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Jucgepaunonamuu npedcmagasnom co6oii peHomunu1ecku eemepoceHHy0 epynny HepeHO-MbluleyHbX 3a001eeanuii. Bnepevie oHu Gviiu
onucanwl anouckum asmopom Muowu Kak ducmanvhas gopma mviweunoil ducmpoguu. C mex nop ux KAUHUHECKUL CheKmp HOCIMOSHHO
pacuiupsiemes U 8Kar4aem Kak npoxcumanvuyio gopmy (LGMD 2B), mak u npaxmuuecku acuMnmomHwle cay4au, OUaeHOCMUpyemble AUllb
no eunepkpeamungpocgoxunazemuu. Knunuueckuii ocmomp, MoludevHas GU3yaru3ayus U UMmMyHosucmoxumuueckuil ananus (exaovas Western
Blot) — neobxodumvie uccaedoganus, npedsapsroujue MoAeKYAApHYIO duaeHocmuiky mymanmuoeo eena DYSF. /s ducghepaunonamuii
He XapaKmepHa Koppeasyus 2eHOmun—peHomun, 8 c8s3u ¢ yem cnekmp 00HaApYICUBAEMbIX MYMAauil Kpaiine 6eaui, a onpedeneHue Xxapax -
mepa meuenus 3a001e6aHUs 3aMPYOHUMENbHO, XOM S 8 Yeaom pasgumue 604e3nu docmamouro meonenHoe. [lamoghusuonoeus ducgepauro-
namuii cmanogumcsi 6onee NOHIMHOI nociae 00ssCHeHUsl 08YX (heHOMEeH08: OUCPHYHKYUU CUCEMbl Penapayuy Memopansl, 8 Komopoi ouc-
hepaun uepaem 8asicHyr0 poab, U Ype3mMepHO20 80CHANUMEAbHO0 OMEema ¢ yyacmuem GaKkmopos KoMNAeMeHMAa U UMMYHOKOMNEMeHMHbIX
Knemok. Hceaedosanue smux 08yx 60npocoe no3eoaum 6 6yoyujem paspabomams coomsemcmsyoujue ae4edHsie n00xoobl.

Karouesvie caosa: oucghepaunonamuu, oucepaun, muonamus Muowu, ducmanvras muonamus, OUCMAAbHAS MUONAMUSL C NEPEUUHBIM

nopasiceHuem nepedreeo 10xca eonenu, LGMD 2B, mviuweunas ducmpous, memOpanHas penapayus, MuHuoucgepiuH

JucdepanH oTHOCUTCS K MEMOpaHHBIM OejIKaM, ero
OCHOBHOU (DYHKIIMEH SIBIISICTCS yJacTHMe B perapaiiu
MBIIIIEIHOI MeMOpaHbI. OH SBIISICTCS 00bEKTOM U3YUCHMUS
Kak ¢ (hyHIAaMEHTAJIbHBIX, TAK M C TePaIIeBTUICCKUX T10-
suunii. CeroaHs mnoHsTue «auchepauHonatus» (AIT)
00beIMHSICT KaK MUHUMYM 4 KIMHUYECKNX (heHOTHIIA:
IUCTaTbHAS MUOTIATHS MHOIIN, ayTOCOMHO-PEIIeCCUBHAS
MBIIIeYHast qucTpodus tuma 2B, qucraabHass MAOIIATHS
nepeaHero joxa roneHu (DMAT) m tak Ha3bIBaeMbIe
IIPOKCUMAaTbHO-TUCTaIbHBIE (popMbl. K 3TOM Kateropuu
OoJre3He TakKe IMPUOJIIKAIOTCS HEKOTOPBIe (hOPMBI TH-
nepkpeatuHochoknHazemun (rurep KO Kemmn) 1 ices-
nmoMeTabommaeckre cuHapoMsbl. 1T gatiie BEISIBIISTIOTCS BO
B3POCJION TIOMYJISIIIUM M XapaKTePU3YIOTCS Ie(UIINTOM
nucheparHa pa3HO CTEIICHN!.

Hcmopusa Bonpoca

Brnepsnie 111 Obuta onrcaHa SIMTOHCKUM UCCIea0BaTe-
sieM Muoiiu B 60-x rogax XX cToJIeTHsI, XOTS CaM TEPMUH
BOIIIEJT B JIUTEPATypy 3HAUMTEIBHO TMO3Xe — B 1998 1
IlepBble nyOaAMKaLuy ObIIM HA SITOHCKOM SI3bIKE, U JJIsI
IIMPOKON HAyYHOU OOLIECTBEHHOCTM OHU OCTaBaJlUCh
HeusBecTHbIMU [1]. B mocienytomemM ObuUTM cUCTEMATU3U-
pPOBaHBbI Cilyyau AMCTaaIbHON (DOPMBbI MBIIIEYHON TUCTPO-
¢un B ceMmbsix, IPOXMBAKOIIMX BOJM3U BHyTpeHHero
SnoHckoro Mops [2]. [l1aBHOM KIIMHNYECKO 0COOEHHO-
CTBIO TAHHOW MBIIIEYHON TUCTpOoPUM ObUT TUCTATLHBII

XapakTep IopaXkeHusI MBI HoT. EBporeiickue u cese-
poaMepUKaHCKUE MCCAeIOBATEeIN OIMMCAIN CXOXHUE CIIy-
Yay, 9YTO YKa3bIBaJIO Ha TTIOBCEMECTHYIO PaCIIpOCTpPaHEH-
HOCTh JaHHOH «HOBOI» (DOPMBI MUOTIATUN. AYTOCOMHBII
TUT HACJICIOBaHMS, OTHOCUTEBHO ITO3THUI IeOI0T, 13-
OMpPaTEILHOCTD MTOPaXXaeMbIX MBIIIIIL HOT, 3HAYNMOE TI0-
BeImeHue KpeatnHdochokuHasbl (KPK), oTdernvBbie
IVCTPO(pUIECKIE ¥ BOCTIAIIUTEIFHBIC TIPOSIBIICHNS B MBIIII-
ax — BCe MEPEUYMCIeHHBIE CUMITOMBI OBIIT BHIOPAHBI
B Ka4eCTBE AMArHOCTUICCKUX KPUTEPUEB, UTO TTO3BOJIIIIO
nudGepeHIMPOBaTh JaHHYIO (DOPMY OT ITPOIMX TUCTATb-
HbIX MUOIIaTUi, onrcaHHbIX Benanaepom, Honaka, Map-
Kecbepu u [purrcom, a no3gHee U Yiaom.

B 1990-e rogsl MHOrMe MCCaenOBaTEIN 3aHUMAIUCH
TIOMCKOM TeHa, OTBETCTBEHHOI'O 3a MUOIMATHIO MUOIIIH.
I Havaja COBMECTHBIC MCCIIEHOBAHMS TTO3BOIMIN JIO-
KaJan30BaTh TeH JAaHHOW MUOIIATMM Ha XPOMOCOME 2p
B TOM K€ JIOKyCe, UTO M T'€H ayTOCOMHO-PEIeCCUBHOM
MbImeuHoit nuctpoduu (LGMD 2B) [3].

B 1998 1. mocie 0xkecTOYeHHOTO COIepHNIECTBA MEXK-
ny rpynnamu Po6epra bpayHa B bocrone u Keiit bamou
B Hblokacire mpu akTMBHOM y4acTUU (ppaHITy3CKIX UCCIIe-
JIoBaTesIeii He3aBUCHMO JIPYT OT JApyra 00€ KOHKYPHUPYIO-
e rpyImbl KioHuposanu redH DYSF |3, 4]. Heobxonnmo
OTMETHTh, YTO (DPAHITY3CKUIT TAIIMEHT — HOCHUTEb TOMO-
3UTOTHOM stop-myTtanuu reHa DYSF naomonancsa Mutire-
mem ®apno B MHctutyre Muonorum B Ilapimke. BToT

*[lewaTaeTcs ¢ paspemieHus aBropa. OpurnHanbHasg ctaThd «Les dysferlinopathies: au-dela des myopathies distales»
oIyoyimkoBaHa B xkypHaJe «Les cahiers de myologie», 2011, No 4,
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CJIydJaii cTaj TOBOPOTHBIM MOMEHTOM JUTSI JOKA3aTeJIbCTBA
y4acTusl TaHHOTO TeHa B pa3BUTUU MUOTIaTUX MUOLIHN.

Oka3zajioch, 4to TeH DYSF xonupyeT paHee HEM3BECT-
HBI MBIIIEYHBII TTPOTEHH TUCHEPINH, KOTOPHINA TTOTYIIIT
CBOE Ha3BaHME OT OeJika hepiiMHa, OOHAPYKEHHOTO Y KPY-
rioro uepBsi C. elegans v y9acTBYIOIIIETO B IIPOIIECCE OTLIO-
JIOTBOPEHUSI U PETIPOMYKIINN, KomupyeMoM reHoM FER- 1.

IIpumenenue Jlynzoii AHAEpCOH TIOJIyKOJIUYECTBEH-
HBIX METOAMK, B TOM uncie Western Blotting, B usyuyenumn
nucheparHa W OOJIbINasl TOCTYITHOCTh IIPOCMOTpa TeHa
DYSF T03BOJIVUIM TIO3Xe MPOJIEMOHCTPUPOBAThL PaCIIv-
pstotumiics knuHudeckuit criexktp JI1.

ITomMumo Muonatuu MUOIIM U ayTOCOMHO-PELIECCUB-
HOI MBIIIIeYHOU TucTpoduy ThIa 2B, MyTalmm ObLTN TaK-
K€ 0OHAPYKEHBI U B «IIEPEXOIHBIX» (hOPMaX — TaK Ha3bI-
BaEMbIX MTPOKCUMATbHO-AUCTATbHBIX, JUCTAIBHOW MHO-
matuu nepenHero yoxa (DMAT) [5] u pu HEKOTOPHIX
dopmax runepKDKemnu [6].

B ¢BA3Y C ynpoLLennem AUarHoCTUKN CTasno 0YeBUAHO, YTO pac-
npoctpaHeHHocTb [l 3HaunTeNbHO Bbllle, Yem npearonaranoch
paHee. Cpean Hux Muonata Miuowwn — Hanbonee yacto Bcrpe-
yaemas Gopma AucTanbHoli Muonatun. 113-3a oTcyTcTBUA BCeod-
LLero HaLVOHANIbHOTO PerucTpa noka HeBO3MOXHO OnpefenuTb
TOYHoe yucno naunentos ¢ AMl. Tem He MeHee 6a3a AaHHbIX Mo
myTaumnam UMD-DYSF, co3panHaa 8 Mapcene coBMeCTHo ¢ ceBepo-
amepuKaHCKoil accoumavmeli 6onbHbix Jain Foundation, conepxut
Kak MUHUMYM JaHHble 0 150 naumeHTax 8o OpaHuyn u 0 600 —
B0 Bcem Mupe. JIl1 6onbLue pacnpocTpaHeHbl B CTpaHax, AnA KoTo-
PbIX TPaAULIMOHHbI 613K0POACTBEHHbIE Gpaky, Takue kak Marpub,
CTpaHbl banxHero BocToka (Hanpumep, WpaH) u nonyoctposa
npocraH, B Kotopbix [T moryT coctaBnath A0 30 % ayTocOMHo-
PeLiecCVBHbIX CyYaeB MbILLEYHOA AUCTpodUM B3pocablx. Pac-
npegenexe [l Ha oTaenbHble GopMbl B 3aBUCMMOCTY OT CUMATO-
MAaTUKW BapbuUpyeT Mo AAaHHbIM Pa3HbIX UCCNEAOBAHMIA: TeM He
MeHee AUCTafbHAaA muonartua Tuna Muowm u ayToCOMHO-
peLieccviBHaA MbllleyHas Anctpodusa Tuna 2B no-npexHemy co-
CTaBNAIOT NofaBnAioLLee bonbLunHcTBO — ot 80 40 90 % Cyyaes.

Pa3xooGpa3ue KNUHUYecKoil KapmuHbl

B GonbIIMHCTBE clTydyaeB OCHOBHBIMY KIIMHUYECKUMU
npusHakamu J1I1 g9BigioTcst mporpeccupylomast Mbleu-
Has ¢J1ab0CTh U KpaitHe n30upaTtesibHas MbIIIeYHas aTpo-
dust. Yaie Bcero 3abosieBaHE OTYETIIMBO MPOSIBIISIETCS
1 HauMHAET TporpeccupoBath nocie 20 JieT, mTpuHuMas
pasHbie peHoTunnuecke GopMsol [7].

JucransHaa muonatusa Muomm — Hanbosiee TUTIMYHAS
1 pacripoctpaneHHas popma JII1. BonbImHCTBO ManmeH-
TOB XaJIyIOTCS Ha TIPOrpeccUpyloliee HapylIeHe OXO/I-
KW, BO3HUKIIIEE B ITOJAPOCTKOBOM BO3pacTe, pexe B bojee
paHHue ronubl. B penkux cirydasix 00Jie3Hb MPOSIBIISIETCS
nocne 40 net. JIoMuHUPYET NmopaxkeHue TOJIeHe 1 CTOII.
XapakTepHbIe Kajl00bl B 1e00Te 00J1e3HU 3aKJIF0YaTCs
B TPYAHOCTHU MPU BCTaBAHWUM Ha MajbLbl, CIA00CTH MPU

xomp0e Ha HockaxX. Ha HavapHOI CTamuy CMMITTOMATHKA
4acTO MOXET KacaTbCsl TOJIbKO OJHON KOHEYHOCTU. Jlo-
CTaTOYHO OBICTPO MKPOHOXKHBIC MBIl YMEHBIIAIOTCS
B 00BbEME M TEPSTIOT IIPUBBIYHEBIC OYEPTAHUS, B KOHEYHOM
utore oHM aTpodupyroTcs (puc. 1). Hapacrarorme ciox-
HOCTHU ITPY BCTaBaHMY HAa HOCKU TIPUBOJIST K TOMY, YTO T1a-
IMEHTHI HAYMHAIOT aKTUBHO CTaIITHIBATh Ka0JIyK, UTO TIPH-
BOAUT, TT0 00pa3HOMY BhIpaxkeHU0 Monru ben Xamuna
(MuCcTuTyT PabGaTta B TyHmcCe), K pasBUTHIO «CHMIITOMA
JMOMAIITHUX Ty(heJIb WU TallOueK».

Puc. 1. Buewnuii 6ud nayuenma ¢ ducmanvhoti muonamueii Muowu
u pesyavmamot M PT-uccaedosanus ckenemHbix Mululy, mazog02o nosica u bedep

MHorpa nmauueHT o0eCroKOeH CHUXXKEHMEM oObeMa
00erX NKPOHOXHBIX MBbIIIILI, PA3BUBILIMMCS B TEUEHUE HE-
CKOJIBKMX THe# wim Hemellb. OCOOeHHO 3TO XapaKTepHO
IUISL JIALL C XOPOIIIEeN CITOPTUBHONM ITOATOTOBKOM, YTO Ha
YIMBJIEHUE LIMPOKO paCHpPOCTPAHEHO Cpear OOIbHBIX MU-
onatveid Muoiu. B HEKOTOPBIX cllydasix 0OHapy>KMBaeT-
cs JIoxKHas rncepnodeduueckast KapTuHa B BUae 00J1€BO-
IO CUHAPOMa, OTeKa B 00J1aCTU UKPOHOXKHBIX MBI U JIO-
KaJTbHBIX BOCITAJINTEIEHBIX U3MEHEHUI [§].

Ha HavyanbHbIX CTaaMsIX MU3BMEHEHHWI CO CTOPOHBI IPYTUX
MBIIIIII, KaK MPaBUJIO, He BeIIBIsIeTcs. CrubaTesin 1 pas3ru-
0arTesu MajbLEB CTOI JOJIT0 OCTAlOTCS MHTAaKTHBIMU. B Xxone
3a00J1eBaHMsI B [TATOJIOTMYECKUI MTPOLIECC MOTYT BOBJIEKATh-
CsI MBILILIBI 3aIHEU TTOBEPXHOCTU Oe/ipa U B MEHBILIEH CTe-
MEeHU STOIUII, & TAKXKE MbILILIbI 3aNICTUi U nayiblieB. [Tpu
5TOM MBIIIIIBI, (PUKCUPYIOIINE JIOMATKY, He CTPanaloT, 4T
onpenessieT OTCYTCTBUE CUMITOMA «KPbUIOBUIHOM Jionar-
Ki». HecMoTpst Ha yMepeHHBIH 1eUINT GYHKIINNA MBITIIIT
crubarese mieda, B 00J1aCTM KOPOTKOI TOJIOBKU aTpodu-
POBAaHHOM ABYIJIaBOI MBILILBI T1JIe4a (POPMUPYETCS CHELN-
(pryeckmii 1 HEMOCTOSTHHBIN (DeHOMEH, MPOSIBIISIOINIACS
TOJIBKO TIPW CTMOAHWM W Ha3BaHHBIM Mutenrem Papmo
«CUMIITOM IapuKa» (puc. 2), MpUINHA Pa3BUTHUSI KOTOPOTO
JIO CUX TIOP OCTaeTCsl HeM3BECTHOI [9].
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Puc. 2. Domo naeua u MPT-cnumok naeueswix motuiyy. NB!
«Illapukx», o6pazyemviii Guyencom naeua, u e2o u3oupamenvHoe
nopaxcerue, sudumoe npu MPT-uccredosanuu

AyTOCOMHO-pelecCHBHASI MbIIIEYHAS] TUCTPO(DUS THNA
2B (LGMD 2B) ropasmo 6omnee penkast (popma I, mpu
KOTOpOU TIpeo0IagaloT M3MEHEHMST MBI TTPeuMyIIe-
CTBEHHO Ta30BOTO MosicoB. Bo3pact manudecrammu 3a60-
JIeBaHUs OoJiee BapradesIeH, YeM ITpY MUOIIaT MUoIm.
B ne6rote xkamo0bl JOCTaTOYHO CTEPEOTUITHBI: HEJIOBKOCTh
IIpX XOIB0OE VI ITOABEME T10 JICCTHHUIIC, MHOT/IA TTafICHMSI.
Bosb B MBIIIIIIax BeTpeyaeTcs ere pexke. Bo3amoxHo code-
TaHME TUCTATHHOTO TTOPAKEHUSI C BOBJICUCHUEM MBIIIIIT Ta-
30BoT0 mosica. Ha pa3BepHyTOl cTamny CHUMITOMaTHKa
CXOXa ¢ IMPOKCUMAaTbHO-IUCTAIbHON (popmoii. B Heko-
TOPBIX OOJIBPIIMX CEMbSIX MHOTMMM aBTOPAMH OTMEUYEHO
coueTaHMe KIMHUYECKON KapTWHBI THITa MWUOIIn
n LGMD 2B [10, 11], mopoit naxe cpeny ABOIOPOIHBIX
OpaTbheB U cectep [12].

JucranbHas MEONATHSA C IEPBUYHBIM MOPAXKEHUEM Nepe/-
Heii rpynmbi Mbin rosienn. B 2001 . M3abens Mina onucana
IIOBOJILHO peakuii BapraHT AI1 ¢ repBUIHBIM TOpaXkeHuEeM
TIepeTHel TPYIITBI MBI TosieHei. CeromHst 3Ta (popma 13-
BecTHa 1o Ha3BaHueM DMAT (aHri. distal myopathy with
anterior tibialis onset — mycTaNbHAS MUOTIATHS C TIEPBUYHBIM
TTOpakKeHWEeM TTepeTHel TPYIITBI MBI TojieHn) i DACM
(anT. distal anterior compartment myopathy — IuACTaJbHasI
MMOITIATUS TIepeaHEl TPYIITHI MBI TOJIeHN). MOTOPHBII
TIeOUITUT TIPOSIBIISIETCS B TIEPBYIO OUEpe b CBUCAIOIIEH CTO-
noit u crermaxeM [5]. [1o Mepe pazBuTust 601e3HM U3MEHE-
HMST MBIIIIT paCIIPOCTPAHSIIOTCST M HA 3aTHIOIO TPYIIITY TOJIe-
Hu. Ilpu 31Ol (hopMe MALIMEHTOB CHadaja OIIMOOYHO
KBaJTM(UIIMPYIOT KaK OOJBHBIX ¢ Oone3Hbio [llapko—Ma-
pu—TyTa unu gucranbHO Mmuonatueii Turna Honaka. Muo-
natuss Muomm u DMAT MoryT cocylecTBoBaTh B OJHOM
cembe. Tak, OMHOMY 13 WICHOB KaTaJIaHCKOM CEMbH TTePBBIIA
IrarHo3 (Muorartvss Mwuomm) ObuT TTocTaBieH B [Tapioke,
a npyromy B bapcenone nmoareepxaeH PMAT.

IIpokcumanbHo-mUCTANBHBIE (hOopMBI — 3TO (HOPMBI,
IIPY KOTOPBIX COYETAIOTCS 2 BEIIIE OIMMCAHHBIX (heHOTH-
na — JAUCTaJIbHbIN U TpoKCcUMabHbIN. [TomoOHass KomOu-

HUpOBAaHHAsl aHaTOMUUYecKass Tororpadus CTaHOBUTCS
OYEBMIHOM ITO Mepe IporpeccupoBaHUs 00Je3HM. DTa
¢dopMa 0COOEHHO TpydaHA JUIST TUATHOCTUKU M HEPEIKO
TIPUBOJINT K ITOCTAHOBKE OITMOOYHBIX TMATHO30B.
Jpyrue kimnndeckue ¢opmbl. OTHOCUTENIBHOE YITPO-
IeHre N3ydyeHus aucdepinHa Ha MBIIIIEYHBIX cpe3axX WIn
meTonoM Western Blotting mo3Boimiao BEIIBUTE NeDUIIUAT
nucheparHa B pa3TUnIHbIX cirydasax (puc. 3). Tak, HeKoTo-
pble n3oapoBaHHbIe Tuiep KO Kemum, BhISIBIEHHBIE TTPU
PYTUHHOM OHMOXMMHWYECKOM aHaJin3e KPOBU, CBSI3aHBI
¢ mytauueii reHa DYSF. Cxoxast cutyanus HabmogaeTcs
TP OIpeaeeHHBIX (hbopMax, Ha3bIBAEMBIX TICEBIOMETA~
0OJIMYECKUMU MUOTIATUSIMU, TIPU KOTOPBIX BETYIIIUM CUM-
TITOMOM SIBJISIETCSI HETIEPEHOCUMOCTh Harpy3oK. Takxke 5To

YacTnyHbIn
nebuumt
avncdepnvHa

MonHoe
oTCyTCTBUE
anchepnmHa

KoHTponb

<—— [uctpoduH

<«—— [uchepnun: 230 kfa
<—— Mwo3nH: 200 k[la

=~

<— KanbnauH

/

<——— Y-CapKornmKaH

Puc. 3. Western-blot multiplex 6uonmama moiuiybl

aKTyaJbHO JUISI HEKOTOPBIX, KpaifHe CIeIn(IeCKNX re-
TEPO3UTOTHBIX CJIyyaeB, MPU KOTOPbIX CUMIITOMATUKA
pa3BMBAETCsI 0OCOOEHHO MEJIEHHO B BUJIE KpaMIli, MUaJI-
TMI M 3HAYUTEJIbHO PEXe — OUYEBUIHOTO MBILIEYHOTO JIe-
¢ummrta. HakoHe1, mMeroTCsT 2 MOJISIPHBIX IO BPpeMEHU
pa3Butus Bapuanra: [I1 y ouens manenbkux aeteit u 11
y JIoeit cTapuecKoro Bo3pacTa. DKCKITIO3MBHBIM OCTaeT-
cd clydail BpOXIEHHON (POPMBI, OIMMCAHHON TPYMITOi
uccnenosareneit uz focnmuransg Can [Tay B bapcenone [13].
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BwmecTte ¢ Tem umeercst HaOMoaeHUEe OpaTa U CECTPhI
C paHHEW TMIIOTOHUEN W YMEPEHHOM 3adep>KKOW ABUTA-
TeJIbHBIX HABbIKOB. JI€TH HaYaau XOAUThb B CPETHEM B BO3-
pacte 19 Mec. YOUBUTEIBHO, UYTO Y MAlIMEHTOB YPOBEHD
K®K ocraBancss HOpMaJbHBIM 10 3-JIETHETO BO3pacTa.
[eHeTnueckoe uccaenoBaHue 0OHaAPYKMUJI0 FOMO3UTOTHYIO
stop-MyTaluio.

Jain Foundation — HekomMmepueckaa accoumauna c raBHbIM
oucom B wrate BawnHrton, CLLA, ocHoBaHa amepuKaHCKoi ce-
Mbeil C IHAEACKUMIN KOPHAMM, CTpadatoLLeit Muonatueli Muowwum.
Accoumanna cTumynupyet U GuHaHpyeT GyHAAMeHTaNbHbIE UC-
CNefioBaHINA 11 noncku Tepanum B o6nactu [l n Takxke exerogHo
NPOBOANT cnelmanu3npoBanHbiii Konrpecc no [N 8 CLUA. Co3aa
NHTepHeT-caitT www.jain-foundation.org, conep<aLumit MHOXeCTBO
none3Hoil iHpopmavmu, Jain Foundation npoBoAWT 3nEKTPOHHYH
MEXAYHAPOAHY0 PerucTpaLuio 60abHbIX ¢ AaHHOI natonorueil.
Accoumanna akTUBHO YYacTBYET B MPOTOKONE MO KNMHUYECKOMY
MCCNef0BaHMIo, NOCBALYEHHOMY OnKcaHNIo Xoha pa3suTua Al.

...l MHOXeCMBO UarHocmMuyecKux owubok

JIT rmpomorkaioT 0cTaBaThC MPUINHON MHOTHX TH-
arHOCTUYECKUX OIMOOK. C OMHOI CTOPOHEI, TTIOTOMY, UTO
CHMIITOMATHKa MOXET OBITh OOMaHYMBOM, C JAPYyroit —
M3-32 HEIOCTAaTOYHOI OCBEIOMJICHHOCTH OOJBIITMHCTBA
Bpauell B 00JIACTM JAaHHOW ITaTOJOTUM. DTO IIPUBOIUT
K TOMY, YTO TMaTHOCTUYECKUI MOMCK TSI OOTBITMHCTBA
MMAIleHTOB PACTITUBACTCSI HA MHOTHUE TOJIHI.

IMpuMepHO B 1/3 caydyaeB BOCITAIUTEIbHBIC N3MEHE-
HUs B OMomnTaTe Mpy JaHHOU (opMe MUOIIATUU TIPUBO-
JUIM K OLIMOO0YHOMY AMArHo3y nojauMuo3urta [6, 9]. Ya-
CTO TTalIMeHTaM Ha3HAYaroT TePaIiio KOPTUKOCTEpOIaMu
U/WIN UMMYHOCYIIpECCOpaMM, KOTOpasi, €CTeCTBEHHO,
sBisgeTcs HeadhekTuBHON. OTCYTCTBUE TTOIOKUTETLHOM
peaKkIIny Ha JIeYeHUE Jallle BCETO U SIBJIICTCS] OCHOBaHUEM
IIJIST TIepeCMOTpa TUarHo3a.

B 6omee pegkux cirydasix, Korma pedb MIET O MBITITeY-
HOM neduIIiTe B CTOME (CBHCAIOIIAsl CTOIA), B MEPBYIO
oyepenpb IIPEANOyaraloT OOKOBOM aMHMOTPODUUECKUIA
ckiiepo3 unu 6oje3Hs Llapko—Mapu—Tyra. MbliieuHast
ouoricus, maHHble 3aekTpomuorpadum (OMI) u moBbI-
meHne KPK, K cyacTeio, moMOraioT OBICTPO pa3pelnTh
CTIOPHBIIT BOITPOC.

[ipyrue KNUHUYECKUE nposBneHus

C y4eToM MpPenMYIIeCTBEHHO ITO3MHETO Pa3BUTHS
TIePBBIX CUMIITOMOB (B cpenHeM B 20 JIeT) PUCK OPTOIICIM -
yeckux medopmanmit mpu JIT B meom Hu3kuii. OmHAKO
MOTYT OOHAPY>KMBATbCsI, OCOOEHHO Y OOJIBLHBIX, UCIIOJIb-
3YIOIINX MHBAIMIHOE KPECI0, KOCTHO-CYXOXKMIIBHBIC Pe-
TpaKLWU JIONBIKEK, KoJIeHel u/wim oenep. Takue mpu-
3HaKM, KakK paedopManuy TMO3BOHOYHUKA (KU)O3,
CKOJIMO3) WU TPYAHOM KJIETKU, He xapaKTepHbl 1ist JIT1.
B ormuume ot mpyrmx mumomnatuit (IMCTpoUHOTATUH,

MBIIIEYHOM nuctpodum Dmepu—/Apeiidyca u ap.), mpu
KOTOPBIX U3MEHEHMSI CO CTOPOHBI Cepilia MouTu 00s13a-
tenbHbl, Tipu JAI1 KapamomuonaTuu HaOJIIOJAIOTCSI B MC-
KJTIOUMTEIBHO penkux cirydasx. CuMmoH Crysep HeTaBHO
omnmmcay KapauoMuomnaTuio y mMeHee 4eM 10 OOJBHBIX,
OCMOTPEHHBIX B [epMaHuU, UTO HE COTJIACYETCSI C pe3yJib-
TaTaMu (PPaHITy3CKUX U CEBEPO-aMEePUKAHCKIX NCCIIEI0-
Banwuii [14]. HecMoTpst Ha Bce BhIIecKa3aHHOE, BceTaa
CJIeyeT OLIEHMBATh COCTOSIHUE CEPIEUHON AeSTeIbHOCTU
B IMHamuke. [1aToaorust Co CTopoHbI JJIETKMUX TaKXkKe He Xa-
pakrepHa 1 JATI1, ocobenHo g Muonatu Muoiu, npu
KOTOPO¥ JIOKAIU3alMs MbILLIEYHOTO MOPaXEeHUSI CIUILIKOM
yiajieHa OT OpraHoB JbixaHusl. B ciydasix ayToCOMHO-
PEIIeCCUBHOM MBIIIIEYHOI AucTpoduu Tuia 2B, mpuko-
BbIBAIOIIIEH MallMeHTa K MHBAJIMITHOMY KPECIY, MOXET Ha-
O101aThCSl YMEPEHHOE CHUXKEHUE XU3HEHHOM €MKOCTU
JIETKUX, He TpeOylolllee BCIIOMOTaTeIbHOM pecrupaTop-
HOM MOAAEPXKKH.

B nureparype, orpaxatouieit usydenue 11, He onu-
CaHbl TAKME OCJIOXKHEHMS, KaK HApyILIEHUE TJI0OTaHUSI, U3~
MeHeHUe (OHALMU, MOPAXKEHUST LIEHTPAIbHOU HEPBHOM
CHCTEeMBbI M KOTHUTUBHBIX PACCTPOMCTB. DTU CUMIITO-
Mbl CUMTAIOTCSI KPUTEPUSIMU UCKITIOUEHUST JAaHHOM MaTo-
JIOTHM.

KnioyeBoe uccnenoBaiue — Mbiieynas 6uoncus

HoromHUTEIbHBIC 00CIeI0BaHNs, Ha3HaYaeMblIe TTPU
TIePBBIX ITOAO3PEHUSIX Ha NUMEIOIIYIOCS] MBIIIICUHYIO TTaTO-
JIOTHIO, YacTO 00JIaTaloT OPMEHTUPOBOUYHON 1IEHHOCTHIO.
B pamMkax aucTaqbHOM MUOIIATUN 3HAYNTEIHFHOE TTOBBIIIIC-
Hue KOK (B 50 pa3 6onbliite HOpMBI) — BECKOE OCHOBa-
HUE U1 UCKII0YeHns Muoratuu Muoim. DM -uccie-
JIOBaHUSI OKA3bIBAIOTCS MaJI0 MH(MOPMATUBHBIMU M TIPaK-
TUYECKU HE CITOCOOCTBYIOT YCTAHOBIICHHIO MrarHo3a. [1pu
DMI 00BIYHO OXMIAETCS HATMINE MUOTIATUIECKOTO T1aT-
TepHAa, KOTOPHI HEe BBISIBIISICTCS TIPUA BHIPAXKEHHBIX JTHIC-
TaJbHO PACIIOJIOXKEHHBIX aTpodusx. B coMHUTETHHBIX
cayyasgx DMTI -uccnegoBanue rmomoraet 1M depeHIIpo-
BaTh YPOBEHD MOPAXKEHUSI — MBITIICUHBIC BOJIOKHA WJI TIe-
pudeprdecKkrie HepBbI (HampuMep, TPy HacJIeACTBEHHOM
CEHCOMOTOPHO HEMPOIIaThM).

B mocitenaee BpeMst HOBBbIE BOBMOXHOCTH HEMPOBU3Ya-
JI3AIIMN MBI CAeIal MarHUTHO-PE30HAHCHYIO TOMO-
rpacduio (MPT) mpaktudaeckn 00s13aTeIBHBIM HCCIeI0Ba-
HueM. MPT no3BossieT aHaIM3UpoBaTh TOMOrpauio MbI-
IIEYHbIX UBMEHEHUU 1, ClieaoBaTebHO, U30UPATEIbHOCTh
BOBJICYCHMST TEX WJIM MHBIX MBIIIICYHBIX TpyIt. [1pu muoma-
T MUOIIIN IaTOJIOTHST MKPOHOKHBIX MBI CJIUIITIKOM OT-
YeTIMBasi, XOTsI 1 HecrienduaHas (cM. puc. 1). [TopakeHnne
MOXET 00HApPYKMBAThCS 3a CUYET 2 COCTABIISIONINX 3aTHUX
TPYIIIT MBIIII] HAKHIX KOHEYHOCTEH: MKPOHOXKHBIX MBIIIIIT
U 2 OJIM3HENOBBIX MBI Taza (mm. gemelli superior
et inferior). Yepe3 HECKOJIBKO JIET IIPOTrPeCCUPOBaHMS 3200~
JIeBaHMSI TOT ke (peHOMEH OOHApPYKMBACTCS B 3aTHEM JIOXKE
Oenep, 3aTeM U B Mbllnuax sroauil. [Tpu apyrux ¢opmax To-
rorpacust TTIOpaskKeHUs MEHSIETCS 3a CUYET TTePEIHIX MBITIIIT
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roneHei. Cienduyeckast atpodust OUIeTrica MOXeT ObITh
O00BEKTUBU3NPOBAHA TAKIM K€ CITOCOOOM.

Pexxumbr STIR/Flair MPT mo3BoJISIOT OLIGHUTH BHI-
PaxkEHHOCTb BOCITAJICHUS U €Tr0 paclpOCTPaHEHHOCTH
B KJIMHUYECKU MHTAKTHBIX o0nacTsx [15].

OTCyTCTBHE IIMPOKO SKCITPECCUPYEMOT0 B IIUPKYIIAPY-
IOINX MOHOIIUTAX AUCHEpIMHA MOXKET OBITh OIPEIeICHO
Py TIOMOIIM aHaIM3a obpaslia KpoBU MeTomoM Western
Blotting. D10 MccaenoBanue, odafaroliee BEICOKOM aua-
THOCTUIECKOM MH(POPMATUBHOCTHIO, TOJZKHO TTPOBOIUTHCS
€ 0c000¥i TIIATEIBHOCTHIO B COOTBETCTBUU C YETKUM ITPOTO-
koJioM. [TomyueHHBIe 00pas3IIbl CIIeMyeT HAIIPABIISITh B TeHE-
TUYECKYIO TabOpaTOPHIO He IMo3:ke 48 1 0T MOMEHTa 3a0opa.

B nonmapsitonieM GOJIBIMMHCTBE KITFOUEBBIM MCCIIEIO-
BaHUEM JIJIS1 TOCTAHOBKM JHMAarHO3a OCTAeTCsl MblILIeUHast
ouoricust. buornrat ciemyet 6paTh U3 OTHOM M3 UKPOHOXK-
HBIX MBIIIII B CJIy4ae MX yMEPEHHOTO ITOpaXKeHUS 00 13
JIeJTBTOBUITHOM MU Y€THIPEXTIABOM MBIIIIIIH.

MpIna BHIISOUT TUCTPOMPUIHON, ¢ MHOXKECTBOM
HEKPOTU3UPOBAHHBIX MBIIIEUYHBIX BOJIOKOH TPU OTCYT-
CTBUM OYEepUYCHHBIX BaKyoJieil. BEIIBISIIOTCS 1 PpU3HAKHA
pereHepauuu. Yacto oOHapyKMBAIOTCS BOCMAIMTEIbHbIE
WHQWIBTPATHI, COCTOSIINE B OCHOBHOM M3 CKOIICHUI Ma-
KpoaroB BOKPYT COCYIOB 1 B 9HIOMU3UN. DKCIIPECCHUIO
nuchepiarHa U3y4aloT B MBIIIEYHOM Cpe3e ¢ ITOMOIIBIO
crietdurueckux aHtutes (tun lamaem). B GonbiimHCTBE
cIyJaeB OOHAPYXMBAIOT ITOJTHOE OTCYTCTBUE AUChEpPIIH-
Ha. Pexke HaOMIODAIOT CHIDKEHHYIO MJIM MO3aWIHYIO aK-
TUBHOCTh. PyTMHHO, a TAK:Ke B COMHMTEIBHBIX CITyJasX C
nomol1ibio MeToauku Western Blotting moarBep:kaaioT oT-
cyTcTBUEe AucdepirHa B MBIIIEYHOM OmMoOITaTe Ooiee
dopmanbHBIM 00pa3zoM (cMm. puc. 3). TeM He MeHee BO
®paHIINK ee WCTOJB3YeT JIMIIb OTPAaHMYCHHOE YHCIIO
nmabopatopuit (Iocrmrans Koman B IMapuke, maboparto-
puu B Mapceine, B JIuone u Jlune).

Haxkownel, MOTyT 00Hapy>KUBaThCS OTIOKCHUS KOM-
IUIeMeHTa. B oTinmume oT BOCHAIMTEIBHBIX MUOMATHIA
antu-HLA I xnacca orpuniarenbHbl. MHOTHE UccienoBa-
tes u3 CIHIA n [epmMannm oOHapYKUJIN TaKKe OTIIOXKE-
HUS aMWJIOWIa, TAaTOTEHETMYEeCKOe 3HAYeHHE KOTOPOTO
ocTaeTcst HesicHBIM [16, 17].

Mouck renemuyeckux mymauuii

Jwuarnoctuka /Il B KOHEYUHOM HTOTe OCHOBaHA Ha
MOATBepKIeHNN feduLnTa 1ucdeparnia u ooHapyKeHUn
naTtoyioruu reHa DYSF.

IIpenmonoxenue o xapakrepe 3a00J1eBaH1s, OCHOBAaH-
HOE Ha BBIIIIE TIepEeUNCIICHHBIX ITPU3HAKaxX (KIMHIIeCKasT
KapTuHa, otTuyeTaBast M PT-BusyanusupyeMast maToJIOTHS
MBI, AePUIUT AUchepIMHa B MOHOILIMTAX M MBIIIIIAX),
MO3BOJISIET TIpoBecTH aHanmu3 reHa DYSF. EquncrBeHHas
reHeTuyeckas yaboparopusi Bo MpaHium, Biageronias
JTAaHHOM METOIMKOM, — 3TO rocruTanb TuMoH B Mapcere.
YuuTteiBasg 00JIBIION pa3Mep TeHa U Ype3BbIYaiHO IIUPO-
KO€ pacnpocTpaHeHWEe TeHEeTMYECKMX aHOMAaJuil, Mpu
MEPBOM aHaJIN3e HepeaKO OOHapYyKMBAIOT JINIIb | U3

2 myranumii. B Takoii cuTyarumu HeoOXOAMMO TTOJYYUTh
PHK-MecceHmxepsl u3 buonrara, 4ToObl JOMOJTHUTH UC-
cJIeOBaHUeE.

Antutena famner

buoxumuk 13 Hbtokacna (Bennkobputanusa) Jlynsa AnaepcoH npeg-
NOXWNA Ha3BaTb aHTWTeNa, UCMoNb3yemble ANA BU3yanu3aLum
AnchepanHa, UMeHeM LUEKCNMPOBCKOTO repos, MpoM3HeCLLero
3HameHWTYI0 Gpa3y: «bbiTb un He ObITb». OT aHrwiickoro To be or
not to be 6bin 06pa30BaH HayuHbIli TepMInH «2B or not 2B».

Myrtanuu reHa DYSF xapaKTepu3yIOTCsSI BBICOKOI
(> 200) BapmabenpHOCTBIO [18, 19]. IIpenMyIiecTBEeHHO
WICHTUPUIIMPYIOT TOUCYHBIC MyTallu W MHCEPIINN/Ie-
JIELIMU HECKOJIbKUX HYKJIEOTUAOB, PEXE — NEIELNN YACTU
reHa. CyIecTByeT HECKOJBKO MYTaIllWii, Ha3bIBaeMBIX
«OCHOBOIIOJIOXKHHUKI», KOTOPbIe 00HAPYKMUBAIOT B CO00-
IIeCTBaX ¢ OJIM3KOPOACTBEHHBIMU OpakaMu y eBpeeB B 13-
paunyie, B HeCKOJIbKUX ceMbsIX pernoHa KactenboH B Mc-
MaHWM 1 B HEOOJBIIION TPYIINE MAllMEHTOB U3 SITTOHWU.
B 3Tux 3THMYeCKMX M TeorpadrIecKr W30JIMPOBAHHBIX
TpyIIIax ¢ KPOBOCMEIIEHEM HepeaKo HaOI0aaloT TOSTB-
nmerue JIIT yepe3 HeCKOIBKO TTOKOJICHUI, UTO TTOATBEPK-
naeT (hpeHOMEH TICeBIOAOMUHUPOBAHMSI.

B Heckonmbkux ceMbsax B 3paniie, B OCHOBHOM B IO -
rpyrmax pomnoM ¢ KaBkasa, ObUIH BEISIBIICHBI TETEPO3UTOT-
HBIC IMIIA. B Takmx ciydasix, Kak MpaBUiIO, OTCYTCTBYIOT
CHMIITOMBI 00Jie3HM. Hapsimy ¢ 3TuM rpyIima ucciaemnoBa-
Teseit n3 bapceoHBI omrcana HeCKOIBKO CIIydaeB ¢ He-
MPOIOJKUTEIBHBIMA MBIIIEYHBIMUA OOJISIMH, CTOMKUM
ymepeHHBIM noBbieHrneM KDOK 1 MuHMMAaTbHBIM medu-
uTOM IucepiarHa B MOHOIIMTAX.

HOuddpepenyuanbias guarHocmuxa

Ul NoKHONONOHUMEenbHbIi pesynbmam

TMonrBepauth auarHo3 I1 yacto TpyaHO, U OOBIYHO
MPUXOIUTCS pacCMaTpuBaTh aJbTePHATUBHbBIC AMArHO3bI.
CelleKTMBHOCTD MBIIIIEYHOTO MOPAXKESHUST KITMHIIECKHA MO-
JKET OTCYTCTBOBAaTh WJIM OBITh MEHEE 3aMETHOI Ha pa3Bep-
HYTBIX CTagusIX 0ose3HU. B ciaydasix, Korma KIMHUYecKast
KapTHUHA OIMMCHIBAETCS KaK ITOSICHAs] MUOTIATHSI, MOTYT 00-
CYXIATbCSI Bce Opyrue (POpMBI MBIIIICUHON MUCTPOGUH,
Bkimouass LGMD 2B, ripu KOTOpoii OTCYTCTBYET SIBHAsT Ce-
JIEKTUBHOCTD, 33 UCKITIOYCHUEM BO3MOXKXHOTO T00ABICHUS
IVCTAIBHOTO KoMITOHeHTa. Kpome Toro, ciemyer Bcerma
VMETh B BUIY BEPOSITHOCTH (DEHOTUTTMIECKOTO HAIOXKECHUST
pu TiepBUYHOM neduimte KaabimanHa (LGMD 2A).

I1pu Muoim-1ogo0Ho KapTUHE, 0COOEHHO B CITOpa-
IMYECKNX CIyJasiX, CJIeAyeT MCKIIoYaTh WHBIC TPUYMHBI
IVCTATbHOM MUOTIaTuU. 7151 6oabpimmHCTBa 13 HUX (ZASP,
TUTUH, IECMUH, MAOTWJIMH) CETOMHS CYIIECTBYIOT TCHETH -
YecKre MapKephl, ITO3BOJISIONINe X TuddepeHINpoBaTh.
Tun HacnemoBaHUS, Yallle BCeTO HOPMAaJIbHBIN YPOBEHB
K®K 1 anomanmmm, o00HapyKeHHBIC B OMONTATE MBIIIII (Ha-



Jlexyuu u 0630po!

HepBHo-MblweYHbie
BOJNIE3HH

MospexnaeHne

MospexpaeHvie

Puc. 4.

/n [nHamuH

3Hnaprecoma @ OkcupaTuBHaa Monekyna

aemas ponb

"

A.B npucyTcrBumn AMC¢EPI|MHBZ a — noBpeX/JeHune capkoneMmbl, BXOX/AEHWNE KanbLUA 1 OKCMAATUBHBIX MONEKY; b— MUrpaLnA BE3UKYN 1 SHNAPrecom K 30He NoBpexaeHns

i IL1-

======f (apkome
provep E g Muobnactbl

cnomotuybto MG 53 1 TyGynuHa; SHAOLMTO3 BE3UKYA Ha ypoBHe T-Tybyn c ux yKop , uT0
1 BpeMeHHO NPeAOTBPATUTb C «—

A — 30 pota» B

BOJIOKHE.

T CHU3WTb 3aTp:
I aHHEKCHaMU, 4o 06eCneyBaeT yMeHblLIeHMe NOCTYNNEHNA Kablu — C O/IHOA CTOPOHbI,  C ApYroi —
BbICBO6OX/eHME NpoBOCNanUTeNbHbIX Monekyn (IL-1B u DAF). 3akpbiTite noBpexAeHIA (CHIKEHIEM HaNpAXeHNA W/unk CTATBaHUeM) C GOPMUPOBAHMEM «BOAO0BOPOTaY;

/ Msiweuroe Bonoko % DAF
Addukcnn

B 30He M0Bp W [Nuchepnun
) AHNAK
Kanbuuit
RyR

Boprekc

B. B orcyTcTBUe pucdep a— nnoxo chopmup i T-Ty6yn He CnocoeH Hit K ¢ B30He

cono3jaxnem; ¢ — ¢0pMMpOBaHME «3annatbl» TakXe 0TCPOYEHHOE 1 He MPUBOANT K (¢ CC

MaccoBoe BxoxzeHue (TPeccoBbIX Monekyn (KanbLwii n OKCUAATMBHbIE MO!'IEKy"bI) 1 BbIcBOOOXKAEHME NpOoBOCNANUTENbHbIX MOMEKYIT; b— cﬁop Be3UKyn nponcxoaut

HUA, HU K Orp 0C

(
1
[
Maxpodar
& DHPR
’Y\.

it iumep-3

THYeCKMit
peTukynym

@ Aunexcnn 1-5100A11

11 BbICBOOOX/EHME NPOBOCNANUTENbHbIX MOIEKyN, 0

i, He orp:
arperaupio Makpodaros; d[B] — cxematinueckoe U306paxeHie HeKponTo3a MbILIEYHOrO BONIOKHA.

Takum 06pa30M BXOX/AEHNe Kanbuna . MG 53

Tybynun

@  Anekcn 2-5100A10

JIMYYe VI OTCYTCTBHE OUEPUCHHBIX BaKyoJIei, OTCYTCTBHE
MMPU3HAKOB BOCTIAJICHUS ) SIBIISTIOTCSI KPUTEPUSIMH OTJTAIMSL.
HenasHee oTKpbITHE MyTaluii B TeHe aHOKTaMUHA 5 CIIO-
COOHO OOJIETYNTHh ITMATHOCTUKY IMCTAJbHON MMOMATHU
Muomm nmpu oTcyTcTBUM MyTaumu DYSF, Tak Kak TIpy I1C-
TaJTBHBIX MUOTIATHUSIX KIIMHUYECKIE M OMoorndeckue de-
HOTUITBI MOTYT ITOYTH TTOJTHOCTBIO COBITA/IATh.
HnddepeHIanms ¢ ToJIMMHIO3UTOM CETOIHS OOJIbIIe
He akTyajJbHa. UMMyHOTMCTOXMMMWYECKUIA aHATIN3 MapKe-
POB BOCHAJICHMSI M MEMOpaHHBIX OCJIKOB, TaKXke Kak
u Western blot-aHanu3, ceromHsT HauboJIee UCITOIb3yeMbIe
METOIMKH B IIEHTPaxX HEPBHO-MBIIIICYHON TTATOJIOTUH.
Bosee cinoxHBIN BOTpOc — TOCTOBEpHAsT TMAaTHOCTH -
ka JII1 mpu HaIWIMKM HE3HAYUTEJITHHOTO YMEHBIIICHMS
AKTUBHOCTU IHCOeprHA B MBIIIIE, YTO MOXKET HAOJO-
IaThCS Kak 1pu ucTiHHOM JITT (¢ YacTMYHBIM 1e(pUITUTOM
nucdepiiiHa), TaK 1 IIPY IPYTUX MBIIIEIHBIX TUCTPODUSIX,
HanpuMep KanbrmanHonatusix (LGMD 2A) unu KaBeonm-
Honatusx (LGMD 1C). CHuxeHme ypoBHS nucdepinHa
B MOHOIINTAX JTOJDKHO HACTOPOXUTH UCCICIOBATEIIS.
[eHeTaecKoe MccrenoBaHMe He BCETa TO3BOJISIET BhISI-
BUTH aHOMaInK B TeHe DYSF, T. K. aHaJIN3 TIOC/IEIHETo KpaitHe
croxeH. [ 1pr BOSHMKHOBEHUM TPYAHOCTEN B XOIIE MOJIEKYJISIP-
HOI IMAarHOCTUKM TIOJTHBIM CKPMHWHT TeHa aHOKTaMIHA, He-
COMHEHHO, OyIeT NCKTIOUNTEIEHO MHMOPMATUBHBIM.

Hanpaenennocmb uccnefoBanuil

Wccnenoanus A1 3HaunTeIbHO YCKOPUINUCH C MOMEH -
Ta OTKPBITAS B 1998 I OTBETCTBEHHOTO OOJIBIIOTO TEHA,
KOTOPBII pacrojIoxKeH Ha KOPOTKOM TuIede 2-i XpPOMOCOMBI
¥ COCTOUT U3 55 3K30HOB 15T KOTMPYIOIIEH ITOCIIeIOBATE b~
HoCTH B 6,4 Kuno6assl [7]. MyTatmy 3Toro reHa ImpruBOIST
K CHIDKCHUIO WIIA TIOJTHOMY OTCYTCTBUIO TTPOAYKIINH JTHC-
(depnmrHa, a TakXKe K HapyLIEHWIO €ro CTPYKTyphl. B 95 %
CEMEMHBIX W CIOPAINUIECKUX CIIydacB OMOJIOTUIECKU T0-
kazaHHoi1 JIIT oTBeTcTBEHHOCTD HeceT reH DYSF.

Ywcno MyTanmii mpakTIIeCKH PaBHO YMCITY BBISTBIICHHBIX
TIOPaKEHHBIX JIUII, YTO TIPETSITCTBYET N3YICHUIO KOPPEIISILINIA
reHotunn—@enorumn. [en DYSF komupyet mucdepanH — oe-
JIOK OosbItioro pasMepa (2080 aMMHOKICIIOT), ComepsKaImii
2 noMeHa C2, B3aMOJIECTBYIOIINX C KanbliieM. JAncdepnma
TaKKe CBSI3aH C IPYTUMHU OeJTIKAMI — KaJIBITAnHOM, KaBEOJIH-
HoM, aHHekcHaMu 1 AHNAK (gemoBeueckuii HyKJIeoIpo-
TEWH, aCCOLIMMPOBAHHBIN ¢ HelipobnacTHOM g depeHIm-
POBKOI1; CHHOHUM decmuokuH). Bymydn pacroioskeHHBIM
B HEITOCPEIICTBEHHOI OJIM30CTH K CapKOJIeMMe, a TAKKe Ha-
XOIISICh B LIUTOITIa3Me PSimoM ¢ T-TpyOodYKamMu, B CITyJae Io-
BPEKIEHMST KIIETKY WJIN BCJICACTBYE TTOBBIIICHHOTO MEXaHM-
YEeCKOTO BO3MEHCTBUS AMCQEPINH yJacTBYeT B IIpolieccax
pemaparmu capkosieMmbl (puc. 4) [20]. [Ipemronaraercst ero
POJIE B MEMOPaHHOM IePEHOCE TIPH SHIO- WJIN SK30IIMTO3E.
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Bapua6enbHoe TeueHue 6onesHun

Ckopoctb passutiA u Teuyenne JM kpaiiHe BapuabenbHbl, HO
B LIENIOM [0CTaTouHO MefnieHHble. Knaccuyeckuit Bopact aeblota
6onesHu — 0ko1o 20 NeT. Tem He MeHee UMeIoTCA onncanus bonee
paHHeli MaHUdecTaLnK, B UCKAKYUTENbHbIX Clyyasx — B JeTCTBE
Wnm, HaNpoTuB, B 6oee No3aHeM Bo3pacTe — cTapLue 60 neT.
Mpu muonaty Muowm u3meHenme Xoabbl 1 3aTpyaHeHue npu
BCTaBaHUN Ha NManbLibl B OONbLUNHCTBE CTy4aeB NOCTENeHHO npo-
FPeccupyet, Ho Apyrue rpynmbl MbILLL, KaK NpaBuiIo0, BOBNEKAOTCA
B MaTo0rMYeckmil poLiecc oueHb MeaneHHo. MoryT 3aTparusatbca
nepeaHue v natepasnbHble (ManobepLoBble) OTAENbI roNeHeid, a Tak-
e MblLLLbl Gefiep 1 Tasa, pexe MbllLbl BEPXHUX KOHEUHOCTEI.
B nckniounTenbHbIx Clyyasx nporpeccupoBaHue 3aboneBaus npy-
BOAWIT K MHBANMA3ALIAM 1 MCNOb30BAHMI0 MHBANMAHOTO Kpecna.
[pn ayToCOMHO-peLeccuBHOI MbllLeYHO Auctpodum Tvna 2B
(LGMD 2B) npouecc pacnpocTpaHAETCA Ha KPOHOXHbIE MbILLLib,
MpUBOAA K KIMHUYECKON KapTHE, Ha3biBAeMOli MPOKCUMANbHO-
[AVCTaNbHON Muonatieid. B cpeaHem yepes 15 net nporpeccupoBaHms
3a60/1eBaHNA CyLLIECTBYeT PUCK yTPaTbl CAMOCTOATENbHON X0AbObI.

Bonee rumoreTnyHa TEOpUsT €TO BO3NECHCTBMS IIPU
pacTBOpeHMM MeMOpaH MUOOJacToB. JlaHHAs TUIOTE3a
ObLTa BBIIBMHYTA IO aHAJIOTUM C IPYTUMU OCJIKaMU Ce-
MeiicTBa DepIHOB.

JoCcTyImHO MHOXKECTBO CITOHTAHHBIX WJIM TPAHCTEHHBIX
moneneit 11, B yacTHOCTH y JieTyuux Mbliieii. EctecTBeH-
Hble Monean A/J n SJL/J cxoxu ¢ 4eIoBeYeCKIM BapruaH-
TOM 3a0oJieBaHUsl. TpaHCT€HHbIE JIETYyYMe MbIIIU ObLIU
BBIBEIEHBI JUIST MHAKTUBaK reHa DYSF. Kynwsrypel ueno-
BEUECKMX MHOOJIACTOB 3IOPOBBIX JOOPOBOIBIIEB U OOJIb-
HBIX JIUI] UCTIOIB3YIOTCS I N3y4yeHUsT (PeHOMEHOB MEM-
OpaHHOI pelrapaliny 1/vin nx nuchyHKimn. buonHgop-
MaTHUBHBIC MCCIICTOBAHMS IIPY TTOMOII MUKPOYHUIIOB pa3-
paboTaHBI UIST OTpPEIeJCHUS OMHOTO WIIM HECKOIBKHUX
nuddepeHIMaTbHbIX TTpod el TeHHOM 3Kcpeccn [21].

AKTYaJTbHBIM OCTAeTCSI TIPEATIOIOKEHNE O CYIIIeCTBO-
BaHUU 2-TO WM 3-TO TeHa, oTBeTcTBeHHOTO 3a JIIT. He-
CKOJTBKO OYEHb PEIKUX ceMeil ¢ peHOTUITOM MuoIm 1 fe-
¢ummToM muchepiarHA HE CBI3aHBI C XPOMOCOMOM 2.
B omHOM romaHACKOM HMCCIEIOBAaHWM yKa3bIBaeTCs Ha
yuactie 10-if XpoMOCOMBI, HO 3TOT (haKT He OBII MOJI-
TBEePKICH IPYTUMM MCCIIeI0BaTeIIMU [22].

CoBceM HemaBHO JPYToi TeH, KOAMPYIOIINA aHOKTa-
MWH, OBIJT Ha3BaH OIPEIEIISTIONTAM MPH KIIMHIYECKHUX ITPO-
SIBJICHUSIX, OJNIM3KMX K MUOIATUM MMOIIHM, a TaKXkKe Ipu
orpeieJieHHBIX (popMax MOSICHBIX TUCcTpoduii [23]. AHOK-
TaMUH TIPUHAJICKAT K CEMEHCTBY OEJTKOB, aCCOLIMMPOBAH-
HBIX C MOHHBIMU KaHayiaMU. BIToiHe BO3MOXKHO, UTO ApyTHe
YJIEHBI 3TOTO CEMEICTBa MOTYT ITPETOCTABUTH TeHbI-KaHI -
narsl ajst J1I1 6e3 naeHTuuLmMpoBaHHOTO reHa.

OcrTaeTcst 3aranKoit XpOHOJIOTHS U CrielnpuIecKast n3-
OupaTeIbHOCTD MbIeyHOro rnopaxenust mpu JI1. [Touemy
1 KaK1M 00pa30oM MBIIIIIA CITOCOOHA K HOPMaTbHOMY (hyHK-
IMOHUPOBAHUIO O TOIPOCTKOBOTO Bo3pacta? [louemy

HMKPOHOXKHBIE MBIIIIIIBI TPEUMYITIECTBEHHO ITOPAXKAIOTCS TIPH
muonatin Muoiu, a mpu popme LGMD 2B Het?

Enre 6omnee cTpaHHBIM TTPECTARIISIETCSI COCYIIIECTBOBAHIE
B HEKOTOPBIX CEMBSIX 2 KIIMHMYECKIX (hOpM MHUOIIATUH, TIPA
TOM, YTO BCE TMAIIMEHTHI — HOCUTEII WACHTUIHOM TeHeTIIe-
ckoii marojiorun. KommeHcaTtopHbie (peHOMEHBI, TaKHMe KaK
PETTO3UIINS Ha APYTYe TCHBI, a TAKIKE SITMTeHETYeCKIe (hak-
TOPBI, BOBMOXHO 3K30T€HHBIC, MOIJIM OBbI OOBSICHUTH 3TH
YIUBUTEIBHBIC PA3TNIMS B TIPOSBIICHUY OOJIC3HM.

Bocnanurensnbie peHOMeHsbI Tipu A1, KoTOpkie mo-
POi1 BEIXOASAT Ha TePBHIN IIJIaH M 00YCIIOBIMBAIOT JUArHO-
CTUYECKHE OIIMOKM, MO-TIPEXHEMY J0 KOHIA HESIC-
HEI [24]. BocmiaauTembHBIC N3MEHEHMS TAKKe BOZHUKAIOT
BCJICZICTBHE CJIOXKHBIX TTATOJIOTMIECKIX ITPOIIECCOB 1, Ya-
CTO B MEHBIIIEH CTEIIEHU BBIPAXKEHHOCTH, BCTPEUAIOTCS
¥ TIPY IPYTUX MBIIIIEYHBIX TUCTPODUAX (IrCcTpodrHOMIA-
THH, PacIro-CKaIyI0-TyMepaIbHON MBIIIICYHON TUCTPO-
¢un). OgHOI M3 MEPBBHIX CTAAWI MATOJIOTMIECKOTO TTPO-
1ecca MOXeT OBITh JJOKaJIbHAS 303MHOMMIIbHAS PeaKIIvsl,
HO, TIOXOXKe, OHa He sBJsgeTcs crietmbmanoi mst 1T [25].

TepaneBmu4eckue BO3MOXHOCIU

B HacTos11ee BpeMsi pa3padbaThIBalOTCS 2 OCHOBHBIX
TeparieBTUICCKUX HaIIpaBJICHUs: BO3MOXHOCTh perapa-
MY MeMOpaHBI 1 UMMYHOJIOTUIECKUIA TTOIXO].

Iennasg Tepanust [AI1 pa3pabaTbiBaeTcsl HECMOTpSI Ha
WCKITIOUUTETLHO OOJBIION pa3mep reHa DYSF, uto a priori
SIBJISICTCSI TIOUTH HEYCTPAHMMBIM TTPETISITCTBHEM. B mmocien-
HHUE 2 TOma AOCTUTHYT MPOTPecC B IBYX HaIIpaBICHUSIX.
O6Hapy:xeHHe TPYIIION NCCeaIoBaTe e N3 YHUBEPCUTET-
CKOTO TOCITUTAJIEHOTO 1IeHTpa B Mapceste y B3pOCIIoit Imaim-
S€HTKM MUHU-IUC(eparnHa B 3HAUNTEIIEHON Mepe TTO3BOJIH -
JIO OCYIIECTBUTh YaCTUYHOE BOCCTAHOBIICHME (heHOTHUITA
B muchepamHAePUIINTHON MOIEIH JICTydel MBI, DTO
HCCIIeIOBaHNE TIPOBOAMIIOCH COBMECTHO C MCCIICTOBATEIISIMI
u3 rpymsl [eHeToH. HezaBrcumo ot 3Toro otkpeITHs M3a-
6eb Purirap 1 coaBt. (rpyrma [eHeToH DBpH) OCYIeCTBUIN
TIOITBITKY TIOBTOPHOTO BHYTPUKJIETOUHOTO BBEACHUS TeHA
DYSF. D10 ObIJIO CIIEIaHO C TIOMOIILI0 BTOPUYHOTO CLIETIIe-
HIST 00€1X TTOJIOBUH TeHA, TIEPEHECEHHBIX B 2 HE3aBUCHMbBIX
BUPYCHBIX BeKTOpax (puc. 5).

CremyeT OTMETUTH, YTO ITOAXOM C MCIOJb30BaHUEM
9K30HHOTO CKayka, IO KpaifHeil Mepe TeOpeTUIEeCKH,
MOKET OBITh UCTIOJIb30BaH ITPY HEKOTOPBIX MyTAIIMSIX TeHa
DYSF. JlaHHbIe 9KCTIepMMeHTaTbHBIE UCCIIETOBAHMS, TIPO-
BOoIMMbIe B Mapcelie, BCESIIOT ONpene/ieHHbIE HaleXK bl
Ha oynyuiee. Ha moaxone skcrnepuMeHTaIbHbIE UCCIEN0-
BaHwusI, poBoauMbie ¢ PTC124 B pamKax BBIHYKIEHHOTO
TPAHCCUYUTBIBAHUS stop-MyTaunu reHa DYSF.

Hpyras 60/b111as1 00J1aCTh UCCEIOBAHMS KacaeTcsl aHa-
JI3a BOCITAJIMTEILHOTO (heHOMEHA, YaCTO OOHAPYKMBAEMO-
ro B mbitax npu AI1. BocrianeHue O0b1710 BOCIIPOM3BEACHO
Ha MOJIeJM 3a00JIeBaHs Y JIETyYeil MBIIIN, TaK KaK MBI
muHnT SJL/J monroe BpeMs paccMaTpUBaINCh KaK JTydIiast
9KCMEepUMEHTATbHAS MOJIEIb QyTOMMMYHHOI BOCHAJIUTE b~
HOIW MMOTIATHU.
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Puc. 5. Yenewno nposedennas sKcnepumenmanHas UHHOBAUUOHHAS 2eHHAS MEPANUs ¢ NPUMEHEHUEeM NPUHUUNA
KOHKamemepuzayuu 2ena oucghepauna, npedsapumensio pazoeieHHo2o Ha 2 uacmu

3HaHUs 00 UMMYHOJIOTMYeCKUX MexaHnu3max rpu J1I1
3HAYUTESTEHO 000raTiIch. CyoromyIIsims TMM@OITUTOB,
BO3MOXKHO, 00J1a1aeT 0COOBIM TOKCHUYECKUM JCHCTBHUEM
Ha MBIIIICYHOE BOJIOKHO MPU OTCYTCTBUU AvcGhepInHa 3a
CYET MEXaHM3MOB, KOTOPhIE BCE eIlle TPeOYIOT OOBSICHE-
Hus. MccnenoBaHms Ha XKMBOTHBIX TTPEATIOJIATAIOT TIOBBI-
IIeHWe AKTUBHOCTH HEKOTOPBIX TUIIOB JUM@OIINTOB,
CIOCOOCTBYIOMINX (harouTo3y. [1p1 3ToM KOMILIEMEHT,
B YaCTHOCTH €ro KOMITOHEeHT C3, MoT OBl UTPaTh IMyCKOBYIO
POJIb B BOCITAJIUTEILHOM TIpOIiecce. DTa Teopus ImpuBesia
HEKOTOPBIX YICHBIX K HIee 00 MCITOIb30BaHUN UMMYHO-
CYIPECCUBHOM TepaIliy, HalleJICHHOM ITPOTUB HEKOTOPHIX
JMMQOIIUTAPHBIX CYOTIOMYJISIIINI, 1 3TO C YIETOM OTCYT-
CTBHUSI CTAHAAPTHOTO OTBETa Ha KOPTUKOCTEPOUIBI M KJIac-
CHYECKHNE MMMYHOCYIIPECCOPHI TP 3TOM MaTOJIOTHH.

Henasno KeBun Ksmben u coast. Ha momenu HIT
y JIeTy4eil MBIIITN TTPOAEMOHCTPUPOBATIN CYIIPECCHIO DH-
JoreHHo npoayKuuu (gakrtopa C3, ocylIecTBIEHHYIO ITpU
ITOMOIIY TeHHOM NHXeHepHnu. B pe3ynbrare HabIoqaI0ch
MIpeAoTBpaIIeHNE PAa3BUTHS TUCTPOGUUISCKOI CUMITTOMA-

TUKK [26]. AHAJIOTMYHBINA TTOJOXUTENBHBIN d(PdeKT He
OB TIOJTYYCH Y MBIIIN MdX, C UICHTUIHBIM TTOBPEXKICHM-
eM reHa, KoHTpoJupytouiero ¢gakrop C3.

Kakum Ob1 HU ObLT TepareBTUYECKU MOAX0, CoXpa-
HsIeTCSI HEOOXOIMMOCTh B OpraHM3alluy PETUCTPA TallM-
€HTOB M YJIYYIICHUM TTOHUMAaHUSI €CTeCTBEHHOTO Tede-
nus JII. Ipynna ucciaemoBateneir u3 Mapcensi yxe
cocTaBmIa MOJIEKyJIsipHyIo 6a3y maHHbeIx (UMD-DYSF),
TMOAIePKUBAEMYIO IeCITKAMU MEXXKIYHApOTHBIX TPYIII,
KyJa B HACTOSIIIee BpeMsI BBOISTCS M KIMHUIECKIE TaH-
Hble. JIo HacTOSAIIero MOMEHTa MaJIo M3YIeHO eCTECTBeH-
HOe TeueHHe 3a00JIeBaHUs M pa3HOooOpa3re (heHOTHUIIOB
OI1. OcTaeTrcst OTKPBITBIM BOIIPOC BOBIICUCHMST CEepIlia
B IaTtojornueckuit mporecc. OH CTaHOBUTCS eIlle boee
aKTyaJIbHBIM TIPY OOCYKIEHIN BO3MOXKHOCTH SKCITPECCUN
nvchepIMHa B CEpACYHOM MBIIIIIIE, a TAKKe 00HAPYKEHUS
TOPaKEHMS KApANOMUOLIMTOB B MOIEJISIX JIETYIEil MBIIIIH.
HenmaBHsist myGmKaIiysi CTaBUT BOIIPOC O HEOOXOTMMOCTHI
OoJree yriryOJICHHBIX KapAUOJIOTUIECKUX MCCIIeIOBaHNIA,
HanpuMmep MPT cepaua, KoTopoe ObI TT03BOINIIO C 00JIb-
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IIeii BEPOSITHOCTHIO BBHISIBUTH ITATOJOTUIO CepAama IIpu
JIIT [27]. N3yuaeTcs TaksKe BOIIPOC, TyOUTEIbHOE WM, Ha-
000pOT, 3aIIMTHOE ACICTBIE OKA3BIBAIOT (PU3MICCKIE Ha-
Ipy3KH TIpu aecpuire auchepnrHa. [IpumedareabHo, 9TO
IO MeOI0Ta MUOTIATUY MHOTHE OOJIbHBIC OBLTA XOPOIIIMMU
CIIOPTCMEHAMM, €CJIM He cKa3aTh MpodecCuoHalIaMH BbI-
COKOTO YpOBHSL. B oTHOIIIeHNN ceMeif, B KOTOPBIX COCYIIe-

CTBYET HECKOJIBKO (PeHOTUTIOB, KpaifHe HeOOXOIUMO U3y~
YeHMe KOppesiny rTeHoTUIT—deHotur. Bee repeuncieH-
HBIE BHIIIE MIPOOJIEMBI TIPUBEIN K TTOCTAHOBKE BOIIPOCA
HCCIIeI0BaTSISIMA-KIIMHUILIMCTAMHU O OYIyIIeil opraHm3a-
LMY MYJIBTUIICHTPOBOTO TIPOTOKOJIA ITO €CTECTBEHHOMY Te-
yenHuto JII1 B TedeHme 3 J1eT 1o pyKOBOICTBOM MCCIIEIO-
BaTeJIbcKOM KoMaHIbl 13 Helokacia B BenkoopuTanum.
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