HAUIENCTBEHHbIE 3ABONIEBAHIA / HEREDITARY DISEASES

DOI: 10.47407/kr2026.7.5.00854 @ 06
S

BY WG SA

KnuHnueckuit cnyyaii

Cnyyan mnonatum Muowm B KNMHUYECKOWN NpaKTUKe

H.b. NMoneTtaesa', 0.B. Tennakosa'? MN.K. LlannuHa™"

1OI'BOY BO «Ypasbckuil rocyjapcTBeHHBIA MeIMITMHCKIH yHUBepcuTeT» Munsapasa Poccuu, Exarepun6bypr, Poccus;
2000 «MenunuHckoe oobenunenre « Hoast 6osibauna», ExatepunOypr, Poccus
“polina.tsaplina@yandex.ru

AHHOmMmayun

Muonarusa MHUOIIN OTHOCHUTCS K TPYIIIE PEIKUX MUOIIATUN — Auc(epInHONATHH, B CBA3H C YEM JIOJITO OCTAETCA He[MarHOCTUPOBAHHOU U B HA-
CTOsiIllee BpeMs He HMeeT STHOIIaTOTeHeTHUECKOTO JiedeHNs. B craTbe IpuBe/ieH KIMHUYEeCKUN caydail Muonatuy MuoIu y naruenTa 18 jier, y
KOTOPOTO Ha IPOTSKEHUH 3 JIeT OTMEYaIoch IOBBIIIEHHEe YPOBHEN KpeaTnH(MOCHOKUHABH! U ITEUeHOYHBIX TPAHCAMUHA3 IIPH OTCYTCTBUU CYO'b-
eKTHBHBIX 3ka100. [Tojpo6GHO OnIMCcaHbI TOIIOJTHUTETPHBIE METO/IbI HCCIIEZIOBAHIA, MCII0JIb30BAHHBIE C IIeJIbI0 A PepeHnaTbHON TUaTHOCTUKH,
a Tak’Ke IPeZICTaBJIEHb] JAHHbIE MeNKO-TeHETUYECKOTO KOHCYIBTUPOBAHHUA.
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Abstract

Miyoshi myopathy belongs to the group of dysferlinopathies, rare myopathies, and therefore remains undiagnosed for a long time and currently
has no etiopathogenetic treatment. The article presents a clinical case of Miyoshi myopathy in an 18-year-old patient who had an increase in cre-
atine phosphokinase and hepatic transaminases for 3 years in the absence of subjective complaints. The article describes in detail additional di-
agnostic tests carried out for the purpose of differential diagnosis, as well as presents the data of medical genetic counseling.
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BBegeHme

JucdepnuHonatuy — rpynmna peakux, GeHOTUITHIeCKH
Pa3HOPOAHBIX MBIIIEYHBIX 3a00seBaHUi. B ocHOBe nuc-
depiuHOnATH JIEXKUT AedeKT cHuHTe3a AucdepInHa —
6esika, yJacTBYIOIETO B pPernapanuy MeMOpaH MBIIIETHBIX
KJIETOK, IT03TOMY CJIEZICTBHEM HApYIIEHUSA €r0 CHHTE3a AB-
JieTcsl IOCTelleHHAs JereHepanus CKeJeTHOH MyCKyJa-
TypsI [1-3].

B Hacrosilee BpeMs OIMCAHO KaK MHHUMYM 9 (GeHOTH-
OB 1uchepIMHONIATHH, OZHAKO Haubojee H3y4YeHBl ye-
Thipe: MuonaTus Muomm Tuna 1 (MMD1), nosicHo-KoHeu-
HOCTHAasg MbIIIEYHAsA AUCTPO(DUA PEIecCHBHOIO THUIA 2
(LGMDR2), fucrasbHas MUOIIATHSI C TIOPAYKEHUEM TIePE/-
Heli 60s1b111e6epII0BOH KOcTH (DMAT), GeccuMnToMHast TH-
nepkpearnHdocdaTkrHazeMus. Bece moAgTHIIBI XapaKTepu-
3YIOTCS AyTOCOMHO-PELIECCUBHBIM THUIIOM HAaCJIe[OBAHUA,
MIOBBIIIEHNEM YPOBHS CHIBOPOTOYHOH KpeaTWH(OCHOKHU-
Hazbl (KOK) u, B OOJIBIINHCTBE CJIyyaeB, c1ab0CThHIO OTpe-
JIeJIEHHBIX TPYIII MBIIIIL [3, 4].

B Hacrosiiiee BpeMsi IPOTHO3 MAIUEHTOB ¢ iucdepinHo-
MaTUsIMU He OIpeJieJieH, STHOMATOTEHETHIECKOE JIeUeHHe
He paspaboraHo [3, 5—7].

KnuHnueckuin cnyvanm

ITanuenrt b., 18 set, cryneHT, B peBpase 2021 T. HAIPaB-
JIEH Ha IIepPBUYHYIO KOHCYJIBTAIUIO K PEBMATOJIOTY B CBA3H
C U3MEHEHUsAMH B aHAJIN3aX KPOBU B BHJIE IOBBIIIEHUSA
ypoBHa K®K 6osee yem B 120 pa3 OT BepxXHEH I'DAaHUIIBI
Hopwmbl (BTH), a Tak:ke atannHamunotpancdepasst (AJIT)
u acriapraramuHoTpancdepassl (ACT) npu orTcyTcTBUM Ka-
KUX-JTU00 CyO'bEKTHUBHBIX JKAJI00.

AnamHes 3abonesanus. Buepsele mosbimenne KOK
OBLIO BBIABJIEHO B 2019 T. B 17-JIETHEM BO3pacCTe IIPH IIPO-
XOJKJIEHUU «CIIOPTUBHON KOMHUCCHU», paHee IOA00HbIX HC-
cJIeIoBaHUM He MpoBouock. Obparana Ha cebst BHUMA-
HUEe CTOHKOCTH J1abOpPATOPHBIX HW3MEHEHHH, KPOMe TOro,
O/IHOBPEMEHHO OIIpPe/IesIAIoch MOBbIIIeHne ypoBHed AJIT
u ACT.
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B cBA3M C YyCTAHOBJIEHHBIMHU JIAOOPATOPHBIMHM H3MeEHe-
HUSIMU B 2020 T. TAIUEHT ObLT HAIIPaBJIeH Ha JI000CIIe10Ba-
HU€ B TaCTPOIHTEPOJIOTHYECKOE OT/ieJIeHHe JIETCKOM TOpPOJI-
CKOH OOJIBHUIIBI C TUATHO30M «KPUITOTEHHBIH IelaThuT».

ITo maHHBIM IIpe/CTaBIEHHON MeIUIIMTHCKOH JOKyMeHTa-
1y, OBUTH IIPOBEJIEHBI CIIe/yIoIue JabopaTopHble HUccie-
JIOBaHUA:

o OOImeKTMHUYECKHEe aHAJINU3bl KPOBU M MOYH, KOIIPO-
rpamMma — 6e3 IaTOJIOTHH.

o BuoxuMuueckuil aHaJM3 KpoBU: OOIMUN Oeyiok —
89,4 r/n; anmpbymunbsl — 58,6% (52,4 r/J1); TIOOYJIUHBL:
anbda-1 — 3,5%, anpda-2 — 7,8%, 6era — 10%, ramma —
19,9%; MoueBHUHA — 3,8 MMOJIb/JI; OOLUIA XOJIECTEPUH —
3,8 MMOJIB/ 1.

» HBsAg u anti-HCV — He 06Hapy»KeHBI.

» TpomboasacTorpaMma — HOPMOKOATYJIAINSA B IIeJTbHOU
KPOBH.

e Konnenrpanusa meau B CBIBOPDOTKE KpOBHU — 23,6
MKMOJIb/J (HOpMa 11—22 MKMOJIb/JI).

« llepystomnasmMus — 269,3 mr/J1 (HopMa 9O—510 Mr/Ji).

e AHanu3 CYTOYHOH MOYM Ha Menb — 0,0547 Mr/cyT
(mopma 0,0150—0,05 MT/CyT).

» TanmemHas Macc-CIEKTPOMETPHUs — JAHHBIX, CBUJE-
TEJIBCTBYIOIIUX O HAJIMYNU HACJIe/ICTBEHHBIX aMUHOAIU/I0-
MaTUH, OPraHUYeCKUX anuypudl U ZieeKTOB OKHCIIEHUS
SKHPHBIX KHCJIOT, HE TI0JIy4eHO.

e IgA u IgG k leaMUIMPOBAHHBIM NENTU/AAM IJINA/IUHA,
9H/IOMHU3HIO U TKAaHEBOU TpPaHCIJIyTaMUHa3e — B IpeZesiax
HOPMBI.

Tax:ke OBLIM IIPOBENEHBI CJIEAYIOIINE HHCTPYMEHTAJIb-
HbIEe UCCIIeIOBAHMA:

* YIbTPa3BYKOBOE HCCIIEIOBAHUE OPraHOB OPIOIIHOM I10-
JIOCTH — OPTaHWYECKOH ITaTOJIOTUH HE BBISBJIEHO.

» 930(aroracTpo/Iyo/IeHOCKOINHA: YMEePEeHHO BbIPa)KeH-
HBIN TaCTPUT TeJIa U AHTPAIIBHOTO OT/IeJIa XKeJIy/IKa, /Iyojie-
HOTACTPAIBHBIN PedUIIOKC, IIPOU3Be/ieHa OHOICUS CIIU3H-
CTOU 000JIOUKHU JBEHAIIATUIIEPCTHON KUIITKH.

 T'mcrojyiormyeckoe HcCcsIeZiOBaHHE OHOIICUIHOTO Mare-
puasa cJIn3UCTOM 060JIOUKH JABEHA/[IIATUIIEPCTHOM KUIITKU —
CTPYKTYpa CJIUBHUCTOH 000JIOUKH COXpaHEHa, aTpOQHH U Me-
TAIUIA3UY HET, IETOYHAs KaliMa COXpaHeHa; MHTPAdIINTe N~
anpHBIA TUMOOIUTO3 U HeHTpoduies. 3aKIdeHrne: Mop-
osornueckas KapTHHA COOTBETCTBYeT KJaccHpUKaAIUU
Marsh1, He UCKIIIOUAEeTCA IEJINAKNA B COUETAHUU C AKTHB-
HBIM JIyOZIEHUTOM.

e [IyHKIMOHHAA OUOICHA II€YEeHHU IO YIbTPA3BYKOBBIM
KOHTPOJIEM: B rernaTto0HOIITaTe sBJIEHUS THATHHOBO-Ka-
IeJIbHON 6eJIKOBOM AHCTpOdUU renaToUTOB, YMEPEHHBIH
MIOPTAJIBHBIA CKJIEPO3, o4YaroBas JIMMQOTHUCTHOLUTAPHAS
nHUIBTPALNA, 3aHHUMAIOIIAsA MeHee 13 IOPTaIbHBIX
TPAKTOB, MeJIKOe CKOIUIEHHE MOHOHYKJIEAPOB B IIaDEHXUME
JIOJIBKU. 3aK/II0YeHre: XPOHUYECKUH TelaTUT C IIePUIop-
TaJIbHBIM CKJIEPO30M, MHHUMAaJIBHON aKTUBHOCTHU. HEeKe
THCTOJIOTHYECKOH aKTUBHOCTH — 3 6asuta. I'esb-nHQy3HOH-
Has coHorpadusa — 1 6asi. OKpacka Ha Meib U XKeae30 —
OTPHULIATEJIBHO.

Takum 06pa3oM, oJIydeHHbIE JaHHbIE HE O0BACHSIN 110-
peimeHne yposHed KOK u Tpancammnas. IlamueHT ObL1

BBIIIMCAH 110/ HAOJII0/IeHNE raCTPOIHTEPOJIOra C PEKOMEH-
JAIUAMH IIpHeMa 530MeIpas30Jsia B TEUeHUE 1 MeC U ypcoJie-
30KCHXOJINEBOH KUCJIOTHI B TEUEHUE 6 Mec.

Jayee B TeueHUe rojja NAIUEHT HEOJHOKPATHO BBIIIOJI-
HSUJI UCCJIEJIOBAHUSA KaK Ha (POHE CIIOPTUBHBIX TPEHHUPOBOK,
Tak u 6e3 HUX. MakcumasbHble 3HaueHusA KOK Ha done
TPEHUPOBOK JOCTUTAJIN YPOBHA 31 000 Exn/n (Hopma 10
180 Exn/i), B ciiyuyae MeCSYHOTO IlEpephIBA OT aKTHBHBIX
¢usmuecknx ynpakHeHud ypoBeHb KOK cHmxkaica 1o
9000 En/n, HO mo-TIpeskHEeMy 0oJiee 4eM B 50 pa3 IPEeBbI-
mas BI'H. OfHOBpeMeHHO HeOHOKPATHO AUAarHOCTUPOBA-
J1ock nosbienne yposHeidt AJIT u ACT — 10 5—6-KpaTHOTO
npesbiiienusa BI'H.

Anamne3s scusHu. EnuHcTBeHHBIN peOeHOK B ceMbe. Ha-
YyaJj1 3aHUMAaThCA PUTHECOM ¢ 16 JieT. YIIoTpebieHue KaKiX-
60 JIeKaPCTBEHHBIX CPEJICTB, OMOJIOTHYECKH AKTHBHBIX 1
CIIOPTHUBHBIX JI00aBOK IAIEHT KATETOPUYECKH OTPULIAET.
Buoxumunyeckue uccyie[oBaHNA KPOBH Y POIUTENIEH HE BbI-
SIBUJIU OTKJIOHEHUH OT HOPMBI.

Jlannvie obvexmuernozo ocmompa (anpeas 2022 e.). Co-
CTOSIHHE yJIOBJIETBOPUTEJIBbHOE, TeMIepaTtypa Tesaa 36,6°C.
Koska uncras, orexos HeT. Ilepudepudeckue aumdarude-
CKUe y3JIbl He HI3MEHEHBI, IIUTOBU/IHASA JKeJle3a He MaJIbIIH-
pyercs. AyCKyJIBTATHBHO B JIETKUX BE3UKYJIADHOE JIbIXa-
HUe, XpUIIBl HE BBICJIYIINBAIOTCA. TOHBI cepjla sACHBIE,
PUTM IPaBHJIBHBIH, IIyMbl OTCYTCTBYIOT, YaCTOTA Cep/ed-
HBIX COKPAIeHUH — 51 B MUHYTY. ApTepUaIbHOE JJaBJIeHHEe
Ha 00enx pykax 120/70 MM PpT. cT. JKHUBOT IIpu naspnanuu
MATKUH, 0e360sie3HeHHBIA. [ledyeHb 10 Kpaio pebepHOU
JIyTH, ceJie3eHKa He maypnupyercs. Modenciyckanue 6e3
W3MEHEHUH, CTyJI PeTYJIAPHBINA, 0(pOPMIIEHHBIH.

Status localis: cycraBbl He neopMHUpPOBaHbL, 6€3 KCCY-
JIaI[H, IBUKEHUSA B IIOJIHOM o0beMe. Cuia TUCTAIBHBIX U
IIPOKCHMAJIbHBIX MBIIII] COXPAHEHA.

JlonoanumenvHbie Memoobt uccaedosarus. C mespio ue-
KJTIOUEHHUS H/IOKPUHOJIOTHYECKON 1 aQyTOMMMYHHOH I1aTO-
JIOTUH, B YaCTHOCTU IOJIMMHUO3UTA, OBLIN IIPOBE/IEHBI HC-
CJIeZIOBaHUA KPOBU HA THPEOTPOIHBIH F'OPMOH, [1apaTrop-
MOH, KaJIbIIUH, KaJTUH ¥ HATPUI — Pe3yJIbTaThl B IIPeZesax
HOPMaJIbHBIX 3HAaYeHHH. VIMMyHOOJIOT aTHHYKJIEapHBIX
aHTUTEJI — OTPULIATEIbHBIN Pe3yJIbTaT.

BbUIH pOBeZieHB! CIIEIYIONIe NHCTPYMEHTAIBHBIE HC-
CJIeZIOBAHUS:

o CTUMyJIAIMIOHHAA 3JIeKTpoHelipomuorpadusa (QHMI) —
IIPOBE/IEHNE He HAPYILIEHO.

« Urosibuatass DHMI niepe/iHeit 60J1bI1e6epIiOBOM MBIIIIIbI
crpaBa, vastus medianus 4eTHIPEXIVIABOM MBIIIIBI CJIEBA,
JIeJITOBU/THOM MBIIIIIBI CJIEBA: BBLABJIEHBI IOTEHITHAIIBI JIBU-
raTeJIbHBIX €JMHUI] IIOBBIIIEHHOH aMIUIUTY/IbI U YMEHbIIEH-
HOU JUTUTEIBHOCTH, YTO MOKHO PACLEHHBATh KaK IPU3HAK
[IEPBUYHO-MBIIIEYHOH IIATOJIOTUH B CTAJMU KOMIIEHCAIIUH.
MuHuMasibHas CIIOHTAHHAS aKTHBHOCTD B BHJIE IIOTEHIHA-
J10B GuOpUUISIUH (+) BBISBJIEHA B YETHIPEXIVIABOU U JI€JTh-
TOBH/THOW MBIIIIAX, YTO MOXKET CBH/IETEILCTBOBATH O MUHU-
MaJIBHO BBIPQXKEHHOM IIPOIIECCE MBIIIEYHOH JlereHeparuu.

 Buorncusa yeThIpexryiaBoi MbIIIEI Oeipa: B OHomnTare
¢parmenTsI ckeneTHONW MBIINEL. [TomepeuHas mcuepuyeH-
HOCTb B OCHOBHOM coxpaHeHa. COeIMHHUTEIbHOTKAHHBIE
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Puc. 1. OTcyTcTBME N3MEHEHWNI MbILUL, CUHbI.
Fig. 1. No changes in back muscles.

MPOCJIONKY (9H/IOMUBUN U MEPUMU3BUN) C MEJIKUMU OYa-
ramu 6a30QUINN U HE3HAYUTEJIbHOU JTUM(GOTUCTHOLUTAD-
HOH (pokanpHON MHpUIPTPanNed ¢ HaTUINeM I1J1a3MOIU-
ToB. EnptHUYHBIE (DOKYCHI ¢ IPOHUKHOBEHHEM KJIETOK HH-
¢unpTpaTa B MBIIIEYHOE BOJIOKHO C €Tr0 IOBpEXK/IEHHEM
IbI09aThIM pacnasioM. Cocysbl B OCHOBHOM He U3MEHEHBI,
HO B CTEHKaX OT/IeJIbHBIX apTePUOJ — eJUHUYHbIE JTUMDO-
OUTHL. B HeckosbKuX cpesax nHOUIbTpanus O6osee BbIpa-
JKeHa M B JINMQATHYECKUX COCYZiaX BBIABJIAIOTCA KJIETOY-
Hble JTUMGOTUCTHONUTAPHBIE «ITPOOKU» C IIPUMECHIO I1J1a3-
MOIIUTOB. B sHIOMU3UHN B 30He 0OJiee BBIpaXKEHHOU HH-
¢unpTpanuy onpeaesATCA U TyYHbIE KJIETKU 110 1 B TI0JIe
3peHus, YaCTUYHO C Jerpayssanueid. Mopdosornueckas
KapTuHa HecrienuduyHa, HO GOJIbIIE COOTBETCTBYET MHO-
MaTuu.

IIpn ocMOTpe ZJaHHBIX, CBUZIETEJIHCTBYIONINX O HAIMYNHI
aQyTOMMMYHHOH U 3H/IOKPUHOJIOTHYECKON I1aTOJIOTHUH, II0-
JiygeHO He ObwIo. I WCKIIIOYeHHA MHOANCTpoduu ¢
MO3/THUM J1e0I0TOM MaIUeHT ObLI IPeJICTaBIeH Ha KOHCHU-

Puc. 2. TunepTpodusa mbiwy 6egep.
Fig. 2. Hypertrophy of the hip muscles.

Puc. 3. TunepTpo¢us mbiw roneHe.
Fig. 3. Hypertrophy of the shin muscles.

JIMyM C y4aCTHEM HEBPOJIOTa, ITOCJIe KOTOPOTO GBI HaIlpaB-
JIEH Ha M€JUKO-TEHETUYECKOE€ KOHCYJIbTUPDOBaHUE.

Kaunuueckuil duazno3d u pexomendayuu. 3akoueHue
MEOIUKO-TEHETUYECKOTO KOHCYJIbTUDOBAHUSA: HACJIECTBEH-
Has MbliegHas aucrpodus Muomm. I'nnepdepmenremus.
TomosurorHass mytanus ANOS. Puck s cubcoB mpo-
Ganma — 25%, IS TIOTOMCTBA — HE3HAYHTEHHO IPEBbI-
IaeT OOIIENOYJISIIUOHHBIH.

PexomendosaHo:

1. OrpannueHne GU3NUECKUX HATPY30K: UCKIIOYUTH CH-
JIOBBIE CIIOPTHBHBIE TPEHHUPOBKH, H30eraTb IepeyToMJIe-
HUA.

2. M3beraTh mpueMa JIEKAPCTBEHHBIX IPENApaToB W3
T'PYIIIBI CTATUHOB.

3. 9HMT — pa3s B roji; HabJII0/IeHYIE HEBPOJIOTA.

4. duekTpokapuorpadus — pas B ToJl.
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Takum 06pa3oM, ITOJydeHHBIE Pe3YJIbTAThl ITO3BOJIMIIH
JINaTHOCTHPOBATh MBIIIEYHYIO JIUCTPODUIO € MO3[HUM Jie-
610TOM, IIPH KOTOPOH IIEPBUYHO BBIABJIEHHas runepdep-
MeHTeMUsl fABJIAJACH NPU3HAKOM JIeT€HEPATUBHOIO II0-
BPEeXXZIEHUA CKeJIETHOU MyCKyJIaTyphl.

ITpu siBKe B OKTAOpE 2023 T. 3kay100 IMallMeHT aKTUBHO He
NIPeBABIISII, B aHAJIN3AX MO-TIPEKHEMY COXPAHSAJIUCH T10-
BBIIIEHHbIe ypoBHH TpaHcamuHaz u KOK (AJIT — 204
En/n, ACT — 235 Ex/n, KOK — 8856 Ex/in), npu ocMoTtpe
obpaiany Ha ce6s1 BHUMaHNEe KOMIIEHCATOPHASA THIIEPTPO-
¢usa mpim 6epa ¥ TOJIEHH IPU COXPAHEHHBIX 00beMe U
CHUIE MBIIIIL CIIMHBI U BEPXHETO IIJIeYeBOro nosca (puc. 1—
3). lucriaHcepHas sBKa K HEBPOJIOTY ObLiIa Ha3HA4YEHA HA
OKTSAOpB 2024 T., OTHAKO B YCTAHOBJIEHHBIH CPOK IAI[UEHT
Ha IIpHeM He SIBHJICS.

ITpu siBKe B peBpasie 2026 T. 3kaio0 HaIUeHT aKTHBHO He
npexbABisAeT, GUTHeCOM He 3aHHMaercA. IIpu ocmorpe
KOMIIEHCATOpHAsA TUnepTpodusa MbILII OeZpa U TOJIEHH CO-
XpaHseTcs Ha TOM JKe YPOBHE, 4TO U B 2023 I. B ananusax
COXPaHAIOTCA MOBBIIIEHHbIE YPOBHU TpaHcamMuHa3 u KOK
(AJIT — 90 Exn/n, ACT — 86 En/n, KOK — 4739 En/n).

O6cyxpaeHune

YuureiBast Bo3pacr jiebrora 3ab6osieBanust (17 JIET), OTCYT-
CTBUE SPKOH KJIWHUYECKONH KapTHUHBI CO CTOPOHBI KakK
OIIOPHO-/IBUTaTEJIbHOTO aIlllapaTa, TaK U JPyTUX OPraHoOB U
cucreM, a Takke nopbllieHre ypoBHA KOK B 50—170 pas
OTHOCHUTEJIBHO HOPMaJIBHBIX 3HAUEHUH, TAHHBIH THUII MbI-
MIeYHON ANCTPOGUU OTHOCUTCA K AUCHEpPINHONATUAM.
ITockosbKy 1uchepJIHHONATHH MOTYT COIIPOBOKAATHCA I10-
BBIIIIEHWEM YPOBHEH TpaHCAMUHA3 BHEIEYEHOYHOIO Te-
Hesa [8, 9], B psAJie cIyuaeB, aHAJIOTUYHO HAIlleMy, IIEpPBO-
HaYaJIbHO y TAKUX JIMI MOKET OMINOOYHO JUATHOCTHUPO-
BaTbCA I€YEHOYHAs Iaroyiorusd. Ha ceropHAIIHUE JeHb
OIIMCAHO 4 BHU/A AuChEPIUHOIATHH.

Tax, g5t muonatuu Muomu Tuna 1 (MMD1) xapakTepHbI
J1e0I0T B IOJIPOCTKOBOM WJIM PAHHEM B3POCJIOM BO3PACTE,
paHHAA U Ipeobsafaonias IUCTaIbHAA MBIIIEYHASA CJIa-
6oCTh, IMOparkarollas HIDKHHE KOHEYHOCTH, OCOOEHHO HK-
POHOKHBIE U KaMOAJIOBUIHbIE MBIIIIBI, IIOPasKEHNE BepX-
HUX KOHEYHOCTEH BCcTpeuaeTcs pexe. Boje3Hb MeIeHHO
IIporpeccupyer, B Hayase 3a0osieBaHus O0JIbHbIE HE MOTYT
CTOSTh HA LBIIOYKAX U IIOJHUMATBHCA IO JIECTHHIIE, II0-
SIBJIAIOTCSA TPYZHOCTHU IIPY IIPBDKKAX, C FoIaMu ¢1aboCTh U
atpodus pacnpocTpaHAmTca Ha Oegpa U ATOJUYHBIE
MBI, HA MTO3JHUX CTAIUAX MOTYT IOPAKAThCA MBIIIIBI
IIeva M IpeJIiedbs CO CHIDKEHUEM CHJIBI XBaTa, MEJIKHe
MBIIIIBI PYK IIPX 3TOM COXpaHeHbI. IIpy JOI0THUTETEHOM
00CJIeI0BAaHNY Y TAKUX JIUI, OTMEYAETCs IOBBIIIEHNE KOH-
nentpaiuu KOK B ceiBopoTke (B 20—150 pa3 Boitiie BI'H).
ITpu Guoncun aTpodUIHBIX UKPOHOKHBIX MBI OOBIYHO
BBIABJIAIOTCSA BBIPAYKEHHBIN (GUOPO3 U 3aMellleHre MbIIIey-
HBIX BOJIOKOH KHPOBOH TKaHbIO [1—4].

[TosICHO-KOHEYHOCTHAsA MBIIIeYHas AUCTPOdUA perec-
cuBHoro tuma 2 (LGMDR2) ne6ooTupyeT B mOPOCTKOBOM
BO3pACTe WJIU [T03Ke, IIPOTPECCUPYET MeJJIEHHO U XapaKTe-
pusyeTcs paHHUM Pa3BUTHEM IIPOKCUMAIbHOU MBIIIEYHOHN
craboct B MbIHINax Tasa. Ilo Mepe IpoOrpeccHpOBaHUA

(opmupyercs Tak HaspIBaeMas «IIOXOZKA AUCHEPIHHA»,
o0ycsioByieHHasA aTpodUeH YeTHIPEXIJIABON MBI Oe/pa,
a Tax)Ke IOPAKAIOTCA MBIIIIBI IJIedeBoro mnosica. Otmeva-
eTcs MaccuBHOe noBblIeHne ypoBHa KOK B cpiBOpoTKe (B
50—200 pas Beile BI'H), coxpaHsomeecs Ha IPOTAKEHUH
Bcell 6osie3HU. C IOMOIIBI0 KOMIIBIOTEPHOU TOMOTrpaduu
(KT) wiu marHutTHO-pe3oHaHcHO# TOoMorpadbuu (MPT)
MOJKHO BBISIBUTDH CYOKJINHUYECKOE ITOPAXKEHUE U JUCTATIb-
HBIX MbIII. [Ipy nceseloBaHMN MBIIIEYHOH OUOIICHUU BbI-
ABJIAIOT Pa3JIMYHBlE Pa3Mephbl MBIIIEYHBIX BOJIOKOH, yBe-
JINYEeHNEe COeUMHUTETbHOU TKAHH, KUPOBBIE OTJIOKEHU,
WHOIZIA BOCIaJieHHe, HeKpo3 U (GUOpO3HbIE H3MEHEHUsd
MBIIIIEYHBIX BOJIOKOH [3, 4].

JucraspHas MUOIIATUSA C ITOPaXKEHUEM IepeiHel 60JIb-
mebeproBoii koctu (DMAT) /1e610TUpyeT B [O/IPOCTKOBOM
BO3pacTe, XxapakrepusyeTcs 6osiee GbICTPBIM IIPOIPECCHPO-
BaHUEM C IIOPa’KEHUEM BepXHeU JacTé 00JblIe6eproBbIX
MBIIII, BBI3BIBAasA 1a6OCTh HOI' U OTBHCAHUE CTOIIBI, YTO
IIPUBOJUT K MHBINJU3AINH B TeUeHUE 10 JIET OT AebioTa
3abosieBaHuA. QUKCHpPyeTC YMEPEHHOE ITOBBIIIIEHHE KOH-
nenTpanuu KOK B chIBOPOTKE KPOBH (B 20—70 pa3 BbIIIE
BT'H). ITpu Guonicuy MBIIIIL BBIABJIAIOTCA YMEPEHHbBIE MUO-
IaTU4YecKre u3MeHeHus [3, 4].

BeccumnTomHas runepkpearnHdochaTKUHA3EMHUA Xa-
paxkTepusyeTcs BBIPA’KEHHBIM IIOBBIIIEHHEM KOHIIEHTpA-
nuu KOK B CbIBOPOTKE KPOBH U OTCYTCTBHEM SABHOTO II0PA-
skeHUsA MBI, OZHAKO JaHHBIN (HEHOTUNI OOBIYHO CUHTA-
€TCsA IIPeJICUMIITOMHBIM IIPOSIBJIEHHEM MHOIIATUH y Yes0-
BeKa, y KOTOPOr'O B KOHEUHOM HTOTe Pa3BUBAIOTCS MBIIIIEY-
Hasi citaboctb u atpodust [3, 4].

ITomumo MPT, KT, 9HMI 1 6HOICHM MBIIII], B JUATHO-
CTHKY AuchepJIUHONATHH BXOJUT HWMMYyHOIHCTOXHMUYE-
CKOEe HCCJIe/IOBaHNe MBIIIEYHOH TKAaHU Ha CHIDKEHHOE CO-
Jlep’KaHue, OTCYTCTBHE WJIM aHOMAJIbHBIN AucdepsuH, a
TaK)ke reHeTHYeCcKoe TeCTUPOBAaHME Ha HaJau4yue MyTalui
rena DYSF [3, 4, 9].

Ilenu Tepanmuy BKJIIOYAIOT COXPaHEHUeE IOJIBYKHOCTH U
(PYHKIIMOHATPHON HE3aBUCUMOCTH IANEHTA, JIeUeHUe CO-
IIyTCTBYIOIIUX OCJIOXKHEHWH W MaKCHUMAaJIbHOE IIO//IeprKa-
HUe Ka4yecTBa KU3HU.

Jlns obecriedeHUs ONTHMAJIBHOTO JIEUeHUs PEKOMEH/Iy-
eTcA MeXTUCHUIUIMHAPDHOE JIedeHNe, BKJII0Yalolee OpTo-
IeigecKye nocobus, GU3NOTEPANINIO U KHHE3UOTEPAIIHIO.
B cBsA3M ¢ TEM UTO MMAIMEHTHI ¢ MBIIIIEYHOH JIeTeHeparen
W3-32 MBIIIEYHON JUCTPO(UU IIOJBEPIKEHBI IOBBIIIEH-
HOMY PHCKy IIOBPEKJIEHHs MBIIII, BBI3BAHHOTO du3nye-
CKUMHU YNPOKHEHUAMH, PEKOMEHyeTCA II0//IePKUBATh
aJIeKBaTHYIO I'H/IpAaTAlMIO U n30eratb GU3NIECKUX yIpaxK-
HEHHUU BBICOKOH WHTEHCHUBHOCTH [3, 5—7].

B kauecTBe 5KCIIEpUMEHTAIBHBIX METO/IOB JIEUEHUS HC-
TIOJTB3YIOTCS TAKHe IIPeraparsl, KaKk 33eTUMHUO /1A CHUXKe-
HUA HAKOIUJIEHUS JIMIIH/IOB B MBIIIEYHON TKAHU; UHTUOH-
TOPBI IIPOTEACOM, ITOTEHIIMAIBHO CHIDKAIOIINE IIPOBOCIIA-
JTesbHble U GubpoTHyeckue GaKkTOPhl; TaJeKTHH-1 U Ta-
JI0QYTUHOH, NTOTEHIINAJIBHO CTUMYJIUPYIOIINE peraparuio
MBIIIIEYHON TKaHU; alleTHIIUCTeNH, OKa3bIBAIOIUY aHTHU-
OKCHU/IAHTHOE /IeHCTBUE, U IVJITHA3€eM, TOBBIIIAOITUN MbI-
IIEYHYI0 COKPAaTHMOCTb. B KauecTBe MOTEeHIIMATBHBIX METO-
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JIOB JIEUEeHHS B HACTOsAIIee BpeMsA M3YJaIOTCSA TaKWe IIOf-
XO7Ibl, Kak 3aMeHa u pefaktupoBanue renoB CRISPR/Caso,
IIPOITYCK 3K30HOB C TIOMOIIBI0 AaHTHUCMBICIOBBIX OJINTOHYK-
JIEOTH/IOB U TPaHCIUIaHTAI[UsI MHOOIacToB [3, 5—7].

IIporaos npu JaHHOU NATOJIOTUU BAPBUPYET OT AJIUTEIIb-
HOU KOMITEHCAIIY Ha YPOBHE MBIIIIII IUCTAJIBHBIX OT/IEJIOB
HIDKHUX KOHEUHOCTEH /10 MOTePU CIIOCOOHOCTU K CaMo-
CTOATEJIPHOMY IIEPEJIBIIKEHHI0. B JmTeparype OmucaHbI
CJlydad KOMIIEHCATOPHBIX TUIEePTPO(Uil MpHU MHUOIATHAX,
yale 00beKTUBHO BBIABIIAEMBIX MeTogoM MPT. B uactHO-
cry, ;11 MMD1 npu BoBjledeHUHU B ATOJIOTUYECKUN IIPO-
Imecc MeINaIbHON TOJIOBKM MKPOHOXKHOU M KaMOIOBH/-
HOH MBIIII XapakTepHa KOMIIEHCATOPHAasA TIHUnepTpodus
m. sartorius u m. obturatorius externus [10], 4T0, 10-BU-
JIUMOMY, ¥ HabJII0/[aJI0Ch Y HAIIIETO Mal[UeHTa.

3aknioueHue

Muonatua Muommu — pefkas IaTOJIOTUA ¢ ayTOCOMHO-
pellecCCUBHBIM THUIIOM HacCJe0BAHUA, YaCTO IPOSBIIAIO-
1ascs NepBOHAYAJIbHO TOJIBKO MOBbIIIeHHeM ypoBHA KOK
U, pexe, TPAaHCAMUHA3, B CBA3U C YeM CHEKTp AuddepeH-
[OHaIBHON IMATHOCTHUKY IIPEZCTABIIAETCS OUeHb ITUPOKHIM.

JlaHHBIE COCTOSAHHSA OIIUOOYHO MOTYT OBITH CIIyTaHBI C
MHOJKECTBOM JIDYTHX IIATOJIOTWH, HAYMHASA OT CEPJEYHO-
COCY/IMCTOM U MEeYEeHOYHOH W 3aKaH4YMBas IIePBUYHOMN IIa-
TOJIOTHIeH HEPBHOM CHCTEMBI.

Yacro Bpauu IEPBUYHOTO 3BE€HA HE 00JIaZJAI0T JOCTATOY-
HBIMH 3HAHUSAMH O JIAHHBIX 3200JI€EBAaHUAX, B CBA3H C YeM
OHH JIOJITO OCTAIOTCA HEAMATHOCTHPOBAHHBIMH, U CTATH-
CTUKA JTAHHBIX cIy4daeB B Poccutickoit @enmepanyu 10 CUX
IIOp HEM3BECTHA.
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