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AHHOTALUNA

JInue-nonaTto4yHo-nae4eBas MblleyHasa gucTpodus
(ANNMA) — 970 ayTOCOMHO-A0OMMHAHTHOe 3aboneBa-
HUe, 3aHNMaloLLEE TPETLE MECTO Cpeaun Hanbonee ns-
BECTHbIX MbILLEYHbIX ANCTPObUIA. BonesHb Ha4ynHaeTcH
B LETCKOM BO3pacTe C NOPaXeHUs OTAEJIbHbIX MbILLLL
nvua. B nocnepyowem HabnogaeTcs NOCTENEHHO HUC-
xofgduiee pacnpocTpaHeHue atpodun n cnaboctn Ha
MbILLILBI NIE4EBOro nosica, rnied, TyJoBuLla, Ta3oBoro
nosica n 6enep. MpumepHo 20% 6GoNbHBIX NepecTaoT
CaMOCTOATENbHO Nepeasuratbcsa B Bo3pacte 50 net. Y
Opyrux 60J1bHbIX MOCNE BOBIEYEHMS MbILLILL 1A U ne-
4YeBOro Nnosica PaHo NMopPaxaktTCA MbILULbI NepoHeasb-
HoOW rpynnbl. TedeHne 60ne3HN y Takmx 60NbHbIX J06-
pokadecTBeHHoe. OHM COXPaHSAT CNOCOOHOCTb XOOUTb
Ha NPOTSKEHUN BCEV Xn3HN. OTCYTCTBYET MeAMKaAMEH-
TO3Has Tepanus, koTopas Morna 6bl 0OCTaHOBUTL MPO-
rpeccupoBaHne 60ne3Hn U NPUBECTU K PErPECCY aT-
podun 1 cnabocTtu ML,y 6onbHbIX JUTTIMA,. BaxHbimM
NaToreHeTMYEeCKNM MEXaHU3MOM MOBPEXAEHUS MbILLL,
y 60JIbHbIX MbILLEYHBIMY ANCTPODUAMU ABNSETCS reHe-
pann3oBaHHbIM AedeKT NaasMaTuyeckmux MemopaH, 4To
NPVBOAUT K MOBbLILLUEHHOM NPOHULLAEMOCTU CapPKONEM-
MasibHON MeMBpaHbl 1 HapyLLEHWIO GYHKLIMOHMPOBAHNS
BOJIbTAX-32BUCUMBbIX MOHHbIX KalbLMEBbIX KaHAMOB.
OTn natoreHeTn4Yeckme MexXaHN3Mbl AeNnalT ONpaBaaH-
HbIM anuTenbHoe (0o 1 roga) ncnosnb3oBaHne BUTaMm-
Ha E, koTopbI 9BNSeTCS aHTUOKCUAAHTOM U YMEHbLLA-
€T YYBCTBUTENILHOCTb MeMOpaH K NoBpeXJaloLemy
nencTeuio cBOBOAHbBIX paaukanos. [Ans ynydlieHus
OKUCIIUTENBHOIO GOCHOPUINPOBAHUA B MUTOXOHAPU-
fX, @ TakxXe MHaKTMBauMm CBOOOAHbLIX paaukanoB Uc-
nonb3ylTcss Ko3H3MM Q10 (yOUx1MHOH) 1 HOGEeH (nae-
6eHOHOH) B TeyeHue 1 roga. O6cyxaaeTcs BO3MOX-
HOCTb Jle4eHuns Takux BOJIbHbIX KOPTUKOCTEPOULAMU,
6nokatopamu KanbLMEBbIX KAHANIOB, KpeaTUHOM, GOn-
€BOW KMUCNOTOW 1 anbbyTnuposiom (canbbyTamonom).
PaccmartpuBaeTcd Takxe BONPOC O BO3SMOXHOM Tepa-
v JUTTIM/, cTBONOBbLIMUY KNETKaMU 1 FOMOJIOMMYHBIMU
Munobnactamu. MNpeacTtasneHa kopoTkas Hopmauns
0 nonbiTkax reHHoi Tepanuu JIINMA,. O6cyxnaeTcs
KOpPPEKLMSA ABUraTENbHbIX HAPYLUEHUN Y BONbHbIX
NNMNMI ¢ noMoLbio pasninyHbIX peadbunnTaumMoHHbIX
MeTonoB. [MogHMMaeTCcsd BONPOC O HOBbIX NOAX04aX K
JIeYEeHMIO MblLLEYHbIX AUCTPODUIA C UCMNOJIb30BAHNEM
MHCYynMHonogo6Horo dakTtopa pocta, UHIIMOBUTOPOB
npoTteas v MuocCTaTUHA.

KniouyeBble cnoBa: nvue-sionaTtoTo4HO-NIe4eBaq
MblLLEYHAs ANCTPOGUSA, NPUHLMMBI IEYEHUS.

Jlnue-nonaTo4yHo-MNnevYeBas MbllieyHas guctpodus
(NNNMA) — aTo ayTOCOMHO-AOMUHAHTHOE 3aboneBa-
H1e, 00YCNOBJIEHHO AeNeLunen B XPOMOCOMHOM JIOKYCe
4q35. leH 6one3Hn He 0bHapPYXXeH U NPOAYKT reHa (nep-
BUYHbIN BMoXMMMYecknin nedekT) He yctaHoBneH. Pac-
npocTtpaHeHHocTb JUITMM/, B EBpone cocTaBnseT npu-
6nnantenbHo 1 Ha 20000, 1 oHa 3aHUMaEeT TPETbe MeC-
TO cpean Hanbonee N3BECTHbIX MbILLEYHbIX UCTPO-
dunn.

Bone3Hb HauMHaeTcsa B AeTckoM Bo3pacTte (B 50%)
cnyy4aeB (HO AmarHo3 ycTaHaB/MBaeTCs B BO3pacTte
20-50 neT) [1]. BHMMaTENbHbIE POAUTENM 3aMEHALOT, HTO
pebeHOoK CNUT C NONYOTKPbLITLIMU rNa3damMu, He MOXeT
CBUCTETb, CNlabo cMeeTcsl.

OTMeuaeTcsa xapakTepHas dopmyna nporpeccupy-
loLer MbllleyHo ¢nabocT ¢ HavaslbHbIM BOBJIEYEHU-
€M MUMMYECKNX MbILLUL,: KPYrOBOM PTa, KPYroBbIX r1as u
CKyNOBbIX. Ha paHHen ctaamm 601bHON HE MOXeT BOO-
paTb PECHULbI BO BHYTPb BEK MPU CUSIbHOM CMblKaHU
rnas m npu nccnenoBaHnu, BEKU MOryT ObITb J1IErKO pac-
KpbITbl. Mpyn TAXENOM NOPaXEHUN MUMUYECKNX MbILLIL,
JNINLO NMOCTEMNEHHO TEPSIET XMBOCTb, CTAHOBUTCS Maso-
Bblpa3nTENIbHbLIM (Tak Ha3blBAeMOe «MuonaTn4eckoe
NNLO» NN «INLLO MMonaTa»). CoOGCTBEHHO XeBaTesb-
Hble, BUCOYHbIE, HAPY>XKHbIE Ma3Hble U MMOTOYHbIE MbILL-
bl 0ObIYHO He nopaxatoTcs. Yepes 5-10 net, 0ObIYHO B
nepuog nosioBOro CO3peBaHns, Ha4MHAIOT BOBIEKATb-
CS1 B MPOLECC MbILULbI NMIe4EBOro nosica (TpaneuneBuna-
Has, nepedHsas 3ybyatas n pomboBuaHas). MNossnsaioT-
CSl «KPbIIOBUOHbIE NlONaTKM», 3aTpyaHseTca paboTta ¢
NOOHATbIMK pykaMu. BoBneueHne 60AbLLNX TPYAHbBIX
MbILLL, MPUBOANT K XapakTePHOMY BHELLUHEMY BUAOY ak-
CUanbHbIX CK1aO0K M YNIOLWEHWIO FPyaHOM KneTkn. bo-
NIe3Hb MeAJjIeHHO nporpeccupyerT. Y psaa 60/bHbIX NOC-
Jle BOBJIEYEHUS MbILULL NMLA, NJIe4eBOro nosica v nney
MUOAMNCTPODPUHECKNI MPOLLECC NEePEXOAUT Ha MbILLLbI
Tyf0BULLA, TA30BOro nosica n 6epep. Y apyrux 60/bHbIX
Ha HMXXHUX KOHEYHOCTSAX OCOOEHHO paHO MopaxxaroTcs
nepeaHne 60nblLeOepLIOBbIE MbILLbI, YTO NPUBOAUT K
BANOMYy cBucaHuto cton [1,2]. PacnpocTpaHeHHOCTb
MbILLIEYHbIX MOPaXXeHU cpean 60SIbHbIX MOXET BapbW-
poBaTb B 60MbLUMX Npeaenax oT MMHUMasnbHOW crnaboc-
TV N1ua 0o MHBanMam3aumm, TpebyioLer ncnonb3oBa-
HWS Kpecna Ha konecax, KOTOpoe CO BpEMEHEM CTaHO-
BUTCH HEOOX0AMMbIM NPUbNM3nTeNbHO 20% 60JbHBIM.

OTcyTCcTBYET MeaukaMeHTO3Has Tepanus, Kkotopas
Mornia 6bl OCTaHOBUTL NPOrpeccmpoBaHmne 601e3HN UK
NPUBECTU K perpeccy atpoduun n cnaboctn MbIlL, y
6onbHbIX JIIMMA,
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BaXkHbIM NaTOreHeTM4eckuM MexaHM3MoM NoBPEXX-
OeHUs MblwL, Y 60/1bHbIX MbILLEYHBIMW AUCTPOPUAMU
ABNSAETCH reHepanM30BaHHbIN aedekT nnasmaTnieckmx
MemMOpaH, 4TO NPUBOAMUT K NMOBbLILUEHHOM NPOHULIAEMO-
CTU capKkoneMMasnbHON MeMbpaHbl U HapyLUeHWIO PyH-
KUMOHUPOBAHNS BOJbTAX-3aBUCUMbIX MOHHbIX KabL-
€BbIX KaHa/IOB. DTO BbI3bIBAET M30bITOYHOE MOCTynJe-
HMEe MOHOB KasbLns BHYTPb KIETKM, KOTOPOE MyTeM ak-
TMBaUMKM NpoTeas 1 NenTnaas okasbiBaeT NpsiMoe He-
KpPOTM3MpYIoLLLee AeCcTBME HA MUODUOPUNNBI (@ Takke
SABNSIETCSA MOLLHLIM CTUMYNSSITOPOM anonTo3a WUau npo-
rpaMMnUPOBAHHOM rnMbenn KneTok).

YBenmyeHne KOHLEHTpauMmM MOHOB KasbLusa B cap-
Konnasme Takxke BefeT K akTMBaLumMm MemopaHHbIx oc-
donmnas, noppexaarLmx IMNuaHbii 6uocnom memo-
paH. 3To 06ycnoBnMBaeT HapyLleHne nMnNnaHo-6enko-
BbIX B3aMMOZENCTBUI MeMBpaH pasfiMyHbIX OpraHesns
(MUTOXOAPUMU, NIN30COMbI, NMEPOKCUCOMbI) MbILLEYHOM
KNeTkn, B TOM Yncnie membpaH capkoniasamaTtmyieckoro
peTuKynemMa 1 CapkoJIiEMMbI.

MoBpexaeHne mMemMbpaH MUTOXOHOPUIA NMPUBOOUT K
neperpyske MUTOXOHOPUI KasibLMEM, YTO NPUBOAUT K
HEYCTOMYMBOCTU peakLmin OKNCANTENbHOro pocdopu-
NINPOBaHNS U HapyLleHnio obpasoBaHus ATO.

M36bITOK Kanbuus yCUNMBaAET NepekmcHoe okucne-
HMe 06pa30BaBLUMXCS XUPHbIX KUCNOT B KJIE€TOYHbIX
MembpaHax. OTo cnocobCTBYET HAKOMIEHM CBOOO-
HbIX PagVKanoB, KOTOpble Takke NMoBpexXaaloT Nunua-
HbI CNOM Nna3MaTnyecknx MmemopaH 1 memopaH opra-
HeJl B MbILLEYHOM KIeTKe.

Takm 06pa3oM, akKyMynaums Kanbuns U UHOYLN-
pPOBaHHbIE M BUOXMMUYECKME peakL M NPUBOLAT K Ae-
CTPYKUMN MblLLEYHbIX BOSTIOKOH U YBEIMYEHUIO COeau-
HUTENbHOWM N XWUPOBOW TKAHM U HAPYLLIEHUNIO MEXaHW3-
MOB COKpaLLeH1s 1 paccrabneHns MblLLeYHbIX BOJIOKOH.

OTn NnaToreHeTnYeckne MexaHn3mbl genatoT onpas-
OaHHbIM anuTenbHoe (Ao 1 roga) ncnonb3oBaHMe BU-
TamuHa E B nose 1600 mr (1600 mr paBHseTtca 800 ME)
B [IeHb, KOTOPbIN SBNSETCS aHTUOKCUOAHTOM U YMEHb-
LaeT YyBCTBUTENIbHOCTb MEMOPaH K NoBpeXaatoLLemy
nelncTeuio cBoO6OAHbIX pagukanos [21]. Ona ynydwe-
HUS1 OKMCNTENBHOrO GOCHOPUIMPOBAHUS B MUTOXOH-
Opusx, a Takke MHaKTueaumm cBOOOOHbLIX pagnKanoB
Mcnonb3ylTcs KO9H3MM Q10 (yOuxmHoH) no 120-
150 Mr B aeHb 1 HobeH (naebeHoHoH) no 30-90 mr 3
pasa B geHb (5 mMr Ha 1 Kr Beca npy MUTOXOA4PUASIbHOMN
Muonatum) B TedeHne 1 ropa [20, 35].

Mcxoas u3 natoreHesa MbllleYHbIX AMCTPpoduin on-
paBAaHO TakXke MCnoJsib3oBaHue 610KaTOPOB KaNbLn-
€BblX KaHaNI0B. BbiCcka3blBaeTCs TOUKA 3PEHUS, YTO ONNI-
TMazeM-6s0KkaTop KajabLMEBbLIX KaHANOB MOXET He-
CKOMbKO 3amMennnTb nporpeccuposanHune JUTNM/I, [25].
OpHako NpobHoe neveHne annsTNaseMom B TedeHne 24
Henenb 19 6onbHbIX ¢ UMM/, HE CONPOBOXAanoch
yNyylweHneM cuibl, GYHKUNM N yBENMYEHNEM MACChI
Mbiww, [15].

JINMM/ ceasaHa ¢ KoHTpakuven annens D4Z4, pac-
NMOJSIOXXEHHOIO B XPOMOCOMHOM paiioHe 4g35. Bebicka-
3bIBAETCS TOYKA 3PEHMS, Y4TO rmnomeTunnuposanne OJHK
B annene DA4Z4 MOXeT urpatb LEHTPasbHYIO POJb B
natorenese JUINM/, [47]. 3BeCTHO, 4TO donnesas
KMcnoTa MOXeT noBbilaTbe MmeTunmposaxHmne OHK. On-
HaKo psan aBTopoB [44] NnpoBenn KIMHNYECKOE ucnbiTa-
HMe adPPekTUBHOCTU PONNEBOV KUCAOTbI M METUOHUHA
y 9 60nbHbIX JUITIM[, 1 KOHTPOSBbHBIX, U HE OOHAPYXUN
NOBbILEHNS YPOBHA MeTunnposaHna OHK B D4Z4 Ha

xpomocome 4q35 kak y 60nbHbIX JUTTIM, Tak 1 B KOHT-
pone.

Pspn aBTopoB [36] NnpoBenu KIMHNYECKOE UCTbITaHNE
3P DEKTUBHOCTN KpeaTMHa MoHornaparta y 7 60JbHbIX
NNNMA. BonbHble nony4any BHYTPb KpeaTuH B J03e
20 r/peHb B Te4EHME OLHOW Heaenn ¢ NocnenylLmm
YMEHbLUEHNEM 003bl 40 5 r/AeHb, KOTOPYIO Npoaosxa-
NN MPUHUMATb B TedeHue 8 Hefenb. Y HEKOTOPbIX 60Jb-
HbIX HabnganM cyobekTMBHOE ynydweHune. MNpu konm-
YECTBEHHOW OLLEHKEe MbILLEYHOW CUJlbl OTMEYanu O4eHb
Jlerkoe, HoO CTaTUCTUYECKM O0CTOBEPHOE ee yBenunye-
Hue. YpoBeHb pochokpeaTrHa B GUONCUPOBAHHOW UK-
POHOXHOM MbILLLLE HE U3MEHWUNCS. He BblNo N3MeHeHUM
DYHKLMN CEePAEYHO-NIEr0YHOM CUCTEMBI, @ TakXe KOor-
HUTUBHbIX QYHKLMA 1 NnabopaTopHbIX NokasaTenen.
Opyrune panHble nonyynnn Kemp G.J., et al. [22], koTo-
pble He OOHAPYXMIN YBENUYEHUS CUJTbl 1 MACChbl MbILLL,
npv py4HOM 1 KOJINHECTBEHHOM Crocobax nccnegoBa-
HWS CUIbI, @ TAKXKe YNYYLLIEHUS eXXeQHEeBHOW ABuraTesb-
HOM aKTMBHOCTW (Ka4yecTBa XW3HU) Yy 7 BONbHbIX
JINMM/A, nonyyaBLInX KpeaTuH B 403e 5 rpamMmoB, B Te-
yeHne 12 Hepenb (3 mecsaua).

Mpwn JUITMMA, npoBOAMAN KIIMHUYECKME UCMbITaHNS
anbLbyTupona (canbbyramona), CMMNaToMMMETHMKa, aro-
HucTa 6eTa 2 - agpeHopeLenTopoB. XoTa anbOyTnpon,
ABNASCb OPOHXOQUNATATOPOM, TPAOULMOHHO UCMOSb-
3yeTca npy 6POHXMaNbHOM acTMe, OH Takke OKa3blBa-
€T 3Ha4YuTeNbHOE aHabonnyeckoe OelcTBMe Ha CKeneT-
Hyto MbiwLy (16). WccnepoBaHme Ha XMBOTHBIX MOKa-
3an0, 4To 6eTa 2 — aApPeH3PrmYeckme aroHUCTbl Bbi3bl-
BAOT rMNepTpoduio MbllL, 1 NpeaynpexaarT aTpo-
dUI0 Nocne pasnuyHbIX MHCYNLTOB, BbI3BaHHbIX GU3U-
4EeCKUMU NN BUOXMMNYECKNMU BO3AENCTBUSAM. B aByx
ncenenoBaHusx Obl10 YCTaHOBEHO, YTO anbOyTMpon
Bbl3bIBAET YBEJSIMYEHME MbILLEYHOW CUJIbl Y CMOPTCMe-
HOB 1 3[,0POBbIX BOJIOHTEPOB. Psan aBTopoB [24] BbINOJI-
HUAN KIIMHUYECKOe UcnbiTaHne anbdytuponay 15 6onb-
HbIx JUTNTMZ,. MponoHrMpoBaHHbI anb0yTMpon HasHa-
yanu no 8 Mr 2 pasa B AeHb (16 Mr) B TeyeHne 3 mecs-
ueB. Micnonb3oBanu KONMYECTBEHHbIM U PYYHOM CNOCO-
Obl CCNenoBaHNSA MbllLeYHOoM cunbl. OTMEYeHOo cTaTu-
CTUYECKM 3HAYMMOE YBeIMYeHe Macchl Tena (3a cyet
HapacTaHWs MacCbl CKeNIeTHbIX MbiliL). Cuna MblliL,
yBeNMYMnach Tonbko Ha 12%. ABTOPbI CUMTalOT, 4To 6eTa
2 — aroHUCTbI MOTYT ObITb MCNONb30BaHbI AJ1S Ne4YeHUs
6onbHbIX JUITNMM/, 1, BO3MOXHO, APYrMX HEPBHO-MbI-
LeYyHbIX BonesHen.

MoBTOpHOE ABOMHOE-Ccnenoe nnauebo-KoOHTPONNpY-
emMoe ucnblTaHne anbbyTnpona B TedeHne 1 roga Ha
56 60nbHbIX — Manb4ymkax ¢ JUUITTIM/Z, 661510 BbINOSHEHO B
lfonnanpguu [45]. BonbHble NonyyYanu anb6yTUPON B 4,03€
16 1 32 ™Mr B AeHb. Micnonb30oBanm KONYECTBEHHbIN
MeTOL, OLEHKN MbILLEYHOW cunbl. He 6bi10 0OTMEeYeHOo
HapacTaHUs CUMbl MbILLULL, 32 UCKJTIIOYEHMEM YITyHLLIEHUS
CUNbl CXaTus KNCTEN. 3aperncTpupoBaHbl yBeIMYEHNE
Macchl Tena n NoboyHble AeNCTBUSA Ha cepaue. Jpyrve
nccnenoBartenu [34] Takxke He 0OHapYXUnM HapacTa-
HWS CUNbI NPU NCMOJIb30BAHWM KOJIMYECTBEHHOMO N PYY-
HOro cnoco6oB oueHKK, y 112 6onbHbIX JIIMIM/, nocne
HasHa4YeHus canbbyTamona B Ao3e 16 mr (no 8 mr 2 pasa
B [€Hb) B Te4eHne 6 mecsLeB.

B 2007 rogy Havanu ucnbiTbiBaTb Ha Kpbicax ¢ mdx
MuonaTmnen HoBbl 6eTa 2 — aroHucT-popmoTepon. OH
obnagaet 60nbWNM aHAOONNYECKUM OENCTBUEM U
6onbLLINM CPOACTBOM K BeTa 2 — agpeHopeLenTopam,
yem anbbyTupon (cansbytamon). Y Kpbic GopmMoTEPOS
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BbI3bIBAJT FTMNEPTPOPUIO MbILLLL U yyyLian ux GyHKLMIo,
npv BBEOEHUM B MMKPOA03ax B TeveHue 4 Hepenb [18].

CnepnyeT ckasaTb O CyLECTBOBAHUWN OPYroOi TOYKK
3PEHNA OTHOCUTENBHO Nedenuns 6onbHbix JIJTNIM/I, 6eTa
2 —aroHMcTamMu agpeHopeL,eaTopoB, Korga BMecTo aro-
HMWCTOB aJpPEeHOPELLENTOPOB NpeasiaraeTcs NCNosb30-
BaTb aHaNPUIKH (MPONPOHaon), KOTOPbIM ABNSETCS aH-
TaroHucTom 6eta 1 n 6eta 2 — agpeHopeL.enTopos [3,
4]. YkazaHHble aBTOpPbl NPOBENN TLLATESbHbIA BUOXM-
MWYECKUIA aHaNn3 cocTosaHMa cuctemol LAM® (conep-
»xaHne UAM®, akTBHOCTb pochoamacTepassbl C BbICO-
KM cpoacTtBoM K LAM®D, uAM®-cBasbiBatoLLas Cro-
COOHOCTb NPOTENHKMHA3, 6a3anbHan akTMBHOCTb ade-
HUNaTUMKIasbl U CTENEHU akTUBaUUM pepMeHTa aape-
HaMHOM 1 PTOPUAOM HaTpus) B GMONCUPOBAHHON
Mbliwye y 60nbHbIX JUTMTMI, 1 KOHTPONbHBIX. B MbllwLe
60nbHbIX JITTIM/, 661710 06HAPY>XEHO BbICOKOE CPOACTBO
npoTenHknHas K LAM®, yto numutupyet 3-10-kpaTHoe
yBenmMyeHne koHueHTpauum LAM®. CoenaHo npeano-
NIOXXEeHNe, 4TOo NOCTOAHHOE nposBneHne 3pdekToB
ULAM®, BO3MOXHO, 3aTPyaHSAET HEMPOreHHO-ryMmopasb-
HbI KOHTPOJIb MeTabonNr3ama MbiLLLL U ABASETCA NPUYK-
HOM pas3BUTUA MMOAUCTPOGUYECKOro npouecca [4].
M3BecTHO, 4TO aHanpunuH, 6nokmpysa 6eTa-agpeHope-
LLenToOpbl, CHMXAaET aKTUBHOCTb aAeHunaTuuknasbl 1
TEM caMbIM YMeHbLUAeT cogepxaHme LAM®D B MblLULE.
ABTOPbI NPOBENN IeHeHne aHaNPUINHOM Yy 16 BOsbHbIX
NNANMA. Oosa npenapata coctaBuna 40-60 Mr B EHD,
OVTENbHOCTL NledeHus — 2-3 Hepenu. MiccneposaHue
copepxaHusa LAM® Ha doHe Tepanum aHanpuIvHOM y
5 60MbHbIX BbISBUIO CHUXEHWE YPOBHSA LAM® B MbIL-
LLle MO CPaBHEHUIO C UCXOOHBLIMU BeMYMHamMm Ha 62%;
YMEHbLLEHME KpeaTuHypun B cpeaHem Ha 60%, akTus-
HocTn KK Ha 30% 1 OOCTOBEPHO YBEMYMBANIOCH CO-
[epxaHue KpeaTunHa B KPOBU; Y 60bLUMHCTBA BOJbHbIX
oTMeuanacb ctabunmaaums npouecca npu nporpenu-
€HTHOM TEYEHMM ero B MPOLLJIOM U Yy4ylLeHUN ABUra-
TENbHOW aKTUBHOCTU B Te4eHne gHs [4].

Y 60onbHbIx JUTTIM/Z, B 6MONCUPOBAHHON MbILLILIE Ha-
XOAUNW BOCNaNUTENbHble U3MEHEHUS (CKOMNNEeHUs
NMM@OoLUMTOB, MaKpodaroB N HEKPOTU3NPOBAHHbIE BO-
nokHa ¢ ¢arouuto3om) [7, 8, 30, 32, 38, 40]. HekoTo-
pble aBTOpPbLI MofnaratT, 4TO HaNn4yne BOCMannTeNbHbIX
KNETOYHbIX MHPUNLTPATOB B CKENETHOW MbILLLE ABNSA-
eTcs xapakTepHbIM npudHakom JIIMMA [6, 9, 14].

Y HeKoTOopbIX BOJIbHbIX NOC/E HAa3HAYEHUS NPEeaHN-
30/10Ha OTMeYanu KkpaTkoBpeMeHHoe ynydweHue [30,
31]. Pan uccneposateneit [43] npoeenu npobHoe ne-
yeHne npegHM3oHoM Yy 8 6onbHbix JUITMIM/, B no3e
1,5 Mr Ha 1kr macchbl Tena B AeHb (MakcMMasnbHas no3a
80 Mr/B OeHb) B TedeHue 12 Hepenb. Micnonb3oBanu Ko-
JINYECTBEHHbLIA N PYYHOW CNOCOObLI perncTpaummn Mbl-
LLeYHOM cunbl. He 6b1510 06HapYXXEHO 3HAYUTESbHbIX N3-
MEHEHMUIN CUJbl MbILLLL UTN UX 0Obema. ABTOPbI NPULLINIA
K 3aKJTI04EHMIO, YTO Ha3HaYeHMe NPeaHN30Ha B TeHeHme
12 Hepenb He OCTaHABNMBAET U He 3aMeJISeT NPorpec-
cupoBaHue 60NIe3HMN.

Mbl BbINOSHUAN NPOOHOE NeYeHne NPeaHN30/I0HOM
y 5 60nbHbIX JUTNIMZ, y KOTOpPbIX OTMEYaNnoch yxyaLe-
HMe COCTOSIHUA BCNeAcTBMe HapacTaHus cnadboctn u
nosiBnieHnst 6onen B MblilLax. HavanbHas nosa npen-
HM30JI0Ha cocTaBmna 1 Mr Ha 1kr maccel Tena B AeHb
(60-80 mMr B oeHb) B Te4eHMe nepBbix 3 Heaesnb ¢ nocne-
OyIOLLMM YMeHbLUeHeM 003kl Ha 5 Mr B Hegenio. Kypc
neyeHns coctaBmn 12-16 Hepenb. Y Tponx 60/bHbIX OT-
MeyasioCcb CyObEKTUBHOE yNyylleHNne exeaHEeBHOMN

OBUraTenbHOM akTUBHOCTU. YPOBEHb CbIBOPOTOYHOM
K®K ocTaBancs B HOpMe [0 1 Nocne nevYeHus.

Mo MmHeHW. Arahata et al [6], BocnanuTenbHble U3-
MeHeHUs B Mbllwax y 6onbHbix JIIMMI asnatoTca
0ObI4YHbIM FTMCTONOrNYECKMM NPU3HAKOM N MOHOHYKJIE-
apHble KJIeTOYHble UHDUNLTPaTLI MOTYT YCUMBaTb MNo-
BPEXAEeHME MblLLEYHbIX BOJIOKOH. ECNV NPUHATL BO BHU-
MaHue 3TU AaHHble, TO Ha3Ha4YeHMe npeagHu30sioHa
60nbHbIM JUTTNIM/,, y KOTOPbIX CTaNo OTMeYaTbCs ObiC-
Tpoe nporpeccupoBaHne 60n1e3Hm Nocse nepmoia cra-
6unnsaumn, BrnosiHe 060CHOBaHO. Hannyne nnmn oTcyT-
CTBME HapacTaHWs CUJIbl 1 MACChl CKENETHbIX MbILLIL, HE
ABNAETCA OOBLEKTMBHbLIM KPUTEPUEM AN OLEHKN 9(-
GEKTMBHOCTN NATOrEHEeTUHYECKOro SIeYeHust NpeaHmn3o-
NIOHOM. MpenHN30M0H NoAaBASET MMMYHHYIO aTtaky T-
KNeToK, HanpaBfIEHHYIO Ha lereHepaTUBHbIE MblLLEYHbIE
BOJIOKHA, U MOXET OCTaHOBUTb NporpeccuposaHune 60-
nesHu.

C uenblo Koppekunm aBuratTesibHbliX HapyLIEHUN y
60s1bHbIX JUITTIM/, lWMpoKo ncnonb3ytoTcs peadbunura-
LMOHHbIEe MEeTOoAbl: Maccax, rMMMHacTuKa, nnaBaHue,
pacTsXeHNe MbILLEYHbIX KOHTPaKTyp, opTesbl, GUKCcu-
pYtoLLME rONIEHOCTONMHbIN, KONEHHbIN 1 Ta300epeHHbIN
CyCTaBbl, cneumanbHble KOPCEeThl A UCNpaBfieHUs
CUNbHOIro KM@o3a UM CKoNMo3a, XMpypruyeckme orne-
pauum ana dukcauum nonaTok K rpyaHom KneTke, Kpec-
J1a Ha Koslecax ¢ aBTOMaTMYeCKUM yrpaBiEHUEM.

Y 6onbHbIx JIIMM/, paHO 1 TAXENo nopaxarTcs
MbILLUbI, GUKCUPYIOLLME NoNaTKX, 1 NO3TOMY 3Ha4n-
TeNbHO HapyLalTCcsa OTBeAEeHME 1 crmbaHme pyk B nie-
yeBbIX cycTaBax. bonbHble He MOryT OTBECTU PYKM A0
rOPU30OHTaNIbHOIO YPOBHS, XOTS AENbLTOBUAHbLIE U Ha-
[OCTHbIE MbILLI OTHOCUTENBLHO COXPaHATCA. TN
0COBEHHOCTN NOPaXKEHUS MbiLLILL MO3BONINAM NPEANOoo-
XUTb, YTO PUKCaALMS NONATOK K FPYOHONM KNeTKe 4OJX-
Ha y/ydLWnTb OOBEM ABUXEHUI PyK. MCnonb3ytoT MaAr-
Kyto pukcaumo nonatku K dacumam [23, 50] unm kocT-
HylO pukcauuio nonaTtku K 4-7 pebpam — nonaToyHo-
rpyaHon optones [10, 36, 37]. Y 6onbwnHcTBa 60Jb-
HbIX, Y KOTOPbIX Oblf BbINOJIHEHbI JIONATOYHO-TPYAHON
opToaes unn pukcauus nonatkn K pedbpam ¢ NoMoLLbio
MeTaNIM4eckon NpoBOJIOKK (6e3 opToaesa), ynaydwa-
flacb BO3MOXHOCTb OTBEAEHUS N CrnbaHns BbITAHYTbIX
pyk. HekoTopble 60JibHbIE MO NOAHUMATL PYKW 0 1
BbILLIE FOPU3OHTANIbLHOIO YPOBHS, 1 3TW yNy4LIeHUs PyH-
KUUK PYK COXPaHSANNCL Ha NPOTAXEHUUN OJUTENbHOro
nepuoaa (cpoku HabnogeHnsa ot 2 go 16 net) [12, 5,
36, 37]. Mo paHHbIM psiga aBTopoB [17], y 60NbHbLIX 40
onepauun cTeneHb oTBefeHus pyk 6bina ot 45 no 90
rpagycoB (cpenHss cteneHb 68,3), a nocne onepaunmn
— o160 no 120 rpapycoB (cpepHss cTeneHb 96,1); cru-
6aHue BbITSHYTOM pyku B NJie4eBOM CycTaBe [0 onepa-
umn — ot 45 po 90 rpanycoB (cpedHsasa cTteneHb 57,2
rpagyca), a nocne onepauum — ot 80 go 190 rpagycos
(cpepHss cteneHb 116 rpagycoB). BonbHble Habnoaa-
nuck oT 3 oo 16 net (B cpeaHem 9,9 ner).

Takenoe nopaxeHne nepoHeasnbHOM rpynnbl MbILLILL
y 60nbHbIX JUTTIMI, nprBOANT K BAIOMY CBUCAHUIO CTOM,
Pa3BUTUIO KOHTPAKTYP UKPOHOXHbIX MBbILLILL U YKOpOYe-
HWIO axXMIINIOBBIX CYXOXUNWIA. OTO 3HAUNTENbHO 3aTpya-
HsAeT xoab0by. OgHaKo onepaummn Ha axmasIoBOM CYXOXM-
NN U TPaHCNAaHTaUumM MblLLL, KpariHe peako WUCMosib-
3yl0TCS, U NPEeanoYTeHNE 0TAAETCA pasnyHbiM pukca-
Topam (opTe3am) rosieHoctonHoro cyctaea [33]. Cna-
60CTb BbINPAMUTENA NMO3BOHOYHMKA, MbILIL, X1UBOTa W
60JIbLLMX ArOAMYHBIX MbILUL, SBASETCS NPUYMHON YyCU-
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NeHns NOSICHUYHOIO NOPA03a, A1 KOPPEKLMM KOTOPO-
ro NCNOob3YyITCS cneumasnbHble KOPCETHI.

C uenbto ynyyweHns GyHKUMM 1 CUbl MbILL, Y 60/1b-
Hbix JIIMM/[, 6bina pa3paboTaHa cneunanbHas cucte-
Ma yNpaxHeHW, KOTOPbIE BbIMOJHANNCL B a3P0OHbIX
ycnoBusix (aapobHasa rumHacTuka) [46]. MNMpoeeneHo
pPaHOOMU3MPOBAHHOE MCNbITaHMEe 3TOW NPOorpaMmbl Ha
60bHbIX JUITIMZ, 1 MMOTOHUYECKOW aucTpoduein. AB-
TOpbl He 0BHAPYXMN HapacTaHWe CUJMbl MblLL, Y 60Jb-
HbIX MO CPABHEHWIO C KOHTPOJIbHLIMU, 3a UCKITIOYEHNEM
NIerkoro, CTaTUCTUYECKM 3HAYUMOr0, YBETMHEHNSA CUSIbI
MbILL, — crbartenel npegnnedbs y 6onbHbix JUTNMA,.
ABTOpPbI NPULLAN K 3aKJTIOHEHMIO, YTO YMEPEHHO-UHTEH-
CUBHble PU3NYECKME YNPAKHEHNS B a9POOHbIX YC/IOBU-
FX, C LeNbl0 HapawmBaHNSa MbILLEYHOW CWUibl, HE NpU-
HocAaT Bpen, 60nbHbIM JUTTIMZ, 1 MMOTOHWUYECKO AUCT-
poduen.

HOBbIE NOAX0A4dbl K JIEYHEHUIO

MbILLUEYHbIX AUCTPODUN

TopMmoXXeHue aKkTUBHOCTU NpoTeas, pa3pyLualo-
wux 6enkn mbiwubi [41, 42].

depMeHT kanbnanH, OTHOCALWMACS K NpoTeasam,
COLEPXUTCSH B MbILLEYHOM KNeTKe B HEAKTUBHOM COCTO-
aHUK. Korga npoucxoauT noBpexaeHne MblllevyHon
MebpaHbl, BCNeacTBMe OTCYTCTBUS AUCTpoduHa, B
KNEeTKY YCTPEMASIOTCS MOHbI KafbLNs, KOTOPblE aKTU-
BUPYIOT KasibnavH U 3TO NPUBOOUT K AECTPYKUMN Mbl-
LLIEYHbIX BOJIOKOH.

Mpenapat neynenTtuH (leupeptin) MHrIMGMPYET Kanb-
navH n NpenoTBpaLLaeT MacCMBHOE NOBpeXaeHne
MbilwLpbl. ccnepoBaHne Ha Mblllax 4ano nosioXuUTeNb-
HbIh addekT. 3aTem HavaTa 1 dasa KIMHUYECKUX UC-
noiTaHmii B 2005 rony. Y 8 60nbHbIX geTer ¢ dopmoii
JioweHHa, KOTOpbIM Ha3dHavyann HMU3KMe A03bl neynen-
TUHA, OTMEYanun pe3koe CHUXeHne akTMBHOCTU KK,
4YTO yKa3blBasiIO HAa YMeEHbLUEHNE CTeNneHn pacnana
Mbiwy,. MNpegnonaranu nuueH3MpoBaTh Npenapart B
CLLA c 2006 r., nocne okoH4YaHua 2-11 ¢asbl KIMHUYEC-
KNX UCTMbITAHUNA.

Lpyron nurnbutop kanbnanHa BBIC (Bowman-Birk
inhibitor concentrate). B akcnepumeHTe Ha Mbiwax no-
Ka3aHO YMeHblLUeHMe pacnaga MbllEeYHbIX BOTOKOH.
[MepBas ¢asa KNIMHNYECKNX NCMbITAHUIM TakXke HayaTa B
Hayane 2005 . 15 getam, 6onbHbiM M/, [owieHHa, Ha-
3Ha4mnu okosno 4 rpammoB BBIC (aT10 coctasnsno 2000
efnHNL) B BUAe NOpoLLlKa, KOTOPbI pacTBOPSv BO
bpyKTOBOM COKe. BTopasa ¢asa ncnoitaHnii npoaoke-
Ha B 2006 r. JleueHne paHOOMU3NPOBAHHOE, ABOMHOE-
cnenoe, nnauebo-KoHTponMpyemMoe OyaeT BbIMONHATb-
cs B TeyeHue 4-6 net. MNocne aToro 6yaeT NpoBOAMTLCSH
3 aTan ucnbiITaHWin B PSAE KIMHNYECKUX LLEHTPOB.

TopMmoXeHne aKkTUBHOCTU MMUOCTaTUHA C NOMO-
b0 MOHOKJIOHaNbHbIX aHTUTEnN [41, 42].

AKTUBHbBI MMOCTATUH Yepes pPaa XMMUYECKUX peak-
UM BHYTPU KNETKU UHIMONPYeT BUOCUHTES HOBbIX
MbILLIEYHbIX BENKOB M POCT MbILLIEYHOW TKaHU (MuUore-
He3) [51].

B akcnepuMeHTe Ha Mbllax NOCAe BBEOEHNS YEN0-
BEYECKMX aHTUTEN K MUOCTaTuHy (npenapat MYO-029)
B TeYeHne 3 MecsaueB oTMevYann yBenvyeHne Mbllley-
HoM Macchkl 1 cunbl. B Havane 2005 roga Ha4yaTo KNMHK-
4yeckoe MUCMblITaHNE [OEeNCTBUSA aHTUTEN K MUOCTATUHY.
[BonHoe-cnenoe, paHOOMU3NPOBAHHOE, MHOIMOLEHT-
poBoe uccnegoBaHue MYO-029 BbinonHeHO Ha 116
6onbHbIXx ¢ M Bekepa, nuue-nonaTo4HO-MIe4eBon n

KOHEYHOCTHO-MOSACHOM dopMaMmn MbILLEYHbIX AUCTPO-
dwuin. MYO-029 Beoamnm B BONbLUNX A03aX B Te4ye-
Hue 9 mecsiueB. OueHka pe3ynbLTaToB NpoBeaeHa B
2008 roay [49]. He 6bIn0 0TMEYEHO HapacTaHUs CUJbI
W ynydleHne GyHKUUU MbllL,. Y HEKOTOPbIX 60sbHbIX
Habngann yBenmyeHne Macchbl MblllL, BCIEACTBUE He-
00IbLLION TMNEePTPODUM MbILLEYHbIX BOJIOKOH. OTMeue-
Ha 6e30mnacHoOCTb ncnosnb3oBaHusa MYO-029.

MpennoXeHo TakKe B 9KCNEPUMEHTE Ha MblLLIAX BBE-
AeHne reHa ¢onmctatnHa B MblLLLy UIN B apTeEPUIO C
NOMOLLbIO aAeHOBMPYCHOINO BEKTOPA C LEefblo NoaaB-
JIeHUs1 CMHTEe3a MuocTaTuHa.

OnucaHbl eAMHNYHbIE MOMbITKU NIe4eHns oucTpopu-
Yyeckmx mdx MbIWeENn MHCYNMHONOA0OHBIM GaKTOPOM
pocTa [41, 42]. OTMe4ancs NonoXnTenbHbln 3pdeKkT Ha
6enkoBbIli 06MeH B Mbiwue [51]. NHcynmHonoao6HbIN
dakTop pocTa CTUMYNNPYET PEreHepaLmio MblLLbI My-
TeM aKTMBaLMM FEHOB, Y4aCTBYIOLLMX B MUOreHese.

MogHnmaeTcs BONPOC O BO3MOXHOW Tepanun M/,
CTBOJIOBbIMU kNneTkamu [27, 42]. MOXHO UCNonb30BaTb
CTBOJIOBbIE (FEMOMO3TMYECKME) KIETKM KOCTHOIO MO3-
ra B3pOC/blX, KOTOPbIE MOryT TpaHCHOPMUPOBATLCS B
MUOreHHble kKnetkn. OgHako Nyylle UCMob30BaTh 3M-
OpuoHasbHbIe CTBOJIOBbIE ME3EHXMMAaJIbHbIE KNETKU NN
Me3aHrnmobnacTbl, PACMONOXEHHbIE B 9HAOTENNN a0p-
Tbl aMOBpMoHa. DTN KNEeTKN, B3ATble OT HOPMaJsibHbIX
MbILLEN, MHBELIMPOBAHHbLIE B MbILLLYY ANCTPODUYECKMX
MbILLIEN, NPUBOOUN K PEereHepaLmm MbllleYHbIX BOSO-
KOH, 06pa3oBaHuio oUCTpodurHaA U BOCCTAHOBIEHUIO
CUNbl MblLUL,.

Hauvanu Takxe nay4yarsb (in vitro, B KynsType KneTok u
B 9KCMNEepPMMEHTE Ha MblLLax) pereHepaTrBHbIE CBONCTBA
CTBOJIOBbIX KJIETOK B3POC/bIX (MMOBNACTbI M ME30aHI M-
06NacTbl, PACMOJIOXKEHHbIE B MbILLEYHOW TKAHN BOKPYI
MEJIKMX KPOBEHOCHbIX COCYA0B), BblpaALLLEHHbLIX N3 BU1O-
NCMPOBAHHOM 300POBOWN MbILULbI, B3ATON Y B3POCIbIX
6onbHbIX JUTNIMI, n okynodapuHreanbHOW MbILLEYHOM
anctpoduen (OPMA) [13, 28, 39, 42, 48]. Hauarta 1
dasa KAMHUYECKUX UCMbITaHM Ha 6onbHbIX OPMI,
KOTOPbLIM FOMOJIOrnYHbIE (autologous) MMobnacThbl, Bbl-
paLLEeHHbIE N3 COXPaHHbIX KIIOYNYHO-COCLLEBUAHON U
YyeTblpexrnaBoi MblLLbl 6eapa, BBOAWIIM B MOPAXKEHHYIO
KPUKO-dapuHreanbHyo Mblwwuy [48]. OTMedeHo 3ameT-
Hoe ynydweHue moTtaHusa y 11 6onbHbix OPMI, koTo-
pPbIM NOC/E MUOTOMUN BEPXHEFO CHUHKTEPA MULLEBO-
na B guctpodpundeckme papuHreanbHble MblLlLbl UHbe-
umposann ot 50 no 400 MUNIMOHOB FTOMOJIOMNYHbIX
(autologous) muobnactos [11].

Harper [19] Hayan pa3pabaTtbiBaTb HOBYIO TEXHOO-
rMI0 FEHHOW Tepanun, NoNyYnBLLIEN HAa3BaHME «BMELLA-
TenbctBO PHK>» (RNA interference) ¢ uenbio ymeHbLue-
HUSA 9KCMNPECCUN MYTAHTHbIX AOMUHAHTHbLIX FEHOB, B
yacTHoCTU, reHa JUINMM/A. ApeHoacCcouMMpOBaHHbIE
BWUPYCHbIE BEKTOPbI 3arpy>KatoTcst ManeHbKMMN TOPMO-
3awmmm PHK (HazBaHHble MkpoPHK), koTopble noaas-
naT akcnpeccuto apyrux PHK (messenger RNA;
mMRNA), kogupyowmx 6enkm. 3Ta reHHas TeXHOJ0rus,
Nno MHEHWUIO aBTOpa, CNOCOOHa YMEHbLUINTL Ype3Mep-
Hylo akcnpeccuBHocTb FRG1 rena, koTophlii BnseTca
reHom — kaHgmagartom ana JUINMMA,.

C uenblo BOCCTAHOB/IEHUST 3KCMPECCUM FeHa OUCT-
podurHa 1 HOPMaNbHOM PaMKN CHUTbIBAHUS TPAHCKPWI-
Ta Havyann NpPUMeHsTb HoBeWLwuiA crnocob neveHmns ML,
JioweHHa ¢ NCnonb30BaHUEM TEXHUKU «MNPbIFraoLWLni
9K30H C nepeHoc4ymkom U7-ren» (Exon skipping with U7
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gene transfer) [42].
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