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JTUATHOCTHUYECKHUE BO3MOXKHOCTU MATHUTHO-PE3OHAHCHOM
TOMOI'PA®OUN MbILII ITPU HEPBHO-MBIINEYHbBIX 3ABOJIEBAHUAX

Bnooaseu /I.B., Kazaxoe /I.0.

I'BOY BIIO PHUMY um. H.U. [TuporoBa Munsapasa Poccun, ObocobnaenHoe crpykrypHoe noapasaenecHiue HUKU nequa-

Tpum, 125412, Mocksa, Tangomckas 2, Poccust

Jluacnocmuxa HepeHO-MbluLeUHbIX 3a001e6anUll npedcmasisiem coboll 3HAYUMENbHYIO CILOJICHOCHb U3-3d GbIPAICEHHOU KU~
Huko-eenemuieckoil cemepocennocmu. K coocanenuio, mopgonozu ¢ Poccuu npumensiiom ouensb 02panuieHHoe KOIu4ecmeo
UMMYHOSUCMOXUMUYECKUX MEMOOUK OJi AHANU3A MbIUEYHO20 buonmama, a OenKkosslll UMMYHOOIOMMuUNE 8000uje He npu-
mensiemest. 9mo 3ampyoHsiem HOCMAHOBKY NPAGUILHO20 OUAZHO3A C NOCLEOYVIOWUM €20 NOOMBEPIICOCHUEM 2eHeMUYECKU.
Oonum u3 cogpemenHvix Memooos ouaznocmuxu moxcem 6vimo MPT mvuuy. Aémopamu npogeden ananuz evib6opku us 231
nayuernma, komopwix Hanpasiiiu Ha MPT mviuy npu nodospenuu Ha HepsHo-muvluieuHoe 3abonesanue. Y 125 (54,1%)
nayuenmog nocie npogedenusi MPT mbiuiy y0anioce 3ano0o3pums, a 6nocie0Cmeuu U noOmeepouns Ha 2eHemuieckom
YpogHe OUAcHO3 HepP8HO-MbluledH020 3a0onesanus. boiiu ymounenst ciedylowue OuazHoswi: npocpeccupyloujetl MolueuHou
oucmpoguu (IIM/]) Hrowenna, muonamuu Bemnema, [IMJ] Dmepu—/peiighyca, noscHo-KoOHEUHOCHHBIX MbIUULEYUHBIX OUCTPO-
¢uil 24 (karenaunonamus) u 2B (Ouceprunonamus) u Op. [na Kaxncooeo uz onuCaHHwvix 3a001e8aHULl 8bIA61E€HbL NATNOSHO-
MOHUYHbBIE NAMMEPHbL NOPAIICEHUS. OMOETbHBIX MbIWY WU 2DYAN MbLUY, NOIYYEHHBIX NPU CKAHUPOGaHuu 6eopa u 2oJeHu.
Cpeou ocmaswuxcs 106 nayuenmog ouazno3 HepeHo-mbluteuho2o 3abonesanust ovln cuamy 57 (24,7%) nayuenmos. Y smux
NayueHmogs He ObLLO BbIABLEHO HUKAKUX 0e2eHePaAMUGHbIX USMEHEeHUL MbluY HUNXCHUX Koneunocmell. Y 49 (21,1%) 6onvHbix
6bLIU BbISIGNIEHbL HeCneyuduuecKue 0e2eHepamueHsle UsMEeHeHUs: 8 MbILUYAX, KOMopble NO360UIU NPEONOLONCUMb PA3IUY-
nvle ougpepenyuanvro-ouasHocmuyeckue aneopummbsl 0si onpeoeneHusi KOHKPemHblX HePEHO-MbIUEUHbIX 3a001e6aHuUll.
Yuumeleas nonyuennvie dannvie, MOJiCHO ymeepocoamsb, ymo memod MPT mvluy 6edpa u 2o1enu 6biCOKOUHPOPMAMUBEH
0151 DONLHBIX C HEPEHO-MbIULEUHOU NAMOLO2UEL U MOXHCEM NPUMEHAMBCA He MONbKO ¢ OUASHOCIMUYECKOU Yeablo, HO U 0/
OYeHKU cmenenu 0e2eHepayuy Mblule4Hol MKanu 6 OUHaMuKe.

KnroueBbie cioBa: MPT mblnI; HepBHO-MBIIIEUHbIE 3a00/I€BaHMS; JKUPOBAs IETEHEPALIUsI MBIIIILL; CHIEH(pUIecKHe maT-
TepHbl nopaxenust Mpimw; T1- u T2- umnynscHast nocnenoBarenbHocTh; STIR; marrepH «ronoc
TUTPay»; MOSCHO-KOHEYHOCTHAS MbIleuHast guctpodus 2A tuma; [IM/J] Jromenna; ¢penotun Ime-
pu—/peiipyca; muomnarus betnema.

DIAGNOSTIC OPPORTUNITIES OF MUSCLE MRI IN NEUROMUSCULAR DISORDERS
Vilodavets D.V., Kazakov D.O.

Pirogov Russian National Research Medical University of Ministry of Health of the Russian Federation, Autono-
mous structural subdivision Research Institute of Pediatrics, 125412, Moscow, Taldomskaya 2.

Considerable clinical and genetic heterogeneity of neuromuscular disorders poses a significant challenge for their diagnosis.
Unfortunately in Russia, morphologists use very limited amount of immunohistochemical techniques in analysis of muscle
biopsy, and such method as quantified protein western blotting is not used at all. This situation does not facilitate provisional
diagnosis, that later could be confirmed genetically. One of the modern diagnostic methods is muscle MRI. We examined
231 patients with suspicion on neuromuscular disorder using muscle MRI. Muscle MRI with following genetic examination
able to establish the correct diagnosis in 125 cases (54.1%). Muscle MRI allowed to diagnose such neuromuscular diseases
as Duchenne muscular dystrophy, Bethlem myopathy, Emery-Dreifuss muscular dystrophy, LGMD 24 (calpainopathy) and
LGMD 2B (dysferinopathy). We revealed the special diagnostic pattern of skeletal muscles degeneration in lower extremities
for each of above mentioned diseases. In 57 (24.7%) patients the diagnosis of neuromuscular disease was withdrawn due
to complete absence of degenerative changes and in 49 (21.4%) patients we found nonspecific degenerative changes in the
muscles that gave us various differential diagnostic algorithms. In conclusion, we consider MRI of thigh and calf muscles as
a highly informative tool for patients with neuromuscular disorders that can be used not only for diagnostic purposes, but
also for assess of progression of muscle degeneration.

Key words: Muscle MRI; neuromuscular disorders; fatty degeneration of muscle; specific patters of muscle damage; T1
SE; T2 SE; STIR, «tiger» pattern; LGMD 2A; Duchenne Muscular Dystrophy; Emery-Dreifuss phenotype;
Bethlem myopathy.

HepsHo-Mbiiieunbie 3a0oneBanus (HM3) — rpymnma
TeTepOTEHHBIX 00Je3He! C Pa3sTUIHBIMUA KIMHUYIECKU-
MU TPOSIBICHUSIMH, TTIaBHBIMM U3 KOTOPBIX SIBIISIOTCS
Mporpeccupyromas MbIedHas ci1abocTh W yTOMIIS-
€MOCTb, pa3JIMYHBIA BO3pAcT Je0l0Ta, MOBBIIICHHBIH
ypoBeHb (epmenTta kpearumH(ochoxnHazpl (KOK) u
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JucTporueckue M3MEHEHHsI ¢ HEKPO3aMH U PereHe-
paiel MbIlIeYHbIX BOJIOKOH. HM3 sBsI0TCS OTHUMU
U3 CaMbIX PacpOCTPAHCHHBIX CPEAN HACICACTBEHHBIX
Oomesnell yemoBeka. K cerogusmiaeMy IHIO pa3pado-
TaHbl JUATHOCTUYCCKHE KPUTEPUU OCHOBHBIX (OpPM
HaclencTBeHHBIX HM3, m3ydeHbl OTIEIbHBIC 3BECHBS
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ux marorene3a. OnHaKo BbIpaK€HHAs KIWHUKO-TEHE-
TH4eckas rereporeHHoctb HM3 o0OycioBnuBaer 3Ha-
YUTEJBHYIO CJIOXKHOCTh JUIS MX JU(PEpeHIIHATbHON
JIUATHOCTHKH.

IIpn ycTaHOBJIEHMH JMarHo3a YYHUTHIBAIOTCS BO3-
pacT TOSBIEHUS TEpPBBIX KIWHHUYECKUX CHMIITOMOB
3a00JIeBaHMsI, THI MHUOJUCTPOPUUECKOTO MOPasKeHHUs
(mMCTaNBbHBIR W/WITW TPOKCUMAIBHBIN), JTOKAITA3aIH
arpouii, HaIM4YKMEe WM OTCYTCTBHUE IICEBIOTHIIEPTPO-
¢uit, GpacuuKynaAIMiA, pacCTPONRCTB YyBCTBUTEIHHOCTH,
KpaMIi, CKEJETHBIX Ae(OopMaluii, CyCTaBHO-MBIIICY-
HBIX KOHTPAKTYpP, COCTOSTHHS MBIIIIEYHOTO TOHYCA U Cy-
XOXKUJIBHBIX PEe(ICKCOB, a TAaKKe TEMIT TCUCHHUSI U TPO-
TpeccCUpoBaHUs 3a00JICBaHIS.

Bosnblioe 3HaueHNe UMEIOT aHAJIN3 POIOCIOBHON TPO-
OanTa, a TaK)Ke TUTIBI HACJIeOBaHMS, KoTophie Tpu HM3
MOTYT OBITh ayTOCOMHO-JIOMHUHAHTHBIM, ayTOCOMHO-PE-
[IECCUBHBIM, X-CIETNIEHHBIM, MOTYT BCTPEYaTCs U CIO-
panudeckue ciaydau (MyTauuu de novo).

JlmarmocTuyeck 3HAYUMBIMH SIBISIOTCA CIETYTO-
LIMe METOAbl: OMOXMMHMYECKUN aHaNMU3 KPOBHU, BIIEK-
Tpoueripomuorpadhuss — DHMI (cTuMmynsiimoHHas u
WTOJIBYATast), YJIBTPa3ByKOBOE MCCIICOBAHUE MBIIIIIL,
MarHuTHasi pe3oHaHcHass Tomorpadus wmei (MPT
MBIIIIT), MOPQOJIOTHIECKOE HCCIEIOBaHEe OHOoITaTa
MBIIIEYHONH TKaHH, MOJEKYISPHO-TeHETHYECKHe UC-
CJIeIOBaHUSI.

B OuoxumudeckoM aHajIn3e KPOBHU HCCIEAyeTcs aK-
tuBHOCTh KOK, nakraraeruaporenassl (JIJII'). [loBsi-
menne akTuBHOCTH KDK cBuaerenscTByer 06 akTHB-
HOM pacIiajie¢ MBIIIEYHBIX BOJOKOH (pabmaoMHuoIu3).
ITokaszarens aktuBHOCTH K®DK Bechbma BapuabeleH,
Tak Kak akTuBHOCTh KOK npu BpokI€HHBIX MUOIIATHU-
X OOBIYHO BapbHpyeT B Ipezesax (pU3HonIoruyeckon
HOPMBI WJIH MOKET OBITh TOBBITIIeHa B 5—10 pas, a mpu
POTPECCUPYIOMINX MBIIICYHBIX JUCTPOPUSIX U TOsIC-
HO-KOHEYHOCTHBIX MBIIIEYHBIX TUCTPOPHUIX BOZMOKHO
ee MOoBbIIIeHNe B COTHHU pa3. OgHako nossimeHne KOK
He Bceraa o3HayaeT Haamaue HM3, MBI oT™Medau 1o-
BbIIeHHne coaepkannd KOK y HEKOTOphIX MalueHTOoB
C JIETCKUM IepeOpaibHBIM TapalndoM, MOCTBAKITU-
HaJIbHBIMHM OCJIOKHEHUSMU IOJIMOMUENIUTA, aHa(u-
nakcuent. AxktuBHocTh JIJII, kKak mpaBuio, BapbUpyeT B
npenenax (hU3MOIOTUIECKOH HOPMBI MIIM MOXKET OBITh
HECKOJIbKO TTOBEITIeHA (10 2—3 pas).

OHMI' — coBpeMeHHBIH U BEICOKOMH()OPMATUBHBIN
MeTon nuarHocTuku HM3. Y OGONBHBIX ¢ MEePBHYHO-
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MBIIIIEYHBIMU 3200JI€BAHUSMH BBISIBIISIIOTCS] H3MEHEHUS
B BHJIC CHW)XKCHUS aMIUIUTYIbl UHTEP(EPCHIIMOHHON
KpWBOH, CHI)KEHHS ITUTEIBHOCTH MTOTCHIINAJIOB JBU-
raTelibHbIX €JIMHUIl, YBEIMYCHUS KOJIUYECTBA IMOJIHU-
¢a3HBIX U nceBaonoNM(a3HbIX noTeHumaios. Ckopo-
CTH MPOBEJICHUS 110 JIBUTATEIHHBIM M YYBCTBUTEIBHBIM
BOJIOKHAM CHIKAIOTCS TPH HACJEACTBEHHBIX MOTO-
CEHCOPHBIX IMOJHHEBpONaTusax | Tuma. AKCOHaJIbHBIE
M3MEHEHHSI PETHUCTPHUPYIOTCS MPH HACIEACTBEHHBIX
MOTOCEHCOPHBIX MosinHeBponarusax Il tuma, HO MoryT
PETUCTPHUPOBATHLCS U TIPH NMEPBUYHO-MBIIIIEYHBIX 3200-
JIEBAHUSX, SBJSSCH B OTOM ClTydae BTOPUYHBIMH. BbI-
paxxenHocTh DHMI -u3MeHeHn 3aBUCUT OT (GOPMBI U
TSHKECTH KIMHUYECKUX MPOSBICHUN MHOMATHYECKOTO
cumnToMokomIuiekca [1]. OHMI He mo3BomsieT ycTa-
HOBUTH TOYHBIN JUArHO3, OJHAKO MPU HCIIOIH30BAHUU
METO/Ia MOXHO Ju(QepeHIpoBaTh MNEPBUYHO-MBbI-
IIeYHbIe TTOpakKeHHsI, 00JIE3HU MOTOHEHPOHOB U TOJH-
HEBpONATHH Pa3IN4HOIo TeHesa.

Xopoleli HEMHBa3UBHOM METOJIMKOM SIBISIETCS YIlb-
TpPa3BYKOBO€ HCCIIEZIOBAHUE MBIII, MO3BOJISIONIEE C
0oJBII0M foeii BeposTHOCTH (0T 86 10 91%) oTrunTh
37I0POBOTO MAIMEHTa OT OOJIBHOTO C HEPBHO-MBIILICUHON
natoioruedi. Kpome TOro, CymecrByer BO3MOXKHOCTh
T depeHInpoBaTh OONBHBIX ¢ HEHPOTEHHOM MaToJIo-
THel U TepBUIHO-MBIIICIHBIMH TOpaKeHUIMH [2]. Dh-
(hEeKTHBHOCTB ATOTO METOJa HEBBICOKA Y MaJICHBKHX Jie-
Tel [3]. YauTeiBas BapraOeIbHOCTD TTOPAYKEHHSI MBIIIIIT
MIPH MBIIICYHBIX AUCTPO(UAX M OrpaHHUCHUE METoJa
mTyOWHON CKaHWpOBaHWS Y3-AaTduka, MPaKTHICCKU
HEBO3MOXXHO BBISIBUTH IOPaXXCHUE IIIYOOKO pacroiio-
KCHHBIX MBIl U HEBO3MOXXHO YCTaHOBUTH TOYHBIN
JTIMATHO3.

OmHnM U3 BaXXHEHIINX METOA0B AuarHoctukn HM?3
ABIISIETCS. MOP(POJIOTHUESCKUI aHaIU3 MBIILICYHON TKa-
HU, BKJIIOYas MMMYHOTHCTOXMMHYECKHE METOIBI 00-
CJIEJOBaHUs, a TAK)KE OCIKOBBI MMMYHOOJIOTTHHT.

BaxxHBIM W BBICOKOTEXHOJIOTHYHBIM METOJOM SB-
nserca cexBeHuposanue JIHK u apyrue mosexynsp-
HO-TEHETHYECKHE HCCJIeI0BaHus, HaAIpaBIIEHHbIE Ha
BBISIBICHUE MYTAllMi B KOHKPETHBIX TeHax. OmHako
TeHeTHYECKHE HCCIIE0OBAaHNs OYeHb JIOPOTH M Ha ce-
TOMHSIIIHAA MOMEHT He TPEICTaBIACTCS BO3ZMOXKHBIM
HCCJIeIOBaHNEe BCEX I€HOB, KOTOpPhlE MOTYT OTBEYaTh
3a pazsutue HM3. YuuteiBas, uro B Poccuu naHHbie
TEXHOJIOTUU SBIISAIOTCS PEIKOCTHIO, a HCCIe0BaHUE
0eIIKOBOTO UMMYHOOJIOTTHHTA TIPH MOP(OIOTHIECKOM
HCCJIeIOBAaHUU BOOOIE HE MPOBOAMTCS, BO3pacTaeT
HE0OXO0IMMOCTh pa3pabOTKH, TMPOBEASHUS W BHEApE-
HUS IIHUPOKOJOCTYIHBIX METOJOB UCCIEIOBAaHUS U JIU-
arHOCTHKH, TaknX kKak MPT mprmm.

MPT MpIlI — HEWHBA3UBHBIA JUArHOCTUYCCKUU
METO/I, TIO3BOJISIOIINY BBISBUTH JIeT€HEPAaTUBHBIE H3-
MEHEHHMSI, KUPOBYIO MH(OUIBTPALNIO, HAJTHYUE OTEKa
M BOCIAJUTENBHBIX M3MEHEHWH CKEJIETHOW MYyCKyla-
Typbl. DTa METOAMKA TAKKe JOCTATOYHO YETKO M03BO-
JISeT pa3TpaHUINTh AaHATOMUYECKHE CTPYKTYPBI HCCIe-
JyeMoi 001acTi (MOKHO BBIICIHUTh OTIEIbHbBIE MBILI-
IIbI, COCY/IUCTO-HEPBHBIE MyYKH, TIOIKOKHO-KUPOBYIO
KJIeTYarTKy, ¢acuuu, koctu) (puc. 1).

Meton 0OCHOBaH Ha MOJNYUCHUN CEPHUi M300paKeHUH
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¢ ucnonb3oBanueM MP-tomorpada Bo GppoHTansHON 1
aKCHAJIbHOW OpPHEHTAIlMH CPE30B M HCIIOJIb30BAHHEM
T1- m T2-UMOyNbCHBIX MOCJIENI0BATENIBHOCTEN MBIIII]
6enpa u rojeHu y 60apHBIX ¢ HM3.

MPT ocHoBaHa Ha SIBICHHUM SIAEPHOIO MAarHUTHOIO
pe30oHaHca aTOMOB BOIOPOAa Ha BO30YKI€HNE UX OTIpe-
JIEJICHHOM KOMOMHALIMEH 2IEeKTPOMArHUTHBIX BOJIH IO/
BO3JICHCTBMEM MOCTOSIHHOTO MAarHUTHOTO TOJIA BBICO-
KOH HaNpsKEHHOCTH.

Merton SiIepHOTO MarHUTHOT'O Pe30HaHCa MO3BOJISET
M3y4aTh OPraHW3M YeJOBEKa Ha OCHOBE HACHINEHHO-
CTHU TKaHEH opraHu3Ma BOJOPOJOM U OCOOEHHOCTEH
WX MarHUTHBIX CBOWCTB, CBSI3aHHBIX C HAXOXKJICHHEM
B OKPY’K€HHUM Da3HBIX aTOMOB M MOJEKyH. S1po Bo-
JIOpojla COCTOUT M3 OJHOTO MPOTOHA, KOTOPBIA MUMe-
€T MarHUTHBIH MOMEHT (CIMH) U MEHSET CBOIO IpO-
CTPAaHCTBEHHYIO OPHEHTAIUIO, a TAKXe MPU BO3JEH-
CTBHH JIONIOJTHUTEIBHBIX IOJIEH, Ha3bIBAEMBIX Tpaju-
€HTHBIMHU, W BHEIIHHUX PaJl0YaCTOTHBIX UMITYIbCOB,
MoJlaBaeMbIX Ha crenu(uueckod IJs MpoToHA NpHU
JTaHHOM MAarHUTHOM I0JIe Pe30HaHCHOU yactoTte. Ha
OCHOBE apaMeTpPOB MPOTOHA (CIIMHOB) U MX BEKTOP-
HOTO HalpaBJIeHUs, KOTOPbIE MOTYT HAXOJAUTHCS TOb-
KO B JIBYX IIPOTHUBOIOJIOKHBIX (hazax, a TAaKKe UX MpHU-
BSI3aHHOCTH K MArHUTHOMY MOMEHTY IPOTOHA MOKHO
YCTAHOBHTH, B KAKMX UMEHHO TKAaHSIX HAXOJIUTCS TOT
WJIM UHOW aToM Bojiopoja. Eciu momMecTUTh MpPOTOH
BO BHEIIHEE MAarHUTHOE II0JIe, TO €r0 MarHUTHBIN
MOMEHT OyzmeT nmu00 COoHaIpaBieH, TU00 TPOTHBOIIO-
JIOKHO HAIPaBJICH MarHUTHOMY MOMEHTY IOJIS, IPH-
4YeM BO BTOPOM cilydae ero sHeprus OyzaeT Boime. [Ipu
BO3JICHCTBUHU Ha MCCIEAYEeMYIO 00JIacTh BIIEKTpOMar-
HUATHBIM HM3ITy4eHHEM OIpEeeIeHHON 4acTOThl 4acTh
MIPOTOHOB IOMEHSAIOT CBON MarHUTHBII MOMEHT Ha
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Puc. 1.  Hopmamsnoe  MPT-
n3zobpaxenue 6enpa (A) u ronenu (b)
3JI0POBOTO peOeHKa.

Ha wusoOpaxenusx 6Geapa (A) MOKHO
YETKO PA3IMYUTh MOJKOKHYIO JKUPOBYIO
kaeryarky (1), m. vastus latteralis (2), m.
vastus intermedius (3), m. rectus femoris
(4), m. vastus medialis (5), m. sartorius
(6), m. gracilis (7), mm. adductores (8), m.
semimembranosus (9), m. semitendinosus
(10), m. biceps femoris (11), denpennyto
kocth (12).

Ha wusobpaxenusx romenn (B) wmoxwHO
YETKO PA3IMYUTh HOJKOXKHYIO HKHUPO-
Byto Kierdarky (1), OonbiuebGeproByro
kocTh (2), ManobeprioByto kocth (3), m.
tibialis anterior (4), m. extensor digitorum
longus (5), m. peroneus longus (6), m.
tibialis posterior (7), m. soleus (8), m.
gastrocnemius (9).

MIPOTHUBOTIONIOKHBINA, a TIOTOM BEPHYTCS B HCXOIHOE
nonoxenue. [Ipu 3Tom cucremoii cbopa JaHHBIX TO-
Morpada perucTpupyercs BBIIEICHHE JHEPTHU BO
BpeMs «pacciabiieHus» (pejaKkcaium) npeBapuTeib-
HO BO30Y’K/IE€HHBIX TIPOTOHOB.

Tak kak HauOOJbIIEE COACPKAHUE ATOMOB BOJIOPO/Ia
OTMEYaeTCsl B MOJIEKYJIE BOJBI, TO H3MEHEHHUE KOJInYe-
cTBa cBOOOIHOW BOABI (aTOMOB BOJOpOJA) M €€ BHY-
TPUKIIETOYHOE pPACTIPEECTIeHNe U3MEHSIOT WHTEHCHB-
HOCTb CUT'Hajia OT TKaHHU.

T1-uMmynbcHasg TOCIEAOBATENBHOCTh OCHOBaHA
Ha kopoTkoM TR (BpeMeHU MOBTOpPEHUS UMITYIbCa) U
xoporkoM TE (mepuon ot mMomeHta BozaeicTBus 90
rpaJlyCoB UMITyIIbCa JI0 TIpreMa 3xo-curHana). [Ipu nc-
CIIEJTOBAHUU 3JJ0POBOM MBIILIEUHOM TKAaHU BpEMS pellaK-
cauun T1 Benuko, a y *KUPOBOM TKAHU 3HAYEHUE ITO-
ro MoKasareisl CpaBHUTENbHO Maio. [lomyuaercs, 4to
T1-uMITynbCHas TOCIEA0BATENHHOCTh OYEHb YyBCTBU-
TeNbHA K BBISBICHHUIO JKHPOBOH IETEHEPALINH B CKEIIET-
HBIX MBIIIAX. Tak Kak OTIOXKEHHE KUpa B MBIIIIAX
SIBJISICTCSI TIPU3HAKOM XPOHUYECKOTO 3a0oneBanus, T1-
B3BEIIICHHBIE M300paXKeHMS 4acTo OBIBAIOT Oecroies-
HBI Ha paHHEH CTaJNy KIMHUYECKOTO TCUCHHS HEPBHO-
MBIIIEYHBIX 3a00JIeBaHUN.

B stom cnywae mpumensierca T2-ummnynbcHas mo-
CIIeJIOBATENIbHOCTD, IpU KoTopoi nmapametrpsl TR u TE
JUIMHHBIE. Y 3710pOBOIl MBILIEYHONW TKaHU BpEMsl pe-
nakcauuu T2BU kopoTkoe, B TO BpeMsi Kak Y BOJIbI U
y KMPOBOH TKaHU — JuiMHHOE. Takum obpazom, T2-
B3BEIICHHBIE H300pakeHHWs KpailHe YyBCTBUTEIBHBI
K TMOBBIIICHUIO COMAEPKAHUS KaK BOMABI, TaK U KUPA B
MBI, 9TO KpaitHe 3(eKTUBHO Ha PAHHUX CTATUIX
3a00JIeBaHMs, a TAKXKE [TOMOTaeT B BU3yaIH3aI[UU T10-
BBIIIEHHOTO COJIEP’KaHUS BOJBI B TIOPAKCHHBIX MBIII-
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Tabnuia 1

Illkanga cremeHeii JereHepanuy MbIIIEYHOIl TKAHU, BBHISABISIEMOI
npu ouenke MPT mpimn (Moaupukanus no E. Mercuri, 2002)

Bayet CreneHu gereHepauy MeIIIEYHOI TKaHH

0 HOpMaJ’ILHaﬂ MBIIICYHAasI TKaHb

1 HavanpHble mposiBlieHUsT (PEHOMEHA «H3bEICHHBIX MOIIBIOY
MBIIICYHBIX BOJIOKOH C HEOOJBIIUMU y4acTKaM{ MOBBIIIE-
Hust MP-curnana

2a [Mo3nuue nposiBieHMs (PEHOMEHA «U3bEACHHBIX MOJIBIO» MbI-
IIIEYHBIX BOJIOKOH C MHOTOYHCIICHHBIMHU OT/CIbHBIMU y4acT-
KaMH TOBBIIICHUSS MP-curnasia, HaUMHAOIIMMUCS CIIMBATh-
cs1, ¢ BoBiiedeHneM 10 30% 00beMa KOHKPETHON MBIIIIBI

2b [Mo3auue nposiBieHus: peHOMEHA KH3bEICHHBIX MOJIBIO» MbI-
LIEYHBIX BOJIOKOH MHOTOYHCIICHHBIMHU OTAEIBHBIMU yUacTKa-
MH TOBBIIIEHNsT MP-curaana, HaYMHAIOIIUMICS CIIMBATHCS,
¢ BoiiedeHneM ot 30 10 60% oObeMa KOHKPETHOI MBIIIIIBI

3 [TosiBneHNs pa3MBITOCTH U HEYETKOCTH M3-3a CIIMSIHUS HE Me-
Hee 3 obacTeil B OHOM MBIIIIIE ¢ MOBEIIeHHEM MP-curaaia

4 [Mocnensis craaus nerpajaliy MbIIIEYHOI TKaHH, 3aMellle-
HUE €€ COeIMHUTEIBHON U KUPOBOW TKaHSIMHU C MOBBIIICH-
HbIM MP-CHIHAJIOM, [TPU TOM Pa3IHIUMbI Koblia (haciuit
Y HEPBHO-COCY/IUCTBIC ITyYKU

11aX, BCJIEICTBUE BOCHATIECHUS UJIM YCHUIEHHOTO IPUTO-
Ka KpOBHU.

Meron MPT umeeT 3HaYUTEIBHOE NPEUMYIIECTBO
nepei peHTTeHOBCKOM KOMIBIOTEPHOH ToMorpaduei
(PKT), motomy uto mpu MPT oTcyTcTBYeT TydeBas Ha-
rpy3ka, u npu PKT 3naunrtenpHO xyxe nuddepennn-
pytorcs paznuunbie Tkanu. PKT takxke ycrynaer MPT
B BbIsBIICHUU (UOPO3a, OTEKA M BOCHAIUTEIBHBIX W3-
MEHEHUH.

Hecmotpst Ha BBIpaKeHHBIC MATOJOTHYECKHE OT-
KJIOHCHHS, KOTOpPBhIe MOXHO BBISBUTH Ha T1- m T2-
MMIYJbCHBIX NOCHEA0BaTelbHOCTAX, MPT-nanueie
M300paKEHUST HE SIBISIFOTCS JOCTATOYHBIMU IS TUA-
THOCTUKHU MPHU HEKOTOPBIX HEPBHO-MBIIICUHBIX Hapy-
menusx. W xxupossle TKaHu, 1 Boja Ha T2- UMITyJIbC-
HOU MOCJIEeN0BATEIbHOCTH BBIIJIAIAT CBETABIMU. Takum
00pa3zoM, HEBO3MOXXHO OTIWYHTH JKAP OT OTEKa JIUIIh
Ha OCHOBaHUU MOJIOOHBIX cepuii. OJJTHAKO METOJI HHBEP-
CHUS-BOCCTAHOBIIEHHE KOPOTKUMHU Tay-BoiaHamu STIR
(ot anrin. — short TI Inversion Recovery — STIR) mo-
JKET YIAJIUTh CUTHAI OT KHUPOBBIX TKAHEH, YTO TI03BO-
JSI€T Pa3IMuUTh OTEK U KUPOBYIO JnereHepauuto. M-
nyibcHas nocuenoBatenbHoCcTh STIR ocobenHo BaxkHa
B OTJACJIBHBIX CiIyyasX, KOTJa MUMEIOTCS MOJI03PECHUS
Ha BOCHAJUTEIbHBIC U3MCHCHUSI B MBIMICYHON TKAaHMU.
WNwmmynbcHas nocnenoBarenbHOCTs STIR MoxkeT OBITH
UCIIOb30BaHa BMECTO T2-UMIyAbCHON TMOCEI0Ba-
tenbHOCTU. B psine cnmyuyaeB BMecTo STIR ucnonb3yror
B3BEILICHHYIO MO0 MPOTOHHOW TUIOTHOCTH TOMOTPa(HIO
B COYETAHHMM C IMOJABICHUEM CHUTHAJa OT KUpa, 4TO
TaKKe MO3BOJSET BU3YyaIM3UPOBATh OTEK B JOCTATOU-
HBIX aHaTOMUYECKHUX MOPOOHOCTSIX.

Ha 6a3ze ®I'bY « MHUU neauatpuu u AETCKON XH-
pyprun» M3 P® HamMu TPOBOIWIUCH HCCICIOBAHUS
MPT wblmmn HUKHUX KOHEYHOCTelH Ha MP-tomorpade
kommannu «Toshiba» ¢ HampsHKEHHOCTHIO MAarHUTHO-
ro nonsa B 1.5 Tu. IIpoTokon uccineqoBaHus BKIIOUAI

B ce0s1 ckaHupoBaHHe B pexknmax oObranoro T1BU u
T2BU B pexxumMe nonaBieHus )KUPOBOI TKaHU, ¢ PPOH-
TaJbHOW M aKCHaJIbHOM OpHEHTaluell Cpe30B uepes
00e KOHEUYHOCTH U TIIyOHHOM cpe3a 5 MM.

Jnst vHTEepnpeTanuy MOJy4YeHHBIX JaHHBIX M yCTa-
HOBJICHUS CTENCHEH MOPaKEHUS! MBIIICYHON TKaHU B
KOKJIONH OTHENbHOW MBIIIIE Oenpa W TOJCHU MBI UC-
MOJIb30BAJIM LIKaIy JeTreHepaluy MBIIIEYHONW TKaHH,
npemioxkennyto E. Mercuri B 2002 1. (Tatn.1) [4]. Oc-
HOBOH JIMAarHOCTHKH I10 JAHHOW METOOUKE SBISIOTCS
BBISIBJICHUE CTENEHEW JereHepanuu KakJ0i OTAeb-
HOW MBIIIIBI Oeipa U TOJeHH, a TaKKe OLCHKa MaTor-
HOMOHUYHBIX TATTEPHOB MOPAKEHUS TPYIIT MBIIIII,
MOJIyYCHHBIX [IPU CKAaHUPOBAHUM Oezipa U IOJICHHU.

Ob6cnenosan 231 manueHT ¢ nogo3penremM Ha HM3
WIW C YK€ YCTAaHOBJIEHHbIM nuarHozomM HM3. Bos-
pacTHBIE XapaKTePUCTUKHU I'PyHIbl — OT 2 710 28 JeT.

W3 Bceit rpynnel y 125 (54,1%) nanueHToB ynanoch
npu nomouid MPT BBIABUTH MOBPEXAECHHUE MBILIL B
BHJIC JKHPOBOH nereHeparmuu HM3, kotopoe B maib-
HelmeM ObLI0 MOATBEPHKIEHO MPU MOMOIIH MOJEKY-
JISIPHO-TEHETUYECKUX METOJ0B JUArHOCTHKH.

Cpenu octaBuieiics rpynnel u3 106 nanueHToB aua-
rHo3 HM3 Ob11 cHAT y 57 ManmueHToB, YTO COCTABHIIO
24.,7%. Y 5THX MAIUECHTOB HE OBLIO BEIIBICHO HUKAKHUX

Tabnuuma 2

CTpyKTypa 00c/1e10BAHHBIX 00JIBHBIX ¢ HEPBHO-MBbILIEYHBIMH 3200~
JesanusiMu npu nomom MPT mbimig

Jluarnos I'en Yucno
OOIBHBIX
(n=125)
IIporpeccupytomas MpliieyHast DMD 68
nctpodus JronreHna
BpoxaenHnast MblieuHast AUCTPOGus, Col VI 16
KoJulareHonatust Yiubpuxa—bemiema
Iporpeccupyrommast MplledHast JUCTpOpus EMD, 9
Dwmepu—/lpetidyca Lamin
A/C
Bpoxaennas Mpliiednast quctpodus, LAMA2 5
Tun 1A (Mepo3uHOIaTHs)
TTosicHO-KOHEUHOCTHAS MBILIIEYHAs CAPN3 4
qucTpodust, THIT 2A (KaJIbITauHOIIATHS )
CrnuHabHas MbILIEUHast aTpodus SMN 4
Iporpeccupytommast MbledHast JUCTpopus DUX4
Jlanny3u—/lexxepuna
Bpoxxaennast cTpykTypHast MUOTIATHS RYRI 3
LEHTPAIILHOT0» CTEPIKHS/MHOTOCTEP KHEBAsI
MHUOMATHA
[MosicHo-koHEeUHOCTHAsI MbIteuHast auctpodus, SGCA 3
tun 2D (anbga-capkorMKaHONaTHs)
IMosnMHO3UT/ 1epMaTONOINMUO3UT -
HacnexnctBeHHast MOTOCEHCOpHAst PMP 2
nommHeBponarus [lapko—Mapu—Tyta 1-ro THma
TIporpeccupytoriias MbIeqHast JUCTPOQuUs DMD 2
bexkepa
Mpuoronus Tomcena CLCNI 2
HacnencrBennas Muonarus ¢ BKIIOUEHUSIMHA GNE 1

Tenen, Tun Honaka
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JIereHepaTuBHBIX U3MeHeHUuM Tpu MPT MBI HUKHUX
koHeuHoctei. Y 49 (21,2%) mauneHToB ObUIN BBISIB-
JIeHBI HecTlenn(PUIecKue JTeTeHePaTHBHBIE H3MEHEHUS
B MBINIIAX, KOTOPBhIC IO3BOJIWIM NPEAJIOXKUTH pPa3-
nugHble  udQepeHnnaTbHO-THarHOCTHYECKHE  PSIABI
HM3. Taxxe 3TUM nanueHTaM ObLIO MPEII0KEHO 10~
BTOpuTHE MPT MBI B TuHaAMuUKE Yepe3 1-2 romna c 1e-
JIbIO BBISIBIICHUSI IPOTPECCUPYIOUIUX JETCHEPAaTUBHBIX
M3MEHEHHUH B MBIIIIAX, KOTOPBIC B TabHCHIIIEM MOTYT
copmupoBaTh crienupUICCKUC MaTTSPHBI TOPAKCHIS
MBITIIII.

Pacnpenenenue nmanmentoB no ¢popmam HM3 mpen-
CTaBJeHo B Tab. 2.

Huxe Mbl IpUBOAMM HECKONBKO KIMHUYECKUX MPHU-
MEpPOB, B IMarHOCTUKE KOTOPBIX nomoria MPT mbri.
Bonee Toro, HeKOTOphIE TUAarHO3BI HE CMOTITH OBbI OBITH
YTOYHEHBI 0€3 JaHHOW METOAMKH. B KIMHHUYECKOM
npuMepe Nel HaMM MPOBOAMUIIACH HE TOJBKO IHATHO-
CTHKA, HO OIIEHKA MPOTPECCUPOBAHUS IETEHEPATUBHBIX
W3MEHEHUM MpU MPOrpecCUpYyIOIed MBIIICUHOU JuC-
tpodpuu (IIM) dromenna. B kmuHrYeckux npumepax
No 2—-5 MPT mblin 0poBOAMIACE C JUATHOCTUYECKOU
LENbI0 U TTO3BOJIUJIA YCTAHOBUTH MPABUIBHBIN KIUHU-
YEeCKUU TUartos.

Knunuyeckuii npumep 1

boavno# TIpuropuii I., 9 net, poc u pa3BuBai-
cs o Bo3pacty no 6,5 sner. B 6,5 sner poxautenu 00-
paTWIM BHUMAaHUE Ha TPYIHOCTH NOABEMA IO JIECT-
HUIIE TPUTOM, UYTO CIycKalcs Xopoino. Ponutenu
00parunuchk K BpadyaM — OPTOIENY U HEBPOJOTY II0
MECTY JKUTEJNbCTBA, TUATHOCTUPOBAHO TIIIOCKOCTOIHE
[To3gaee mpod. A.B. CBUPCKHUM TMPEATIONONKEHO Ha-
nuune y pedenka [IM/] dromenna. KoncynstupoBan
B MOCKOBCKOM [JE€TCKOM HEPBHO-MBIIIEYHOM LI€H-
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Puc. 2. MPT-u3o0paxenue 6eapa (A) u
ronenu (b) y 6onpHOrO AucrpoduHona-
et (IIM/] dromenna).

Ha TI1BM Oenpa ormeuaercs HOpa)keHHE
MBILII TIepeHEl rpymnbl: m. vastus latteralis,
m. vastus medialis, m. vastus intermedius, m.
rectus femoris; u mopakeHHUe MBIIIL 3aHEH
rpynnsl: mm. adductores, m. biceps femoris.
IIpu OTHOCHTENBHON COXPAHHOCTHU OTHEINb-
HBIX MBI Oeapa: m. sartorius, m. gracilis,
m. semimembranosus, m. semitendinosus.
CrpenkaMy OTMEYEHbI HaHMEHEE IOpaKeH-
HBIC MBIIIIIEI Oeipa: m. sartorius, m. gracilis.
Ha T1BU ronenu ormeuaercs ciaboBbIpa-
JKEHHOE TIOPaKEHHE BCEX MBIIII TOJICHH,
kpome m. tibialis posterior (0003HaYCHBI
crpenkamu).  OmnuceiBaeMble  M3MEHEHHS
SIBJISIIOTCSL CTICHU(UIECKUM [AaTTePHOM I0-
paskeHust MbII 6eapa u roiexu mpu [IM]]
JromenHa.

Tpe. B To Bpems B OMOXMMHYECKOM aHAJIW3e KPOBU
K®K 10014 E/n, JJAU 2187 E/n, AJIT 186 ME/n,
ACT 247 ME/n. Ilposenena JIHK-mnarmoctrnka me-
TOOOM ToiuMepasHoi nenHoi peaxuuu (I1LP) —
BBISAIBIICHA nenenus 13-To 2K30HA TeHa AUCTpodHHA.
Torma sxe mnpoBegeHa IUAarHocTHYecKas OWOTCHS
MBIIIEYHON TKaHHM, KOTOpas BBISBHIIA TOJTHOE HM-
MYHOTHCTOXHMHYECKOE OTCYTCTBHE AUCTpoHUHA.
ITo3xxe mpoBermeHa IUArHOCTHKA — MHOMKECTBEH-
Hasl JTUTaHA3aBUCHUMas Mpoda aMruindukanuu (aHTII.
Multiplex ligation-dependent probe amplification,
MLPA) (CIIA) rena DMD, BwisiBIeHA Ielenus c
12-to 1o 42-i sx30H rena DMD.

Ocob6ennoctu MPT wmepimn marmuenta ¢ [IMJI dro-
[IEHHA MPUBEJEHBI Ha pHC. 2. J[aHHBIE MCCIIeOBAHUS
BEITIONTHEHBI ¢ pasHuliel B 1 rox. OOparraer Ha ce0s
BHHUMaHH€ BBIpa)XEHHOE MPOTpecCUpOBaHNe JereHepa-
THUBHBIX U3MEHEHUI B MBIIIIAX Oeapa U TOJICHU.

Knunuueckuii npumep 2

bonbsuo#t KupunnIl., 5,5 ner. I[locne nepenecen-
HOW aHTHHBI peOCHOK 3a00JeN pe3Ko: TOsSBUIACH BbI-
pakeHHast MbIIIIEYHAs c1a00CTh, M3MEHUIIACH MTOXOAKA
10 TUITy «yTHHO¥», CTaJ OBICTPO yCTaBaTh MPH MUHU-
MaJbHOM (hU3MYecKor Harpyske, Mepecran ycheBaTh
3a cBepcTHUKaMu. Pomurenu pebeHka oOparuimch 3a
koHcynpTauueit B ®I'bY MHUU neauatpuu u 1eTcKoi
xupyprun M3 PO. [Ipu ocMoTpe B HEBPOJIOTHUECKOM
CTaTyce OTMEYaNIMCh CIIEAYIOINe OCOOCHHOCTH: CHU-
KEHHE CYXOKHIIbHBIX pe(IIeKCOB, CHIPKEHHE MBIIICY-
HOTO TOHYCAa, CHH)KCHHE MBIIIEYHON CHIIBI, OOJIEe BbI-
paXEeHHOE B MPOKCHMAaJbHBIX OTAEIaX KOHEYHOCTEH.
B OmoxmmudeckoM aHamm3e KpoBH akKTHBHOCTh KDK
cocraBuna 6onee 2000 E/n. Ilpu npoBenenun DHMI
OBIT BBISBIICH TIEPBUYHO-MBIIIEYHBIN THTI TTOPAKESHHS.
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Puc. 4. STIR-uz00paxenus 6enpa (A) u
rosienu (b) y 60JbHOTO OJIMMHUO3UTOM.

Ha n300paskeHusX, BBIIOJIHEHHBIX B PEXKUME
STIR, MP-curnan noBblllIeH HPAKTHYECKU
OT BCEX MBI Oe/ipa U TOJE€HH, YTO CBHUJIE-
TEJILCTBYET O BOBJICYCHUM MBI HIKHUX
KOHEUHOCTEH B BOCHAJIUTENBHBINH IpoLecc.
[Tosemmenne MP-curnana va STIR B Hanbo-
Jiee BOBJICUSHHBIX MbIIIIAX Oelpa ¥ rojeHn
OTMEYEHO CTPEIKAMHU.

MPT wmpiun: Ha T1BU u3meHeHnuit co cTOpOHBI MBIIIIT
Oenpa u rosieHH He BbIsBICHO. OJIHAKO YYUTHIBAs BbI-
cokuit ypoBeHb KOK, Ob110 IpOBEICHO CKAHUPOBAHUE
B pexume STIR, u Ha HEM oTMeuaeTcs pe3Koe MOBBI-
meHne MP-curnana ot Bcex MbI Oenpa u OT 0O0Jb-
MIXHCTBA MBI TojieHu. [TogqoOoHoe moBeienne MP-
curHana B nocnenosarenapHoct STIR sBnsiercs npu-
3HAKOM BOCIAJIUTEIBLHOTO MpoIlecca, B JAHHOM ClIydae

Puc. 3. TIBU 6enpa (A) u ronenu (b) y
60JILHOTO MOJMMHUO3UTOM.

Ha T1BU uzmenenuii MP-curnasia He otMme-
YaeTCs.

totasnbHOTO (pHUC. 3, 4). Takum oOpa3om, ydWTHIBas
KIIMHUYECKYIO0 KapTHHY 3a0oyieBaHMs, JaHHBIC J1a00-
PaTOPHO-WHCTPYMEHTAIBHBIX METOIOB MCCIIEIOBAHUS,
JUArHOCTHPOBAH MOJTUMHO3HT.

Krunuueckuii npumep 3

Bonwruas Wuua B., 13 net, OoyibHA C pOXICHHUS,
OTMEeYaJICsi CHMITTOMOKOMIIIEKC «BSJIOTO peOeHKay, Ha-
Yajia caMOCTOsTeNbHO XoaAuTh B | rox 3 mec. JleBouka

9
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Puc. 6. MPT uzo0paxenue Genpa (A) u
roienu (B) y GoimpHOIO ¢ mopaxeHuem
rena Lamin A/C.

Ha wmso0paxenusx 6expa B TIBU ormeua-
eTCsl MOPaKCHNUE MBIIII] TIEPEIHEH TPYIIITBL:
m. vastus latteralis, m. vastus intermedius,
m. vastus medialis (yka3aHbl CTpeiKamu),
KOMIIEHCATOpHas THIEPTPOpus m. rectus
femoris.

Ha roneHu oTMeyaeTcsi H30JMPOBAHHOE T1O-
paxxeHue m. gastrocnemius caput mediale
(OTMEUYEHO CTpeNIKaMu).

HaxoIWUTCs TOJ HaONofeHneM ¢ 4 neT. 3a 3To Bpems
el CTaBWINCH CIENyIONINe JUarHo3bl: CIHHAIbHAS
MBbIIIIeYHas aTpodus, BpOXKICHHAS CTPYKTypHAas MHO-
natug. C MUarHOCTUYECKOM IIebi0 Obla MpoBEAcHA
OWOIICHs MBITIIEYHOW TKaHW, HA OCHOBAaHWH pe3yJIbTa-
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Puc. 5. MPT-u3o0paxenue Genpa (A)
u rosiedn (B) y GonbHO# ¢ mopakeHneM
kosnareHa VI

Ha m3o0paxenusix ormedaercs: anddysHoe
HOpaXKCHUE BCEX MBI Oefpa M TOJNCHH, C
HAJIMYMEM CIEenU(pUYECKOro MaTTepHa «I10-
JI0C THIpay B m. vastus latteralis Ha Genpe u
m. soleus Ha rosieHu (yKa3aHbl CTPEIKAMH).

O

TOB KOTOpOﬁ AUArHOCTUpPOBaHa MHUTOXOHZApUAJIbHAA

MHUOIIaTHuA. HpI/I mocjIeAyIOUX TOCIUTAIN3aAlUuAX
JIeBOUKe TpoBoawicsa mudhepeHInanbHbIi THarHo3
¢ muonarueil betnema, B Mmojb3y KOTOPOW TOBOPHUIIO
HaJm4re rpyooro KeJouIHOTO pyOlia mocie mposese-
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HUs OMOINICHM MBIIIEYHONW TKaHM, THIEpKepaTo3a Ha
medax u Ha Oeapax, THIepMOOUIBFHOCTH (aTaHTOBBIX
CyCTaBOB Ha pyKaxX, HaJIWYUE WU TPOrpeccUpOoBaHUE
KOHTPAKTYp B IUICUEBBIX, JJOKTEBBIX U TOJIEHOCTOMHBIX
cycTaBaX, BBIP@KEHHBIH THIEPIOPA03 B MOSICHUYHOM
OTJIeJIe TIO3BOHOYHUKA, S-00pa3HbIi CKOINO03, «KPBLIO-
BUJHBIEY JonaTKu. YpoBeHb KOK B Onoxumuyeckom
aHaJn3e KpOBHU 3a BCe BpeMs HAOIIONECHUS COCTaBIISIT
300—400 E/n. Takum 00pazom, MUTOXOHJpUATHHBIC
W3MEHEHUs], BBISABICHHBIE B X0 MOP(OIOrHIeCcKOro
n3y4deHusl OMonTara, MOXHO CUHUTaTh BTOPUUYHBIMHU, a
MIePBUYHBIM JUATHO30M JIOJDKHA OBITH MHUomarus bet-
jema, CBsI3aHHAas ¢ MOPaKeHHEM OJHOHU U3 Tpex cyOb-
enuuul kosutareHa VI. s nmoarBepikaeHust STON TH-
note3sl Obl1a mposeneHa MPT mbim. Ha puc. 5 npu-
BejJieHa XapakTepHas kaptuHa MPT mbliii u narrepHa
CTHTPUHBIX TIOJIOC» y OOJIBHON KOJUTAreHOTaTUEH.

B manpreimemM neBouke OBIIO TPOBEICHO TeHETHYC-
CKO€ MCCIIeZIOBAHNE — II0JIHOE CEKBEHHUPOBAaHUE BCEX
3 TeHOB, OTBEYAIONIMX 3a Pa3BUTHE KOJUIATeHOIATHI
VYnepuxa—Dbetiiema. bbla BbIABIEHAa paHEE HE OIU-
CaHHas MHCCEHC-MyTanus B 3-M dk30He reHa COL6A 1
B T€TEPO3UIOTHOM COCTOSIHMHU. Takum o0Opa3om, ObLI
MTOTBEPIK/ICH TUArHO3 MUOMaTH betiema.

Krunuueckuii npumep 4

boasuo# AOmycamam P., 12 nert, 3a0oses B BO3-
pacte nocie 3 JeT, Korga y MajbudKa MMOSBUJIACH MBbI-
meyHas ciaboCTh, YXyAIIEHHE YCTOMYMBOCTH, MIaT-
KOCTh TIPU X0Jb0€, CHU3MIIACh MbIIIeuHas cuiia. Pebe-
HOK HaONIOJalICsl HEBPOJIOTOM TI0 MECTY JKHUTENbCTBA,
JIMArHO3 YCTaHOBJICH He Obu1. C 7 JIeT MaJIBYMK CHIIBHO
NOXyZesl, OTMEUalIoCh MporpeccupoBaHue arpoduit
MBILIL, MOSBUJIKUCH KOHTPAKTYPHI B JIOKTEBBIX CyCTa-

Puc. 7. MPT-u300paxenue Oenpa (A) u
rosiern (B) y GonbHOTO € mopaxeHueM
KajpranHa 3.

Ha wu3o0paxenusix Oexpa B TIBU or-
MEYaeTcsi TOTAIBHOE MOPAKEHHE 3ajHei
rpynnbl Mbimn Geapa: m. adductores, m.
semimembranosus, m. semitendinosus, m.
biceps femoris (oTMeueHbI CTpEJIKaMH) IPH
OTHOCHTENBHOM COXPAaHHOCTH OCTaJIbHBIX
MBIIILL.

Ha wn300pakeHUsSIX TOJNCHH OTMEYaeTcs
BBIPOJKEHHOE MOpakeHHe m. soleus ¥ m.
gastrocnemius caput mediale (0603HaueHEI
CTpEJIKaMH).

Bax, IMOJHUMAJICS IO JIECTHUIE TOJBKO MPH MOIIEPIK-
K€ 3a PYKy. B HEBpOIOTHYECKOM CTAaTyce OTMEYAIHNCH
OTCYTCTBHE CYXOXKUIBHBIX Pe(ICKCOB, CHUKCHHE MbI-
IIEYHOTO TOHYCA, KU(POCKOINO03, TUIIEPIOPI03 B MOSC-
HUYHOM OT/IeJIe TTO3BOHOYHUKA, «KPBUIOBHJIHBIE» JIO-
MaTKW, PUTHAHOCTD B IICHHOM OT/eNIe T03BOHOYHHKA,
crudareabHbIe KOHTPAKTYPHI TOJICHOCTOITHBIX U JIOKTE-
BBIX CYCTaBOB, HE MOXKET IMOJIHUMAThCS/CITYCKAThCS 110
JIECTHUIIE CaMOCTOSTEIHHO, OTMEYAETCS THUIOTLIA3HS
OOJIBIIMX TPYIHBIX MBIIIIL, 001Ias AUCTPODUs, BILIOTh
JIO KaXEKCHHU.

[TpoBoAMIIOCH TEHETHYECKOE TECTUPOBAHHUE HA MPO-
TPECCUPYIONIYIO MBIIIEYHYI0 AUCTPOPUI0 DMepu—
lpetidyca. 'en EDM (3mMmepuH) — W3MEHEHHUH HYKIIEO-
TAHOW TIOCJIEeIOBATEIbHOCTH HE BBIABIEHO, a TaKKe
MOUCK HamboJiee 4acThiX MyTanuil B rene Lamin A/C
— HE BBISABICHO. PeOEHOK OBLI TOCIHUTATN3UPOBAH B
MHUWUW nenuarpuu W NETCKOW XUPYpruu, rae Obuia
MpoBe/leHa JIUarHOCTUYecKas OWOTICHS MBIIIEIHON
TKaHH, 10 Pe3yJbTaTaM KOTOPOW ObUT IMOCTABJICH JlUa-
THO3: BPOXKIICHHAS CTPYKTypHass Muomarus, Hexudde-
pennupoBanHas (popma. Uepes 5 ner GonbHOMY ObLia
nposereHa MPT MpImiI, BeIIBHBIIAS CrieIH(UICCKIIT
MaTTePH MOPaKeHUsI B MbIIIIaX Oejpa ¥ TOJCHH, KO-
TopeIid Xapakteper mist [IM]] Omepu—/petidyca, u B
YaCTHOCTH JIJISi MYTAallMi, CBSI3aHHBIX C MOPaKCHUEM
rena Lamin A/C.

N3-3a BoisaBnenusix npu MPT Mbpimin usmeHenuit u
dopmupoBanus y pedbenka Gpenoruna Imepu—peitdy-
ca (BBIpRKCHHBIE KOHTPAKTYPHI JIOKTEBBIX CYCTaBOB,
PUTHIHOCTh B IICHHOM OT/EJC MO3BOHOYHHKA, U3ME-
HEHUs Ha DIEKTpOKapAuoTrpaMMe: HapylIeHHUE PHUT-
Ma M MPOBOAMMOCTH CEpJLA: CYNPAaBEHTPUKYJSIpPHAs

11
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OJIMHOYHAs, JKETYJ0UYKOBasl OJUHOYHAS, MapHas, TPpyIl-
MoBasi HKCTPACUCTONHSI, HEYCTOWYUBAsT CylpaBeHTPHU-
KyJsipHas TaxuKapJus, TPAaH3UTOpPHas aTpUOBEHTPHUKY-
nsipHas O10Kaja 1-i crerneHu) ObLIO PEIeHO TOBTOPUTH
reHeTH4YecKoe uccienoBanue reaa Lamin A/C — TOIbKO
Ternepb HE0OXOUMO OBLITO BHIITOIHUTH TIOJTHOE CEKBEHHU-
pOBaHKE TOCIIEeI0BATeIbHOCTH IeHa, KOTOPOE BBIIBUIIO
myTamuto — ¢.1072 G>A/N B T€TE€pO3UTOTHOM COCTO-
sHUU. TakuM 00pa3oM OBLIO MOMTYYEHO T€HETHYECKOe
MTOJTBEPK/ICHNE TNAarH03a MPOTPECCUPYIONIEH MBbIIIed-
Hoi nuctpodun Dmepu—/peridyca. Ha puc. 6 mpuse-
JIeHBl XapaKTepHBIE MaTTePHBI TOPAKEHHS MBI TTPH
MPT y 6onbHOTO € opaskenueM rena Lamin A/C.

Knunuueckuti npumep 5

bonpuas Omnecsa II., 16 mer. C 10 ner meBodka
cTajla XOJUTh Ha MEpeAHEM OTHeJe CTOIl, IepecTana
HACTYNHTH Ha MATKY, IPU X0b0€ cTalla COTHIKAThCS,
M3MEHUIACh MOXOJKA M0 TUIY «YTHHON». B TeueHue
rofja CHMIITOMBI HapacTalli, BO3HHUKIN TPYAHOCTH
MpU TOJBbEME TI0 JIECTHHIIE (AEPKUTCS 3a TOPyYeHBb
U TOATSATUBaeT ceds HaBepx). Yepes rox poauTenu
obOpaTuiiuch K HeBposory, onHako HM3 e Obuio 3a-
nogo3peno. B 13-meTHemM Bo3pacTe MpOBEIEHO CTa-
MOHapHOE 00cieoBaHue, ObUT MOCTABJIEH JIUAarHO3:
HaclleJICTBEHHOE JIETeHepaTHBHOE 3a0oyieBanue. Mu-
omaTusi HeyTOYHeHHOH ¢Gopmbl. YUepe3 roa meBod-
Ka OblIa TOCHUTAJIM3UPOBAaHA UIsl OOCIEeIOBaHUS B
OI'bY MHHM nepuarpuu u nerckoit xupypruu. Ilpu
OHMTI -006cienoBanuu ObLT BBISBICH MEPBHUYHO-MBbI-
LIEYHBbIA THUN IMOPaXKCHUS. BHOXUMHMUYECKUI aHaIn3
kpoBu: akTuBHOCTh K®K cocraBmma 3230 E/m. Ilo
pe3ynbraraM OWOIICMU MBIMIEYHOW TKAaHHW IOIYYEHO
3aKJIIOUCHHUE: «CIIa00BBIPAKCHHBIC TPU3HAKN MBIIICY-
HOU TUCTPO(UHU, BEPOSTHO CBI3aHHOM C JePUIIUTOM
kowtareHa VI tunay. OnHako KIMHUYECKash KapTHHA
HE COOTBETCTBOBalIA IMATHO3Y KoJutarenonaruu. MPT
MBIIII BBISIBUJIA XapaKTePHBIN A1 KaJlbIauHONATHU
MaTTepH MOPaKeHHS 3aJHEH TPYIIBI MBI Oeapa u
3aJHel TPyNIbl MBI rojeHu (puc. 7).

IIpu nposenenun JHK-nuarnoc-Tukd Ha MOUCK
MyTanuil B rene kanbnanna (CAPN3) Oblia BwIsBIIC-
Ha nenenus c.550delA B TeTepo3UTrOTHOM COCTOSIHUH,
YTO MO3BOJIMJIO MTOATBEPAUTH AUATHO3 MOSICHO-KOHEU-
HOCTHOW MBIMEYHOW AUCTpouu, Tum 2A (Kambnau-
HOIIATHS).
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Takum obpazoMm, npumeHenne MPT mbimin jyis aua-
rHoctukn HM3 sBisieTcss HOBbIM MEPCIIEKTUBHBIM Me€-
TOZIOM, TIO3BOJISIFOIIUM 3HAYUTEIILHO YIPOCTUTH TU(de-
pEeHLMATBHO-AarHocTuueckuil nouck. MPT wmbliin He-
PEAKO UTPaeT PELIAOILYI0 POJIb B IOCTAHOBKE JIMAarHO3a.

MHoOTUM OOJBHBIM YIAllOCh CKOPPEKTHUPOBAThH IHa-
THO3 U BBIUTH HA MPSIMOE TEHETUYECKOE UCCICIOBaHUE
KOHKPETHBIX I'€HOB. YYHUTHIBAas MMEIOIIMECS JaHHbIE,
MOXHO YTBEpKaaTh, 4T0 MPT Mbimny Genpa u roieHu
BBICOKOMH(OpPMATUBHA TSI OOJIBHBIX C HEPBHO-MBI-
LIEYHOM MaTOJIOTUEN U MOXKET MPUMEHSTHCS HE TOIBKO
C IWArHOCTHYECKOM IENTBI0, HO M JUIS OI[CHKH CTCIICHHU
JIeTCHEpaIMy MBIIIICUHOU TKaHU B TUHAMUKE.
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