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esb ucciaenopanua. Onpeneants MPT-ntaTTepHBI JKUPOBOH MH(MUABTPAIIMHE MBIIIL TA30BO-
ro mogca M HHUXKHHUX KOHEYHOCTEH y MAllM€HTOB C INOICHO-KOHEYHOCTHOM MBIIIEYHOH AUC-
Tpoduei Tum R1.
Marepuasnsr u meTonbl. O6caeqoBaHo 34 yeAoBeKa, BKAIOYAA 14 malueHTOB C (PeHOTUIIOM
IOSICHO-KOHEYHOCTHOM MbIteyHoil gucrpoduedt tun R1 (IIKM/R1). KOHTPOABHYIO TpyHILy
cocraBuau 20 3M0POBBIX HOOPOBOABLIEB. [IpoBeeHbI: FreHeaAOTHUECKU aHaAN3, HEBPOAOTHYECKOe 00-
cAelOBaHHE U AA0GOPATOPHO-UHCTPYMEHTAABHBIE METOABI UATHOCTHKH. MOAEKYASIPHO-TEHETHYECKOE
uccaegoBanue obpasuoB [JHK mpoBemeHO ¢ IOMOIIBIO TOAHOSK30MHOIO cekBeHupoBaHuda (NGS) Ha
naardgopme [lluminaHiSeq 2000 ¢ mocaenyroolyM IIOATBEPXKIAECHUEM PE3YABTATOB CEKBEHHPOBaHHEM
o Coanrepy. CkaHHMpOBaHHE IIAIIMEHTOB OCYIIECTBASIAM Ha BBICOKONOABHOM (1,5 Ta) Tomorpadde
(PHILIPS INGENIA) ¢ npuMeHEHHEM I[IOBEPXHOCTHOM KaTyIIKu. CTelleHb KUPOBOHM HHQUABTPAIIUU
MBIIIIL OIIPENEASIAN KOAMYECTBEHHO Ha OCHOBE CpPaBHEHUS [I0Ka3aTeAsd OTHOCHUTEABHON HHTEHCHBHO-
ctu curHasa — D (D = T1 mpimns! / T1 mOAKOKHO-3KUPOBOT'O CAOSI) U ITOAYKOANYECTBEHHO, UCIIOAB3YS
mkaay E. Mercuri (2008).
Pesynsratsl. BeigBaeHo mpeobaananue BeandyuH D, T1-BU y namuentoB ¢ [IKM/IR1 B 3amueit
U MeIHaAbHOH I'pynmax ML benep, caput mediale m. gastrocnemii u m. soleus cpenu MBIIIIL TOAe-
Hel. B xXome mmoAyKoAN4eCcTBEHHOrO aHaau3a BbIgBAaeH MPT-naTTepH, CXOOHBIN C pe3yAbTaTaMHU, IIOAY-
YEeHHBIMH C IIOMOIIBIO0 OTHOCUTEABHBIX XapaKTepHUCTHUK D, T1.
OOcy:xnenue. BeigeaeHUe «paHHErO», «THUIIHUYHOTO» U «1o3gHero» MPT-mmaTTepHOB KaAbImawuHO-
IaTHH I103BOASIET XapaKTEepPHU30BaTh CTAANUMHYI0 MOAUMHUKAIINIO PACIIPEAEACHHUS XKHUPOBOTO 3aMellle-
HHusa Mblrg B xome mnporpeccupoBaHud [TKM/IR1. KoamgecrBenHbii meton (D, T1) He MoxKeT OBITH
3(p(PeKTHBHO NPHUMEHEH OAd OIEHKH AWHAMHYECKHNX H3MEHEHHH B MBIIIIAaX Ha PaHHUX W IIO3IHUX
craguax [IKM/IR1 BBuay orcyrcTBHd 3HauuMoM guckpumuHaiuu 0-1-2a craguit o E. Mercuri u
KOPPEASIIIHH C U3MEHEHUIMH Ha ITO3IHUX CTaaAUdaX 3aboreBaHUs.
3axnouenue. [IoAyKOAMYEeCTBEHHBIN aHarn3 MP-xapaKTepHCTHK KHUPOBOH HH(PHUALTPALIUU U
TPOPUIECKUX U3MEHEHHUH MBIIII] IIPU KAABIIAWHOIIATHH I[I03BOAWA BBIIEAWUTH «THUIINYHBIH» YCPETHEH-
HeIli MPT-maTTepH MIpPEeMMyIIEeCTBEHHOTO BOBACYEHUS 3aAHEell W MeIUAaAbHOM TpyHIl MBI Gexep,
caput mediale m. gastrocnemii ¥ m. soleus cpenu MBIMII] F'OA€HEH, C MUHUMAABHBIMU [IPOSBACHUAMH
OTEKOB B HEIIOPa’KEHHBIX MBIIIIIIAX.
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urpose. To determine the MRI patterns of fatty muscle infiltration of the pelvic girdle and

lower limbs in patients with limb-girdle muscular dystrophy type R1.

Materials and methods. 34 people were examined, including 14 patients with clinical man-

ifestations of limb-girdle muscular dystrophy type R1 (LGMDR1). The control group consist-
ed of 20 healthy volunteers. Clinical and genealogical analysis, neurological examination and labora-
tory-instrumental diagnostic methods were conducted. Molecular genetic studies of DNA samples
were performed by full-exomic sequencing (NGS) on the IlluminaHiSeq 2000 platform, followed by
confirmation of the results by Sanger sequencing. The MRI exams were performed with a high-field
(1.5 T) tomograph (PHILIPS INGENIA) and a surface coil. The degree of muscle fatty infiltration was
determined quantitatively based on a comparison of the relative signal intensity indicator D (D = T1
muscle / T1 subcutaneous fat layer) and semi-quantitatively by the E. Mercuri scale (2008).

Results. A significant predominance of the D and T1 values were present in patients with
LGMDRI1 in the posterior and medial groups of the thigh muscles, in the medial head of the calf and
soleus muscle of the legs. In a semi-quantitative analysis using a gradation of fatty infiltration, an
MR pattern was revealed. It is similar to the results obtained using the relative characteristics of D,
T1. The characteristics of the “early”, “typical”’, “late” and atypical “collagen-like” MR patterns are
formulated.

Discussion. Formation of "early", "typical" and "late" MRI patterns of calpainopathy allows
characterizing the staged modification of the distribution of fatty substitution of muscles during the
progression of LGMDR1. The quantitative method (D, T1) cannot be effectively applied to assess dy-
namic changes in muscles in the early and late stages of LGMDRI1 due to the absence of significant
discrimination of stages 0-1-2a according to E. Mercuri and correlation with changes in the later
stages of the disease.

Conclusion. A semi-quantitative analysis of the MR characteristics of fatty infiltration and
trophic muscle changes during calpainopathies allowed us to identify a typical averaged pattern of
predominant involvement of posterior and medial groups of thigh muscles, caput mediale m. gas-
trocnemii and solei with minimal manifestations of edema in the unaffected muscles.
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OSICHO-KOHEYHOCTHAasI MBIIEeYHAS
aucTpodusd R1/2A
(MKMAR1 /TIKM2A; OMIM#
253600) - oato Hauboaee pacmpo-

cTpaHeHHasl (hopMa IHIPOrPeCCHPYIO-
IIUX MBIMEYHBIX auctpoduit (15-40% ITKM/I),
obycaoBaeHHasa wmyTtanmusaMmu B reHe CAPN3
(15915.1-g21.1), KOAUPYIOILEM KaABLIUH-
3aBHCHMYIO0 IIUCTEHHOBYIO IIPOTeasy — KaAbIla-
uH-3 [1 - 3]. Beaok KaabpmmamH-3 3KCIPECCUPY-
eTCsl IIPEUMYIIIECTBEHHO B CKEAETHBIX MBIIIIAX,
rZie OH AOKAAM30BaH B sSApe H/HUAU B IIUTOIIAA3-
Me [4]. OrcyTcTBHE KaAbIlavHAa-3 HAU €T0 Hemo-
CTaTO4YHAas AaKTUBHOCTH MPUBOAAT K Hapylle-
HHUIO TIIPOIIECCOB CEAEKTHBHOI'O IIPOTEO0AH3a
(mporeunnkuHas A, C, poaolCcHHa, aKTHHA, MUO-
3MHAa, TPOIIOMHO3HMHA T.M.), YTO O00yCAaBAMBAET
HEe0CTaTOYHOEe OOHOBAEHHE H PEMOJEeANpPOBa-
HUE [UTOCKEAeTa U CHUTHAABHBIX OEAKOB [J].
KaroueBBIM acCIIeKTOM ITaTOreHe3a KaAbIIauHO-
naTHuU gBAdEeTCS HapyllleHHe romeocrasa Ca2+,
YTO HOPUBOAUT K HEZOCTATOYHOCTU (PYHKITHO-
HUPOBaHUS MUTOXOHAPHH, OKCHOATUBHOMY
CTpeccy, aKTHUBAaIlMHM MEXaHH3MOB arloIlTo3a
MBIIIEYHBIX BOAOKOH M CHUIKEHUIO aKTHBHOCTU
penapaTHBHBIX IIPOIIECCOB [6].

Haga TIKMJI R1 xapakTepeH ayTOCOMHO-
PELIeCCUBHBIN THI HAaCA€OOBaHUH, B TOXKE Bpe-
M OIIHCaHBI Ooaee penKHe CAydau ayTOCOMHO-
JOMUHAHTHOTO THIIa HacAedoBaHUdd [7, 8.

KaavnmanHomatnu MaHHU(PECTHUPYIOT B IIH-
POKOM BO3pacTHOM auamnasoHe oT 2 ao 50 aet u
OpUBOAAT K yTpare aMmOyaaTOpHOIo craryca
gyepe3 15-25 aet [9]. [ag KaabIavHONATHUH Xa-
pakTepHa (pEeHOTHIIMYECKas TIeTePOTeHHOCTb,
Ipe/cTaBAeHHass Hauboaee 4acTod U Ooaee Ts-
JKEAOU «Ta3o0enpeHHOM QopMmoi» AeifimeHa-
Meb6uyca (mepBHUYHOE BOBACYECHHE pas3rubareseis
U aaaykKTopoB Oempa), MeHee pPaCIpOCTPaHEH-
HOH «AOIATOYHO-TIACYEBOM» ¢opMmoi Opba u
6ecCHMIITOMHOH THIepKpeaTHHKHHA3eMue# [7,
10, 11]. Kpome TOro, BBIAEASIOT HANONIATHYE-
CKHHM 503MHOMUABHBIN MHO3UT, Pa3sBHUBAIOLIHH-
cd B MEPBOH OeKaae KU3HU IIAIIUEHTOB, KOTO-
PBI¥ ABASETCS HAYaAbLHBIM HPOSBACHUEM KaAb-
nawHonartuu [12, 13].

[TaTTepH pacrpemeseHHs IKUPOBOM HH-
(PUABTpAIIH CPEeaU MBI Oemep U TOAEHEH,
OIleHUBAaEMBbIH IOCPECTBOM MATHUTHO-
pe3oHaHCHOM ToMorpacduu (MPT), umeer pan
ocobernnocte¥t mpu I[IKM/l R1. Habaromaercs
IIpEeUMYIIECTBEHHOe ITopazkeHHe m. adductor
longus, m. semimbarnosus, m. adductor
magnus, caput longum m. biceps femoris,
caput medialae m. gastrocnemii, m. biceps
brachii; mpy OTHOCHTEABHOH COXPaHHOCTH m.
extensor digitorum longus, m. sartorius, m.
gracilis. [aa TIKM/ R1 He xapakTepHO IOpa-
KEHHE MUMHYECKHX, 9KCTPAOKYASPHBIX MBIIIIII,
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MBIIII] sI3bIKA U e [14 - 16].

Manudecranus B IeTCKOM Bo3pacrte, de-
HOTHUIIMYECKasl I'e€TepPOreHHOCTh, HaAUYHE pe-
[IECCUBHBIX U JOMHHAHTHBIX (DOPM HaCAEIOBA-
HUSI, IIOCTOSHHOE [JOIIOAHEHHE MMEIOIErocs
CIIeKTpa HOBBIMH MyTanusamu B reHe CAPN3
oIpeneAsdeT HECOMHEHHYIO aKTyaAbHOCTH IIPO-
[noAXKeHUs1 uccaenoBanus MPT-narrepHa mopa-
SKEHUs MBI IIPHY KAABIIAWHOIIATHH B Pa3AWUYd-
HBIX IIOIIYAAIIMSX. B maHHON craThke mpencras-
aesbl MPT-ocobeHHOCTH XKHUPOBOH HH(UABTpPA-
MY MBIIIIL Ta3a U HUXKHUX KOHEYHOCTel y ma-
IIMEHTOB B POCCHUHCKOHM IIONYASIINH, BKAIOYAIO-
IIel paHee He OIMCAHHBbIE MyTalluH.

Iens nccnegosanus.

Onpeneauts MPT-nmaTTepHBl KHUPOBOH
WH(PUABTPALIMH MBIIII] TA30BOr0 II0sica U HUXK-
HUX KOHe4yHocTeH y namueHtoB ¢ IIKM/IR1 B
POCCHMCKOM IIOIIyASITUH.

MaTrepuaJibl 1 METOIbI.

O6caeqoBano 34 4yeaoBeKa, BKAo4Yaa 14
IIalIMeHTOB C KAMHUYECKUMHU ITPOSIBAEHUSMU
[MKM/IR1, cpenu KOTOpPBIX 2 MyzK4uH — 14,3%
(11; 42) u 12 xenmuH — 85,7% (57; 98). Bosz-
pPacT manueHTOB Ha MOMEHT O0OCA€IOBAHHS CO-
craBada (Me) 39,5 (31; 42) aer. KOHTpOABHYIO
rpymmy coctaBuau 20 3M0POBBIX JOOPOBOABIIEB:
11 myzxumH — 55% (31; 76) u 9 xeHmuH — 45%
(23; 68), cpemHUl BO3paCT KOTOPBIX COCTaBHA
(Me) 31 (21; 40) roz.

OOcaemoBaHME  ITAIIMEHTOB  BKAIOYAAO
KAMHHUKO-T€HEaAOTHYEeCKUY aHaANu3, HEBPOAOTH-
4ecKoe obcaemoBaHUE u AabopaToOpPHO-
UHCTPYMEHTAAbHbIEe  METOAbl  AHArHOCTHKU
(ypoBeHb aKTUBHOCTH CbIBOpoTOodHOM K®PK,
AAT,  OHMI'/OMT, OKT). MoaekyasspHO-
TeHETHYECKOEe HCcAemoBanHue ob6pasioB [IHK
IIPOBEAEHO C IIOMOIIBIO ITOAHO®K30MHOI'O Cce-
KBEHHUPOBaHUI (NGS) Ha naaTdgopMme
NluminaHiSeq 2000 c 1mocaenyomuM IIOATBEP-
JKIOEHUEM pPEe3yAbTAaTOB CEKBEHUPOBAHHUEM IIO
CoHrepy.

MarHuTHO-PEe30HaHCHYIO TOMOTpPadHUIo
MBIIIII] TA30BOI'0 [10Ca ¥ HUIKHUX KOHEYHOCTEH
OCYILIECTBASIAM Ha BBICOKOIIOABHOM (1,5 Ta) To-
morpade (PHILIPS INGENIA) ¢ npumeHeHHEM
IIOBEPXHOCTHOM KATYIIIKH. B IIPOTOKOA BOIIAU
T1, T2, STIR UMIIyAbCHBIE IIOCA€LOBATEABHOCTH
B TpeX CTaHAAPTHBIX B3aWUMHO I[IE€PHIEHIUKY-
ASPHBIX IIAOCKOCTHX, TOALIMHa cpe3a — 10 M,
KoamdecTBO cpe3oB — 30/50 (B 3aBHCHMOCTH OT
pocra manmeHTa). CKaHUPOBaHUE BBIIIOAHSIAOCH
OT IIEPEAHEN, BEPXHEN OCTHU IIOAB3IOLIHON KO-
CTH OO0 HUXHeH Tperm roaeHeirr. Tl1-
B3BEIIEHHBIE H300pazkKeHus B AaKCHAABHOH U
KOpPOHaAbHOH 1maockocTax: TR — 600 mc, TE — 10
Mc. T2-B3BellleHHbIEe H300pa’K€HUS B aKCHAAb-
Hoit maockoctu: TR — 500 mc, TE — 80 mc. STIR
— B3BeIlIEHHBbIE H300paKeHUd B aKCHAABHOH H
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caruTTasbHOU 1aockoctax: TR — 4000 mc, TE —
70 wmc. CremneHb KUPOBOH UH(MPUABTPALIUU
MBIIIIIL OIIPENEATAM KOAWYECTBEHHO Ha OCHOBE
CpaBHEHUS I[I0Ka3aTeAd OTHOCUTEABLHONM HHTEH-
cuBHOCTH curHaaa — D (D = T1 wmprmmer/T1
IIOIKOXKHO-KUPOBOTO  CAOsI) M IIOAYKOAWYeE-
CTBEHHO, HCIIOAB3ysl ImKaay E. Mercuri [17].
CerMmeHTAaIusI MBINIL] Oenep M TOA€HEH BBIIIOA-
HSIAACH C IIOMOIIBIO IIPOTPaMMHOI0 obecriede-
Husa ITK-SNAP 3.8.0 [18] B pyYHOM pexXHME C
OBYX CTOpPOH. [lAad KaxKIOM CEerMeHTHUPYyeMOH
MBIIIIIBI OIIPENEASIAOCH CpefHee 3Ha4dYeHUe WH-
TeHcuBHOCTH MP-curHaaa Ha T1-BU u STIR, a
TaK’Ke OTIIEABHO OT ITOJKOXKHOM KUPOBOM KAET-
gaTku. C KasKA0¥ CTOPOHBI CEIMEHTHPOBAAU II0
10 wmbImIIT Ha YypOBHE roaeHe# U 1o 19 mbimig Ha
ypoBHe Taza u Oexmep. B obaacTb BBIIEACHHS
BXOZIHAA TOABKO HCCAeayeMasi MbIia 6e3 dac-
Ui, KOCTe¥ M IIOIKOKHOro Kupa. Takum 06-
pasom, B 0OIIEH CAOKHOCTU OBIAO ITPOAHAAU3U-
poBaHo 1972 MBIIIIBEI HA yPOBHE Tasa Oemep U
TOAEHEMN.

Bce wuccaemoBaHUS TIPOBOAUAUCE IIOCAE
HOAIMCAHUA ITallUeHTaMHU JOOPOBOABHOTO HH-
OopPMUPOBAHHOTO COTAACHSI.

KoaAnuecTBeHHBIE PE3yAbTATbl HCCAENOBA-
HUS IIPEACTABACHBI B BHE CPEIHET0 3HAYEHUT
(M) nau memmansl (Me) ¢ 95% moBepUTEABHBIM
HHTEPBaAOM (paCCYMTAHHBIA MeTon OyTCTpaIa
uan Kaommepa-IlupcoHa) B COOTBETCTBHUH C
HOPMaABHOCTBIO pacupeneseHus. CraTucrude-
CKasl 3HAQYUMOCTh Pa3AMYUi OIleHUBaAacCh C IIO-
MOIIBI0 3HAKOBO-PAHI'OBOI0 Kpurepus ManHa-
YutHH. XapakTep HOpa*keHHud MBINIL] CIIpaBa U
CA€Ba CTATHUCTHYECKH 3HAYMMO HE OTAWYAACH,
II0O9TOMY CpPaBHEHHE C KOHTPOABHOM TIPYyIHIION
OPOBOAVAVCHE IIPU OOBEOAHMHEHUWHU IoKas3aTeaei
OT MBIIIIIL 06EUX CTOPOH.

Pesyabrarsr.

Oco0eHHOCTBIO BBIOOPKH SIBASIETCS IIPE00-
AanaHve XeHmuH — 12/14 mamuentoB 85,7%
(57; 98). Bospacr nebrora [TKM/IR1 mpuxomua-
Ccd Ha IIOAPOCTKOBBIM Iepuon M cocTaBUA 14,8
(13; 16) aet. B nepuon, IpealIecTBYIOIINN pas-
BUTHUIO KAHWHHUYECKH OYEBUIAHOM MBIILIEYHON
caabocTH, [As OOABLIIMHCTBA ITAIMEHTOB OBIAK
XapaKTepHbI 3aTPyAHEHUd IIpU Oere, IPbIKKaX
U He BO3MOXKHOCTH IOATITUBATHECA Ha IIepPeKAa-
nuHe. [Iag GOABINIMHCTBA MHAIlMEHTOB 3aboAeBa-
HHe MaHH@ECTHPOBAAO C IIE€PBHUYHOTO BOBAEYE-
HUS MBIIII] TA30BOTO Iosica U Oedep B BUIE
caabocTH mpU MMoabEME II0 AECTHHIIE M BCTaBa-
HHUU U3 MOAOXKEHUS CHS, YTO XapaKTepPHO AT
«Ta300eIpPeHHOT0 denoTHIIAY AetineHna-
Meb6uyca. B 6/ 14 cayuaeB 43% (18; 71) mapaa-
AEABHO HAM C HE3HAYUTEABHBIM OIIEPEKEHHEM
Pa3BHBaAUCh CHMMETPHYHBIE KOHTPaKTypPhI
aXHUAAOBBIX CYXOXKHMAMH, 32 MCKAIOUEHHEM OJIHO-
ro caydasd C aCHMMETPUYHBIM BOBAEYEHHEM.
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Haanuywe runmeprpodpum m. gastrocnemii, mpe-
HUMYILIECTBEHHO 3a cdeT caput laterale m.
gastrocnemii, 66140 BeIIBAEHO B 10/14 cayuaesn
- 71% (41; 92), mpu 3TOM CAeOyeT OTMETUTh,
4TO TpyOble KOHTPAKTYpPHI (o 12-15°) ¢ HEBO3-
MOZKHOCTBIO IIOAHOM IIOCTAHOBKH CTOIIBI Ha
IITKYy HE COIPOBOKIAAUCH THIEepTpodueil m.
gastrocnemii. B 6/14 cay4aeB (43%) B TedeHue
2-5 AeT y IallMeHTOB OTMEYaAOCh BOBACYEHUE
Iosica BEPXHUX KOHEYHOCTelH, COIIPOBOXKIAIO-
mieecd (POPMHPOBAHUEM «KPBIAOBHUIHBIX AOIIA-
TOK». «A\OIIATOYHO-IIACYEBOH (PEHOTHUII» CPEenu
obcaemyeMbIX ITAIlMEHTOB He BbIIBA€H. Ha Mo-
MEHT o0CA€IOBaHHUS MHAIIUEHTOB JIAUTEABHOCTH
3aboaeBaHusa cocraBusa (Me) 22 (19; 25) roga.
PYHKIIMOHAABHBIH CTATyC IIAIlUEHTOB COOTBET-
CTBOBaA IIpU 3ToM 3 Kaaccy IIo IKase BuHboca
(ot 1 mo 8 kaacca). HeTBepo nanueHToB — 28,6%
(8; 54) - ucmoab3zoBaau c 35-40 AeT MHBaAW-
Hble Kpecaa. [Ias OOABIIMHCTBA OOABHBIX Xa-
PakTepeH IIPOKCHUMAaABHBIH IepudeprudecKuil
napes, 6oaee BBIPaKEHHBIH B MBIIIIIAX TA30BO-
ro I105ICa ¥ HHUXKHUX KOHEYHOCTEH.

Monexyaapro-zenemuueckoe  uccnedosa-
Hue.

Y Bcex HCCAEAYEMBIX ITaIlHEHTOB BBISIBAE-
HBI MyTauuu B reHe CAPN3 B roMO3UTOTHOM U
KOMIAyH/-TeTEPO3UTOTHOM COCTOSIHUU (TadA.
Nol). BoABITMHCTBO M3 MAIIMEHTOB OBIAM CIIOpa-
OUYEeCKUMHU. Y UCCAEAYEMBIX MAIlMeHTOB IPeol-
AalaAul asneam, copepzkainme null-myrammm -
57,1% (37,2; 75,5). Hauboaee yacTo BEBIIBALE-
Mot myrtanmeit B reHe CAPN3 Orpmaa c.550del;
(p-Th184ArgfsTer36) B 4 5K30HE B I'OMO3UTOT-
HOM COCTOSIHUH, SBASIONIASICH Ma’KOPHOU OAsd
Pd.

KoamduecTBeHHass OLEHKa XXHUPOBOH HH-
(PUABTPAIIMY MBIIII] Ta3a U HUXKXHUX KOHEYHO-
cTeil. B Xome cpaBHEHUS BBIPAsKEHHOCTHU KHPO-
BOM WH(UABTpAIUA MBIIII] ITAIIHEHTOB C
ITIKM/IR1 ¥ KOHTPOABHOM TpPyHHIOH BBIIBACHO
CTATHUCTUYECKH 3HAYHMOE IIpeobraaHue BEAU-
yuan D, T1-BU y mnanmenToB c I[IKM/IR1 B
OOABIIIMHCTBE MBIIIIL Ta3a U 6emep 3a UCKAIOYe-
HHeM m. vastus medialis, m. vastus lateralis,
m. vastus intermedius, m. rectus femoris,
caput breve musculi bicepitis femoris u m.
sartorius. HaunboabIltas cTeneHb KHUPOBOM HH-
duAbTpanMU BBIIBAEHA B caput longum
bicipitis femoris, m. semimembranosus,
semitendinosus u m. adductor longus.

Beanuunbsr D, T1-BU craTHCTUYECKH 3HA-
YHUMO HE pPa3AUYaAuCh MEXAY KOHTPOABHOM
rpynmo¥t u nanueHtamu c [IKMJL R1 cpenu
MBIIIL] 33aAHEX TAYyOOKOM TPYHIIBI TOACHHU (m.
flexor digitorum longus, m. flexor halluces
longus, m. popliteus, m. tibialis posterior).
Hawnboaee BbIpazkeHHOE 3IKHPOBOE 3aMeEIeHHe
OBIAO XapaKTEepPHO A MEOHAABLHBIX OTIEAOB

m.
m.
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Tabauma Nel.

BrIsBA€HHBIE MyTallHH B reHe Kaabnaunua (CAPN3).

m. semitendinosus =

m. adductor longus

m. adductor magnus

m. adductor brevis

m. tensor fasciae latae
m. obturatorius internus
m. gluttus medius

. m. gracilis1
m.obturatorius externus;
m. gluteus minimus

m. gluteus maximus

O m. vastus lateralis{

O m. vastus intermedius
O m. biceps femoris cap. brev.1
O m. sartorius

O m. rectus femoris?

O m. vastus medialis

0.0 0.2 04 0.6
D, T1-BU

P‘l‘\| I\Ili" | I.l |

=3
=
-
=l

Puc. 1 a (Fig. 1 a)

Komunuectro
BeisiBiennsie mytanuu B reHe CAPN3
MManyeHToB, n = 14
6 c.550del; (p.Th184ArgfsTer36) c.550del; (p.Th184ArgfsTer36)
1 c.550del; (p.Th184ArgfsTer36) C.717dupT; (p/Glu240fs)
1 .2134C>T; (p.Leu712Phe) €.2134C>T; (p.Leu712Phe)
2 c.550del; (p.Th184ArgfsTer36) c.801+1G>A
1 ¢.550delA; (p.T184RfsX36) ¢.1250C>T; (p.Tr417Met)
1 c.649G>A,; (p.Glu217Lys) €.1746-20C>G
2 c.632+1G>A c.2177C>T; (p.Ala726Val)
@ NKMAOR1/2A
KoHTponbHas rpynna B NKMAR1/2A
m. biceps femoris cap. long. = KouTponsHas rpynna
m. semimembranosus —

m. gastrocnemius (caput mediale)
m. soleus
m. gastrocnemius (caput laterale )
m. peroneus longus
m. extensor digitorum longus
m. tibialis anterior
O m. flexor hallucis longus
O m. flexor digitorum longus
O m. popliteus
O m. tibialis posterior
0.0 02 04 06 08 10
D, T1-BAU

Puc. 16 (Fig. 1 b)

Puc. 1. Auarpammbl.

Fig. 1. Diagrams.

[TaTTepH pacrpeneAseHUs KUPOBOH UH(MUABTPAIIMH MBIIIIIL TA30BOT0 Mosca, 6emep (a) u roaeHet (0) y maimreH-
ToB ¢ [IKM/IR1/2A. Yepueim 1niBetoMm otrMedeHbI D, T1-BU mpbimn nmanmenToB ¢ [TIKM/IR1 /2A; cepbIM — KOH-
TPOABHOM TPYIINEI; HOAASI OKPY?KHOCTb — CTATUCTUYECKH HE 3HAUUMbIE PA3AUYIUS.

The pattern of distribution of fatty infiltration of the muscles of the pelvic girdle hips (a) and lower legs (b) in
patients with LGMDR1 / 2A. D, T1-VI of muscles of patients with LGMDRI1 / 2A are marked in black; gray —
control group; a hollow circle is a statistically non-significant difference.

IIOBEPXHOCTHOM 3aaHEN TPYyNIbl MBIHII] T'OACHU
(caput mediale m. gastrocnemii 1 m. soleus),
4yTh B MEHBIIEH cTerneHu nag caput laterale m.
gastrocnemii 1 m. peroneus longus (puc. 1. a,
0).

[ToaAykoamdecTBEHHas OIl€HKa BbIPAXKEH-
HOCTH XKUPOBOH MH(UABTPAIIMU MBIMII. B xome
IIOAYKOAMYECTBEHHOI'0O aHaAM3a C HCIIOAB30Ba-
HHEM Tpafallii X KUPOBOU MH(MPUABTpaIuu 1o E.
Mercuri (2008) BeigBaeH MPT-naTtrepH mnopa-
SKEHUs MBI Oesiep, CXOOHBIN C pe3yAbTaTaMy,
IIOAYYEHHBIMH C IIOMOIIIBIO OTHOCHUTEABHBIX Xa-

| www.rejr.ru | REJR. 2021; 11 (4):60-74

pakrepuctuk D, T1. Ilo crerneHU BBIpasKeHHO-
CTH KUPOBOH MH(UABTPALIUH BBIIEACHBI MBIIII-
IIbI C «BBIpasKE€HHBIM HopaxkeHuem» (Me 3-4 cr.,
Ha puc. 2 a), BRaoJamle m. glutei 3a uckaro-
yeHHeM m. gluteus maximus, MeAHWaAsbHYIO U
3aIHIOI0 T'PYIILy MBIMII Oeapa 3a UCKAIYEeHHEM
caput breve musculi bicipitis femoris. «Ywme-
penHoe mopazenue» (Me 2a — 26 crT.), Xapak-
TEepHOE [AS BCEX OCTaBIIHXCS MBI Oernpa,
TaKxKe BKAIOYad m. gluteus maximus, Ipu 3TOM
«AETKOMY IIOPaKE€HHIO» COOTBETCTBOBAA TOABKO
m. rectus femoris (Me 1 cr.). MuHEMaabHOU
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. m. semimembranosus

m. biceps femoris cap. long.
m.gluteus minimus-|

m. adductor longus-

m. gluteus medius

m. semitendinosus-

m. adductor magnus-

m. tensor fasciae latae L

m. adductor brevis-

m. obturatorius internus-

. m. gracilis-

m. obturatorius externus-

. m. gluteus maximus-

m. biceps femoris cap. brey.-
m. vastus lateralis-

m. vastus intermedius I

m. vastus medialis-

m. sartorius-

m. rectus femoris-

0 1 3 4
CreneHb XxupoBon uHpuneTpauum no E. Mercuri

Puc. 2 a (Fig. 2 a)

m. soleus C 1T
m. gastrocnemius (caput mediale)- [
m. gastrocnemius (caput laterale )7 [ T ]
m. peroneus longus{ [ [ 7]
m. extensor digitorum longus| [ 1]
m. tibialis anteriory [
m. flexor hallucis longus{_— 1]
m. tibialis posterior{__]
m. flexor digitorum longus{__]
m. popliteus|{_—] R

0 1 2a 2b 3 4
CreneHb xupoBow uHdunsTpauum no E. Mercuri

O m. tibialis posterior jm—-

00 02 04 06
D, T1-BU

Puc. 2 6 (Fig. 2 b)

0.8 1.0

Puc. 2. Auarpammbi.

CreneHb KHUPOBOM MH(MUALTPAIIMH B MbIIIAX Oemep U roaeHedt y marmeHToB ¢ ITKM/IR1/2A (a — MBIIIIIEI
6enpa; 6 — MBIIIIEI TOACHH). BBIpaskeHHOCTE KHUPOBOH HH(MUABTPAIINN XapaKTEPHU3YETCHd C IIOMOIIBI0 MOMIH-
dumpoBaHHOM mKaabl E. Mercuri, mpeacraBA€eHHON B BHE AUATPAMMEL «00KC IIAOT», T€e LIEHTPAAbHAS AUHUS
— Me, a rpaHHIBI IIOAOC COOTBETCTBYIOT MaKCHMAaAbHBIX M MHHHMAaABHBIM 3HAYEHUAM CTaAWM KHUPOBOM HH-

bHABTPAIIIH.

Fig. 2. Diagrams.

The degree of fatty infiltration in the muscles of the thighs and lower leg in patients with LGMDRI1 / 2A (a —
thigh muscles; b — lower leg muscles). The severity of fatty infiltration is characterized by a modified E. Mer-
curi scale, presented in the form of a “box-plot” diagram (the center line — Me, the strip borders correspond to
the maximum and minimum values of the stages of fatty infiltration).

p<0,05
195 I | | 1
038 p=0,07
E 064 p=0,12
- [
'—
a 044 B
=4
02{ -
0.04— r T T : T
0 1 2a 26 3 4

Cragwm no E. Mercuri

Puc. 3 (Fig. 3)

JKUPOBOH MH(PUABTpAILEH XapaKTepHu30Basach
m. sartorius, HO JaHHas MBIIIIlA UMeAa JOCTa-
TOYHO BBIPaKEHHYIO BapHuabeAbHOCTH BOBAEYE-
HHUd B 3aBHCHMOCTH OT IIPOAOAZKUTEABHOCTH
3aboaeBanuda (ot 0-4 cT.).

MsbIIIIbIl TOA€HEH, XapaKTepHU3YIoLIHecsd
«BBIPAsKEHHBIM ITOpakeHUeM», BKAodaau (Me 3-
4 ct., Ha puc. 2 0) m. soleus u caput mediale
m. gasctrocnemii; «ymMepeHHOe IopazkeHue» (Me
2a-26 ct.) — caput laterale m. gasctrocnemii, m.
peroneus longus, m. extensor digitorum
longus; «erkoe mnopaxkeHue» (Me 1 crt.)
OCTaBIIIHECA MBIIIIIBI SaﬂHeﬁ TPYIIIIBI TOA€HU U
m. tibialis anterior.

IIpu comocraBaeHHM BeanduH D, T1 u
CTENIEHW KUPOBOM HHUABTpanuu 10 E.
Mercuri BbISIBA€HA CTATHCTUYECKH 3HaAYHMAas
OUCKPUMHUHAIUSA MEXKAY CTagusaMu 2a—26, 26-3

Puc. 3. Amarpamma.

ComocTaBA€HUE CTAAWM KHUPOBOM HHMHUABTPAIUH (IIO
E. Mercuri) u BeanguH D, T1.

Fig. 3. Diagram.

Comparison of the stages of fatty infiltration (according
to E. Mercuri) and the values of D, T1.

u 3-4 cr. (Kpurtepuii MaHHa-YUTHH C IIOIIpaB-
kot Boudepponu, p <0,05). Toroga Kak MexXmIy
PaHHUMH CTaOUSAMH KUPOBOM HHMHUABTPALINU
(0-1-2a) He BBIIBAEHO CTATHUCTUYECKH 3HAYH-
MBIX paszanyuit (puc. 3). TakuMm o6pasom, «BbI-
paskeHHOMY nopazkeHuio» (Me 3-4 ct.) cooTBeT-
cTBytoT Beamuyumnsl D, T1 - 0,73 (0,72; 0,75),
«yMepeHHoOMy mopaxkeHuio» (Me 2a-26 cT.) co-
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pazkenuto» (Me 1 ct.) - 0,34 (0,32; 0,35).

[Ipu comocrtaBaeHuu 3HadeHuit D, Tl u
XapaKTEePUCTHK KUPOBOH HHPUAbTpanuu 110 E.
Mercuri BbIIBA€HA KOPPEAdIIMOHHAas B3auMO-
CBH3b BBICOKOH CHABI OAS OOABIIMHCTBA MBIIIIIL
nepenHell u MeguasbHOU rpymm 6expa (0,9-0,7),
TOorZla KaK AT MBIIIIL 3aHelH I'PYIIbl HE BBISIB-
A€HO CTaTHUCTHUYECKH 3HAYUMBIX KOPPEATIINH.
Cpenu MBI FoA€HeH KOoppeAdIlMoOHHasl CBA3b
BBICOKOU cuabl Mexkny D, T1-BU u cranue#t mo
E. Mercuri BbIigIBA€HA AASI OOABIIMHCTBA MBIIIIL]
nepenHel Ipynnbl FOAEHH, a Tak¥XKe Oad caput
laterale m. gastrocnemii. [lag MbIIIn 3amHeid
TPYIIIBI TOAEHU CTATUCTUYECKH 3HAYUMBIX KOpP-
PEASIITMOHHBIX B3aMMOCBSI3eH He BBIIBACHO.

CummempuuHoCms 808NEUEHUSL MblUY, Y

nayuenmos ¢ IIKM/IR1.

3HaAYMMOH aCHMMETPHUH IIPH CPaBHEHHU
MBIIIII] TA30BOT0 [I0SCa M HUKHUX KOHEYHOCTEH
Ipu olleHke 1o BeawmuuHe D, T1 He BBIIBAEHO
(mapuBI KpuTepu¥t MannHa-YutHu, p > 0,05).
HezmauuMmaga acUMMETpPHSI C pas3HULIEH B OOHY
creneHb (1o E. Mercuri) 6plaa BhIIBA€HA B IIpa-
BBIX KOHEYHOCTSX B m. tibialis anterior, m.
extensor digitorum longus, m. peroneus
longus, m. gastrocnemius (caput laterale) y
1/14 nanmenta (7%), y 2/14 namueHTOB
(14,3%) Takke Oblaa BBEISBACHA CXOOHAS ACHUM-
MeTpus B m. gastrocnemius (caput laterale).

Hecmotpga Ha To, uTo I[TIKM/IR1 Mopdroao-
TUYECKU 3a4acTyi OIIMO0YHO TPaKTyeTCd KakK
BOCIIaAWUTEAbHAs] MUOIIATUS IIPU CPABHEHUU Be-

Puc. 4 a (Fig. 4 a)

Puc. 4 6 (Fig. 4 b)

Puc. 4 a. «PanHuin MPT-nattepH NMKMARIT, T1-
BU.

[Mamuent B., 11 aAer, Ha CyOKAMHHYECKOM CTaIHU.
YyacTtku JKUPOBOU HH(PUABTPAIIUN B m.
semimembranosus, caput longum m. bicipitis
femoris, m. semitendinosus u m. vastus lateralis — 1
CT. (cTpeAKaMH yKas3aHbl YYACTKH KHUPOBOH HHMHABL-
Tpaluny).

Fig. 4 a. The “Early” MRI pattern of LGMDR1, T1-
WI.

Patient B., 11 years old, at the subclinical stage. Fat-
ty infiltration sites in m. semimembranosus, caput
longum m. bicipitis femoris, m. semitendinosus and
m. vastus lateralis — 1 stage (arrows indicate areas of
fatty infiltration).

Puc. 4 6. «PanHuiin MPT-nattepH NKMART1, STIR.

I[Mamuent B., 11 aer, Ha CyOKAMHUYECKOH CTaIMH.
YMepeHHbIE OTe4YHbIe M3MEHeHHsd B caput longum m.
bicipitis femoris, m. semimembranosus, m.
semitendinosus (caeBa), m. adductor magnus u m.
vastus lateralis, m. extensor digitorum longus (cmpa-
Ba; CTPEAKAMH yKa3aHbI YYACTKH OTEKa).

Fig. 4 b. The “Early” MRI pattern of LGMDR1, STIR.

Patient B., 11 years old, at the subclinical stage.
Moderate edematous changes in caput longum m.
bicipitis femoris, m. semimembranosus, m. semiten-
dinosus (left), m. adductor magnus and m. vastus
lateralis, m. extensor digitorum longus (right) (arrows
indicate areas of edema).
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amguH D, STIR MmbIlI Ta30BOro mosica u demep
y nanueHToB ¢ [IKM/IR1 ¢ KOHTPOABHOH TI'pyII-
TIO¥ BBISIBAE€HBI CTATUCTHYECKU 3Ha4YHUMBbIE pas-
AWYHA TOABKO B m. semitendinosus 1 m. rectus
femoris. B Toxke Bpema Beawmuyunnl D, STIR ot
BCEX MBIIII] roaeHed y manueHToB ¢ ITKM/IR1
OBIAM CTATHCTHYECKH 3HA4YUMO HUKe KOH-
TPOABHBIX MBIIIEYHBIX I'PyHHI. ACUMMETPUH II0
UHTEHCUBHOCTHU oTHocuTeabHOro STIR curHasa
MEeXIy IIpaBO¥ U A€BOM KOHEYHOCTSIMH HE BbI-
SIBA€HO.

Haa nanuenToB ¢ ITKM/IR1 xapakTepHBI
TpodpUYeCKHe U3MEHEHU MBIIII TA30BOr0 I10g-
ca u Oemep IpU CPaBHEHUU C KOHTPOABHOM
TPYIIIOH, B YACTHOCTU BBIIBA€HA CTATHCTHYE-
CKU 3Ha4yuMad rurnorpodusd m. semitendinosus,
caput longum m. bicepitis femoris, m. adductor
magnus, m. vastus intermedius, m. rectus
femoris, nmpum o5ToM Hauboaee BBIpaKEHHBIE
arpoduu XapaKTepPHbI IAS m.
semimebranosus, m. adductor magnus. B Toxke
BpeMs oOTMedaeTcd KOMIIeHcaTopHasl THUIIep-
TpodUusd OTHEABHBIX MBI m. sartorius ¥ m.
obturatorius externus.

MPT-niaTTepHbl IOpakeHHs Ta30BOTO IIO-
sgca W HUXKHHUX KOHEYHOCTeH Ha pasAuYHBbIX
CTaIUIX MBIIIEYHO-AUCTPOPUUECKOro IIpolecca
y nmanueHToB ¢ IIKM/JIR1. B xoxe uccaemoBanug
C IIEABIO IIOBBIIIEHUS 3PPEKTUBHOCTU AHUATHO-
crugu [IKM/IR1 ¢ ucnoap3oBanueM MPT Hamwu
BBIIEACHBI «PAaHHUN», «TUIIUYHBINH» (3aBepIIeH-
HBIM) U «mo3pHUi» MPT-naTTepHbl IIOpakeHUd
wmbinl. «Papaui» MPT-natTepH XapakTepusy-
eTCd IepPBOHAYAABHO BOBAEKAIOIIUMUCS MBIIII-
IaMu B MHOAHCTpPoHUUEecCKHU Impolecc (puc. 4
a, 0). Ilpu sToM He HabAIOIAETCS BOBACYEHUS
TIOAHOTO KOMIIA€KCA KAIOYEBBIX MBIIII], XapakK-
TEPHOTI'0 AT KAMHHYECKH Pa3BEPHYTHIX CTaIHM
KaabnnanHonatuu. Ha panHeM ostane MP-
muarHoctuka [IKM/IR1 HauGoaee 3aTpyaHH-
TeabHaA. Pannunii MP-ntarTepH BbIgBAEH B 10%
CAydaeB, IIPU ITOM CPEOHUM BO3pacT IIAlleH-
TOB coctaBua 23 [11; 23] aer. «TUOWYHBIN
MPT-naTTepH parlioHAABHO BBIAEASITH Ha OCHO-
Be OIIPEIEACHHUsS HaubOAee YacTO BOBAEKAEMBIX
MBIIIIIL, ZXUPOBad HUHQPUABTpPAIHS B KOTOPBIX
IPUCYTCTBYET OOABIIIYI0 YaCTh KAUMHHYECKH Ma-
HU(ECTUPOBAaBIIEro 3aboAeBaHus (puc. 5 a, 0).
Mauaeiii MP-naTtepH sBageTca Hamboaee pac-
IIO3HABAEMBIM. «3aBepIIEHHBIN / TUITHYHBIN»
MP-ntarrepH BeIgBA€H B 60% caydaeB, IpH
3TOM CpPEeOHUM BO3paCT MAaIlMEHTOB COCTaBASIA
37 [31; 42] aet. dlo3guuit» MPT-naTtTepH cae-
OyeT XapaKTepH30BaTh II0 Hauboaee DANTEABHO
COXPaHAIOUIMMCSH MBIIIIlaM B YCAOBHUSX IIpak-
TUYECKUH IIOAHOTO KHPOBOI'O  3aMeIIeHUd
GOABIIIMHCTBA KAIOYEBBIX MBIIII] AT KaAbIIaW-
HomaTuu (puc. 6 a, 6). Heo6XoaumMocTh BhIAEAE-
Hud «mo3gHero» MP-marrepHa 0o6OCHOBaHA
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CAOKHOCTBIO AU(P(PepeHTHAABHON AHATrHOCTHUKHU
I[IKM/] BBUAYy KOHBEPreHIUH OOABIIMHCTBA
KAMHN4YeCcKUx u MP-nnpusnakos. «Ilo3mauii» MP-
narrepH BblgBAeH y 30% mnamueHTOB, cpeqHUM
BO3pacT KOTOPBIX cocTaBasa 28 [27; 33] aer.
Takske caexyeT BBLOEAUTH aTunuuHbiii MPT-
HaTTepH — «KOAAATE€HOIIOAOOHBIH», KOTOPBIH
MMeeT CyLIeCTBEHHoe cxoacTBo ¢  MPT-
XapaKTEePUCTHKAMH MBI Yy IIAIHEHTOB C
BPOXKIEHHLIMH MHOIIATHUSIMHY, aCCOLIUHPOBAH-
HBIMHU C MyTallUsIMH B T'eHaxX KoarareHa VI Tuma
(puc. 7 a, 0, B). «KoanareHomomoOHbIi» MP-
aTTepH HAW TaK Has3blBaeMbli «tiger-like» doe-
HOMEH OBbIA OTYETAUBO BBIIBACH B 3/ 14 cayuaax
21,4% [4,7; 50,1].

«Pagani» narrepr I[NIKM/R1 xapakrepHu-
30BaACd HE3HAYUTEABHBIM IIOBBLIIIIEHHEM HH-
TeHcuBHOCTH MP-curnaaa Ha TI1-BM B m.
semimembranosus, caput longum m. bicipitis
femoris, m. semitendinosus u m. vastus
lateralis — 1 cT. (3a CcYeT y4acTKOB ZXKUPOBOHI
uH(puAbTpayy). [loBbIIIIEHHEe HWHTEHCUBHOCTHU
MP-cursaaa Ha STIR ot caput longum m.
bicipitis femoris, m. semimembranosus, m.
semitendinosus, m. adductor magnus u m.
vastus lateralis 3a cYeT yMepeHHBIX OTEYHBIX
HU3MEHEHUM.

«TunuyHBIM uWAM 3aBepleHHbIH» MPT-
aTTepPH XapaKTepu3oBascs 6osee BbIPAKEHHOH
KUpPOBOH mHGUABTpalel ¢ BoBaedeHueM 30-
60% pa3AMYHBIX MBIIIEYHBIX TPymI. [dag pas-
BepHyToro enoruna I[IKM/IR1 xapakTepHO
BBIPaKEHHOE MOPa’KeHHE ATOMAWYHBIX MBIIII], a
TakyKe m. obturatorius externus et internus (3-
4 ct.). Cpegu MmeInl 6enep HabGAIOOaeTCd ITpaK-
TUYECKH IIOAHAs JKUPOBad HUHQUABTPALUS 331-
Hel U MenmasbpHOM rpynn Mbiig (caput longum
m. bicepitis femoris, m. semimembranosus, m.
semitendinosus, m.m. adductor magnus et
longus (3-4 cT.) ¢ MeHee BBIPa’K€HHBIM IIOpa-
KeHueM caput breve m. bicipitis femoris u m.
gracilis (2b cT.) ¥ MHUHHUMAaAbHBIM BOBAEYEHHEM
epegHUX rpynn b obexep (1-2a cr.). Ha
YPOBHE TroAeHel HabAlomaeTcss IIOAHOE XKHPOBOE
3amereHrne m. soleus, caput mediale m.
gastrocnemii, 4YaCTUYHOE HAU IIOAHOE IIOpazke-
Hue caput laterale m. gastrocnemii m m.
peroneus longus (3 ct.).

OteyHble U3MEHEHUS BBIIBASIOTCS B Me-
Hee MTOPaXKEeHHBIX MBIIIIIaX TOACHEH.

B crTpykType ocobGeHHOCTEH mOpazkKeHHsd
MBIIII] IPU KAABIIAWHOIIATHH CAEAYET OTAEABHO
BblaeAUTh MPT-mmaTTepH, XapakTepU3upylo-
mmicd NepUuepUdecKUM M IeHTPOOEKHBIM
IIOpazKeHUEeM MBI Oeflep B TOACHEH, SBASIO-
LHIUHCA CHEIU(PUIHBIM A BPOKIAEHHBIX MbI-
LIEYHBIX AUCTPOHUH, acCCOIMUPOBAHHBIX C MY-
TanuaMH B reHax KoarareHa VI tuma [19].

«KoanarenomomoOHbIii» MPT-matTTepH UAK
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Puc. 5 a (Fig. 5 a)

Puc. 5 6 (Fig. 5 b)

Puc. 5 a. «TunuyHbiiy MPT-naTTepH nopaxeHus
Mbiwy, npu MKMART, T1-BU.

IMaenT M., 37 AeT, C IAUTEABHOCTBIO 3a00AeBaHUdA 24
roxa. 2Kuposas uHpUABTpalua B m. gluteus maximus,
m. obturatorius externus u m. obturatorius internus —
3, 4 cr. (oTmMedeHO crpeakamm). [IpenmyIecTBEHHOE
IIopazkeHHe 3aJHUX U MEAHAABHBIX I'PYIII MBI Oexep
(m. semimembranosus, m. semitendinosus, caput
longum m. bicipitis femoris, mm. adductores) — 3-4 cT.
(ormedyeHo crpeskamu). [IpeMMyIIECTBEHHOE IIOpazKe-
HHE 3aJHEH MW MEAWAAbHOM TPYIIIl MBIIIL TOAECHEH
(caput mediale et laterale m. gastrocnemii, m. soleus,
m. peroneus longus) — 3 cT. (0OTMEYEHO CTPEAKAMU).

Fig. 5 a. "Typical' MRI pattern of muscle damage
in LGMDR1, T1-WI.

Patient M., 37 years old with disease duration of 24
years. Fatty infiltration in the m. gluteus maximus,
m. obturatorius externus and m. obturatorius inter-
nus - 3, 4 stage (marked with arrows). The predomi-
nant lesion of the posterior and medial groups of the
thigh muscles (m. semimembranosus, m. semitendi-
nosus m. biceps femoris cap. longum, mm. adduc-
tores) — 3-4 stage (marked with arrows). The predomi-
nant lesion of the posterior and medial groups of the
leg muscles (m. gastrocnemii cap. mediale et laterale,
m. soleus, m. peroneus longus) — 3 stage (marked with
arrows).

Puc. 5 6. «Tunu4HbiMy MPT-naTTEepH nopaxe-
HuA Mbiw, npu MKMART, STIR.

IMarmenT M., 37 AeT, C OIAUTEABHOCTBIO 3ab0AeBa-
Hua 24 roma. He3HauyuTeABHBIH OTEK IIepPegHUX
MBI Oenep. YMEpeHHBIE OTE€YHbIE H3MEHEHHS B
IepeqHEN U AQTEPaABHOM IpyNIax MBIIIIL FOACHEN
u caput laterale m. gastrocnemii caeBa (oTMeueHO
CTPEAKaMH).

Fig. 5 b. *“Typical” MRI pattern of muscle le-
sions in LGMDR1, STIR.

Patients M., 37-year-old with a disease duration of
24 years. Slight edema of the anterior muscles of
the thighs. Moderate edematous changes in the
anterior and lateral muscle groups of the legs and
caput laterale m. gastrocnemii on the left (indicat-
ed by arrows).
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Puc. é a (Fig. 6 a)

Puc. 6 6 (Fig. 6 b)

Puc. 6 a. KoHe4HbIM 3TaN AUCTPOHOUYECKUX U3-
MeHeHu («no3aHuM» MPT-naTtTepH), T1-BU.

ITammmenra C., 28 A€T, C JAUTEALHOCTBLIO 3a00AEBAHUSI
14 aer. 2KupoBasg HMH(MUALTpaAMsS BCEX MBIMII Taza 4
ct. KupoBasa HHOMHUABTpAIIMI MBIIIIL Gexep — 4 CT. (He-
MHOTOYHCACHHBIE MBIIIIeYHbIE BOAOKHA B m. gracilis, m.
sartorius 1 m. quadriceps femoris) (oTmMedeHO cTpea-
KaMu). 2KupoBasg WH(PUABTPAIIUS MBIIIIL ToAeHe# — 3-4
ct., m. popliteus m m. tibialis posterior, m. flexor
hallucis longus u m. flexor digitorum longus oTHOCH-
TEABHO COXPaHEHbI (OTMEYEHO CTPEAKAMH).

Fig. 6 a. The final stage of dystrophic changes
(“late” MRI pattern), T1-WI.

Patient C. with calpainopathy, 28 years old, with a
duration of the disease in amount of 14 years. Fatty
infiltration of all muscles of the pelvis 4 stage. Fatty
hip muscle infiltration — 4 stage (few muscle fibers in
m. gracilis, m. sartorius and m. quadriceps femoris)
(marked with arrows). Fatty infiltration of the muscles
of the legs — 3-4 stage, m. popliteus and m. tibialis
posterior, m. flexor hallucis longus and m. flexor digi-
torum long are relatively preserved (marked with ar-
Tows).

Puc. 6 6. KoHe4HbIM 3TAN AMCTpPOcU4ECKUX
M3MeHeHun («no3aHunn MPT-naTtTepH), STIR.

IMammeur C., 28 A€T, C JAMUTEABLHOCTBIO 3aboAeBa-
HUud 14 aer. He3HauuTeAbHBIE OTE€YHbIE U3MEHEHUS
B IlepedHell TpyIe MBI 0Oemep (OTMedeHO
CTPEAKAMH).

Fig. 6 b. The final stage of dystrophic chang-
es («laten MRI pattern), STIR.

Patient C. 28 years old, with disease duration of
14 years. Minor edematous changes in the anteri-
or thigh muscle group (marked with arrows).
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Puc. 7 a (Fig. 7 a)

Puc. 7 6 (Fig. 7 b)

Puc. 7 a. «KoAAQreHonoAOOHbI MAM TUTPOBbIN
(«tiger-liken)» MPT-naTtTtepH NMKMART1, T1-B!.

IMammenTka M., 29 A€T, C JIAUTEALHOCTBIO 3a00AEBAHUS
13 aer. duddy3HBIN XapakTep NOPasKEeHUS ATOAUIHBIX
MBIIII;, IepHdepHUIecKoe IopazkeHHe m. vastus
lateralis (oTMe4Y€HO YEepPHBIMH CTPEAKAMH); LIEHTPOOEK-
HOe IIopazkeHHe m. rectus femoris (0OTMe4e€HO KpacHBI-
MH CTpeAKaMHu); LIEHTPOOEeKHOe IOpaskeHue m.
peroneus longus u m. tibialis anterior (oTmMeueHO
KPacCHBIMHU CTPEAKAMH).

Fig. 7 a. “Collagen-like” or "tiger-like” MRI pat-
tern with LGMDR1, T1-WI.

Patient M. with disease duration of 13 years. The dif-
fuse nature of the defeat of the gluteal muscles; pe-
ripheral lesion m. vastus lateralis (marked with black
arrows); centrifugal lesion m. rectus femoris (marked
with red arrows); centrifugal lesion m. peroneus lon-
gus and m. tibialis anterior (marked with red arrows).

Puc. 7 6. «KoArareHonoAOGHbIM MAM TUTPOBBIN
(«tiger-liken)» MPT-naTtTepH MKMART, STIR.

IMammmenTka M., 29 AeT, ¢ AAUTEABHOCTBHIO 3aboAeBa-
HUua 13 aer. OTeyHble HM3MEHEHHS COOTBETCTBYIOT
ydacTKaM COXPaHEHHOM MBIIIEYHOM TKAaHHU B IIEPE-
HHUX I'pyHIIax MbIIIIL Oeep (0OTMEYEHO CTPEeAKaAMH).

Fig. 7 b. “Collagen-like” or "tiger-like” MRI
pattern in LGMDR1, STIR.

Patient M., 29 y.o., with disease duration of 13
years. Edematous changes correspond to areas of
preserved muscle tissue in the anterior thigh mus-
cle groups (marked with arrows).
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Puc. 7 B (Fig. 7 c)

AeT.

Puc. 7 B. BQpUAHTbI KOAAQreHONoAOGHOro» NaTTepHa ¢ AAMTEAbBHOCTbIO 3a6oaeBaHusa 13; 15, 14

Cdopmuponasiuiicas MP-maTTepH pacnpeneAeHHs KUPOBOH MH(MUABTPAIIUHE B MBIIIIIAX Oedep ¥ TOACHHU SIBAS-
€TCsl YCTOWYUBBIM H COXPaHAETCS [0 IMO3OHUX CTanui 3a00AeBaHUS.

Fig. 7 c. Variants of a “collagen-like pattern” with disease duration of 13, 15, 14 years.

The formed MR-pattern of the distribution of fatty infiltration in the muscles of the thighs and lower legs is
stable and persists until the late stages of the disease.

TakK Has3bIBaeMbIi «tiger-like» peHOMEH OBIA OT-
4eTAUBO BbIIBA€H B 3/14 cayuaeB (21,4% [4,7;
50,1]). Tlepudepudueckuii THUII TOPaAKEHUS
Hamboaee BbIpazkeH B m. vastus lateralis u m.
vastus intermedius. LleETpobeXHBIN XapakTep
nopaskeHus Habaomasca B m. rectus femoris,
m. peroneus longus um m. tibialis anterior.
[udppy3HBIE XapakTep NOPasKeHUs BBIIBACH B
mm. glutei, m. vastus lateralis, m. sartorius,
m. gracilis, m. adductor magnus, a TakXxe B
3aJHUX TpymnIax MbIg Oexep (m. biceps
femoris caput brevis et longus, m.
semimembranosus, m. semitendinosus).
Hauboaee BeIpazKeHHBIE OUCTPOPUIECKHUE H3-
MEHEHHs IIPe[CTaBA€HBl B 3aIHUX TIpPyIIax
MBINII] roAeHeH: m. soleus, m. gastrocnemius
caput laterale et mediale (4 ct.). Haumenee mo-
pasKeHHBIMH dBAdIOTCA m. popliteus wm m.
tibialis posterior (1 cT.)

Kpome «KOAAATE€HOII000JHOTO? MPT-
naTTepHa, SIBASIOIIETOCHd HE CTOAb PEIKHM, BbI-
HOeAdroT 0Ooaee HecrielIUPUYECKHE BapUaAHTHI
BoBAedeHUs Mblmnl npu [IKM/IR1, B 4aCTHOCTU
HaOAIOIAIOTCS CAyYau BBIPAKEHHOH KOMIIEHCA-
TOPHOH rurepTpodUy U M3MEHEHHs XapakTepa
SKUPOBOH MH(MUABTPAIIUH OTAEABHBIX MBIIIIII,

| www.rejr.ru | REJR. 2021; 11 (4):60-74

CYILIECTBEHHO 3aTPYyAHSIONINX IIEPBUYHYIO AHA-
THOCTHUKY IT0 faHHBIM MPT.

HecMmoTpsa Ha HasW4yhe aTUIHYHBIX BapH-
anToB MPT-marrepHa KaabInawmHONATHH U CYy-
IIECTBEHHBIX PA3AWMYHN BBIPA’KEHHOCTH IIopa-
JKEHHS MBIIII Ha paHHEM M II03JHEM JTalle 3a-
OoaeBaHua HaMH CPOPMHUPOBAH CXEMAaTHYECKH
yCpemHEeHHBIH Hauboaee TunuyHbI  MPT-
IaTTepH Ha OCHOBE OIIEHOK II0 InKase E.
Mercuri (puc. 8).

O0cyxaenue.

Hccaenyemas poccHiicKad KoropTa HMeAa
psn ocobeHHOCTEH, B YaCTHOCTH CYIIIECTBEHHOE
npeobaaganue xeHimH — 85,7%. [IpuHamasex-
HOCTb K JKEHCKOMY IIOAY MOXKET OKa3bIBaThb
BAUSHHE Ha JKCIPECCHI0 OeAKa KaAbllavHA U
OIIpPEeNeAseT BBIPAsKEHHOCTE ITPOSIBACHUH (PeHO-
Tumna [20]. B Toxke BpeMs BbIOOpPKa HMEET PAN
IIPEUMYIIIECTB B OTHOLIEHUH I[IOCTaBA€HHOH 3a-
Jady HCCA€NOBaHUSA, B YACTHOCTH OJIHOPOJI-
HOCTH 0 (PpeHOTHIy (TazobempeHHOMY) U BO3-
pacTHOM KaTeropHH, COOTBETCTBYIOIIEH pas-
BEPHYTOH KAWHWYECKOH KapTHHE KaAbIIaWHO-
natuu (39,5 aet). ODHUM K3 HEAOCTATKOB MC-
CAeMyeMOM KOTOPTBHI SBAdETCs ee HeOOABIIIOH
o6BeM.
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m. vastus lateralis

m. vastus intermedius

m. rectus femoris

m. vastus medialis

m. adductor longus

m. adductor brevis

m. sartorius

m. adductor magnus

m. gracilis

m. semimembranosus

m. semitendinosus m. biceps femoris

m. biceps femoris (cap. brevis)
(cap. long.)

Puc. 8 a (Fig. 8 a)

m. gastrocnemius (cap. med.)
m. popliteus

m. soleus o .
m. tibialis anterior

m. extensor digitorum longus

Bl o
I 22 cr.
e ] 26 cT

/ m. flexor hallucis longus
y m. flexor digitorum longus :I 3 CT.
m. gastrocnemius
) [ J4 cr

Puc. 8 6 (Fig. 8 b)

m. peroneus lOl]glIS

m. tibialis posterior

OUABTPALUK MbILLLL, NPU KAABMIAUHONATUM.

infiltration in calpainopathies.

Puc. 8. Cxema ycpeaHeHHoro MPT-naTTepHa pacnpeAeAeHUs PAasAM4HON CTENEeHU XMPOBOMU MH-

a — Mbrmngs! cpeaHeii TpeTu 6enpa, 6 — MBIIIIBI CPEAHEH TPETH TOACHH.

Fig. 8. Scheme of the averaged MRI pattern of the distribution of varying stages of the fatty muscle

a — muscles of the middle third of the thigh, b — muscles of the middle third of the leg.

[Tpu KoamgecTBeHHOH o1rleHke (D, T1) pas-
AWYHUN CTENEeHM KUPOBOU MH(PUABTPAIINH Y IIa-
nueHToB ¢ ITKMJ/IR1 M KOHTPOABHOH TIpPYyIIIOH
BBIIBA€HO OTCYTCTBHE Pa3AHMYMUU B MBIIIIAX IIe-
penHei#i rpynnbl Gemep, a Takke B m. gracilis,
m. sartorius, caput breve m. bicipitis femoris.
Torma Kak cpeAy MBIIIL] M'OAEHEH OT HOPMBI He
OTAMYAAUCH MBIIIIBI 3aHEeH IAYOOKOH TI'DYIIIIEBI.
[ToayyeHHBIE CBEAEHHS COOTBETCTBOBAaAM pe-
3yAbTaTaM IIOAYKOAWMYECTBEHHOI'O aHaau3a (cra-
ouu o E. Mercuri) ¢ IoMOIlIBI0 KOTOPOTO, ObIAK
BBIZIEA€HBI MBIIIIIBI C «BbIPasK€HHBIM» (3-4 CT.),
«yMepeHHBIM» (2a-26 cT.) u «aeTkuM» (1 cT.) IO-
pazxenueM. IIpu comocTaBA€HHH METOAOB BbI-
SIBAE€HO, YTO «BBbIpaXKe€HHOMY» ITopakeHHo (Me
3-4 cT.) cooTBeTCTBYIOT Beanuunsl D, T1 — 0,73
[0,72; 0,75], «ymepeHHOMY» HopazkeHuio (Me 2a-
26 ct.) coorBercTBylOT — 0,49 [0,46; 0,54], a
«aeTRoMy» nopaxkeHuio (Me 1 ct.) — 0,34 [0,32;
0,35]. Ilpu sTOoM, MeXAy PaHHUMHU CTALUIMHU
KUPOBOH HMH(UABTPAIIUH, COOTBETCTBYIOLIUMU
0-1-2a cr. (mo E. Mercuri) He BBIIBAE€HO pa3AH-
4P [I0 COOTBETCTBYIOLIMM MM BeAHMYHHaM D
(T1). Kpome TOro, He BBIIBACHO KOPPEAAIIHMOH-
HBIX B3aUMOCBg3eH Mexay nokaszareaamu D, T1
U CTaAudaMM XUPOBOH HH(uabTpauuu 1o E.
Mercuri B 3amHe#i rpymme MBI Oeapa U Toae-
HU, HanboAsee BOBAECKAEMBIX B ITQTOAOTHYECKHH
nporecc. TakuM o6pa3oM, HELOCTATKU JaHHOTO
KOAMYECTBEHHOTO METOo[a HE II03BOAGIOT aHAAU-
3UpOBaTh AWHAMHKY 3KHPOBOM HHMHUABTPAIIUN
Ha caMbIX PaHHUX M MO3AHUX CTaAHUAX
INKM/ART1.

| www.rejr.ru | REJR. 2021; 11 (4):60-74

CyILIeCTBEHHBIX OTAHYHU OT HOPMBI BEAU-
quH D, STIR B GOABIIMHCTBE MBILII] Oemep He
BBISIBACHO, IIPYU HAAWYHH CYILIECTBEHHBIX pas-
AUYHHE BO BCEX MBIIIAX roAeHel. I[logoOHEBIE
U3MEHEHUS CBHUAETEABCTBYIOT 00 OTCYTCTBUU
BBIPAQKEHHBIX OTEYHBIX U3MEHEHUI [gaxke B
HauMeHee IIOPa’kKeHHBIX MBIIIIAaxX Oedep MpU
IMIKM/IR1, Torma kak wu3MmeHeHusa D, STIR B
MBIIIIIIaX TOA€HEel, BEPOSATHO, HOCHAT HECIIEIlH-
dpryeckuil xapakTep BBHIY BAa30M€HHOTO OTEKa
OUCTaABHBIX OTIEAOB KOHEYHOCTEH.

B xome aHaan3a TpopUIeCKUX U3MEHEHUH
melmny npu [IKM/IR1 BriepBbI€ BBLAEAEHBI OO-
TIOAHUTEAbHBIE TIPU3HAKH, IIOBBIIIAIOIINE 3(-
(PEKTUBHOCTb AUATHOCTUKH HAHHOM HO30AOTHH.
B wactHOCTH, mNOKazaHa runeptrpodud m.
sartorius ¥ m. obturatorius externus cpeau
MBI Oedep, a Takke m. externus digitorum
longus cpenu wmbII roseHeit. Caemyer oTMme-
TUTH, YTO paHee Oblra OMMCAaHA KOMIIEHCATOP-
Hasg TUIIEPTPOdUS UKPOHOXKHBIX MBIl HAa
PaHHUX cTanusax 3aboseBaHUS.

A TpakTUYECKHX IleAedl TIOBBIIICHUS
9(P(PEKTUBHOCTH MOHUATHOCTHUKH KaAbIIaWHOIIA-
THH MPEACTABAECH YCPEIHEHHBIA «TUIIHYHBIN»
MPT-ntaTTepH, XapaKTEPUIYIOUIUHACT IIPEUMY-
LIIECTBEHHBIM IMIOPa’kKeHHUEM MBI Oempa: mpH-
Bomamue (m. adductor magnus), 3agHAsS I'PyII-
ma MbIi; 6egpa (m. semimembranosus, m.
semitendinosus, caput longum m. bicipitis
femoris). Kak 6b1A0 TTOKa3aHO paHee, K HaHUMe-
Hee IIOpPa’kKE€HHBIM MBIIIIAMHU OTHOCHATCS: M.
rectus femoris, m. sartorius, caput breve m.
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bicipitis femoris [9, 15, 16, 21]. B 6oapmHCTBE
HCCAE€IOBAHUH OBIAO IIOKAa3aHO, 4To m. gracilis
npu ITIKM/IR1 xapakTepusyeTcd MUHHUMAABHBIM
HopaskeHueM, Torga Kak B Halllell uccaexyeMoi
TrpyIIIle JaHHAas MBIIIIA [I0ABEePrasach JKUPOBOH
HUHQUABTPAUN IIPAKTUYECKH B PaBHOH cTele-
HU c m. vastus lateralis et medialis. Cpemnu
MBIIII] TOA€HH Hauboasee paHHEMY BOBAECYEHUIO
monBepkeHbl caput mediale m. gastrocnemii
IPU OJAUTEALHOM COXPaHEHWH HHTAKTHOU caput
laterale m. gastrocnemii, KoTopas B OOABIIHMH-
CTBE IIPENCTABACHHBIX HAMH CAy4aeB HMeAad
OpHU3HAKH KOMIIEHCATOPHOU rumneprpodpuu [16,
22]. Panee ObIAO ITOKa3aHO, YTO HaHMeEHee BO-
BA€YEHHOM MBIIIIell TOA€HH SBAFETCd m.
extensor digitorum longus, Tormza Kkaxk B HalleM
HUCCAEIOBAHUU TOKOBBLIMHU dBAdIOTCA m. tibialis
anterior et posterior u m. popliteus [23].

B cBga3u C CylIIeCTBEHHBIM CHHIKEHHEM
cnertuPUIHOCTH U YYBCTBUTEABHOCTH KPHUTEPU-
€B THUIIHYHOI'O [aTTepHa [OAd IAIlUEeHTOB C
Ha4YaAbLHBIMH IIPHU3HAKaMHU 3a00A€BaHUS B JaH-
HOI paboTe HpencTaBACH TaKiKe «paHHHUM» U
«IIO3AHUM» HATTEPHBI, OIHMCAHHE KOTOPBIX II03-
BOAdET YBEeAUYHUTDb 3pdekTuBHOCTE MPT B nua-
THOCTUKE KaAbllanHoNnaTHuu [23].

Cpenu atunuyHbIXx BapuaHToB [IKM/IR1
Hauboaee YaCTO BCTPEYAIOUIUMCH SIBASIETCH
«KOAAATeHOIIOnOOHbIH» MPT-mmaTTepH, BbIIBACH-
HBIH B HccaenyeMoil BbIOOpKe B 3/14 cayuaax
21,4% [4,7; 50,1], UMEIOIINX HAUTEABHOCTH 3a-
G6oaeBaHus Goaee 10 AeT W BBICOKHUII KAACC IIO
mrkase BHHBOC, M, COOTBETCTBEHHO, MeHee 0aa-
TOIIPUATHBIHA HOporHo3. Haawyme 10OHOGHBIX
KAMHHUKO-BU3YaAU3AIIHOHHBIX KOPPEASIUi [ad
mbIIIn 6enpa, a Takke 6oasee BBIpasKeHHOE II0-
pazkeHue pasrubateseil CIHHBI OBIAO OITHCAHO
paHee B eBporetickoii koropte B 50,1% [37;64]
caygaeB [16, 20]. Bricokasg BCTpPedaeMOCTb
JAHHOTO ITaTTepHa Haubosee BEPOSATHO CBsS3aHA
c OoabIlleli pacIpoOCTPAHEHHOCTHIO B €BpOIIEH-
ckod momyagimu  null-myramuun  ¢.550del;
(p-Th184ArgftsTer36) B TOMO3UTOTHOM COCTOSI-
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tients with limb-girdle muscular dystrophy type 2A from Ser-
bia. Acta Myol. 2019; 38 (3): 163-171.
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HUU [10 CPABHEHUIO C OTE€YECTBEHHOMN BBIOOPKO
[24]. B mpencraBA€HHOM HaMH HCCAEIOBAHUU
«KOAAATeHOTIO00HbIH» MPT-mmaTTepH MOIOAHEH
CrIelTU(PUYIECKUMU U3MEHEHUSIMH MBIIII] TOAE-
Hell (mepudepudueckoe IOpazkeHue m. soleus;
LIEHTPaAbHOE TIOpaskeHue MBI IIepeaHe-
AaTepPaAbHOM TPYIII TOAEHU HAU IIOpaskeHUe II0
TUILy «IleHTpaabHOM TeHW»). Kpome Toro, pac-
IIUPEHO IpencraBaeHue o6 arunudHom MPT-
naTTepHe KaAblIaMHOIIATUM 3a CuUeT paHee
HEOITUCAHHBIX CAy4YaeB KOMIIEHCATOPHBIX TI'H-
IepTPoUi OTAEABHBIX MBIIII] B YaCTHOCTH M.
rectus femoris 1 m. sartorius.

3akaodenue.

IToAykOAMYECTBEHHBIN aHaAu3 MPT-
XapaKTEPUCTUK KHUPOBOM UHPUABTPAIIUU U
TPOPUIECKUX U3MEHEHUN MBIIIIIL ITPU KaABIIAU-
HONIATHH  TII03BOAWA  BBIOEAHUTH  TUITUYHBIN
YCPEOHEHHBIH IaTTepH IIPEUMYIIECTBEHHOTO
BOBA€YEHHS 3alHe¥ U MeauaAbHOM TI'pyIIl
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