis (ctagus 1). B pexume
STIR paHHbIX 0 MATONOTMYECKOM W3MEHEHHOM CUTHane He
BbISIBNIEHO. B 0bnactv roneHeli oTMeyeHa hmbpo3Ho-x1poBas
[LereHepaums ¢ ABYX CTOPoH m. soleus w m. gastrocnemius
(ctapma lla), HauanbHble U3MeHeHua B m. tibialis anterior,
m. peroneus (ctagus |). Mpu oLeHKe M306paXKeHUI B pexkuMe
SITR rMnepuHTEHCUBHBIN CUrHaN He 0BHapy»eH (puc. 4, a).

B obnact nneyeBoro nosica 0TMeYeHbl CUMMETPUYHAN
atpodus 1 GubPO3HO-KMpoBas AereHepaumns CKeNeTHbIX
MBbILLILL: BbIPXKEHHbIE 3MeHeHWs napaBepTebpabHbIX MblLLL
(crammm lI-1V), ymepeHHble uaMeHeHus B m. biceps brachii,
m. deltoideus, m. pectoralis major w minor (ctagus 1). B pe-
*uMe STIR gaHHbIX 0 NaTONOrMYECKOM U3MEHEHHOM CUrHane
He BbiiBIEHO (puc. 4, b).

3a nepwop HabniogeHns B TeueHue 6 Mec., B Bo3pacTe
10,5 ner, y naumeHTa bbin0 0TMEYeHO yXyALleHue ABWra-
TeNbHbIX HaBbIKOB, CHUMEHME OUCTaHLMW 6-MUHYTHOMO Te-
cTa xoAbbbl, ABMraTeNbHbIX BO3MOXKHOCTEN MO LKane Motor
function measure, cHWxeHue nokasatened CKOPOCTM Npy
BbIMNONHEHUM TECTOB Ha BpeMs. ObpaluaeT Ha cebs BHUMa-
HWe HapacTaHue cnabocTv B napasepTebpanbHbIX MbilLax
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Puc. 1. MauuenT, 10 net: acuMMeTpus neyeBoro nosca, Kpbiio-
BMAHbIE JIONATKM, MOSICHUYHBIA TMNepopao3

Fig. 1. Patient, 10 years old: asymmetry of the shoulder girdle,
scapular winging, lumbar hyperlordosis

Puc. 2. Maument, 10 neT: runoMuMms, cnabocTb KPYroBbIX MbILLL
pTa, aCUMMETPUS MUMUYECKON MyCKYNaTypbl
Fig. 2. Patient, 10 years old: hypomimia, weakness of the orbicularis
oris muscles, asymmetry of the facial muscles

BE |

Puc. 3. Mauuent, 10 net: cnaboctb napaBepTedpanbHbIX MbILUL,
U MbilwL, pa3rubateneil Weu, ycunmBatoLwascs npu husnyeckux
Harpy3sKax

Fig. 3. Patient, 10 years old: weakness of the paravertebral muscles
and neck extensor muscles, aggravated by physical activity
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Tabnuua 2. Ctagum dprnbpo3Ho-KMpOBOIA AereHepaumm no LWKane Mercuri

Table 2. Mercuri fibrofatty degeneration stage scale

Bannsl / Score |

Crapus AereHepaumm MblleyHoit TKauu / Stage of muscle tissue degeneration

0 HopManbHas MbieyHas TkaHb / Normal muscle tissue

1

HauanbHble nposeneHns heHoMeHa «M3beeHHbIX MOJTbIO» MbILLIEYHBIX BOSIOKOH C HEGOMbLUMMM y4acTKaMm
nosbilweHus curHana / Early “moth-eaten” appearance, with scattered small areas of increased signal

Mo3gHue nposB/ieHna d)EHOMeHa «U3beAEHHbIX MOJIbHO» MbILLIEYHbIX BOJIOKOH C MHOIOYMUC/IEHHbIMU OTAEJIbHbIMU

y4acTKaMmu noBbileHns MP-curHana, HauuHaoWwmMMm cnuBathes, ¢ BoBnedeHneM Ao 30 % obbeMa Mol /
Late “moth-eaten” appearance, with numerous increased areas with beginning confluence, comprising less than

Mo3gHue npossieHna dJEHOMeHa «U3beAeHHbIX MOJIbIO» MbILLIEYHbIX BOJIOKOH C MHOIOYMUC/TIEHHbIMU OTAEJIbHbIMU

y4acTKaMu noBbiLLeHUss MP-curHana, HaunHaroLwmMmu cnmBatbes, ¢ BoBedeHneM 30—60 % obbeMa Mbiwwlbl /
Late “moth-eaten” appearance, with numerous increased areas with beginning confluence, comprising less than

lNosiBNeHMe pa3MbITOCTV U HEYETKOCTU M3-3a CIIMAHNA He MeHee 3 0bnacTeil B O4HOM MbILLE C MOBbILLEHUEM
MP-curHana / Washed-out appearance, fuzzy appearance due to not less than 3 confluent areas with signal increasing

MNocnepHsas cragua hereHepaumm MBILLEYHOW TKaHW, 3aMELLLEHNE ee COeANHUTENBHON U )KVIpOBOVI TKaHAMU C NOBbI-

2a
30 % of the volume of the individual muscle
2b
30-60 % of the volume of the individual muscle
3
4

and neurovascular structures distinguishable

LIeHHbIM MP-curHanoMm, npu 3ToM pasinyuMbl KonbLia GacLmi  HepBHO-COCYAUCTbIE MYYKN /
End stage appearance, muscle replace by connective and fat tissue with signal increasing, with only a rim of fascia

Puc. 4. MarHuTHO-pe3oHaHcHas TOMorpadus CKeNeTHbIX MbILLL;
0 — Ta30BOro nosica, befiep U rofeHen nauueHTa; b — neyve-
Boro nosica nauuenta. T1-BM — T1-B3BeLLeHHbIe N300paxeHus;
STIR — BoCCTaHOBNEHWUE KOPOTKOI Tay-MHBEPCUM

Fig. 4. Magnetic resonance imaging of the skeletal muscles:
a, of the pelvic girdle, thighs and legs of the patient;
b, of the shoulder girdleof the patient. T1-BW, T1-weighted images;
STIR, Short Tau Inversion Recovery

DAl https://doiorg/1017816/PED15683-91

M MbllLax pasrubatenen Luey, yCUNMBAIOLLENCA Npu AnU-
TeNbHOM Xxoabbe, YTO BbIHYXAAET MaUMeHTa NoALepKUBaTh
rofloBy PyKon. Y naumeHTa OTMEYEHO HEYKJIOHHO Mporpec-
CUpYIOLLLEe HapyLUeHWe AbiXaTesbHbiX U 6ynbbapHbIX GYHK-
LK, 4To TpebyeT perynspHoro AuHaMUyeckoro HabmogeHns,
eXKe[HEeBHOT0 KOHTpONA caTypaumu Kucnopoga. MauueHTa
HabmogaeT MynbMOHONON, B HACTOSILLEe BpeMs peLuaeTcs
BOMPOC 0 Hayane HOYHOM M OHEBHOW HEMHBA3MBHOW UCKYC-
CTBEHHOW BEHTUNALMUU.

3AKJTO4YEHUE

YunTbiBas NUTepaTypHble [aHHbIE, PaHee OMUCaHHble
K/IMHUYECKMe CNyyYau, NpOrHO3 TeyeHus 3aboneBaHus He-
BnaronpusTHLINA, BbICOKas BEPOSTHOCTb Pa3BUTUSA HapyLue-
HWI pUTMa CepfLa M AUNaTaLMOHHON KapaMoMMonaTiu, YTo
TpebyeT Hanexallero MoHMTOpUpoBaHus. launeHTy Heob-
XOOMM MYNbTUAUCLIMMIIMHAPHBIA NOAXOA C 00M3aTeNbHbIM
HabnaeHeM nynbMoHoMOra 1 Kapavonora He pexe 1 pasa
B 6 Mec., B CBA3M C BbICOKMMM PUCKaMW Kapamo-pecnupaTop-
HbIX OCJIOXHEHMWIA.

AOMO/IHUTE/IbHAAA UHOOPMALIUA

Bknap aBTopoB. Bce aBTOpbl BHEC/M CYLLECTBEHHbIN W paB-
Hbli BKN1aZ B pa3paboTKy KOHLenumu, npoBefieHue UccnefoBaHus
W NOArOTOBKY CTaTbW, NPOYM U 0A00pUAM dUHAMbHYK BEpCUIO
nepeg, nybnukauven.

WUcToununk dmHancupoBaHus. ABTopbl 3asBnsOT 06 0TCyT-
CTBUM BHELUHEro (MHaHCMpOBaHWUS NpU NPOBELEHUN UCCNeno-
BaHuA.

KoHdnukT uHTepecoB. ABTOpbl [eKNapupylT OTCYTCTBUE
SIBHbIX W MOTEHUMaNbHbIX KOH(MMKTOB MHTEPECcOB, CBA3AHHbIX
¢ nybnmKaLumen HacTosLLEN CTaTby.
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