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Ocmputii paboomuoau3s — Opamamu4Hoe 6He3aNHoe PaspyuleHue MblUUeHHbIX 60N0KOH CKeAemHbIX Mbluy. K cenemuueckum smuonioeuteckum
gakmopam omnocsm: MemaboauuecKue paccmpoicmea, Conpogodcoaemvle OeqUUUMOM OKUCAEHUS JICUPHBIX Kuciom, degpuyumom aununa- 1,
AHOMANUU 2AUKOLEHOAU3A U 2AUKOAU3A, Pedce — Oeuium MUMOXOHOPUAALHOU ObIXAMeAbHOU Yenu, 0ehuyum nypuHa u NepoKCU3ManbHoli
depuuyum o-memun-ayun-KoA-pauemaswol (a-methyl-acyl-CoA-racemase, AMACR); cmpykmypHbie namoaoeuu 8 pamkax oucmpogurona-
MUl U MUONAMUIL; AHOMAAUU KAAbYUEB020 00MeHa ¢ Mymayusmu 6 ceHe RYR I; ocnasumenvhble peakyuu, accoyuuposantbvie ¢ MUOUMOM.
Hesasucumo om npuuunsl, degpuyum aderozunmpughocghama é muoyume nPUBOOUM K NOBbIUEHUIO COOEPICAHUS BHYMPUKACIMOUHO20 KAAbYUS
U HEKPO3y MbluleHHbIX 8010K0H. TIposoyupyowum gaxmopom pabdomuonuza mocym Goinb IK302eHHbE PAKMOPbL, CPeOU KOMOPbIX MPAGMamu-
3aUUS MbIULY, S6AEMCs CamMOll Yacmoll NPUUHOL pad0oMUoAU3a Memadoau1eckoeo eeHesa. B cayuae auxopadku caedyem yuumoieams 2 ghak-
mMopa: nogvlueHue meMnepamypsl meaa u Cyuecmeosamue nposocnatumenbHsixX YUmokuHos. B cmamoe onucan cayuaii paboomuoausay 3 demeli
om 0AU3KOPOOCMEeHHO020 OpaKa, cnposoUUPOBAHHbILL 2unepmepmueil U 8bI36aHHbII Deuyumom anb0oaassl A, He conpogoicoaemoti cemoaumu-
ueckoll anemuell. B paccmampusaemom cayuae muoenobunypus 6bina éceeda 8vi36ana ghedpunvHoi memnepamypoil. B ceoro ouepeds, ghepmenm
anvdonaza-A obnadaem mKaHechneyuuUUHOU MepmMoAAdUABHOCIIbIO: NPU MeCMUpYeMbiX MemMnepamypax oH 0OHapydceH 6 muobaacmax,
HO He 8 3pUMpOUUmax, 4mo 00ssCHAen CReUUPUUECKYH CUMIMOMAMUKY Y OnUcbiéaemblx nayuenmos. Cyuecmeyom npeononodiceHus, Ymo 6 kae-
MOYHOU AUNOMOKCUMHOCIU YHACMBYHOM MAK HA3bleaemble Jcuposble Kanau. B xode uccaedosanuil in vitro deghuyum anvoonasvt A 6bin 603meuieH
dobasnenuem apeuruna. Jlpyeue munst paboomMuosu3a MemaboiuecKo2o eeHesda, 8eposmHuo, A6AAHMCs HPOBOCHANUMENbHbIMU 3a001e8AHUSMU.

Karouesnie cao6a: paboomuonus, auxopaoka, mepmowy8cmeumensHblii padoomMuoiu3, HacaAe0cmeeHHblii pabooMuoIU3, OKpYICaouds cpe-
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adenosunmpugocgam, cmamuHot, AUNUOHble Kanau, deghekm 3 OKUCACHUS HCUPHBIX KUCAOM, BDOHCOEHHDLI OeheKm eUK0eHOAU3A,/ 2l -
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Rhabdomyolysis results from the rapid breakdown of skeletal muscle fibers, which leads to leakage of potentially toxic cellular contents into the
systemic circulation. Acquired causes by direct injury to the sarcolemma are the most frequent. The inherited causes are: metabolic with failure of
energy production, including mitochondrial fatty acid 3-oxidation defects, LPIN I mutations, inborn errors of glycogenolysis and glycolysis, more
rarely mitochondrial respiratory chain deficiency, purine defects and peroxysomalo-Methylacyl-CoA-racemase defect (AMACR); dystrophinop-
athies and myopathies; calcic causes with RYR 1 mutations; inflammatory with myositis. Irrespective of the cause of rhabdomyolysis, the patho-
physiologic events follow a common pathway, the ATP depletion leading to an increased intracellular calcium concentration and necrosis. Most
episodes of rhabdomyolysis are triggered by an environmental stress, mostly fever. This condition is associated with two events, elevated tempera-
ture and high circulating levels of pro-inflammatory mediators such as cytokines and chemokines. We describe here an example of rhabdomyoly-
sis related to high temperature, aldolase deficiency, in 3 siblings with episodic rhabdomyolysis without hemolytic anemia. Myoglobinuria was al-
ways triggered by febrile illnesses. We show that the underlying mechanism involves an exacerbation of aldolase A deficiency at high temperatures
that affected myoblasts but not erythrocytes. Thermolability was enhanced in patient myoblasts compared to control. The aldolase A deficiency
was rescued by arginine supplementation in vitro. Lipid droplets accumulated in patient myoblasts relative to control and this was increased by
cytokines. Lipotoxicity may participate to myolysis. Our results expand the clinical spectrum of aldolase A deficiency to isolated temperature-de-
pendent rhabdomyolysis, and suggest that thermolability may be tissue specific. We also propose a treatment for this severe disease. Some other
diseases involved in rhabdomyolysis may implicate pro-inflammatory cytokines and may be proinflammatory diseases.

Key words: rhabdomyolysis, fever, temperature-dependent rhabdomyolysis, inherited rhabdomyolysis, environment, thermolability, aldol-
ase A, myopathy, myoglobinuria, pro-inflammatory mediators, hemolytic anemia, myositis, ATP, statins, lipid droplets, fatty acid R-oxida-

tion defects, LPIN I mutations, glycogenolysis/glycolysis inborn errors; AMACR defect

TepmosabusvHocmos paccmampueaemcs Kak 00UH
u3 axkmopos, NPOBOUUPYOUUX PAOOOMUONU3Z 60 BPeMS AU~
xopadxu. OOHuM U3 npumepos seasemcs depuuyum arvoona-
361 A. Onucoieaemas mepmoradbunbHOCMy 8apuabenvHa 6 3a-
sucumocmu om MKAaHu, U Modcem 00vSACHIMb OMCYMCmeue
2eMONUMUYECKOL aHeMul, HabA0aemMoll 8 HeKOMOPbIX CAY-
yasx. Hasnavenue apeununa cnocobHo noMoub SMum nayu-
enmam. Jlunuouvle cKonaeHus u nPoBOCNAAUMENbHbIE UUIMO-
KUHbL, makice 0OHapyscusaemvle npu GUPYCHbIX UHDEKUUSX,
NOMEHUUANBHO MOKCUYHDBL 0151 MbIULEYHBIX 6010KOH. [l1s Opy-
2ux 3a001e8anUil, y4acmeyruux 6 padboomuoiuse, npoeocna-
AUMeNbHble UUMOKUHbL MO2YM OblMb OCHOBHbIM (DAKMOPOM
dekomnencayuu.

Fenemuyecku obycnosnenHblil pabgomuonus

Pabnomuonus — rpyboe HapylleHUE LEeJOCTHOCTU
MBIIIEYHBIX BOJIOKOH CKEJIETHBIX MBIIIL [ 1], compoBoxia-
I0111eeCsT 3HAYUTEJIbHBIM TTOBBIIIIEHUEM YPOBHSI KpEaTUH-
dochokunazer (KOK) kpoBu B mebiote 3aboseBaHUs.
B CIIIA peructpupyetcst 26 ThIC. clly4aeB pabIoMUOIM3a
Brox [1, 2]. [To nTaHHBIM MPOCTIEKTUBHBIX UCCIIETOBAHUI
pacrpocTpaHEeHHOCTU PabIOMUOIN3a, 3HAUUTETHHOE YK~
CJIO CJTydaeB OCTAIOTCSl HEIMAarHOCTUPOBaHHBIMU. To ke
caMoe MOKHO cKa3aTh OTHOCUTEJbHO YaCTOTHI BCTpeyuae-
MOCTH pabIOMUOJIN3a; COTJIACHO OTIEIbHBIM UCCIIEI0BA-
HMSIM OHa cocTaBiisieT oT 5 o 11 % [3—6].

Cpenu mpuyuvH pabaOMUONIN3a B TEPBYIO O4Yepelb
cJenyeT OTMETUTh BUPYCHYIO MH(MEKIINIO, 3TO 00CyXIaeT-
cg B 0ozee uem 230 cTaThsIX, IPEICTAaBICHHBIX B 0ase
naHHblx B Pubmed. B nmojioBuHe onuchiBaeMbIX CIy4yaeB
pabmomMuonn3a IPpUINHON SIBJISIETCST BUPYC TpuIina. Bu-
pycHast TH(MEKUMS WM TNXOpagKa B Ka4ecTBe TPUTTEPOB
pa3BuUTUs pabJIOMUOM3a HE BBI3BIBAET COMHEHWUSI,
HO TIPY 3TOM BCET/Ia HEOOXOIMMO TTIOMHUTH O BOZMOXKHBIX
TeHETUYECKUX MTEPBOMPUYMHAX MTATOJIOTUYECKOTO COCTO-
STHUSI B CJTyJasiX pEKYpPPEHTHOTO TeUeHUsI.

K OCHOBHBIM TeHETUYECKUM TTPUYMHAM PaOJOMMOTH-
32 OTHOCSITCSI:

1. Metabonuueckue HapyieHust [6—11]:

— neduuuT oKUcIeHUs XXUpHBIX Kuciot [7, 10, 11];

— neduuur mununa-1 [12—14];

— HapylieHue MeTaboIM3Ma TIIMKOTeHa U TITUKOJIn3a
[7, 81;

— neduuuT B IIXaTETLHON 1IeTTM MUTOXOHIPUIL;

— JeUlnT JeTUIporeHas3bl AUTUAPOIUTIOAMUIOB [9];

— TIEPOKCU3MAJTbHBIN NeUIUT ambda-MeTUI-aluI-
KoA-panemasst (AMACR) [15];

— JaedunmT mypuHoB [16].

2. CTpyKTypHbIE HApyIIEHUS MBIIIEYHBIX BOJOKOH,
BKJItOYad AuctpoduHonatuu u muonatuu [17].

3. HapyiieHust MIOHHO-KaJIbLIeBOTO OOMEHa BCJIEICT-
Bue myTtanuu reHa RYR1 [18].

4. BocrianuteibHbIE MPOLIECCHI B CKEJIETHBIX MBITIITIAX,
BKJTIOUAsl BOCTIAJINTEIbHBIE AyTOMMMYHHBIE MUOIATUU
(ToTMMMO3UT).

HesaBucumo ot nmpuyuHbI, MpUBenIIeil K pabaoMuo-
JIN3y — TIPUOOPETEHHBIX MM TeHETUYeCKUX (haKTOpOB,
necdunmt aneHosuHTpudochara (ATD) B Muonmte BievyeT
3a cO0Ol BHYTPUKIIETOUHOE ITOBBIIIEHNE KOHIIEHTPAIIUKN
KautbLys u3-3a qucyHkimy noMiibl Na/K-AT®a3er, Ca?'-
AT®a3b1 1 HeKPO3 MBIIIIEYHBIX BOJIOKOH [1, 19] (puc. 1).

PabmoMuomnu3 mposiBisieTcst MUAITUSIMU, MBITIIEYHON
YTOMJISIEMOCTBIO U MUOTIO0yTMHYypueid. [ToctaHoBKe a1~
arHo3a Croco0CTBYET TUTTMYHASI KITMHUKO-TabopaTopHast
KapTuHa (puc. 2):

— BO3MOXKEH KaK OCTPbIi, TaK U XPOHUYECKUI MUO-
JIU3 C TIEPCUCTUPYIOIIUM TOBbIIeHNeM ypoBHST KDK,
YTO TpeOyeT UCKITIOUEHMSI MUOTIaTUN / TUCTPODUHOTATUH,
HapylIeHUs TIMKOTeHOJIN3a/ TINKOIN3a WK MUO3UTA;

— TSKECTb OCTPOTO 3MMU30/1a, 00bEKTUBU3UPOBAHHAS
noBbieHneM K®OK kpoBu: kpaiiHe BBICOKMI YpPOBEHb
K®K, 6onbie 100000 En/m, a B psifie ciydaeB gaxke BbIIIIe
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leHeTMueCKMe TopaxkeHne MIUOKapaa — ¢ JeOULIMTOM OKHMCICHUS JKUP-
1 bruoxnummnyeckmne n BMG){)iaHn:ecl\l/(lgﬁu bl .
BNVAHUS oBpexpaeHue u HBIX KHUCJIOT; MBIIIEYHAs] aTpodus WU TUIIePTPODUS
7 v MKPOHOXHBIX MBIII — ¢ MUOIATUECH VUIM MBIIICYHOU

Dedpnunt pepmeHTOB lMnokcua, nwemus

YmeHbLeHne ATO

Ca*-ATOaza «— T

Na*/K*-AT®a3za
Ca?*/Na*akcueHngxep
YBennyeHune

BHYTPUKNETOYHON
KOHLIEHTPaLMWN KanbLma

AKTMBaLVA HENTPaNbHbIX KanbLMN3aBUCMbIX
nporeas

Mwnodunbpunnbl

Hekpos mrodunbpunn
MuornobuHypus
OcTpas noyeyHas
HefoCTaTOYHOCTb

Puc. 1. Mexanusm pazeumus paboomuoausa (cxema)

| Pabgomunonus |

o

| OcTpbinn | | XpoHuueckunn

P

BblpaxeHHbIn YMepeHHbIi
K®K > 10 000 Ea/n KOK < 10 000 Ea/n

o

Bo3spacT pa3sutua Bo3pact pa3sutua Bo3spact pa3sutua
1-ro annsopa < 6 net 2-ro anu3oga 3-ro anu3oaa

Lipin-1, FAOD, GSD 7-16 net > 16 net
RYR1, FAOD, GSD RYR1, GSD

Puc. 2. Aneopumm deiicmeuii npu eenemuueckom gapuanme paboomuou3a,
¢ yuemom ocobeHHocmell KAUHUYeCKOU KapmuHyl. JlaHHbLi areopumm He 56~
A51eMesl UCHEPNbIBAIOUUM, 8 YHACIMHOCMU, He YKA3aHbl peOKue NPuUUHbL pao-
domuonuza: deuyum nypuros, dedpuyum ObixamenvHoi uenu, oeuyum
pauemasvl. FAOD — odepuyum oxucnenus wcupruix Kucaom (fatty acids
oxidation deficit); GSD — 6oae3ub naxonaenus eauxoeera (glycogen storage
disease)

50000 En/n Tpebyet uckimodyeHus aepuunra unuHa- 1,
0COOEHHO B CIJTy4yasix BOSHUKHOBEHUSI TIEPBOTO 2MU30/a
B IETCKOM BO3pacTe;

— BO3pacT MepBOTO MPUCTYTIA pabIOMUOIN3A; B CITy-
yasx Tsokesioro (K@K 10000 Ex/n) u panxero padgoMu-
oJin3a (MepBbIil 3MU301 10 6 JIeT) He0OXOIMMO UCKITIOUUTh
nedunut munrHa- 1. Eciu ke epBbIil 5113071 BOZHUKAET
B TOAPOCTKOBOM WJIM IOHOIIECKOM BO3pacTe, CIemyeT
MOI03peBaTh aHOMAJINIO KaJbIIMEeBBIX KAHAJIOB C 2 BO3-
MOXHBIMU BapuaHTaMU HaCJIeOBaHUS: ayTOCOMHO-/I0-
MUHAHTHBIM M QyTOCOMHO-PEIIECCUBHBIM;

— COITyTCTBYIOIIIME CUMIITOMbI TIOMOTAlOT OPUEHTH-
pPOBAaThCSI OTHOCUTEIHHO ATUOJIOTUU: TTOJIMOPTaHHAs TMa-
TOJIOTHSI Yallle BCETO COTPSTKEHaA ¢ eUITUTOM TbIXaTe b~
HOW 1IETW; TUTIOTJIMKEMUSI, TUTIEPAMMOHUEMUST U/WIN

nuctpodueil; TMnepypukeMusi U reMOJTUTAYECKas aHe-
MUST — ¢ AePUITUTOM TJIMKOTEHOIN3a /TJIMKOJN3a; 3ajep-
JKKa YMCTBEHHOTO Pa3BUTHS U HEWPOTIATHST — C TIEPOKCU3-
MaJIbHBIM Ae(UTOM B aliba-meTrn-auni- KoA-panemase
(AMACR). B nocyienHem cirydae J0/KHO ObITh OCYIIIECTB-
JIEHO OMpeeIeHUE CONEePKAHUS XKUPHBIX KUCIOT C OYEHb
JJIUHHBIMU LIETISIMU.

YpoBeHb CMEPTHOCTU TIPU PaOAOMUOIU3E TOCTUTAET
10 %, n yrpo3a JeTaabHOTO MCXO/a CYIIECTBEHHO TTOBbI-
MIAeTCs TIPU TPUCOSTUHEHNY TIOYEYHOU HETOCTATOUYHOCTH
[20]. Haubonee yacrasi mpuurMHa CMEPTU — HapyIIeHUE
CEpIEYHOTO PUTMa BCJIECTBUE Tuniepkatuemun [21].

PabaoMuonus u npooyupyiowue hakmopbl

PabnoMuonus yacto accourMMpoBaH co crieuuduye-
CKUM MpoBoLMpYIOIUM (hakTopoM. K oCHOBHBIM TTPOBO-
LUPYIOIINM (paKTopaMm TpU TeHETUYECKU JeTePMUHUPO-
BaHHOM PabIOMUOIN3€ OTHOCSITCS:

* JIuxopanka (metabonnueckue npuunHbl, RYR1).

* Bupycnag uHbexkuusg (o0cyxaaeTcs pojib HEmo-
CPEICTBEHHO BUpYCa B MUOJIN3E).

» Ousnyeckas Harpys3ka (Muonatuu, RYR1, Metabo-
JIMYECKUE TPUIUHBDI).

* Mononoii Bo3pacT (MeTaboauYecKre NPpUIMHbI —
JNedeKT OKUCIEHUS XUPHBIX KUCIIOT, Ne(UUNT TunuHa-1).

* Vcronb3oBaHWe aHECTETUKOB, CYKIIMHWJIXOJIMHA
(muctpoduu, RYRI).

* [IpreM cTaTMHOB, MHBIX MperapaToB (cM. c. 18).

IMpemmecTByroliasi MpIllieuHast Harpy3ka oOHapYKK-
BaeTCs BO BCEX ClTydasix pabnomuonusa. B ciyyae metabo-
JIMYECKU-aCCOLIUMPOBAHHOTO PabIOMMOIM3a TPUTTEPOM,
KaK TIPaBUJIO, SIBJISIETCS TMXOPAKa Wi OaHATbHAsI BUPYC-
Hast uHbekus [22—24]. JIuxopaaka TakKe MOXeT CITpo-
BOLIMPOBATh pabJOMMOJIN3, ACCOLIMUPOBAHHBIN C MyTaLll-
smu reHa RYRI [25]. B ciayuae peduiura oKucIeHUs
SKUPHBIX KUCJIOT WY JIUTIMHA- |, MOJIOJI0#1 BO3paCT SIBJISI-
eTcs (pakTopom pucka pa3BuTus pabmomuonusa. Hekoro-
pBIe JIeKapCTBEHHBIE TIpeTiapaThl TAaKKe MOTYT IMPOBOII-
poBaTh pabpoMuosu3. B mepByio ouepenb 3TO CTaTUHBI
[26, 27], aHectetuku [18, 28] u cykumHuaxoauH [18].
Cricok (hapMakoIOTruIecKux MPUINH MPUOOPETEHHOTO
pabIoMMOIIM3a He UCYEPITHIBAETCS TTePEUNCICHHBIMU BbI-
111e TperapaTamu.

B ciyuae pa3Butusi TMXopaaKu Mpu pa3BUTUN padIo-
MMOJIN3a CJIeAYeT YUUTHIBATH 2 OCHOBHBIX (PaKTOpa: MOBBI-
IIEHUEe TeMTIePaTypPbl U TTPOIYKITUIO TIPOBOCTIAIUTETbHBIX
IUTOKMHOB. HazBaHHbIe (DeHOMEHBI MOTYT TaKXKe UTPaTh
MaTOTeHHYIO POJIb U Ha (hoHe (PU3NUECKUX YIIPaKHEHUIA.
Mpiia ceKpeTupyeT HUTOKUHBI U XeMOKUHBI [29, 30],
YUYaCTBYIONIME B MOOWIM3ALIUM SHEPTETUUECKUX PECYPCOB
W3 TJIIOKO3bI U TUMUIoB [31—-34].

Mpbl ipuBOIUM CiIydaii pabaoMuon3a, CBSI3aHHBIN
C TUTIEpTEpMUEH B ceMbe, TJie 3 JeTeil SIBISIIOTCS HOCUTE -
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JIIMu TeUIUTa aabaojia3el A, ¢pepMeHTa, U3BECTHOTO
CBOEi1 TepMOJIAOMILHOCTEIO.

Jeduuut anbaosia3sl A, ONMMCAHHbBIN CETOaHS JIUIIb
y 5 MauiMeHTOB, IMIPUBOIUT K TeMOJIUTUYECKON aHEMUMH,
aCCOLIMMPOBAHHOM B 2 CIIydasix ¢ pabmoMuoam3om. Tep-
MOJIAOMJIBHOCTD, BO3HUKatomas mipu 25 °C y maumneHTa
u ripu 40°C B KOHTpoOJIe, OOHapykeHa TOJIbKO B MUOOJIa-
CcTaxX M OTCYTCTBYeT B aputpounTax. [logooHas Tepmo-
JIAOMABHOCTD, BEPOSITHO, SIBJISIETCS TKAaHECITeITU(DUIHOMN
1 00BbsICHSIET (peHOoTuN 3aboJieBaHUS B JAHHOU ceMbe.
In vitro apTuHUH BOCCTaHaBIWBacT (hepMEHTATUBHYIO
aKTUBHOCTh aJibgoja3bl A B MMOOJacTaxX ITallMeHTa.
[Tpu gpyrux Bumax padaoMmoIn3a, HaIIpuMep 00yCI0B-
JICHHOM Ie(@UIIMTOM JHWIMHA-1, B MHaTOJOTHMYCCKUIA
MIpoIecC MOTYT BOBJICKAThCS TMPOBOCITAJUTEIbLHBIC
LIUTOKWHBI, 9YTO TPeOyeT OTHECEHMS COCTOSTHUS K BOC-
MaJIUTEJIbHBIM 3a00J1eBAaHUSM.

PaGaomuonu3, Yacmuyxo 06ycnoBnenHbli
mepmonabunbHocmbio: npumMep Aeuyuma anbaonassi A
Kaunuuecrkasa kapmuna. JIBa 6pata u cectpa Mapok-
KAHCKOTO TIPOUCXOXKIIEHUST, POKIEHHbIE B OJIM3KOPOICT-
BEHHOM Opake, CTpagaloT PeKyppeHTHBIMU SMU30[aMU
pabmomumonu3a ¢ 2 mec Xu3Hu. B octpsrii nepuonq KOK
Bospactaet 10 180000—450000 Exn/n (Hopma < 150 Ex/m).
[pyrue n1abopatopHble MoKa3aTeau, Takue Kak TeMOorio-
OWH, TeMaTOKPUT, TPOMOOIIUTHI, PETUKYJIOLIUTHI, OWINPY-
OuH, rantomioOuH, depputuH, TecT KymOca, oOumii
aHaJIM3 MOYM, KPEaTUHWH, JIAKTaT, KAPHUTUH, PO
alWJIKapHUTUHA KPOBU U TPODWIH OMOJTOTUIECKUX aMU -
HOB MOYU — HE OTJINYAIOTCSI OT HOPMBI. Pe3yibrarhl aex-
TpoMuorpadunu u 3eKTpokapauorpadum: 6e3 maToao-
ruu. B MeXTpUCTYIHBIN TIepuoa y Bcex 3 MalueHTOB
ypoBeHb KDK Obi1 B Ipeiesiax HOpMbI UJTH CJIeTKA TTOBbI-
meH (150—1800 Ex/m). Bue mpuctynoB pabmoMuosmsa
HEBPOJIOTUYECKUIT OCMOTP U Harpy30uHbIE TTPOOKI Y BCeX
3 mauMeHTOB, OCMOTPEHHBIX B Bo3pacte 9, 10 m 11 Jer,
HE BBISIBUIM KAaKUX-JTUOO OTKJIOHeHWH. B cemeliHOM
aHaMHe3e HEeT yKa3aHUs Ha TeMOJIMTUYECKYI0 aHEeMUIO,
SMU30/IbI X0JIECTa3a U TIepeTMBaHU KPOBU. Y 2 MalueH-
TOB HAOJIONAIOTCS TPYAHOCTHU B IIIKOJIBHOM OOYyYEHUH.
MouneKkyasipHoe uccieaoBanue. B onvcaHHON cembe
MPOBEIEHO 9K30MHOE MCCIIEOBaHUE, TaK KaK HU OJHA
13 OCHOBHBIX U YaCTBIX MPUYMH pabIOMUOIN3a He ObLTa
MOATBEPKAeHA CTAHIAPTHBIMU METOIaMU (aHAJIU3 KPOBU,
MOYHU W OMonicus MBIIIBI). OOIUH TeH OBLT MCCleaoBaH
nputiebHo — ALDO A v y mauueHToB Obljla BbISIBIEHA
romo3urotHass myrtamust c. 839 C—T (p. Ala279Val,
NM _000034), HOocuTeseM KOTOPOIl B TE€TEPO3UTOTHOM
COCTOSIHUM OBUTU POAUTENU U 310POBbIN Opat. Takxke 00-
HapyXeHO, UTO TAaHHBII TeH HAXOAUTCS B TOMO3UTOTHOM
COCTOSIHUM y BCeX MaiMeHToB. Ha ocHoBaHMM cTaTtncT-
YECKUX JaHHBIX TPEIoaraeTcs, YTo AaHHas MyTalusi
MPUBOIUT K HecTabUIbHOCTH (hepMeHTa |35, 36].
Mopdosornyeckoe uccienoBande. bUomncust MbIlLbI
Obina ipoBeneHa 1 mammenTty (Ne 3), 10 net, ¢ momenieHu-

eM OuomnTara B KyJIbTypy MuobiactoB. CBeToBasi MUKpPO-
cKomusi OOHapykuia B OUOTITaTe CKOTUICHUS JIMTTUIHBIX
BkparuteHuit (GL), okpallleHHbIX B KPaCHBIN 1IBET, HE BbI-
SIBJISIEMBIX B KOHTpOJIE (pUC. 3). APXUTEKTOHMKA MBIIIIIBI
0e3 OTKJIOHEHU I 1 TIPeCTaBIeHa BOJIOKHAMU 1-1o u 2-ro
THUTIa HOPMAJIBHOTO iamMeTpa. IMMyHOTCTOXMMUYECKUE
WCCIIeOBAHNS aKTUBHOCTH LIUTOXPOM C-OKCUIA3bI U (poc-
(bopuniazbl He BBISIBUIIN MATOJIOTHUH.

Muo6nacTsl MalMeHTa U KOHTPOJbHOTO GuomnTata
ObUTM KYJIBTUBUPOBAHBI B CTAaHAAPTHBIX YCIOBUSIX
(puc. 4a) v B MpUCYTCTBUU MTPOBOCTIATIUTETHHBIX (haKTO-
pPOB — C BBEIEHUWEM B KYJIbTypy MPOBOCIAIUTEIbHBIX
uUTOKMHOB (puc. 46) [37]. B mumobnacrax mauueHTa
OBbLTM BBISIBJICHBI 3HAYUTEbHbIE CKOTUICHUS JIUITUIO0B
GL npu okpammBaHuu CyJaHOM KPAaCHBIM CITyCTs 1 cyT
nociie ctumynsauun TNFo+IL-1(3, npu aTOM u3MeHeHust
yuciya u pazmepa GL ipu 40 °C He ormeueHo. B koHTp-
onbHBIX MuoOsactax GL B craHmapTHOUW KyJbType
He omnpenensoTcd, Ho nipu gobasneHun TNFo+IL-1B
3aMETHO X HeOOJIbIIIOe TPUCYTCTBUE. BBeneHne mpoTu-
BOBOCTIAJIUTEJIbHBIX ar€HTOB, TAKUX KaK JeKCaMeTa30H
B KOMOMHAUWU C TUTOKUHAMU (puc. 46) WU TOITHKO
JekcaMmeTa3oHa (4e) 3HaYNTESTbHO YMEHbIIIAeT KOJInde-
ctBeHHOe npucycTBue GL B Mrobacrax nmamueHTa.

Nurnduposanue rena AL DO AB muobGnacrax (puc. S5)
BOCITPOU3BOAUT (PEHOTUTT YPE3MEPHOTO HAKOTIIICHUSI TN -
MUJIOB C TTOBBIIIeHreM uncia GL B MuobaacTax KOHTPOJIsE
(puc. 5a, 6) u maumenTa (puc. 56, ¢). Takum obGpazom,
JIeUIUT anbaoaa3bl A BEI3BIBACT JTUTTUIHYIO MUOTIATHIO.

Buoxnvuueckoe oocaenosanne. CHxeHre hepMeH-
TaTUBHOW aKTUBHOCTH aJIbA0JIa3bl OOHAPYXKEHO B 3pU-
tpouuTax narueHToB (0,4—0,6 Ex/r remorioouna (Ex/r
Hb), xontposnb — 4,6 En/T Hb, MbIlIe4HOM roMoreHaTe
OHOTO U3 TmauueHToB (55 HMOJb/4/Mr; HOpMa

Puc. 3. buonmam deavmosudnoii mviuy nayuenma, cmpadaioujeeo degu-
yumom anvdonazvl A. Okpacka KpacHvM MAcAOM GblsIGUAA CKONACHUE JCU-
POBBIX Kaneab NPeUMyujeCme@eHHo 6 80A0KHax 1-eo muna
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Puc. 4. Oxpacka cyoanom Kpachvim Muo0daacmos nayuenma u KOHmpoabHo2o npenapama. Muobaacmol nayuenma, Kyabmuguposantvie 8 6a306bIX YCa0-
susix (a) u 6 ycaosusix nposocnanenus (TNFoa~+I1L-1p) (6). Buons: mrocouucaennvie gkaiouenus — cupogoie kanau. Jlobasienue @ eucmonoeuteckuii npe-
napam dexcamemasona (8) u deKcamemasona 6 Komounayuu ¢ nposocnasumensivimu yumoxunamu TNFo+1L-1f3 (e) e eausitom Ha Koau4ecmeo Hcupogoix

Kanens

1,2

0,8

0,6

0,4

0,2

JKCnpeccus reHa B MmobnacTax

0

ALDO A ALDO A

©Q

)
=z
>

Off target Off target

KOHTpOﬂb MauwneHt

Puc. 5. Hneubuposanue sxcnpeccuu eena ALDO A 8 KoHmpoabHbix Muobaacmax u muobsacmax nayuenma. Beepxy: konmpoavHole muobnacmel (a) u Muo-
oaracmol nayuenma (8) 6 6azoeom cocmosnuu. OKpacka cy0aHom KpacHviM,; 6HU3Y: KOHMPOAbHble Muobaacmel (0) u muobaacmel nayuenma (2) nocie uHeu-

ouposanus eena ALDO A. Okpacka cyoanom KpacHvim

581—5188 BMoOmB/4/Mr) m ero mumobiacrax (1,08 =+
0,4 Ex/mkr 0enka; Hopma 2,4 + 0,025 Ex/mkr). ®@ep-
MEHTAaTMBHAsl aKTUBHOCTb y TETEPO3UTOT COCTABIISIECT
50 % Hopmbl. McciaenoBaHne aHa3pOOHOTO MIMKOTeHO-
JIN3a 3aMOPOXEHHOTO (hparMeHTa MBIIIIBI BBISBISET
CHUXEHUE TIPOAYKIIMHU JiaKTaTa (MKMOJIb/T MBIIIIIbI
3a 30 MuH) nocie 1o0aBIeHUS HECKOJIBbKUX CyOCTPaTOB,
TOJTBEPXK/Iasi TEM caMbIM JeeKT mpoilecca IIMKOoJIn3a
(Ta6:. 1). AKTUBHOCTb ITIOK030-6-docdara neruapore-
Ha3bl U TEKCOKWHA3BI B 3PUTPOLIUTAX MAIIMEHTA TTOBbI-
1IeHa VI B HOpME.

Boiy vicciieoBaHbl BISTHYAE TEMITEpaTyphl U TIPOBO-
CITAJTUTETLHBIX IMTOKMHOB Ha aKTUBHOCTD aJTbl0a3bl A.

Muo6iacTsl nalMeHTa U KOHTPOJBHOTO CyObeKTa ObUTU
KYyJIBTUPOBaHbI pu Temmeparype ot 37 no 40 °C B cTaH-
JNAPTHBIX YCIOBUSAX U MPU J0OABIEHUU TPOBOCIIATIATENb-
HBIX TUTOKUHOB (coueTanue TNFo u IL-1B). Dkcnpeccust
reHa ALDO A He noaseprajach Moaudukauuu (puc. 6a).
IIpu 5TOM ypoBeHb Oenka anbaonas3bl A, CHU3ZUBIIUACS
B CTAHIAPTHBIX YCJIOBUSIX U OCTABIIUIACS 0€3 U3MEHEHU I
non neiicteueM TNFo+IL-1p B MuoGnactax maiueHTa,
ymenblmics npu 40 °C (puc. 6a). Takum ke oGpasom
(hepMeHTaTUBHAS AKTUBHOCTb aJIbA0J1a3bl A 3HAYUTETIBHO
CHuKaeTcs npu Temmeparype 25 °C B Muobactax mau-
€HTa U B MEHBIIIEH CTENeHN B KOHTPOJIbHBIX MUOOIACTAX,
HauuHas ¢ 40 °C (puc. 66). Jlo6aBnenne TNFoa+IL-1p
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cocTosiHve coctosHne coctosiHue coctosiHue

] KoHTponbHbI Npenapat [ Mpenapat naumeHTa

Puc. 6. a — nemodughuyuposannas sxcnpeccus eena ALDO A 6 konmpoasvhbix muobaacmax (C, He3aKpauwieHHble K8a0pameol) U 8 MUOOAACMAX NAYyUeHma
(P, memubie keadpamol) 6 6a308bIX YCA0BUSX, 8 NPOBOCHANUMENbHOIL CPede U Npu 8bIcOKUX memnepamypax (cnpasa, 40 °C).

benok anvdonaza A 6 6azoeom cocmoanuu, npu dobasarenuu TNFo+IL-15 u npu vicokux memnepamypax: KoAu4ecmeo 6eAKa CHUICEHO Yy nayuenma
6 CPABHEHUU ¢ KOHMPOAeM U NPU 8bICOKUX MeMNepamypax.

0 — akmugHocmb anb001a3vl A 6 KOHMPOALHBIX MUOOAACMAX U MUOOAACMAX NAYUEHMA NPU 0OUHAKOBBIX YCA0BUAX: 8 0A30860M COCMOSHUU; NPU 000a6AeHUU
TNFo~+IL-1B u npu pasuvix memnepamypax. Akmusnocms gpepmenma chudxcaemes Havunas c 25 °C 6 muobaacmax nayuenma u ¢ 40 °C 6 KoHmMpoabHbIX
muobnacmax. Ilposocnasumenvrole YUMOKUHbL He 6AUSIOM HA AKMUBHOCMb (epmenma

Ta6muna 1. Hccredosanue in vitro anaspobHoeo enuK0eeHoau3a u eAUKoAU3a Molulbl

196 194 98

InukoreH 32 120—170
Imroko3a-1-docdar 49 513 418 122 278—384
[noko3a-6-dochar 74 513 486 338 406—582
Dpyxkrosa-6-docdar 77 500 464 498 448—690
&‘:531“033‘1’6‘6“‘1’0"‘ 58 319 329 293 150—264

Ilpumenanue. Ananu3 in vitro anaspo6Ho20 2nUKOAU3A U 2AUKOAU3A 8 Mbliiye hayuenma 3: 06pa3osaguuiics yepe3 30 mun nocae UHKyOauuu ¢ pasHblmu
cyocmpamamu AaKmam lpasicel 8 MKMOAb/2 MblUIUbL.

He BIUsIeT Ha (PepMEHTATUBHYIO aKTUBHOCTD aJTbI0JIa3bl A JlobGaBneHre apruHUHA K KyJbType MUOOJIacTOB Ia-
(puc. 66). AKTUBHOCTb ajibIojia3bl A B 3pUTpoLMTaX LMeHTa (2 MMOJb, L-apruHuHa ruapoxiopun, Sigma,
3 MalMeHTOB He U3MEHSEeTCS TIPU YBEJIMUeHUN TeMmIiepa- B TedeHue 10 IHeil) cylecTBeHHO MOBhIIIaeT (pepMeHTa-
Typbl (puc. 7). IlosydyeHHBIE pPe3yabTAaThl TMO3BOJISIIOT TUBHYIO aKTUBHOCTD aJIbI0JIa3bl A, TaK e KaK U ee 0es-
TIPEATOIOXKUTh, YTO TEPMOJIAOWIIBHOCTD aTbI0JIa3bkl A Ba-  KOBBI YpOBEHb (puc. §).

pBUPYET B 3aBUCUMOCTU OT TKAaHU U OOHAPYKMBAETCS Crnenuduuecknii nepumur anpaoaassl A. [roxkosa sB-
B MHOOJIaCTax, HO HE B 3PUTPOIIUTAX. JISIETCS BaKHBIM 9HEPTETUUECKUM PECYPCOM JUISI SPUTPO-
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Puc. 7. Axkmugnocmo anv0oraszvt A 6 KOHMPOALHBIX IPUMPOUUMAX, 6 IPU-
mpoyumax eemeposucomol u 3 nayuenmos npu PasHvIX YCA08UsX U memne-
pamypax: mepmoaaduAbHOCmy, HabaoaemMas 6 Muobaacmax, He oOHapy-
JICeHa 6 IPUMPOYUUMax

PN
o

il Anbponasa A

wn

AKTUH

En/mkr 6enka

o o

AKTMBHOCTb
anbaonassbl,

°

ba3soBoe
COCTOsIHNE

basoBoe 2 mmonb Apr
COCTOsIHME

Apr

Puc. 8. Akmusnocmo anvdonaszvl A (6epxusas naanka) u 6eaka akmuHa
(HUMICHSAS. NAAHKA) 8 MUOOAACMAX nayueHma 6 6a308biX YCA08UAX U Hocae
AedeHust apeuHuHoM (Ape). Apeurun nogvluaem aKkmusHoOCmy anb001a3sl A;
*p < 0,05

LIUTOB U CKEJIETHOW MBIIIIIBI, U HAPYIIIEHNEe HOPMAJTbHOTO
TJIMKOJIA3A CIIYXKUT METa00INYECKON MPUYUHON FeMOJIH -
TUYECKOM aHeMUHU 1 pabmoMmoim3za [38]. HegaBHo ommcaH
HOBBIN (heHOTHIT IepUIINTA aTbI0JIa3bl A, BOBIICKAIOIINIA
WUCKJTIOYUTENIbHO MBIIIIIBI, O€3 y4acTusi SPUTPOIUTOB.
Cero/iHsI OMMCAaHO BCETO 5 TMALIMEHTOB C U30JIUPOBAHHBIM

Tadmua 2. Ony6aukosantsle cayyau degpuyuma anrb0onasvt A

ngedunurom anbaoassl A [36, 39—42] (ta6u. 2). Bo Bcex
BBISIBJICHHBIX CJIy4asix HaOIiofanach TeMOJUTUYECKast
a"nemus (OMIM: 103 850), B HEKOTOPBIX M3 HUX — 3a7ep-
JKKa MHTEJUIEKTYaJIbHOTO pa3BuTus [39, 41], a B 2 cirydasx
B Ie0I0Te Kpr3a pa3BUBAJICS paOJOMUOIN3, COTTPOBOXK/IAB-
IIUIACSA TIPOTpecCUpOBaHUEM CUMIITOMATUKU [36, 39].
JlaHHBIM BU TIATOJOTUW MBIIIIL TTPOSIBIISIETCST XKUPOBOM
MMOTIaTUEN C TIOBBIIIIEHUEM BHYTPUKIIETOYHOTO COIepXKa-
HUSI XXKUPOBBIX CKOIUIEHWI B MO0 IacTax MalueHTa, CBsi-
3aHHOI ¢ ymHeHueM rena ALDO A. OGHapyxkuBaeMble
>KUPOBBIE BKJIIOUEHUST TIPUCYTCTBYIOT TIPU BOCITAJICHUH,
a TakKe TIPU BOCTIAJIUTEILHOM CTPECCOBOM peakium [43,
44]. Bo3MOXHO, OHU YyYaCTBYIOT B JIMTTIOTOKCUYHOCTH
KJIETOK M, COOTBETCTBEHHO, B TTaTOTeHE3e pabJOMUOJIN3a.

OTCyTCTBHE TEMOJTUTUYECKO aHEMUU B OTTMCHIBAEMOI
CEMbe C BBICOKOI BEPOSITHOCTBIO MOXET ObITh O0YCIJIOBIIE-
HO TE€M, YTO TEPMOJAOMIBbHOCTh (DEPMEHTA aJIbI0JIA3bl A,
MpeacTaBIeHHas B MyTaHTHBIX KJIETKAX, TTPU TEMITEpaTypax
nccaenoBaHusl oOHapyXeHa MCKIIOYUTETbHO B MUOOJIA-
cTax, HO He B apuTporuTax. YeTBepTUUHAsI CTPYKTypa
depMeHTa, TaKKe KaK U MyTallii, CITOCOOCTBYET TepMOJIa-
ounpHOCTH [45]. CxomHAasI TepMOJIAOMILHOCTE OOHAPYXKE-
Ha mpu Oojiee BHICOKUX TEMIIepaTypax U B SPUTPOIIMTAX
[39, 40, 46] u mpoaHaIM3UPOBAHA METOIOM pacueTa CTa-
omnpHOCTH Oerka [35]. Bo3MOXHO, B CBSI3U C TEM, UTO 3pH-
TPOILUTHI ITMPOKO TIPEJCTABJIEHb B TKAHW KPOBU, OHU
0oJiee yCTOMYMBBI K BHEIITHUM (hakTopam, 4eM MUOOIaCcThI
[47]. B wacTHOCTH, U3-3a OTCYTCTBHS SIIpa OHU 00JIaIat0T
0eTKaMu, TIOBBITIAIOIIIMMHY YCTOMYMBOCTD K OKCUAATUBHO-
My ctpeccy [48—50].

Haxonen, ObL1O MOKa3aHO, YTO aprUMHUH MOXET
MPUBOIUTH K OOpPaTHOMY pPa3BUTHIO CHUMIITOMATUKK
npu aedunute aapaoiaasbl A, OJHAKO MEXaHU3M €ro
JIEUCTBUS TOKa Heu3BecTeH. PaHee aprMHUH ObLT OTIU-
CaH KakK 3allUTHBIA OeloK-1IanepoH, 3allviaiolni
pasHbie MeTaboanyeckue GepMEeHTHI OT TEPMOJIA0UITb-
HocTH [51-53].

Temonu- 3anepxkka
THYECKas Mpmuonarus YMCTBEHHOTO ITanuent Kontpoias
aHeMust pa3BuTHs
/- Miwa et al.,
T. €. BEPOSIT- 1981
SrnoHust HbI gnﬁifé p-Asp128Gly + — 0,12 2,99 Kishi et al.,
pOJiCTBE 1987
Opak)
Tepmanust - p-Gly206Lys + - 0,3 7,9 {(9r9egder sk,
. p.Arg303X . . Yao et al.,
e p.Cys338Tyr * b2 L3-28 2004
Mapokko + p.Ala279Val - + 0,4 4,6 AL REEI S

caHue
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OcHoBHbIe npenapambl U MOKCUYECcKue Beliecmsa,

Komopbie Morym npusofumsb K paépomuonu3y

Hapromuueckue npenapamot u moxcuyeckue geujecmea
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LIBSIK, PTYTh, XeJIe30, BAbIXaHME MTapOB U JbIMa OT CTOpa-
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Ilepe6oo: Mapus Onecosna Kosanvuyk

Illupokuii kpye ogpmansmonamuii 6bin 00HAPYICEH Y AUY, cmpadarowux eaukoeeHo3om 11 muna (6oaesnv [lomne, bII). Obcaedosanue
oghmansmonoeom nauuenmos ¢ maadenyeckoil gopmoii BII npuobpeno ocoboe 3Hauenue ¢ nosereHuem QepmeHmHoU 3aMecmumenbHoll
mepanuu u cCmaHogUMCcst 003amMeAbHbIM C YHemOM Ueal YAYHUIeHUS NPOSHO3A BbINCUBACMOCIU U KAYEeCMEa JCU3HU hayueHmog. OnucaHbl
cayuau Kaunuueckoeo deoroma bII 6 eude ogpmanvmuneckux napywenuii. Ilpedcmasaenvt danHbie, hodmeepiicoarouue Namoao2uecKoe
HAKONAeHUe 2NUKO2eHA 8 PA3HbIX 0mOenax 3pumenvho2o anatusamopa. Hacmosuwas nybaukayus npedcmagasem coboii 0030p aumepamy-
Pbl U OCHOBAHA HA OAHHBIX NOUCK080l cucmembl PubMed.

Karoueswie caosa: 6onesnv Ilomne, eauxoeenos 11 muna, auzocomanvhvie 004e3HU HaKonAeHUs, UHpanmuavhas gopma 6onresnu Ilomne,
60ae3nb [lomne ¢ no3oHum debromom, o.-eakKo3udasa, hepmeHmuas 3amecmumenvHas mepanus, IKCMpaoKyasapHsle 08UeamenbHvle pac-
cmpoiicmea, ogpmanvmonamus, NMo3, CMpadusm, MUONUs
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Pompe disease and ophthalmopathy: literature review

Tuy Nga Brignol', J. Andoni Urtizberea’
'AFM-Téléthon, Evry tnbrignol@afm-telethon.fr;
2Praticien hospitalier, MPR, Hopital Marin de Hendaye ja.urtizberea @free. fi

Large number of ophthalmological problems has been found in patients with glycogenosis type 11 (Pompe disease, PD). Since enzyme replace-
ment therapy (ERT) has been introduced ophthalmic examination in the routine follow-up gained a special role in infantile-onset Pompe
disease and prolonged survival. Currently a number of cases with ophthalmic disorder as the first sign of PD is known. Histopathological fea-
tures of glycogen deposits in various eye structures has been described. Current review summarizes PubMed data on ophthalmopathy in PD.

Key words: Pompe disease, glycogenosis type I, lysosomal storage disease, infantile-onset Pompe disease, late-onset Pompe disease,

a-glucosidase, enzyme replacement therapy, extraocular motility disorder, ophthalmopathy, ptosism strabismus, myopia

Bonesns [Mommne (BI1, OMIM 232300 — ORPHA 365),
nmm rmkoreHo3 I tuna (GSD 11, glycogen storage disease),
OTHOCWTCS K HACJIEACTBEHHBIM JIM30COMAILHBIM OOJIE3HIM
HaKOTUIEHUs BCIENCTBUE Aeduunta ¢hepMeHTa o-TIIo-
ko3unassl (GAA, acid a-glucosidase). BI1 — opdannoe 3a60-
JIeBaHME C ayTOCOMHO-PEIIECCUBHBIM TUTIOM HACJIEIOBAHUSI,
UIS JIeYeHUST KOTOpOo Obuia pa3padoTaHa (hepMEHTHAS 3aMe-
cturenbHas Teparust (3T, ERT, enzyme replacement therapy).
B 2006 1. 66110 TIOJTyYeHO pa3pellicHre Ha IPUMEHEHHUe pe-
KOMOWHAHTHOI a-TJTIoK03u1a3bl B EBporie, Kak e IMHCTBEH-
HOTO Tperapara Jyisi aliueHToB, crpafatomx bI1.

B Hacrosiiieil pabote mpeActaBieH 0030p JOCTYITHBIX
B PubMed KIMHMYECKMX Y TUCTOIOTMYECKMX TAHHbIX, XapaK-
TepHbIx 1151 BIT. KitoueBbiMU cioBamMu Py MOKUCKE COOTBET-
CTBYIOIIEH JMTEpaTyphl ObLIW: plosis — strabismus — optic
neuropathy — retina — Pompe disease — acid maltase deficiency.

KnuHu4eckue npusHaku oymanbMonamuu

OCHOBHBIMU KJIMHUYECKUMU MPU3HAKAMU O TATBEMO-
natuu nipu BIT gBagiorcs crpadbusm u nTo3, HamboJee
BEPOSITHO CBSI3aHHBIE C MBILIIEYHOU CIa00CThIO [NTa30IBU-
raTeJbHBIX MBI W MBIIIbI, TOIHUMAIOIIENH BEpXHEE
BeKo. B Tabs1. | cyMMUpOBaHbI ONMUCAHHBIE KTUHUYECKUE
cayJau.

1Imos3

MuoreHHbI NITO3 SBJSIETCS PE3YIBTATOM JIOKATbHOTO
1 TeHepaJIM30BaHHOTO MbIlIeyHoro neduunra. CoxpaH-
HOCTb (DyHKITUY MBI, TTIOMHUMAIOIIEl BepXHee BEKO,
OTpPaxXaeT KOJUYECTBO MHTAKTHBIX MBIIIIEYHBIX BOJIOKOH.

ITTo3 mpu BII BcTpewaeTcs yaine u 6oJiee BbIpaXeH
y neteii. Bce n3BecTHbIE cilyyau NTo3a y AeTei XxapakTepu-
3YIOTCSl IBYCTOPOHHEW CMMMTOMATUKOM, TOrJa KakK JBY-
CTOPOHHMI TITO3 Y B3POC/IbIX OMMUCAH JIUIIb B | ciiydae.

* Les cahiers de myologie 2014;11:22—24.
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Tadomua 1. Cumnmomsr opmansmonamuu npu eauxoeerose Il muna (6oaes3nv Ilomne)

Smith u coast., 1972 (CLLA)
[1]

Libert u coaBr., 1977 (benb-
Tus) [2]

Goebel u coasrt., 1978 (Iepma-
Hus) [3]

Barnes u coasr., 1993 (Benu-
KoOpuTanus) [4]

De Wilde u coasr., 1995 (Hu-
nepranist) [5]

Groen u coaBr., 2006 (Hunep-
saHsl) [6]

Ravaglia u coasr., 2007 (HUta-
) [7]

Yanovitch u coasnr., 2010
(CLIA) [8]

Slingerland u coast., 201 1(Hu-
nepaanasl) [9]

Chien u coaBr., 2014 (TaiiBaHb
& CILIA) [10]

Groen u coaBr., 2006 (Hunep-
JtaHzbl) [6]

Ravaglia u coasr., 2007 (MUta-
) [7]

Ravaglia u coasr., 2010 (MTa-
ams) [11]

Yanovitch u coasnr., 2010
(CLIA) [8]

Yanovitch u coasnr., 2010
(CIIA) [8]

Masbuuk, 3 roga

Mauibuuk, 4 Mmec

Mainbuuk, 9 mec

KennuHa, 45 et

XKeniuHa, 33 et

Kenmmna, 37 et

Kenuuna, 46 net

PebeHok

Manbuuk, 4,5 roga

Masbuuk, 7 JeT

12 B3pOCIIBIX CPETHETO
BO3pacra: ot 25 10 67
JIeT

22 B3pocnbix (1 xeH-

IMHA)

28 B3pOCIIBIX

30 MIaneH1IeB

7 B3pOCIbIX (6 KeH-
IIMH, 1 My>XunHa)

CrpabusM (330Tporusi)

Her npusHakoB nopaxeHusi opraHa 3peHus. bu-
ONCHST KOHBIOHKTUBBI: BKIIOUEHUS TIINKOTeHA

C YJABTPACTPYKTYPOWA, UIEHTUYHOM TOW, YTO
ObL1a OOHaApyKeHa y TUI0/a, HO B OOJIbIIIEM
KosinuecTBe (cM. TabJ1. 2)

Crpabusm

OIHOCTOPOHHMUIA MTO3

OIHOCTOPOHHMUI MTO3, KaK €AMHCTBEHHBII
TMepBUYHbIN npu3Hak b1

OIHOCTOPOHHUI MTO3, KaK €IMHCTBEHHBIN
TepBUYHBIN nipu3Hak BT

OIHOCTOPOHHUI MTO3, KaK TIEPBUYHBIN TP~
3HaK B 46 JIeT, MPeALIeCTBYOIINI ABUTATEIb-
HoMy aeduuuty; ¢ 58 et — GumarepaibHbI
xapakTep nro3a. bI1 nnarHoctupoBaHa B 48 JieT

IIT03, cTpabusm

TlepBuuHbIi OPTATEMOJOTUYECKUIT OCMOTP

(B 2,5 rona): MUHMMAJIbHBIN ABYCTOPOHHMIA MTO3
0e3 [J1a30ABUTaTeIbHBIX HAPYIIIEHW, MAOTIHSI
-7.75A u -8.75/1. B 4.5 rona: HapactaHUe MUO-
mau (-8.51 v -10/1), BeIpaXkeHHBIii TBYCTOPOH-
HUIA MTO3, I1a30/iBUTaTebHbIE PACCTPONCTBA,
[JIa3HOE THO — HopMa

JBYCTOPOHHMIA NTO3, Muomnus - 10/

Ito3: y 4 (33 %) 13 12 NOBBINICHHBI YPOBEHb
B CpaBHEHUM ¢ 6Aa30BOI1 MOMYJISLUEIA, N3 HUX

3 XXEHIIMHBIL; CPeTHUI Bo3pacT: 55 (47—63) ner;
MEPBUYHBIN CUMITOM Y 3 manreHToB. CHUXEH-
Hast GYHKIMS MBIIIIIBL, TTOAHUMAIOIIEH BEpXHEee
BeKO: Y 6 (50 %) u3 12; Koppesiysi ¢ ITO30M:
0,84, 9T0 yKa3bIBae€T HA MUOTEHHBII XapaKTep
nTo3a

IlTo3:y 1 u3z 22
JIBycTopoHHWMI TITO3: y | 13 22 (MyTarust

525delT)

JBycTOpOoHHUI NTO3: y 4 13 30

OIHOCTOPOHHUI MTO3: Y 6 U3 7

D3T: Het

D3T: Het

D3T: Het

D3T: HeT. BoipaskeHHBIN OYITb-
GapHBbIil TApaIny: bIXaTeIbHAS
HEI0CTATOYHOCTh, HAapYIICHUS
TJIOTAHUS

®3T: Her. JleueHue nTo3a
ONEePATUBHBIM ITyTeM (pe3eKIIUs
MBIIIIIEL, TOTHUMAIOIIEN BEPXHEE
BEKO)

®D3T: Her

D3T: na; 6e3 acdekra Ha NTO3
TocIie 2 Mec JieueHusI

D3T: na

®3T: ¢ Bo3pacra 4 Hejl.
OrnepaTUBHOE JIeYeHHE NITO3a
C XOPOIIUM PEe3yJIbTaToOM

®3T: na.

Cnycts 5 et u 11 mec neyeHust
CTaHIapTHOW 1030M1: yiyUlIeHne
JIBUTATEIbHOM U CepACYHOM Aesi-
TEJILHOCTH, MTO3 03 U3MEHEHMUIA,
B TOM 4ucCIie Ha (hOHE ABOMHOM
no3bl. [IpoBeneHo onepaTuBHOE
JIeUeHUE MTo3a

®3T: Het.

HacneacTBeHHbI aHaAMHe3:
OTCYTCTBHE BPOXIEHHOTO MTO3a
WJIU APYTUX BOBMOXHBIX (haKTOPOB
MPOBOLIMPYIOIIMX IITO3

D3T: na. [eHeTHYECKUIT aHATN3
(mst 17 u3 22 mauueHToB): OTCYT-
CTBHE KOPPEISILIUN MEXKIY TUTIOM
MYTALMK U IITO30M

D3T: na. BeipaxkeHHBIN MTO3,
He pearupyiormii Ha 3T

®D3T: na. BerkuBaeMocThb: 6oJiee
roma

MosiekysipHbIil aHaIu3 y S5 B3po-
cabix: *myrauus [IVS13T-G

B ajuiene y S uz 5

*mytanus 525delTy 2 uz 5
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IIpoonyxcenue madauyp 1

JIBycTopoHHuUI 1103: y 6 (46 %) u3 13

Prakalapakorn u coasr., 2014

(CILIA) [12] 13 nereit

Crpabusm: y 3 (23 %) u3 13.
Muornus: y 8 (62 %) u3 13.

D3T: na

ActurmaTusm: y 9 (69 %) us 13

Anagnostou u coaBr., 2014

(Fsonvs) 1] 5 B3pOCIIbIX

CakKa/ibl: TMHaMKKa TaKasi e, Kak ¥ B KOHT-
poibHO TpyTe (19 yenoBek)

D3T: MuaMYM 2,5 Tona

CuMITOMBI O(TATBMOTIATUYN COOTBETCTBYIOT TEHETH -
YEeCKUM XapaKTepUCTHMKaM TalueHTa. Tak, MyTaiuu,
BBISIBJICHHBIE Y B3POCJBIX IMAIlMEHTOB, UMEIOIINX TTO3
(myratmst 525delT, B orcyrcTBue myrtauum IVS13T-G),
AHAJIOTMYHBI TeM, KOTOPbIE, KaK IMPaBuIo, OOHAPYKUBAIOT
MpU MJIaJeHYeCKUX opmax 60Ie3HU.

o apsl ucnionbzoBanust 3T nTo3 y nereit onuchi-
BaJIM PEAKO B CBSI3U C MaJIOW TPOAOJIKUTEIHHOCTHIO
XKU3HU pebdeHKa, cTpajatouiero raukoreHo3m Il tuma.
®3T nmos3Boswia MPOCIeIUTh TeYEHUE U pa3BUTHE 0O-
JIE3HW U OOHAPYXUTh TaKMe OCJIOXHEHWs, KaK TTO3,
rmoTepsi Ciayxa, HapyIIeHUs TJIOTAaHUS U KOTHUTUBHBIN
neuuur.

COTpyIHUKYU NETCKOTO OT/AEJIeHUs YHUBEPCUTETA
Duke (CILHA) npocnenuu tedenue bIT Ha dhone @3Ty 30
JleTeil Ha TIPOTSDKEHUU HECKOJIbKUX JieT. B aToit rpymre
OosbHBIX y 4 feTeil ObUT OOHAapyXeH MTO3 (paccTosTHUE
MeXKJy IIEHTPOM 3payka v BepXHUM BeKoM < 2 MMm). JIBy-
CTOPOHHUIT NITO3, OoJiee BhIPAXXEHHBIN clieBa, pa3BUJICS,
Hecmotpst Ha nipoBeaeHne M3T. Takoe xe HabOMIONEHUE
TPEICTAaBICHO B MEHbIIIEH KOTOPTE OOJIbHBIX, CTPATAIOIINX
mianeHudeckoit popmotii BIT u momryyatomux G3T [§].

B myonmukammm, ocBSIeHHOM KoropTe U3 13 meTeit,
cTpagaroimx mianeHueckoit hopmoit bIT u monydaBimx
®3T, y 6 (46 %) naumeHTOB HAaOIIOAAJICST IBYCTOPOHHU A
nro3 [12].

Takke onucaH cirydaii ITo3a, KOTOPBII perpeccupo-
BaJ Ha (DOHE NBOWHOTO yBenmueHust 1o3upoBku DO3T,
y manuenTa 17 JeT, cTpagalonero aTuimmIHoi MiiageHve-
ckoit ¢gopmoii BIl, guarHocTupoBaHHOW B BO3pacte
9 mec. [Momumo cnabocTu CKENETHOW W BIXaTeTbHOU
MYCKYJIaTyphl, Y MallMeHTa HAOII01aJICs MEeIIJIEHHO TPO-
rPECCUPYIOLLINIA, ABYCTOPOHHUI, AMHAMUYHBIA NTO3.
Bbut mpoBeneH aHanM3 Ha aHTUTENIA K pellenTopaMm arle-
TWIXOJWHA ISl UCKJTIOUEHUST BOBMOXHOTO CHHAMTUYEe-
ckoro nedekrta MMacTEeHMYEeCKOTO TUTa, KOTOPBI OKa-
3aJicsl OTpULIATeIbHBIM. [10NBUXHOCTD TJ1a3HOTO s10710Ka
1 3paukoBbIii peduiekc Obutn B HopMe. C 13,4 rona nmaru-
enty npoBonuiiach 3T B no3upoBke 20 Mr/Kr Kaxabie
2 Hen. JleueHue He CHU3WIO, HO TTO3BOJIMJIO CTAOWIIN3U -
poBaTh Ie(PULINT CKEJIETHOM U IBIXaTEebHOW MYCKYJIaTy-
PBbI, TITO3 OCTaBaJICsI 0€3 AMHAMUKU. MBIIIEUHBIN CTATYC
MaryeHTa yXyIuIuics B TocjieqHue 2 roaa, u ObUIo TIpu-
HSITO pelleHre O JBYKPAaTHOM YBETWYEHUU NO3UPOBKU
npemnapata. B mocneayroinne 6 Mec yaydmmiiauch GyHK-

IIMOHAIBHBIE BOZMOXHOCTH CKEJIETHBIX MBIIIIL U YaCTUY-
HO perpeccupoBas nTo3 [ 14].

B cinyuae BIIl ¢ mo3gHuM 1e0G0TOM MTO3 SIBJSIETCS
MPU3HAKOM 00Jiee BhIPAKEHHBIX U3MEHEHUI B TEHOTUTIE
U yKa3bIBaeT Ha 6oJiee Tskenyto hopMy O0JIE3HU.

Tak, onucan ciyyaii BITy xeHimmHbr 45 neT, xapakTe-
PUBYIONIUIACS 3HAYNTEIBHBIM TIOPaXXeHUEM OyJIb0apHOit
MYCKYJIaTypbl U OMHOCTOPOHHUM TiTo3oM [4]. Umeercs
OMUCaHUE Cayyash Pe3eKUMU MBIIIIbI, TOIHUMAIOLIEH
BEpXHEe BEKO, MPU OJHOCTOPOHHEM TITO3€ Y KEHIIMHBI
33 ner, crpanaromeii BIT [5]. Vi3BecTHBI 1 npyrue NOKy-
MEHTUPOBAHHBIE OMMCAHUS OJHOCTOPOHHErO TITO3a
npu no3aHei dopme BIT [6, 7].

Bbutn TakXe BBISBIEHBI CIydal COYETAHUS ITO3a
U1 0TaTBMOIUIETUN Y B3pOCIIbIX, cTpanatoliiux bI1 ¢ mo3a-
HUM JIe0I0TOM.

HeszaBucumo OT Bo3pacra ManuveHTa WU B OTJIUYUE
oT npyrux cumnToMoB BIT (CHMXXeHUe CUJbl CKeJIeTHOM
U NIbIXaTeIbHOW MYCKYJIATyphl), CO3/IaeTCsl BIieYaTIeHUe,
YTO TTO3 HE YYBCTBUTEJIEH K «CTAHIAPTHOI» MO3MPOBKE
®3T [8, 11]. JlaHHOE OTIMUME MOXKET OOBSICHSITHCS PA3Ty-
HOW CTPYKTYPOI1 MBIIIIEUHBIX BOJIOKOH MBIIIIIBI, TOTHUMA-
IOIIIell BepXHee BEKO, M CKeJIeTHBIX MbIiil. [1To3 Takke
MOXeET OBITh CJIEICTBUEM TIOPAXKEHUSI TIMKOTEHO30M 1I€H-
TPaJIbHOM HEPBHOI CUCTEMBI, 3aTPArvBaIOIIETO, K TTPUMEDY,
siipa 3-11 Tapbl YeperHbIX HEPBOB B cpeiHeM mo3re [11].

Cmpabusm

HecMmotpst Ha TO, YTO HaKOIUIEHWE TJIMKOTeHA U BaKy-
OJTbHAST MUOTIATHST OMTHOBPEMEHHO HAOJIONAIOTCS Y B MBIIII -
11e, TTOMHMUMAIONIEN BEpXHee BEKO, U B DKCTPAOKYISIPHBIX
MbIiax, mro3 mpu bIT BctpeyaeTcst ropas3mno vaiiie, 4em ciy-
yau CcTpabu3Ma. DKCTPAOKYJSIPHBIE MBIIIIIBI, TaKXKe
KakK U CKeJIETHBIE, SIBJISTIOTCSI TIOTIEPEYHO-TIOJIOCATBIMU U CO-
CTOSIT U3 MBIIIIEYHBIX BOJIOKOH MEHBIIIETO TMaMeTpa C MEHb-
IIAM TIPOLIEHTOM WHHEPBUPYIOIINX HEPBHBIX OKOHYAHMIA
Ha | KoHKpeTHYI0 MBIy, COKpaleHne 9KCTPAOKYISIPHBIX
MBIIIILL TTPOUCXOIUT OBICTPEE, YeM CKeJIeTHBIX MBI, JlaH-
HbIE CTPYKTYPHBIE U (DYHKIIMOHAIbHBIE OCOOEHHOCTH MOTYT
OOBSICHSITH OOJIBIIYIO YACTOTY BCTPEYAEMOCTH TITO3a B CPaB-
HeHuu co crtpabusmom mpu BIT [8]. B uccnenoBanum
13 nereii ¢ mmanenveckoii hopmoit BIT u momywatormx O3T,
y 3 (23 %) Habmonascst ctpabusm [12].

Jlpyeue eaaznvie cumnmomol

* Mwuonus u acturmMatusMm. B yrnoMsHyTOM BBIIIIE
ncciemoBaHuM 13 mereii ¢ MiameHYecKoil (popmoit BIT,
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Puc. 1. Dxcmpaokyasproie moluiybl npagoii opobumel: 1 — cocyoucmoe konb-
yo Llunna; 2—6, 8 — enasodeucamenvhvie mvludupl; 7 — 010K 8epXHEOUCANb-
HO20 yena enasnuupl; 9 — muluya, noOHUMaWas eepxtee éexo. Pucynox
cocmaenen Edelhart Kempeneers (Gray’s Anatomy), docmynen no adpecy:
http://commons.wikimedia.org/wiki/ File: Eyemuscles.png

y 8 (62 %) obHapyxena muonus, y 9 (69 %) — acturma-
™3Mm [12].

« Cakkanpl. CakKajbl SIBJISIFOTCS OBICTPBIMU M YETKH -
MU JIBIDKEHHMSIMM TJIQ3HBIX SIOJIOK, MPOBOLIMPYIOIINMU
n3MeHeHne (pUKcauu B3opa Ha rnpeamere. JuHamuka
cakkal M3y4yeHa Yy 5 MalMeHTOB, CTPAJalolIMX MMO3IHEN
dopmoit BIT, u corocraBieHa ¢ JaHHBIMU Y 3[0POBBIX JIMLI
TOrO Xe Bo3pacta. HUKakux pasinduii B aMIUIATYIE, CKO-
POCTH ¥ MAKCUMAJIbHOM [UTMTEIbHOCTH CaKKal He 0OHa-

pyxeHo [13].

[laHHble rucmoNoruYecKux npenapamos 3pUmenbHoOro

annapama

Tucronornuecknii aHajn3 OMOMTATOB 3PUTEIBHOTO
armapata ripu bIT mpoBoawics ¢ UCTIONb30BaHUEM OTITH -
YECKOI U BJIEKTPOHHOW MUKPOCKOITUY a0OPTUBHOTO Ma-
Tepuaia 1ioaa (B pesysbraTe caMOTIPOU3BOJIBHOTO WU
TEeparneBTUIEeCKOro NMpepbIiBaHNsI OEPEeMEHHOCTH, CBSI3aH-
Horo ¢ BII), ayroncuii neteit U B3pOCJbIX MALUEHTOB,
crpanasimx bI1, a Takske rJ1a3HBIX MBI, Pe3eIUPOBAH-
HBIX B paMKaxX OTIEPaTUBHOTO JIEUEHUSI cTpabu3mMa neTeit
¢ BIT (Ta6m. 2).

Maaodenueckas (unpanmuavnas) popma bIT

B cityyae mnanenueckoii dopmel bIT oTinoxeHus riu-
KoreHa ObUTM OOHAPYKEHBI IOYTH BO BCEX TTTA3HBIX TKAHSIX
32 UCKJTIOYEHUEM TTMTMEHTHOTO dIUTENNS ceTyatku. [lep-
BOE TMCTOIATOJIOTUYECKOTO UCCIIeIOBAaHNE TIPU TTOMOIIIN
ONTUYECKON MUKPOCKOIUM OBbIIO MpoBeaeHOo B 1965 T
y TIAIMEHTKU B BO3pacTe 5 Mec, CTpajaolieil Kiaccuie-
ckoit mnanenuyeckoit dopmoii BIT, ymepieit B pesysisrare
JIEKOMTIEHCAIINY CepIEUHON AeATEIbHOCTU 1 OPOHXOTTHEB-
MoHuH. [McToOTNYeCcKOe UCCIIEIOBAHNE BHISIBUIIO BAKYO-
JIU3AIUIO0 Y CKOIJICHUS TJIMKOTEHA B 9KCTPAOKYJISIPHBIX
MBIIIIIAX, B [JIAIKOW MyCKYJIaType PeCHUYHOTO Teja U pa-
JTy>KHO# 000JIOUKHU, SHIOTEINATIBHBIX KJIIETKAX POTOBUIIBI,
TaHTJIMOHAPHBIX KJIETKAX U KJieTkax MioJuiepa B ceTyaTke,
a TakKe B MepULInTax KarmuuisipoB cetyatku [18].

_

9
10

Puc. 2. Carou cemuamku: 1— eHympeHHAs noepanuuHas memopana; 2 — caoii
B0/N0KOH 3PUMENbHO0 Hep8a; 3 — CAOll 2AHeNUOHAPHBIX KAemOoK, 4 — @HY-
MpeHHUi CnaemeHuesuUoHblil CA0i;, 5 — 6HYMPEHHUI 3ePHUCMbLI CAOlL;
6 — HapyJICHbLIL ChAemeHUeBUOHbLIL CA0IL; 7 — HAPYICHbLI 3ePHUCTbLI CAOU;
&8 — HapycHas noepanuunas memopana; 9 — caoii pomopeyenmopos (na-
A0uKU U Koa00ouku); 10 — nuemenmmusiii caoii. Pucynok docmynen no adpecy:
https.//ru.wikipedia.org/wiki/Cemuamka

IMpu momMomIM 3IEeKTPOHHON MUKPOCKOIUU ObLIN
WCCIIeAOBaHHI IJ1a3a Iioaa, crpamaromiero bIT, Ha 22-i1 [2]
u 16-ii [16] Henmensix rectauyu. OGIIMPHBIE CKOTUICHUS
TJINKOTEHA B JIM30COMax ObUTM 0OHAPYXKEeHBI BO BCEX IJ1a3-
HBIX CTPYKTYpax 3a UCKITIOUEHNEeM ITUTMEHTHOTO SITUTENINS
CETYaTKHU.

OmnucaHo UcclieT0BaHUE CeTYaTKU MalueHTa 9 mec,
crpanatotniero bIT [3]. ABTopbl 0OTMEUAIOT TU30COMATThb-
HbIe CKOTUIEHUSI TIMKOTeHA B TAHTJIMOHAPHBIX KJIETKAX,
B KJIETKaX BHYTPEHHETO SIICPHOTO CJIOSI U BHYTPEHHEM
cermeHTe (hOTOPEIIENITOPOB ceTuyaTku. B obmactu mur-
MEHTHOTO JIUTEJINSI CEeTUYATKU CKOTUICHUSI TIIMKOTEHA
He OOHAPYXEHHI.

OnTryeckoe MUKPOCKOTTMYECKOE NCCIeTOBAaHNUE Op-
raHa 3peHus] yMepIlero nanueHta | roga, cTpagaBIIero
BIT u nmonyuasurero B TeueHue 4 mec M3T [8], BoIsiBUIIO
BaKyOJIbHYI0 MUOIMATUIO B TJIAJKUX MBIIIIAX PagyXKU,
PECHUYHOTO TeJla M KPOBEHOCHBIX COCY/IaX CKJIephl. ABTO-
pPBl OTMEYAIOT HaJIMYME BaKyOJM3allMd ITMTMEHTHOTO
SMUTENIUS PAIYKKW, 3HAUUTEbHON BaKyOJIU3alluu 31 -
TEIMATLHBIX KJIETOK XPYCTaJInKa U BaKyOJTbHO MUOTIAaTUH
9KCTPAOKYJIIPHBIX MBI (MIPSIMbIe BEPXHUE MBIIIIIIHI
U KOCHI€ MBIIIIIIHI).

Dopmut BII ¢ no3onum debromom

CrereHb HAKOTUJIEHUSI TJIMKOTeHA U BaKYOJIbHO MUO-
MaTUM B OKYJISIPHBIX CTPYKTYpax npu ro3aHeit opme BIT
BapbUpYeT B 3aBUCUMOCTH OT BBIPaXKEHHOCTU 3a00JieBa-
Husi. [lomoOHasi BapuaGeslbHOCTh B THUCTOJIOTMYECKUX
mperapaTax Moria Obl OOBSCHUTH (DAKT MPUCYTCTBUS
1TO3a JINIIIh Y HEKOTOPBIX TTAIIUEHTOB [§].

VY nauuenTa 61 roga, cTpagalolIEro mo3aHei popmoii
BII, npu nomouu oNnTUYECKO MUKPOCKOITUU ObLIO BbI-
SIBJIEHO 3HAUUTETHbHOE KOJTMYECTBO BaKyoJiell B 9KCTPAO-
KYJISIPHBIX MBITIIAX. DJIEKTPOHHAsI MUKPOCKOTIUSI OOHA-
pyXwia 3aMellieHue MUO(GUOPUIT ITUX  MBIIII]
MHOXECTBEHHBIMU BaKyOJISIMU, COACPKAIIUMU TIIMKOTeH
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Ta6auua 2. lucmonamonoeus u yrempacmpykmypa eaasza npu 6oaesnu Ilomne

Toussaint u coasr.,

1964 (benbrusi) [15]

Smith u coasr., 1972

(CHIA) [1]

Libert u coasr., 1977

(Benbrus) [2]

Libert u coasr., 1977

(Benbrus) [2]

Goebel u coabr., 1978

(Tepmanus) [3]

Pokorny u coaBr., 1982

(CLLIA) [16]

van der Walt u coaBr.,
1987 (Tepmanus) [17]

Yanovitch u coaBr.,
2010 (CIIA) [8]

Yanovitch u coaBr.,
2010 (CILIA) [8]

Chien u coaBr., 2014

(TaiiBaub & CIIA)
[10]

JleBouka, 5 Mec

Manbuuk, 3 roga

Inox, 22 Hen

Mainbuuk, 4 Mec

Manbuuk, 9 mec

Iion, 16 Hen
(TepareBTUYECKOE
npepbiBaHue Oepe-
MEHHOCTH TI0CJIe
aMHUOIICHTEe3a)

MyxunHa, 61 Tom

JeBouka, 1 rom, ym.

(reuenne ®3T B
TeyeHue 4 mMec)

Bspocbrii, 60 et
(ayroricust)

Manbuuk, 7 net

[1azonBUTaTETHHBIC MBIIIIIBL: BAKYOJIU Y CKOTUICHUS TIMKOTEeHA.

[tankuie MBILIIBI PECHUYHOTO TeJjla U Pafy>KHOI 000JI0UKM: aHAJIOTUYHbIE U3MEHEHUSI.
Porosuia (aHm0TeIMATBHBIE KJIETKH): aHAIOTHYHBIE M3MEHEHWSI.

CeryaTKa (raHIJIMOHAapHBIE KJIETKU U KJIeTKU MIojiepa): aHaJOrMYHbIe U3MEHEHMSI.
Kammmisipsl ceTyaTku (TIEPUITUTHI): aHATIOTMYHBIE N3MEHEHMST

[1azonBuraTeIbHBIE MBIIIIBI (HI/I)KHSIH Kocas MLIH_II_[a)Z TJIMKOTEH B MUOLIUTAX, SHOAOTCINN
KaruuIsApoB U IIEPUIIMTAX KOHBIOHKTUBBI

[l1azonBuraTebHbIE MBILILBL: 3HAYUTEIbHBIE CKOIIIEHUSI ITTMKOTeHa B JIM30COMax
JInzocoManbHbIi IIMKOTEH +++ (32 MCKIIIOYEHNEM MTUTMEHTHOTO STUTEIIHSI CETYATKH).
CkJiepa: CKJIepOLUTHI.

KOHBIOHKTHBA: SHIOTEINI KaUUISPOB, (hrUOpo0IacThI.

PoroBuiia: KepaToLUThI, SMUTENUI U SHAOTEIMA.

XpycTajlvK: STUTETUN.

PecHuuHOe Teno: anmuTenuii.

DHIOTENNI KaWLISIPOB COCYANCTOM 000JIOUKH I71a3a U CeTYATKH.

Dubpob1acThl KOHBIOHKTUBBI, PaLy>KHOM 000J0UYKU, XOPHOUIEH.

CeryaTKa: raHIJIMOHAPHBIE KJIETKHU, KIeTKr Mioyiepa, hoTopenenTophl.
3pUTeNbHBIN HEPB: MTMAIbHbIE KIETKU

KOHBIOHKTMBA: CKOTUIEHMSI IJIMKOTEHA B JIM30CcOoMax (YJIBTPACTPYKTypa COBIagaeT ¢ OOHapyKeH-
HOU y Tu1o1a 22 Hell, HO B 00JIbIIIEM KOJUYECTBE

CeTyarKa: CKOIIIEHUS JTM30COMATbHOTO TJIMKOTEHA ITOYTH BO BCEX THITaX KJIETOK (3a UCKIIOUe-
HUEM KJIETOK [TUTMEHTHOTO SIUTENNsI): TAHIIMOHAPHBIE KJIETKH, KJIETKA BHYTPEHHETO HyKJieap-
HOTO cJ1081, (hOTOperIeNnTOPBl BHYTPEHHETO CErMEHTa.

Xopuouesi: CKOTUIEHUS IIMKOTeHa 1 TUModyclinHa B Makpodarax

3HauMTeNbHbIe CKOIJIEHUSI INIMKOre€Ha B IJ1a30/IBUraTeIbHBIX MBIIILIAX U CTPYKTypax Ia3a
(KOHBIOHKTHUBBI, POTOBUIIBI, PALY>KHOI 000JI0YKU, XOPUOUIEHN) 32 UCKITIOUEHNEM TUTMEHTHOTO
SIUTEINS PALyKHON 000JIOUKH U CeTYATKHU

[1azomBUTaATEILHBIC MBIIIIIBL: BAKYOJIN +++; MUODUOPUILTB 3aMEIIIeHbI OOJIBITUMU CKOTIIICHU -
SIMM OYEPUYEHHBIX BaKyOJIeil, COIePXKallIMX ITTMKOTEH U APYrre 6eCCTPYKTYPHBIC YaCTULIBI

[1azoaBurareibHble MbILILbI (BEPXHSIS MPsIMasi U KOcasi, C 2 CTOPOH): BaKyOJIbHasi MUOTIATHSI.
[tagkue MBIIIILBI pagy>kKHON 000JI0YKH, LIMJIMAPHOTO TeJIa: BAKYOJbHAsS MUOIATHS.

Bakyosii B TUIMEHTHOM 3IUTEIMU PaLyKHOM 000JI0UYKHU, SMUTETUOLIMTAX XPyCTaTIMKa.
CKoTUIeHUS TIMKOTEHA B CKJIEPE U COCYIaX CKIIEPhI

[tazonBuTaTETHLHBIE MBIIIIIBL: OTCYTCTBUAE CTPYKTYPHBIX NU3MEHEHMUI, CKOTUIEHUI TIMKOTeHA

PesenpoBaHHas Mblliilia, MOAHMMAOLIAS BEKO (XMPYPTUYECKOe JeUeHe cTpabu3mMa): MbIIIey-
HbIe BOJIOKHA B OCHOBHOM 3aMeIleHbI BAKYOJISIMH, HEKOTOPbIE BAKYOJIU MPOI0JITOBATON (DOPMBI,
SITPO LIEHTPAJIM30BaHO B PE3UIyaIbHBIX BOJIOKHAX

[1asomgBurateibHble MBI, MBIIIIbI IAIUAPHOTO TeJa, MIaJAKKUe MBILILBI paaykKHOI 000104~

Mainbuuk, 7 Mec
JHeBouka, 1 rox

JleBouka, 21 mec
(mommyuana ®3T)

Prakalapakorn u co-
aBT., 2014 (CLLA) [12]

KW: BaKyOJIbHasI MUOITATHS.

POFOBI/ILlaZ CKOIIJICHU S TJIMKOT€HA B SHOOTCINU.

CeryaTKa: CKOTUICHUS TIIMKOTeHA B TAaHTJIMOHAPHBIX KJIETKaX.
XpyCTaJII/IKZ CKOIIJICHUS TJIMKOTC€HA B SMUTCINU

U Jpyrue, He CTPYKTypUpPOBaHHbIE BJeMeHThl [17].
IIpu 3TOM y Apyroro B3pOCIOro mauMeHTa C MO3IHeN
dopmoii BIT HUKaKKUX U3MEHEHU B TJIa3HBIX CTPYKTypax
MPU ONTUYECKOW MUKPOCKOITUY HE BBISIBJIECHO.

3arniueHue

ITocae mosBernust @3T BELKMBAEMOCTH ITAIIEHTOB
¢ muaieHueckoii hopmoit BIT crana peanbHOCThIO. B CBSI-
31 C yBEJMYEHUEM MPOIOKUTEIbHOCTU XHU3HU JTaHHBIX
MalueHTOB MOSIBUJIACh HEOOXOAMMOCTb B IMHAMUYECKOM
o0cJienoBaHUM opraHa 3peHusi. KoMIjiekcHoe BeaeHue
i, ctpamaromux bIT, ocobeHHO MiameH4YecKoi dop-

MOIi, TpeOyeT BKITIOUEHUSI B TIepeUYeHb PEeTYISIPHBIX MPO-
ueayp odranpmonornyeckoro ocmorpa [19]. Heodxomu-
MO TIOBBIIIATh UH(MPOPMUPOBAHHOCTH O(TAIHMOJIIOTOB
O 4YacThIX clydasx MTO3a, MUOMUU W aCTUTMATHU3Ma
y nereii ¢ BIT, monyuatonux @3T. [1epeunciaeHHbie co-
CTOSTHUS SIBJISIIOTCS TIOTEHIIMATbHBIMU (DaKTOpaMu pu-
CKa, TIPUBOSIIIINMU K CIIETIOTE, KOTOPYIO MOXKHO TIPeIo-
TBpaTuTh [12].

Odranbmonornueckie CUMITOMBI TIPU MO3AHEH Gop-
Me DBII Takxe 3aciayXkuBarOT BHUMaHUS. B HEKOTOPBIX
CJTyyastXx OHU MOTYT OBITh TMIEPBBIM MTPU3HAKOM 3a00JIeBa-
HUSI ¥ TIPE/IIIECTBOBATH CJIA00CTU CKEJIETHOM MYyCKYJIaTy-
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pol [6, 11]. B cBsI3u ¢ MOBCeMeCTHOI BCTPEYaeMOCThIO
JINKOTEHA €ro HAaKOIUIEHUWE B XPYCTAJUKE U CETYaTKe
MOXET MPUBECTU K KaTapakTe U AUCHYHKIIUU CETIYATKM.
TpebyeTcs mpoBeeHNE JOTOJHUTEIbHBIX UCCIEAOBAHUN
U1 TOHUMAHWS TMPUYUHBI [Ia3HOU CUMIOTOMATUKU

npu BII, a Takke ee muHamuku Ha hoHe D3T m apyrux
WHHOBAIIMOHHBIX TepareBTUYECKUX moaxonoB. Corpyn-
Hu4decTBO LleHTpa oOpaliieHns1 HEPBHO-MBIIIIEYHBIX O0JTb-
Hbix U LleHTpa obpaleHus: peakux 6oae3Hel B opTaib-
mosorun (OPHTARA®*) O6b110 ObI BBICOKO OTIPaBIAHO.
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B omeuecmeennoii aumepamype Hedocmamouro éHuManus yoeaeHo npobaeme 00HOl U3 Haubosee 4acmoii popmbl AyMOCOMHO-PeUecCugHbIX
npoepeccupyrouux KOHeUHOCMHO-NOSACHbIX Muoducmpoghuii — karvnaunonamuu (KIIMJ2A). B nacmosuweli cmamoe océeujervl cospemeH-
Hble 83215106l Ha hu3U0N0UHECKYI0 POAb OeaKda KanbhauHa-3, 603MOCHble NamoceHemu1eckKue MexaHusmol pa3eumus muooucmpopuu,
duaeHocmuueckue kpumepuu u mepanegmuueckue no0xodst. OceedomaeHHoCmb KAUHU4eckux Hegponoeog ¢ omuouenuu KIIMJ[2A nozeo-
AUM COKPAMUmMb CPOKU NOCMAHOBKU NPABUAbHOR0 UACHO3A, NPEONPUHSIMb MepPbl NO 3aMe0NeHUI0 MeMNa NPo2peccuposanus 3a601e6anus,
ocyuecmensime MeouKo-eeHemuueckoe KOHCYAbmuposanue, HabniooeHue u MOHUMOPUHe, a Makjice C60e8PEMeHHO NPUMEHSMb Mepbl no ghu-
3UeCcKOll U COYUANbHOI adanmauyuy nayueHma.
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Inherited progressive limb-girdle muscular dystrophy type 2A (calpainopathy): a review of literature

D.A. Grishina’, N.A. Suponeva®, V.V. Shvedkov', A.V. Belopasova’
'Research and Consulting Department,
2Department of Neurorehabilitation and Physiotherapy,
INeurology Department Three, Research Center of Neurology, Russian Academy of Medical Sciences;
80, Volokolamskoe Shosse, Moscow 125367, Russia

The Russian literature gives inadequate attention to the problem of one of the most common form of autosomal recessive progressive limb-girdle
muscular dystrophies type 2A (LGMD2A) (calpainopathy). This paper highlights current views on the physiological role of calpain 3 protein, pos-
sible pathogenetic mechanisms for the development of myodystrophy, diagnostic criteria, and therapeutic approaches. Clinical neurologists» aware-
ness of LGMD2A will be able to reduce the time to a correct diagnosis, to take measures to slow down the rate of disease progression, to make medi-
cal and genetic counselling, a follow-up, and monitoring, as well as to use measures for the physical and social adaptation of a patient.

Key words: progressive limb-girdle muscular dystrophy, calpainopathy, calpain 3, inherited myopathy, creatinine phosphokinase, electro-
myography, muscle magnetic resonance imaging, genetic analysis, muscle biopsy, differential diagnosis

¢ ayrocoMHo-penieccuBHbIM (KITM]I2), BBISIBIIsIEMbIC
3HAUYUTENIBHO Yallie, 1o 1 cayuas Ha 15000—42 700 Hacene-

KoHeyHOCTHO-TIOSICHBIE  MBIIIEUHbIe AUCTpodun
(KITMI) — MHOrOYMCIeHHAs TeTepOreHHast rpyIina Hacie/-

CTBEHHBIX TIPOTPECCUPYIOIINX MBIIIEUHBIX IUCTPOhUii C pa3-
HBIMU TUIIAMU HACJIEJOBAHUSI U CPOKaAMU MaHU(bECTaIUK,
JUIS1 KOTOPBIX XapaKTEPHBI MPEUMYIIIECTBEHHOE BOBJICYEHUE
MBIIIII] TA30BOTO U TIEYEBOTO MOSICOB, BHICOKASI KOHILIEHTPA-
1Ml ChIBOpOTOUHOU KpeatnHuHdochokuHazel (KDK)
U TIEPBUYHO-MBIIIEYHBIN YPOBEHD MOPAKEHMS TI0 TaHHBIM
anekTpomuorpaduueckoro (OMI') uccnenopanms.

B Hacrosimuit MomeHT BbieneHO 30 TreHeTWdecKu
nerepMuHupoBaHHbIX KITMI — 7 ¢ ayTOCOMHO-IOMMU-
HaHTHBIM TUIIOM HacienoBanus (KITM/I1), nuarHoctupy-
eMble peako, a0 10 % or Beex ciydae KIIMJ, u 23 —

HUSI B 3aBUCUMOCTH OT Teorpadnieckoro pernona [ 1, 2].
Kanermannonatusi (KIIM2A) sgBasgercss HauboJiee
pacrpocTpaHeHHO! (OPMOIT ayTOCOMHO-PEIECCUBHBIX
nporpeccupyrommx KITM/I. AHanu3 4acTOThl BCTpedae-
MOCTU JaHHOW MaTOJIOTUM, OCHOBAHHBII Ha pe3yJibTaTax
MOJIEKYJIIPHO-TEHETUYECKUX HUCCIIENOBAaHUM, TOKa3am,
YTO KaJbnauHomnatus cpeau Beex ciydaes KITM]I nuar-
Hoctupyercst B 12 % B CLLA u Jauum |3, 4], 10 21-36 %
ciayyaeB — B Hunepnanpax, Utanuu u Anonuun [5-7].
B Typunu, Muauu u Poccuu KanblanHONATUsI COCTaBIIS -
€T IMOYTH MoJToBUHY Beex ciyyaeB KITM/I [8—10], a B oT-
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nelbHBIX obnactax Mcmanum, Ucnangnm n CIHA, roe
pacmpocTpaHeHBI OJIM3KOPOIACTBEHHBIC OTHOIICHMS (3T-
Huueckue noceyieHus Jla PetonboH B Mcnanauu, aMuiinm
craporo oopsina B CIIIA, backonus B Mcranuu u np.)
3TOT nokaszaTesib gocturaet 80 % [11—14].

FeHemuyeckue U MONERyNAPHo-6uoXuMuYecKUe acnexmbl

3a pa3BuTue 3a001eBaHUs OTBeTCTBeHeH TeH CAPN3,
HaxongduuMica Ha 15-i1 xpomocome B 00JacTu
15q15.1-g21.1 u conepxatnii 24 3K30Ha.

Hopmanbubim ipoaykroMm reHa CAPN3 siBnsietcst Oe-
JIOK KajbrmauH-3 (MoJiekynsipHasi macca p94, cocTout
n3 821 aMUHOKUCIIOTHI) — MPENCTAaBUTENh IIMPOKOTO Ce-
MelcTBa IMTO30J1bHBIX Ca?"-aKTUBUPYEMBIX IIUCTEMHOBBIX
MpoTea3, OTBETCTBEHHBIX 3a CEJIEKTUBHYIO NErpaaaluio
6enkoB. KaabmanH-3 — MHOTOIOMEHHBII 0€JIOK, KasKIbIit
JIOMEH KOTOPOTO MMEeT OTIAe/NbHYI0 (DyHKIIM0: qomMeH |
WUTpaeT peryjaupylollyto poiib; noMeH 11 gBnsercs npote-
omutaeckuM MomyneMm; nomeH III — C2-momoOHBIA,
obecreunBaeT COMpsKeHNe KaTaIuTUIecKoro nomeHa 11
u Ca?"-cBsi3piBatoniero goMeHa [V, criocobetByer ycute-
Huto Ca?"-MHAYHUPOBAaHHBIX KOH(MOPMAIIMOHHBIX U3Me-
HEHUIA, a TAKKe acCOIMAlNY KaJIbITAanHOB ¢ (hochomumm-
namMu MeMOpaH; g1omeH 1V csizbiBaeT noHsl Ca?™ [15].

Kanpmann-3 sxcmnpeccupyercss MPEeUMYIIECTBEHHO
B CKEJIETHBIX MBIIIIAX, T€ OH JIOKAJW30BaH B SApe
W/ B uToriazMe [16]. Y MiaeKonuTarommx 1 4eaoBe-
Ka Takxke OOHapyXeHbl W IpYTrMe TKaHeCIeln(pUIHbIE
kanprauHbel, MPHK koTopbix oOHapyxXuBaeTcs B LIEHT-
pajbHOI HEpBHOM cucTeMe (KabrmanH-1 1 KajablanH-2),
[JIQJIKUX MBIIIIAaX (KaJablanH-8), XeTyI0uHO-KUIIEYHOM
TpakTe (KaJblauH-8 M KajblanH-9), ssuukax (Kajiblia-
uH-11) [17]. UmeroTcst naHHBIE 00 ydyacTu OETKOB KaJlb-
ravH- 1 ¥ KajabranH-2 B pa3BUTAM 00JIe3HU AJTbIreiiMepa,
a Oenka KanbrnanH-10 — B pa3BUTUU caxapHOTO nuabeTa
2-ro tuma [18, 19].

OCHOBHOW THUN MYTAallMOHHOTO TIOBPEXIEHUS
TPY KaJIbITAMHOTIATUY — TOUYKOBBIe MyTaluu B reHe CAPN3,
Gosiee TTOJOBUHBI (10 58 %) 13 KOTOPBIX SIBISIIOTCS MUC-
CEHC-MYTalMsIMU, TIPUBOJISIIIIMMU K 3aMeHe KOIUPYIOIIei
rocJjienoBaTeIbHOCTH. Bropast o wacrore (o 20 %) — my-
tamust frameshift, m3ameHenne paMku cantbiBanust MPHK
BCIICAICTBYE MHCepIUy win aenernw [20, 21].

3apeructpupoBaHo 6osee 350 MyTalnii TaHHOTO TeHa,
ACCOIMUPOBAHHBIX C 3a00JIeBaHNEM, HEKOTOPbIE U3 HUX
BcTpevaroTcst bosee yacto [2, 12]. Tak, myraums c. 550delA
HauOoJiee pacrpocTpaHeHa B EBpomelickux cTpaHax,
B TOM unciie u B Poccun [20, 22—24] (tabs. 1), 9to, Bepo-
SITHO, 00YCJIOBJIEHO 2 (PEKTOM OCHOBATES.

(u3suonoruyeckas ponb 6enka Kanbnauxa-3 u BO3MOMKHbIE

namorexemuyecKue Mexasusmbi passumus KNMA2A

DyHKIIMOHAIbHOE 3HaueHue Oesika KajbllanuHa-3
erie 10 KOHIIa He n3ydyeHo. EcTh BbICOKasi BEPOSITHOCTh
TOTO, YTO OH YYaCTBYET B PETYJISIIIMU MHOXeCTBa (pu3mo-
JIOTUYECKUX TIPOIIECCOB B KiIeTKe. VI3BECTHO, UYTO OCHOB-
Hasl poJib KaJbITauHOTIONOOHBIX MPOTEMHA3 B TKAHIX —
nporeonutudeckas. CyOcTpaTaMu, paclIeruisieMbIMU
KaJbllanHaMU, B YACTHOCTH, SIBJISTIOTCSI O€JIKU, OTBETCT-
BEHHBIE 3a Tlepeaavdy CUTHAJIOB (POMOIICUH, MPOTEUHKH-
Ha3bl A u C), a Takxke OeJIKM TUTocKeeTa (Muopuopu-
JSIpHBIe O€JNKM — aKTWH, MWO3WH, TapaMUO3WH,
TPOTIOMUO3UH U Jp., U 0enku HeiipoduiameHTos). Cie-
JIOBATEeJIbHO, MOXHO TPEATOJNIOXUTh, YTO KaJbllauH-3
HETOCPeCTBEHHO TPUHMMAET YUYacThe B ATUX MPOIIECCax,
peryJiupyeT MeXaHW3Mbl CapKOMep-peMOIeTNpPOBAHUS
1 obecreunBaeT CTabMIbHOCTD LIMTOCKeeTa [21, 25—-27].
MHOTrouUMCIeHHbIE NCCIIEIOBAHUST C UCTIONb30BAaHUEM KIle-
TOYHBIX KYJIBTYDP, XXMBOTHBIX MOJIEJIEll M OMOTICUY MBITIIIT
MaIMEeHTOB CBUIETEILCTBYIOT 00 y4aCTUU TIPOJYKTa reHa
CAPN3 B nuddepeHINPOBKE MBIIIEYHBIX BOJOKOH
U MX pereHepalin, a Takke B pa3BUTHH arorrosa [28, 29].

Tabmua 1. Pacnpocmpanennocmos mymauuii 6 cene CAPN3 6 pashuix pecuonax mupa

c.946-1G>A (PpanLms)
c.2306>A CIIA)
c.550delA

Tepmanust

€.2362_2363delAGinsTCATCT

¢.1795-1796insA SnoHust

c.1193 +6 T>A

OctpoB Petonbon, MHnuiickuii okeaH

[Mocenenust amunieit craporo oopsina (Muauana,

Poccus, Xopsarus, Typuus, Yexusi, boirapust,

Bbackos pervon Mcnannm; bpazwumus

Jonuna peku PepcrHa B UTATbSIHCKUX AJbITax

Fardeau et al., 1996

Young et al., 1992

Dincer et al., 1997
Pogoda et al., 2000
Canki-Klain et al., 2004
Chrobakova et al., 2004
Balci et al., 2006
Hanisch et al., 2007
Todorova et al., 2007

Urtasun et al., 1998
De Paula et al., 2002

Kawai et al., 1998
Chae et al., 2001

Fanin et al., 2012
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CapkocnaH Q, MaTpUKC
Komnnekc capKornmkaHoB NamuHun (MDCTA)
y-SG (LGMD2CQ)
a-SG (LGMD2D)
6 OykyTnH (FMDC)
B-5G (LGMD2E) w Y, FKRP (LCMD2I 1 MDC1C) KonnareH 4
8-5G (LGMD2F) POMGMT (MEB)
LARGE (MDC1D)
KaBeonuH
Oucoepnux
a (LGMD2B) (LGMD1C)
VIHTerpuHbi Komnnekc
NCTPOrNnNKaHoOB
a, 8, (anbda Anetp Capkonemma
n 6eta)
B
y @ P o
Cys  COOH a B,
LunctpoduH
[InctpobpesunH Kanbnant-3
NH nNOS CrHTPOGUHDI (LGMD2A)
’ F-akTuH TuTun
(LGMD2J)
MwuTunuH
(LGMD1A)
TRIM32
(LGMD2H)
TenetoHuH
(LGMD2G)
Mwuodunbpunna
HecmunH
MnekTunH
aB-kpuctannunH
AKTVH Mwo3snH MosacZ
0-aKTVH
finepHas
MembpaHa
Lintonnasma
Appo
dmMepuH Namunbl (LGMD1B)

Puc. 1. Cospemenras KoHuenyus MoNKYAAPHOU OpeaHU3AUUU OUCMPOPUH-2AUKONPOMEUH08020 Komniaekca. B ckobkax ykazana gpopma KITMIT

HexoTopbie paboThl IEMOHCTPUPYIOT HATMUKE (PYHK-
LIMOHAJIBHBIX B3aMMOCBSI3€ MEXIy MPOTEOTUTUYECKUM
0OeJIKOM KadblMauHOM-3 W JNPYTMMU BHYTPUKJIETOYHBIMU
Genkamu. Tak, MOKa3aHO, YTO KaJIbITauH-3 CBSI3aH C TPaHC-
MEMOpPaHHBIM OeJIKOM JucheparnHOM, 00eCcTeYrBaIOIIM
CTaOWIBHOCTD U LIEJIOCTHOCTh MEMOpPaHbI-capKoieMMEI [30],
U yYaCTBYET B perapaiuu riasmMarudeckoi MemMopansl [31].
Kpome TOro, umeercs MHOXECTBO AOKAa3aTeIbCTB CBS3U

KaJIbllauHa-3 ¢ OeJIKOM TUTUHOM — TUTAHTCKUM OETKOM
LIMTOCKEJIETA, SBISIOIUMCS BaXHBIM (DYHKIIMOHAIBHBIM
KOMIIOHEHTOM CapKoMepa U 00eCleuuBalouM HOpMasib-
HBII Mporiecc MuodpuodpureHesa (puc. 1). Ects npenmnosno-
JKEHUeE, YTO KaJIb[TauH-3 BXOIUT B CTPYKTYPY TaK Ha3bIBae-
MOIO TUTHH-MakpoMoJieKysipHoro kKomruiekca (TMK)
U PETYJUPYET AEATETbHOCTh COCTABIISIIOIIMX 3TOTO KOMIUIEK-
ca ¥ TATUHA B YacTHOCTH [32—34].
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MyTauus B reHe CAPN3

CHuxeHUe npomeoiumuyeckol akmusHocmu 6eska
KanenauHa-3 u ecmecmeaeHHoU dezpadayuu
MuopubpunnapHbix 6eskos u beskos yumockesema

CHuxeHue y6UKBUHUH- U NPOMeocoM-0nocpedo8aHHbIX
Odezpadayuti 6esiKkos

HakonneHue u azpezayus nOBpe)KaeHHbIX 6eskos

3anyCK npoyecca okucsiumesibHo20 cmpecca

AKmusayus anonmosa

Momeps ces3u ¢ 6eKOM MUMUHOM U Opy2umu
8HYMPUK/IEMOYHbIMU 6esIKamu

HapyweHue cokpamumensHol lyHKyuU muoyuma

Hapywe+Hue mpaHcnopma kanbyus u nepedayu umnyssca

HapyweHue pocma/uenocmuocmu Knemku/ampogus

\

Pazsumue knuHuku KINMJ

Puc. 2. Cxemamuueckoe npedcmasaenue 0 03M0jiCHOM namozenemuueckom mexanusme pazeumus KIIMII2A (Kramerova et al., 2007; ¢ usmenenusmu)

IMockonbKy HET YETKOTO MPEACTABIEHUS O BCeX (DyHK-
nusiX Oesika KajblauHa-3, TOYHbIE MAaTOTeHEeTUYeCKUe
MexaHu3mbl pazsutust KITMJI2A 1o cux mop HEM3BEeCTHBI.
PackpbiTie TOHKUX B3auMocBs3ei Mexay wieHamu TMK
OyneT MeTh OCHOBHOE 3HAaUY€HUE B YTOUHEHUU MTaTO(PU3N-
OJIOTUYECKUX MEXaHU3MOB Pa3BUTHUS TaHHOW MBILIEYHOWU
nuctpoduu. Tem He MeHEe UCCIeIOBAHUS TTOCIETHUX JIET
HEMHOTIO TPOJIWJIA CBET HA MATOreHe3 KaJlbMauHOMATUIA.
IMokazaHbl KTOYeBass poOb AaKTUBALIMM OKUCIUTETBbHOIO
cTpecca (pOCT TOKCUYHBIX PEAKTUBHBIX (POPM KUCIOPOIa)
U BTOPUYHOE HapyllIeHWe YOUKBUTMHOTIOCPEIOBAHHOM
nerpamaiuu 6enka [26, 35], mpoaeMOHCTPUPOBAaHbBI COON
B cucreme NF-kB curnanbHoro mytu [36]. Kpome Toro,
aMepuKaHCKue ucciegonateau Bo rase ¢ I. Kramerova
BBISIBWJIM y4dacThe Oesika KajblanHa-3 U B TPaHCIIOpPTE
KaiblLMs. ABTOPbI OOHAPYXKWJIU CYILLIECTBOBAHUE OEJIKOBO-
ro KOMIUIeKCa, 00pa30BaHHOTO TJIMKOJIUTUYECKUM (ep-
MEHTOM aJTIbI0J1a301i, KaJTbITanHOM-3 1 BBICBOOOKIAIOIIINM
KaJIbLIMii puaHoAnHOBBIM petienitopoM (RyR-kanamom),
U TIPEIIOJIOKWIIN, YTO KaJIblTanH-3 KpaiiHe HeoOXOoanm

JUTSI TIOJIEPXKAHUST LIEJIOCTHOCTU 9TOTO KOMITIIEKCa B CKe-
JIeTHBIX MbItax [37]. Bee BblllieckazaHHOE MOXHO CXe-
MaTU4YeCKd CyMMMPOBATh U TIPEITIONOXUTH BOZMOXHBIM
cuieHapuii matoreHeza KITM/I2A (puc. 2).

KnuHuyeckue npoaBneHua

Kanbmannonarus (KITM/I2A) xapakrepusyeTcst CUM-
METPUYHOU MTPOTPECCUPYIOIEH CTa00CThIO TPOKCUMAITb-
HBIX TPYIITT MBI — TUIEYEBOTO U Ta30BOTO MOsICOB. Bo3-
pact MaHu(ECTalluM BapbUpyeT B NIMPOKOM JMAMa30HE
ot 2 o 40 net, Ipu 3TOM paHHee PU3NYECKOEe Pa3BUTHE
COOTBETCTBYET HOpMeE. XapaKTepHbI 3HAYUTEIbHAS KITWHU-
Yyeckasi BApuabebHOCTh, BHYTPU- U MeXceMeitHast (heHo-
TunuYeckast uaMeHunBocTh [20]. Ha ocHOBaHWY TskecTH
1 OCOOEHHOCTEN Pa3BUTHS KIIMHUYECKUX TPOSBICHUI
BBIJIEJICHBI 3 OCHOBHBIX (DEHOTUTIA KaJTbITaWHOTIATUU:

* «razobenpeHHas» (popma KIIMJ/I2A (dpeHOTHIT
Jlelinena—Mebuyca): xapakTepHbl MaHUDECTalMS B LIU-
POKOM BO3pPacTHOM JWaria3oHe, EPBUYHOE BOBJICUEHUE
MBIIIIIL TA30BOTO T0sIca, OBICTPOE TTPOTPECCUPOBAHUE;
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* ronatouHo-tuiedeBas» opma KITMJI2A (deno-
Tun Dpba): ominyaeTcs bosiee Mo3aHEH MaHudecTanmei
C peNKMM HavyaJioM B paHHEM BO3pacTe, MepBUYHBIM BO-
BJICUEHNEM MBIIIIII TIJIEYEBOTO T0sICa C JAIbHEMIIINM pac-
MPOCTPAHEHUEM Ha MBI Ta3a, MEHbIIIENH CKOPOCTHIO
MPOTPECCUPOBAHUS;

+ OeccumnroMHast opma KITM/I2A: mposiBisieTcst
runepKPKemueii 6e3 KIMHUYECKUX TPUZHAKOB MbITIIEY-
HOTO0 3a00JIeBaHUS, TIPENICTABIISIET COO0IA TIPECUMITTOMHYIO
CTaJINIO KAJIbITAWMHOIIATUH, KOTOPAsl B HEKOTOPBIX CITydastx
MOKET OBITh JOCTAaTOYHO JTUTEIbHOIM [38, 39].

[MepBBIMM KITMHUYECKUMU TIPOSIBJICHUSIMU KaJIbITau-
HOMaTuH, Kak u apyrux rnporpeccupyoiux KITMI, moryt
OBITH CKIIOHHOCTb XOIUTh HAa MBICOUYKAX BCJIEJCTBUE KOH-
TPAKTYphl aXWIJIOBA CYXOXUJIUS, YTUHAS TIOXOJKA, TPYI-
HOCTH TIpU Oere U MoabeMe TI0 JIECTHUIIE, a TAKXkKe HEKO-
TOpble HEynoOCTBa B MPO(eCCUOHATBbHOUW U OBITOBOW
JIEATETLHOCTY (TTOBBIIIIEHHAs] YyTOMJISIEMOCTh TIPU I~
TEJIbHOM CTaTUYECKOl HArpy3Ke, pacuechbIiBAHUM, YKIIA/IKe
BoJioc (heHOM, pa3BelIMBaHUM ITOP U T.11.). Ha panHux
cTanusix 3a00JIeBaHUST TIPU OCMOTPE MOXHO BBISIBUTb JIeT-
KU TUTIEPJIOPA03 MOSICHUYHOTO OT/Iea MMO3BOHOYHMKA,
OTCTaBaHUeE JIOMATOK OT TPYIHOMN KJIIETKU («KPBIIIOBUIHbBIE
JIoTIaTKm» ), TUhDy3HYI0 MBITIIEYHYIO TUTIOTOHUIO, 2 TAKXKE
CUMMETPUYHBIN TPOKCUMAIbHBIN TeTparnape3 pa3Hoil
CTETIEHN BhIpaXKeHHOCTU. [Ipu 3TOM clieqyeT OTMETUTb,
YTO ISl KAJIBITAMHOTIATUY XapaKTepHO MPEUMYIIeCTBEH-
HOE BOBJIEUEHUE IBYTJIABBIX MBIIIII] T1JIe4a, OOJIBIINX SITO-
JMIAYHBIX MBI, TPUBOASIIMX MBI Oeapa, a Takxke
3aTHUX TPYIIIT MBI HUKHUX KOHEUHOCTel. MycKynary-
pa Jiiiia 1 1eu, KakK MpaBujio, MHTaKTHa. Makporioccust
He BcTpeuaetcd [§, 11, 14].

IMceBnoruneprpodrnt MKPOHOKHBIX MBIIII, 110 AaH-
HBIM JINTEPATYPhI, HAOIIONAIOTCST PEAKO U HE XapaKTePHbI
st KITMJI2A, HarpoTHB, 9acTO BBISBIISIIOTCST 3HAYNTEITb-
HbIe aTpo( UM MBI KOHeYHOCTei. KoHTpakTyphI cycTa-
BOB (TOJICHOCTOTIHBIX, KOJIEHHBIX, Ta300€IPEHHBIX, JIOK-
TEBBIX U MeX((DaTaHTOBBIX) PA3BUBAIOTCS, KaK MPABUJIO,
Ha TMO3IHUX CTaausx 3aboneBaHus. B ommune ot 3apy-
OEXXHBIX KOJIJIET OTEUECTBEHHbBIE UCCIIEIOBATENN, U3YUUB
KJIMHUKO-TeHeThYeckre ocobeHHocTn KITMJ/I2A y 26
pPOCCUSTH, TIOAYEPKUBAIOT HAJTMIME HEKOTOPBIX OTINYM-
TETBHBIX YePT: TOCTATOYHO YaCTOE BBISIBJICHUE TICEBIOTH-
nepTpodry NKPOHOXKHBIX MbILIL (B 33 % cilydaeB) U paH-
Hee pa3BUTHUE KOHTPAKTYP TOJIEHOCTOITHBIX CYCTaBOB
(v 67 % nauuenToB) [23]. [TocnenHee Takxe ObLIO OTMe-
YEHO W aHIJIMICKUMU YaeHbIMU [40].

Ha no3nneit ctagnu 3a0oJieBaHNUs HAaOJIIOOAIOTCS He-
CIIOCOOHOCTH CAMOCTOSITETLHO TTOHUMATHCS T10 JIECTHU -
11e, BCTATh CO CTYJIa U C T10JIa, 3HAYUTEJIbHO OTPAaHNINBA-
erca camoobcinyxuBaHue. Ilotepss cmocoOHOCTHU
CaMOCTOSITeJTbHO TePEIBUTATHCS TTIPOUCXOAUT MPUOIU3H-
TebHO uepe3 20—30 jieT mocie MosiBIeHUS TIePBbIX KT~
HUYECKUX CUMMTOMOB. [lOCTeneHHO TMPUCOenUHSIOTCS
TPU3HAKY JIBIXaTeJIbHOW HEJOCTaTOUHOCTU — OJIbIIIKA
MpY MUHUMAJIbHOW Harpy3Ke, B TIOKOE U TIPU pa3roBope,

YYBCTBO HEXBAaTKM BO3[yXa, HOUYHBIC AlTHOD, CHIXKEHUE
SKU3HEHHOU €MKOCTH JIETKUX, TUTepKamHus u T.1. Kap-
JIMOMUOTIATHSI KpaiiHe peaKa, YTO CKOpee BCero CBSI3aHO
C TE€M, UTO KaJIbITaWH-3 He SKCITPECCUPYETCS B CEPACUHOM
Mbiiiie. Tem e menee, E.JI. lagaau u coast. B 15 % ciy-
yaeB (y 4 MalMeHTOB U3 26 ¢ KaTAMHE30M 3a00JIeBaHUS
OoJtee 5 JIeT) BCe XK€ PETUCTPUPOBAIM MUHUMAJIBHBIE SIB-
JIEHUSI KapIMOMUOTIATU U, TaKWE KaK HapylIeHUs MeTabo-
JIMYECKUX MPOIIECCOB B MUOKAPIIE, ApUTMUU, TAXUKAPNS,
OJiokana mpaBoi HOXKM mydka [vca u T.1. [23]. UnaTen-
JIEKTyaJIbHbIE HapyllleHUuss He OOHapy>XUBAIOTCS axe
Ha TIO3[THUX Cpokax 3aboseBanus [12, 20, 41].

OTnebHO cenyeT MOAYePKHYTh, YTO TIPYU Kajiblau-
HOTIATUY KJIMHUYECKUX TTPU3HAKOB BOBJICYEHHOCTH Opra-
HOB C IJIAJKOW MYCKYJIaTypoii (MaTKa, MOYEBO Iy3bIPb,
KUIIEYHUK U JIP.) HE OTMEYAETCsI, TOTOMY OEpeMEHHOCTh
y mauueHtok ¢ KIIMJI mporekaeT, Kak MpaBWIIO,
0€e3 OCIOKHEHUM.

Takum o0Opa3oM, CylIECTBYET MepPeYeHb CUMIITOMOB,
TTO3BOJISIIONINX 3aMT0I03PUTh KAJTLITAWHOTIATHIO TTPY HAJTU -
YUY KJIMHUKHU nporpeccupyromeii KITM/:

— HajM4yue TMPOKCUMAJIBHOTO BSUJIOTO TeTparapesa
C TIPEUMYIIECTBEHHBIM BOBJICUEHUEM MBIIIIL 33HUX OT-
JIEJIOB HUZKHUX KOHEUHOCTE!, TTPUBOASIIIINX MBI Oeipa
1 IBYTJIABBIX MBIIIIII [TEYa;

— OTCYTCTBWE BOBJICUCHMSI MBI JINIA, SI3bIKA
U TIe;

— OTCYTCTBUE MTPU3HAKOB KapIMOMUOIIATUN U WHTEJT-
JIEKTYaJIbHbIX HAPYILIEHUIA;

— HavaJio B JTIOOOM BO3pacTe Tocjie Tepuoja HOp-
MaJbHOTO (hU3NIYECKOTO Pa3BUTHS;

— 3HAYUTETLHOE MOBBIIIEHNE KOHIIEHTPAIIUY CHIBO-
potouHoit KOK;

— HaJIM4ue NaHHBIX, TTONTBEPXKIAIONINX ayTOCOMHO-
PELIECCUBHBIN TUTT HACTIETIOBAHMSI.

JluarHocmuka

Jlabopamopuote memooot uccaedosanus. Ipu KIIMII2A
B CBIBOPOTKE KpoBU KoHIleHTparuss KDK Bcerna 3Haum-
TEJIbHO IPEBBIILIAET HOPMaJIbHbIe 3HaueHUs (B 5—80 pa3),
4YTO HaOJIIOJAETCSI C PAHHETO JETCTBA, ElIE B IPECUMIITOM-
HOW cTaguu 3a0ojeBaHus. Ha mo3gHux crtamusx mapaji-
JIEJIbHO IIPOrPeCCUPOBAHKIO 0OJIE3HM KOHLIEHTPALIMS ChI-
BopoTouHoit K®K wmoxer cHmxXatbest [12, 20].
AKTHBHOCTb APYIUX «MbILIEUHbIX» (HEPMEHTOB (acrapra-
TaMUHOTpaHCcdepasbl, alaHMHAMUHOTpaHChepasbl, JaK-
TATAETUAPOTeHA3bI) TAKXKE MOXKET ObITh IOBBILIEHA, OIHA-
KO HE CTOJIb 3HAYUTEJILHO.

Daexkmpomuozpagua. ViccnemoBaHUE WTOJIBYATHIM
9JIEKTPOAOM IPOKCUMAJIbHBIX, HAM0OJee BOBJIEUECHHBIX
MBIIIIL KOHEYHOCTEM IEMOHCTPUPYET Hecren(pruIecKuii,
TaK Ha3bIBAEMbIii MUOITATUYECKUI MATTEPH: PETUCTPUPY-
IOTCSL «MEJIKHE» , CO CHUXKEHHBIMU CPEIHUMU BETUUYMHAMM
JUIUTEJILHOCTU Y aMIUIMTYIbI IOMM(a3Hble MOTEHLIMAIBI
JBUTaTe/IbHBIX eAHUL. CIIOHTAHHAS AKTUBHOCTD (IIOTEH-
LMajIbl GUOPMIUISILIMU U ITOJIOXKUTEIbHbIE OCTPbIE BOJIHBI)
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U MUOTOHUYECKWE pas3psilibl B TOKOE HE BBISBIISIOTCS.
Tem He MeHee HOpMabHBIe DMI -TTapamMeTpsl Hepenku,
0COOEHHO B IOCUMIITOMHOM ¥ HA4YaJIbHOM CTaausIX 3a00-
neBanus [12, 42].

Busyaauzayuonnvie memoovt ucciedosanus moluy —
KOMNbIOMEPHAsSL MOMO2PAdus/MAeHUMHO-DE30HAHCHASL MO~
moepagusa (MPT). He Bcerna npu KIIMHUYECKOM 00CIe10-
BaHUM MOXHO BBISIBUTH TIpeoOIalaHie ciabocTu B TOM
WM UHOM TPYTITIe MBI, OCOOEHHO B pa3BEepPHYTOII cTa-
nuu 3abonieBaHus. B CcBSI3M ¢ 9TUM BU3yalu3allMOHHbBIE
METO/IbI MCCJIEIOBAHUSI MBIIIIL] KOHEYHOCTEU SIBIISIOTCS
BaKHEUIIINM 2JIEMEHTOM B MU hepeHIINaIbHOM AUaTHO-
CTUKE HacJleACTBeHHbIX mporpeccupywommnx KITM/I
(KaJIbImanHOTIaTU i, CApKOTJIMKAHOTIATUI U AUCHEPITNHO-
MaTUil) U HEOLICHUMBI 1151 Bpava-kiuHuuucrta. MPT Bce-
TO TeJjia TI03BOJISIET OIIEHUTh PACIPOCTPAHEHHOCTh, CUM-
METPUYHOCTb M BBIPAXKEHHOCTh MBIIIEUYHON TMAaTOJIOTUYN
(B 4aCTHOCTHU, CTETIEHb 3aMEIIeHUS] MBI XUPOBOU
TKaHbIO), a TAKXKe OMPEAEIUTh U30UPaATEIbHOE BOBJIEYE-
HUE TeX WM WHBIX TPYII MBI TyJIOBUIA U KOHEUHO-
CTeil, YTO B KOHEUHOM UTOTE 00JIerdyaeT MouCcK MyTaHTHO-
ro TeHa B XOAe /MJaJbHEWUIIero TEeHEeTHUYEeCKOTO
obcnenoBanust [43—45].

buoncua moimy. Iucmosoeuneckoe uccaedosarnue Mbi-
LIEYHOTO OMoTTaTa OOMBHBIX C KAJIBITAMHOTIATUE OOHApY-
JKUBAET Y OOJIBIIMHCTBA MAIIUEHTOB TUTTUYHBIE YePThI aK-
TUBHOTO HeCTIEIM(UIECKOTO TUCTPOGUIECKOTO TIpoliecca:
(hubpo3, OOJBIIIOE YMCITIO PETEHEPUPYIOIINX U TUTIEPTPO-
(bupoBaHHBIX, a TAKXKEe HEKPOTU3NPOBAHHBIX MBIIIIEYHBIX
BOJIOKOH. O 3TOM CBUAETENBCTBYIOT UCCIENOBAHUS, TPO-
BeaeHHble B Anonuu, Utanun u Yexun, Ha 1OCTaTOYHO
60JBIINX KOropTax 60J1bHBIX (0T 14 m0 150 yenoBek) [46—
48]. B T0 ke BpeMsi aBTOPBI JaHHBIX PA0OT CBUIETETbCTBY-
0T O HAUTUYUU TOCTATOYHO CIIeU(PUYECKUX IS KaJlbla-
WHOTATUY TUCTOMATOJIOTUUECKUX sIBJIEHUH. Tak, simoHcKue
y4YeHbIE OTIEJIbHO MOAUEPKUBAIOT XapaKTepPHOE TS Kab-
TanHOTIATUY TIPe00IaTaHNe Pa3BOJIOKHEHHBIX MBIIIEUHBIX
BOJIOKOH U KpaiiHe PeKOE BBISIBJIEHUE «HEITPO3PAUHbBIX»
U «cxXatbix». [ToqoOHbBIE 0COOEHHOCTU ObUIM MOATBEPK-
JIEHBI TAKXKe MTHANNCKUMU U UTATbTHCKUMU UCCIIeI0BaTe-
Jamu [2, 9]. Yenickue crieniuaaucTbl yTBEPKAAIOT, YTO OT-
METWIN Y TTALIMEHTOB TUTIEPTPOMPUIO MBIIIEUHBIX BOJIOKOH
1-Tro TMMa ¢ OmMHOBpeMEeHHOW arpodueil BOTOKOH 2-TO
THUTIA, YTO BOBMOXKHO OOYCJIOBJIEHO BTOPUYHBIM HEUPOTEH-
HBIM BIusiHUEM. UTanbsiHCKME UCCIenoBaTe i O0paTuin
BHUMaHNE Ha HaJIMYMe HAKOIJICHWI TJIMKOTeHa IO/ cap-
KoJieMMOl. Psii aBTOPOB OTMETW/IM MEHBIIIYIO CTEIEeHb
pereHepanuy MBIIIEYHON TKAaHU B OTJIMYME OT JPYTUX
KIIM/I [2, 49, 50].

HHutepecHble naHHbIe ObLUTH MTOTYYeHbl M. Zatz u co-
aBT. [12]. YueHble TIpoBeNM HCCIENOBaHUE OUOITATOB
MBI Yy MAlWEHTOB C TEeHEeTUYECKU HAOKA3aHHOW
KITM/I2A, SIBISIOIINAXCS YIeHAMM OOJIBIION ¢TMHOKPOB-
HOW CeMbH, C Pa3IMUYHBIMU (DEHOTUTTMYECKUMU TIPOSTBIIE-
HUSIMU 3200JIEBAaHUST — OT OECCUMIITOMHOM JI0 TSIXKEJIOTO
TeTparnapesa. bbuia oTMeueHa clieAyroliasi 0COOEHHOCTD:

Y JINL C KJIMHUYECKU SIPKOW MBIIIEYHON MaToa0Trei 00-
HapyXUBAJMCh TIPU OMOTICUY TUTTUYHBIE Y€PThI TUCTPO-
(bnaeckoro rnporiecca, Mpu 3TOM Y JIUIL B JOKITMHUYECKOM
CTaIu¥ PETUCTPUPOBAIACH HOPMaJIbHASI KAPTUHA MbITIIEeY -
HOTO OuorTaTa B 1IEJIOM C HAJWMYMEM WM30JIMPOBAHHOM
LIEHTPaTbHOM 30HBI HEKPO3a B | myuke. ABTOPHI MPUIILTA
K BBIBOJLY, UTO B HavaJsie 3a00JIeBaHUsI HATMIUE 30H U30-
JIUPOBAHHOTO HEKpo3a — TMPU3HAK, TUMWYHBIN IS
KITM/I2A u otinuatoiuii ee ot apyrux KITM/I [12].

Hmmynoeucmoxumumeckuii anaiu3 moluie4Ho20 ouon-
mama — 6osiee nHGOPMATUBHBINA. C MOMOIIBI0O UMMYHO-
OJIOTTUHTA MOXHO BBISIBUTH OTCYTCTBUE W YMEHbBIIIEHWE
KoJimuecTBa 6eska KajibimanHa-3 [51, 52]. Oxono 80 % it
¢ myrauueit B reHe CAPN3 nMeIoT pa3InyHylo CTENeHb
JeduirMTa 3TOro O6ejIKa: IPH 3TOM 0KOJIO 58 % malMeHTOB
HWMEIOT ero MOJTHOe OTCYTCTBUE, 22 % — YMEHbBIIIEHHE eTo
konnyectBa. OmHako B 20 % ciyyaeB y MalMEeHTOB
¢ KITM/I2A nipy "MMYHOOJIOT-aHAJIN3€e BBISIBIISIETCST HOP-
MaJibHOE cojiepxkaHue Oejika KajblanHa-3, a pa3BUTHE
3a00s1eBaHUS CBSI3AHO C HapylieHueM ero ¢pyHkimu [38].
Kak mokazanu KIMHUKO-TTaTOMOP(OJIOTUYECKUE UCCTIe-
JIOBAHUSI, TIPSIMBIX KOPPEJISIIIUI MEXTy BhIPaXKEHHOCTHIO
(beHOTUTIMUECKMX TIPOSIBIIEHUIT 3200JIEBAHUS Y KOJTMIECT-
BOM 0OeJika KayiblanHa-3, 00Hapy>KeHHOTO TIPY UMMYHO-
onoT-ananuse, Het [12, 31].

CrieflyeT OTMETUTD, YTO HE3HAUUTEJbHOE CHIKEHUE
KOJINYECTBO OeJika KajbllanHa-3 BO3MOXHO MpU Herpa-
BWJIbHOI 00pabOTKe U TTONTOTOBKE K UCCIIETIOBAHUIO MbI-
IIEYHOTO OUOTITaTa, 0COOEHHO MPHU €TO Pa3MOPaAXKUBAHUM
U BO3ICMCTBUY BJIary, 4YTO CIIOCOOCTBYET OBICTPOMY ayTO-
JIM3y U Aerpanannu ucciemayemoro oenka [47]. Bonee Toro,
YaCTUYHOE CHUXEHUE YPOBHs Oelka KajiblilanHa-3 BO3-
MOYHO U TPY JPYTUX MBIIIEYHBIX TUCTPOQUSIX, B YACTHO-
¢t Tipu nuchepJInHONaTUU U TATUHOIATUY, O YeM CBU-
JETeTbCTBYIOT DPE3YJIbTaThl 3apYOEsKHBIX WCCIIeTOBAHUI
[31, 33].

Takum o006pa3oMm, NaHHBIE WMMMYHOOJOT-aHaJIM3a
MpU KaJbIIAaUHOMATUN TOJDKHBI WHTEPIIPETUPOBATHCS
C OCTOPOXXHOCTBIO, C YUETOM U TOTO (DaKTa, YTO JAHHBI
merton He objagaer 100 % 4yBCTBUTEIbHOCTBIO U CIIELIM-
(buHOCTBIO, 1 BO3MOKHBI KaK JIOXKHOOTPULIATETbHBIE, TAK
U JIOXKHOTIOJIOXUTEIbHBIE PE3yIbTaThl. BeposiTHOCTH TOTO,
YTO TALMEHT cTpamaer KaibrawHomnaTtueir (KITMJ/I2A)
OoueHb BbICOKa (0 84 %) nuillb B TOM cliydae, e€cliv
TPYU UMMYHOOJIOT-UCCIeTOBAaHUM OMOTITATa MBITIIIHI BbI-
SIBJISIETCSI TIOJTHOE OTCYTCTBUE OeTKa KaybrmanHa-3 [38].

ITenemuyeckue memoowt uccaedoganus. [eHeTUUECKUNI
aHaJIN3 C BBIIBICHUEM MyTaluu B TeHe CAPN3 — equHCT-
BEHHBIN METOJ], TTO3BOJISIIONINI TOCTOBEPHO TTOCTaBUTh
nuarHo3. OTeuecTBeHHbIE yUeHbIe-TeHETUKU, COTPYTHUKHI
Menuko-reHeTHIecKoro HaydHoro ieHTtpa PAMH [10,
54], onmpasich Ha pe3yJabTaThl COOCTBEHHBIX MCCIIEI0BA-
HUI, B XOJIe KOTOPBIX YTOYHSJIACh PACTIPOCTPAHEHHOCTh
Tex uin uHbix popm KITMJL B poccuiickoil momyasiiuu
¥ 4acTOTa MyTalllil B COOTBETCTBYIOIINX T€HAX, pa3pado-
TaJ JAMATHOCTUYECKUI aIrOpUTM, TpeaHa3HauYeHHBII
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TSI COKPAILIEHUST CPOKOB TTIOCTAHOBKU TTPABUJILHOTO I~
ar”osa. CoryacHo pe3yJibrataM JJaHHO# paboThl HanboJsiee
yacto BcTpeyvatonieiicss KITMJI ¢ ayrocoMHO-pelieccuB-
HBIM TUTIOM HACJIEIOBAHUST Y POCCUSH SIBJISIETCS KaJTbI1a-
uHormatust (1o 50 %), 2-s 1o yactote — (yKyTHHOMATUS
(mo 10 %). B cBsA3U ¢ 3TMM aBTOPBI TIPEIJIOKUIA BO BCEX
cayvasix KITM/I reHeThyecKyo TMarHOCTUKY HAYUHATH
C momcKa 2 «MaXXOpHBIX» MyTaumii B reHe CAPN3 —
c. 550delA u c. 598-612dell5 (cm. puc. 2).

Nuththepenyuanbhblil fUarHo3

B ToMm ciyuae, koraa SApo KIMHUYECKOW KapTUHBI
00paszyeT Mporpeccupyrolasi NpOKCUMaIbHAsI MbILIEYHAST
cJ1a00CTh, HEOOXOAUMO B MEPBYIO OYEPENb UCKIIOUYUTH
KypabeJIbHbIe COCTOSIHUS, TPEOYIoLIe 6€30TaaraTeIbHbIX
TepaneBTUYECKUX MEPOIPUSATUI: BOCTIAIUTEbHbBIE, TOK-
cUYecKUe U AUCMETa00INYeCKUEe MUOTIATUM U PAaOIOMMU-
0JIN3, TIEPUONYECKUIT TUTIO- /TUTIEPKATMEMUUECKUIA T1a-
pajiiuy, MPOKCUMAIbHYIO MOTOPHYIO JUAOETUYECKYIO
HEBpOMAaTUIO, TeHEepalu30BaHHYI (HOPMY MHUACTEHUU
1 MUACTEHUYECKUE CUHAPOMbI, OCTPbIE BOCITAJIUTEbHbBIE
MOJUHEBPOIIATUY U JIP.

ITposenenue snekrpomuorpaduu, Kak CTUMYJISILIMOH-
HOM, TaK U UTOJIbYATOU, MO3BOJISIET UCKIIIOUUTh HEMPO-
HaJIbHBIA YU HEBPAJbHbBIA YPOBHU MOPAXEHUS, 3aMI0N03-
pUTh TEPBUYHO-MBILIEYHYIO 3aUHTEPECOBAHHOCTD,
a mocJieAyIolee KOMIUIEKCHOE JIA0OpaTOpHOE 00cIeq0Ba-
HUE JAeT BO3MOXHOCTb YTOYHUTb T€HE3 BBISIBJIEHHOW
MaTOJIOTUM.

B ToMm cnydae, Korna HacieACTBEHHAs MPOTPECCUPYIO-
ast KITM/I He BbI3bIBaeT coOMHeHUsI, AMddepeHuanbHas
JIMArHOCTUKA MTPOBOJUTCS MPEXIE BCETO ISl UCKITIOYEHUS
npyrux GopM HACIEACTBEHHBIX MEPBUYHO-MBIIIEYHBIX
3a00J1€BaHUIA.

KiuHnuuecku Takue ¢hopMbl ayTOCOMHO-PELECCUBHBIX
nporpeccupyrommx KITM/I, kak capKoOrinKaHOMAaTUH,
nuc@epIuHONaTuu, TEeJIeTOHUHOMATUU, TUTUHOMATUU
U T.[., 334aCTYI0 OTVIMYUTH OT KAJIbIIAUHOMATUU HE NP -
CTaBJISIETCSI BO3MOXHBIM (Tabs. 2). Tem He MeHee ist
KaJbIIAUHOTIATUX XapaKTEPHbI ONpeAeIEHHbIE OCOOEHHO-
CTH, 0 YeM OBUTO cKa3zaHo BhIme [1, 12, 55].

JIuue-nonatoyHo-1IeYeBast MblllleYHas AUCTPODUS
(JUITIM/I) nMeeT HEKOTOPbIE CXOAHBIE KIMHUKO-JTAa00pa-
TOpPHbIE MPU3HAKU C OJHOU U3 (peHOoTUNMYeCKUX HopM
kanbnanHomnaruu (dheHorun Dpba). B To ke Bpems cia-
0OOCTb MBIIIILL JIMLIA U ACUMMETPUYHOE BOBJICYEHUE MBILIIL]
IUIEYEBOrO 11051Ca, ayTOCOMHO-IOMUHAHTHBII TUIT HACTIE-
noBaHus, 4yto otMeuaercss npu JIJITIMJI, HeTUNmUUHBI
JUTSI KaJTbITanHoMaThu [56].

MpbiteuHas auctpodust bekkepa (quctpoduHonaTus)
JIOJXKHA OBbITh UCKJTIOYEHA Y BCEX MALIMEHTOB MYXCKOTO
10J1a IPY HAJIMYUU CAEAYIOLIUX MPU3HAKOB!

— Hayajio 3a00J€BaHUs B MOJPOCTKOBOM BO3pacTe
U CTapuie;

— MEepPBUYHOE BOBJIEUYEHNE MBILILL TA30BOTO MOSICA;

— BbICOKast KOHIIEHTpalus cbiBopoTtouHoit KDK;

— mpearnoJjaraeMblii X-CLUEIIEHHbIM pelecCUBHbIN
TUT HACJIEIOBAHUS;

— BOBJIEYEHUE CEPACYHON MBIl (KaK MPaBWIO,
TP 3X0Kapauorpahvu IMarHoCTUPYETCs UTaTalluOHHAs
Kapauomuonatus) [57].

MuTOXOHIPUAIbHBIE MUOTIATUN TakKKe MOTYT MaHU-
(becTpoBath B IIMPOKOM BO3PACTHOM JTMATIa30HE, TPOSIB-
JIIIOTCS OHU C1a00CThIO0 MPOKCUMATBHBIX MBILILL U HEMEpe-
HOCUMOCThIO (u3nueckux Harpy3ok. Kpome Toro,
B OOJIBIIIMHCTBE CIIy4yaeB MPOCIEKUBAETCI ayTOCOMHO-Pe-
LIECCUBHBII TUIT HaciedoBaHUS. B TO ke Bpemsi OYeHb
YacTO MPU MUTOXOHAPUATBHON MUOMATUU HAOIIOJAETCS
BOBJICUEHHUE [JIA30[IBUTATEIbHBIX MBILIL C PAa3BUTUEM Ha-
pYXHOI O(MTaIbMOIUIETUU, MYCKYJIATyphl JIMLA U LIEH,
OTMEYAETC COYETAaHWE C JAPYTMMU HEBPOJIOTMYECKUMU
HapyLIEeHUSIMU (TOJI0BHBIE O0JIA, UHCYIBTONOJOOHBIE MU~
30/Ibl, SMUCUHIPOM U JIP.), a TAKXKE ¢ KapAUAIbHOW U JH-
JIOKPUHHOM naTosiorveii. B 60JbIIMHCTBE CTy4aeB ypOBEHb
ceiBopoTouHoit KMK Haxomutcs B mipeneisax HOPMBI,
a TIpY TMCTOJIOTMYECKOM HCCIIENOBAHWH MBIIIEYHOTO OM-
OTITaTa BhISIBJISIETCSI TATOTHOMOHUYHBIN (heHOMEH — «pBa-
Hble KpacHbIe BOJIOKHa» (okpacka o fomopu) [58].

bonesnn [Mommne (TMMKoreHO3 2-TO TUIIA) — PEaKoe
ayTOCOMHO-PEIECCUBHOE 3a00JIeBaHNE, B OCHOBE KOTOPO-
O JIEXKUT U30BITOYHOE HAKOIJIEHUE TJIMKOTeHA B TKAHSX
BcyencTBUE MyTaluu reHa GAA u nuchyHKimu ¢pepMeHTa
KUCJION 0-TJIIOKO3MIa3bl. 3a00JieBaHNE MOXET Ae0I0THUPO-
BaTh B JIIOOOM BO3pacTe — OT MEPBBIX JIET KU3HU (MH(aH-
TUIbHAsE (popMa) 1o 3pesioro Bo3pacta (Mmo3aHsist hopma).
[pu MmanudecTaru B mo3aHeM Bospacte (o1 20 1o 60 Jjier)
OTMEUAIOTCs MENJIEHHO TPOTPECCUpYIONee MOpaKeHMe
MPOKCUMAIbHBIX MBIIIL, OTCYTCTBUE BBIPAXEHHOU Kap-
JaTbHOM TlaTosoruu, yenndeHue ypoHs KOK B kposu
Y TIEPBUYHO-MBIIIEUHBIN YPOBEHB MTOpakeHust Tpu DMI -
uccaenoBaHuu. JInarHo3 MOATBEPXKIAeTCsl U3MEepeHUeM
AKTUBHOCTHU KUCJION 0-1,4-TI10K031a3el B KpoBu. qud-
(epeHUMaIbBHAS TUATHOCTUKA JTIOOOI TPOrpeccupyroneit
KIIMI c stum 3abojieBaHMEM [OJKHA MPOBOAUTHLCS
B o0s3aTebHOM Topsiake: (peHoTunoB 6ose3Hu [Tomrme
YpEe3BbIYAITHO MHOTO M KIIMHUYECKU 3ar0I03pUTh TAHHYIO
Gopmy KIIMJI ObiBaeT KpailHe 3aTpyIHUTENBHO,
MpU 3TOM IWarHo3 60Je3Hu [ToMIie faeT malueHTy peaib-
HBII IIIAHC Ha YiTy4llieHue Ha (hoHe MPOBEICHMUST SH3UMO-
3aMeCTUTeNIbHOU Teparuu [59].

TepaneBmuyecKue BO3MOKHOCMU

OcHOBHas 11eJTb Teparnuuy Npu Jio0oii hopme rmporpec-
CUPYIOLIUX HACJIEICTBEHHBIX MBIIIEYHbIX AUCTPODUIA,
B ToM uucie u pu KITM/I2A, 3akitodaercs B yaydllieHUr
KauyecTBa XM3HU TMAllMeHTa W TPOIJICHUN €€ aKTUBHOM
dasbl.

MennkaMeHTO3HbIE BO3MOXKHOCTH BECbMa OrpaHuve-
Hbl. HazHavaeTcd NUTENbHBIA MPUEM METa00JINYeCKUX
IpenaparoB (HOOeH, KosH3UM Q, L-KapHUTHUH, BUTAMU-
HbI), 93((HEKTUBHOCTH KOTOPBIX BCE XK€ B X0/l KITMHUYE-
CKUX UCCTIeOBaHMI He Obla enie nfokazaHa. OCHOBHBIMU
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Tabmua 2. KauHuueckue xapakmepucmuKku HeKkoOmopsix aymocomHo-peyeccusHuix npoepeccupyrouux KITMJII (Zats, 2003; ¢ dobasrenusmu)

CakporJIMKaHONaTUH:
LGMD2C
SGCG/13ql12

LGMD2D
SGCA/17q12-21.33

LGMD2E
SGCB

LGMD2F
SGCD/5q33

KanbnanHonarus
LGMD2A
CAPN3/15ql5.1-21
KaJibIanH-3

JucdepruHonarust
LGMD2B
DYSF/2p13,3-13.1
nuchepanH

TeneroHuHoMaTUS
LGMD2G
TCAP/17ql1-q12
TeneronuH

OnucaHa TOJBKO B Opa-
3UJIbCKOM TOMYJISALIUN

LGMD2H
TRIM32/9q31-34.1
E3-youkBuTHH-TMTa32
Camas peakas (popma
KIIM/I ¢ ayrocomHO-
PELeCCUBHBIM TUIIOM
HacjenoBaHus. Eqnn-
CTBEHHOE OIMcaHue
CeMbH B BHICOKOMH-
OperHOM MOMmyJIsSILIUKA
xarteputoB (FOxHast
Jakota, CIIIA)

DykyTrHONATHS
LGMD2I
FKRP/9q31.2
DyKyTUHCBSI3aHHBIIT
0es10K

TutuHoMmaTUs

LGMD2J

TTN

Tutun

OrnrcaHa TOJIbKO B (hrH-
CKOW MOMYJISIAN

LGMD2K
POMT1/9q34.1
O-MaHHO3MI-TpaHChe-
paza-1

OrnrcaHa B TypeIKNX
U UTATBSIHCKHX CEMbSIX

3—15 ner
(8,5 roma)

Lupokwnii
JIMana3oH —
2—40 (15) ner

17—23 roga

9—15 ner
(12,5 rona)

1-9 ner

Lupokwnii
JIMana3oH:
1,5-27 net
(11,5 rona)

5-25 ner

1—6 ner

HavanbHble CHMITOMBI

Henepenocumoctsb huzu-
YEeCKMX Harpy3oK, KpaMIiu,
TUTIEPIIOPIO3

Xombpba Ha HOCKaX; KPbLIO-
BUIHBIE JIOMTATKHU; TUIIEP-
JIOpI03

PaHHee BoB/ieueHuEe B TIPO-
11eCC MKPOHOXKHBIX MBIIIIII,
YTO MPOSIBIISIETCS 3aTPYIHE-
HUSIMU XOJIbOBI Ha MSATKAX;
TPYIHOCTH MPU X0[1p0e 1 Oere

TpynHocTu npu xoas6e
u Oere; cTemnmnax Mpu Xoaboe,
CITOTBIKAHUS

IMoxonka Bpa3BaJlouky, TpyI-
HOCTH TIPU MOIbeMe

T10 JIECTHUIIE, BCTABAHUU

C KOPTOYEeK

TpynHocTu npu xoas6e
u oere

TToBBIIIEHHAS YTOMJISI-
€MOCTb, TPYIHOCTH TIPK
MOIbEME IT0 JIECTHUIIE,

Mpu Xoas0e 1 6ere; 3amepKKa
TICUXNUYECKOTO Pa3BUTHST

Pa3BepHyTas cuMnTo-
MaTHKa

KnnHuka v TeueHne
3a00JIeBaHUS aHAJIO-
TMYHBI MUOAUCTPOGUN
Jo1ieHHa:
MPOrPECCUPYIOTIAsT
MMPOKCUMAJIbHAsI CJIa-
060CTbh, TPYITHOCTH IPU
X0ab0€e 1 Oere; MUoTMa-
TUYECKHE TIPUEMBI TIPU
BCTaBaHWMM; KApAMOMUO-
MaTysi, HeMPOCEHCOPHAsT
TYrOyXOCTh

TTpokcuMaabHast MbI-
LeyHasi c1abocThb ¢ Mpe-
obJ1agaHueM B 3agHEN
rpyImme Mbll 6eaep

U B OUlIeTICE; TPYAHOCTUA
npu 6ere u xoaboe

JIBa (peHOTHUIIA: KOHEY-
HOCTHO-TIOsICHasI (hopma
(penKo) 1 IucTabHasi MU-
omnarusi Muorim (4acto,
KJIACCUYECKUI1 BapHaHT)

1Iupokuit KITMHUYECKUIA
moumopduam. Crabocts
B CTOIAX PacrpoCTpaHsi-
€TCsT Ha TIPOKCUMAJTbHBIE
OTJIEJTBI HOT; Ha TIO3THUX
CTAIUSIX TIPUCOSTUHSIETCST
¢1ab0CTh MBIIIII TIIeYe-
BOTO TIOsICA

TTpokcumanbHast
MbILIeYHast c1aboCTh,
CJ1a00CThb MBIIIILI JINLIA
U 1IeU; KITMHUYECKOe
CXOJICTBO C JIMLIE-JIO-
MaTOYHO-TUICYEBOM
MHUOAUCTpObUEH

3HAYMTEbHBIA KIUHU-
YECKUI MOJTUMOPHU3M.
[IpokcumanbHast MbI-
1eyHas cnabocTb

¢ ipeobanaHrueM

B TUTEYEBOM TIOsICE

TTpokcumMaabHast MbI-
LIeYHast c1abocTh; Kap-
JIUOMHUOIIATUS (PEAKo),
JIMLEeBast MycKyJiatypa
HE BOBJIEKAETCS

JuddysHast MblleyHast
cnabocTh ¢ TIpeobana-
HHEM B TPOKCUMATbHBIX
otaenax. OcoGeHHOCThIO
SIBJISIETCS] HAJTMYUE JIUIIE-
BBIX TUCMOP®UIL; KOTHU-
THUBHBIE HAPYIIIEHHSI

Konrpak-
MNKpoHoXK- Ty])ll: l/
HbI€ MBIIIIIIbI
CLuAm CKOJIH03
TlceBnoru- 4
neprpodust
Atpodust PanHue
Penko tpaH-
3UTOPHAs
P Penko
TICeBIOTH -
neprpodust
Atpodusi  Her maHHBIX
Penko
IIceBnoru- AKO,
. Ha MO3HUX
CTausIX
Yacto
IlceBnoru- BCTpe-
neptpoduun yarorcs,
MbII Oenep  Auddy3HO
U TOJIEHEe pacrpo-
CTpaHEHBI

Brictpoe

MemienHoe

MemieHHoe

MemienHoe

MemieHHoe

YMepeHHoe

Memnennoe
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LGMD2L Inpoxkwit T 5
ANO5/11p12-p13 nuanason:  PYAHOCTI IDITXOIBOC
AHOKTAMIH 1—50mer X Oere; Xoap0a Ha HOCKaxX
DykyTuHOTATHS 2 JuddysHast MplieyHas cia-
LGMD2M 00CTb, TUITIOTOHUSI, YCUJICHUE
FKTN/9q31 4—6 wmec ciabocTu Ha hoHe U mocie
0eJIoK DYKyTUH MHTEPKYPPEHTHBIX 3a00J1e-

OrnucaHbl 2 ceMbU

BaHUIA, 3a/iepXKKa MOTOPHOTO
pasBUTUS

LGMD2N TpyaHoctu npu xoan6e, dere,
POMT?2 BcTaBaHUU. KpblIoBUIHBIE
18 mec—5 ser o
O-MaHHO3MI-TpaHCche- JIONATKU U YMEPEHHbII
paza-2 TUIIEPJIOPA03
TpynHocTu npu xoas0e,
LGMD20 12 et BcTaBaHuU U Gere. Boipa-
POMGNTI1 JKeHHas! CTeTIeHb OJIM30py-
KOCTH
LGMD2Q 3anepxkKa MOTOPHOIO
PLEC 2—3roma  pa3BUTUS, TPYAHOCTU ITPU
MoIbEME I10 JIECTHULIE
LGMD2R
DES/2q35 TpyaHoctu npu xoasoe, dere,
15-27 ey BCTaBaHMH. KpbutoBunHbie
Ornucana 1 cembsi B JIONIATKU U YMEPEHHasl cJia-
Typuun 00CTb JINLIEBOW MYCKYJIaTypbl
LGMD2S
TRAPPCI11/4q35.1 I8 e HapyiieHue moxouku,
KPBUIOBUIHBIE JIOTIATKH,
JIETCTBE
Onucana | cembst MUAITUU

IIpodonyxcenue mabauupl 2

B Cupuu

Konrpak-
Pa3BepHyTas cumMnTo- MKpoHOXK- )
MaTHKA HbIE MBb I Typ
it CKOJINO03
JIBa heHOTHMIIA: TIPOK- KoHTpakTy-
CHUMaJibHasI cJ1aboCTh PBI MEJTKHX
Atpodun ve-
B HOTax WJIH c1aboCTh CyCTaBOB
THIPEXTJIABBIX o
B cromnax. OcobeHHO- KUCTei,
X MBI Oesep,
CTU: HaJIM4Yue atpodumn JIyyesa-
MKD, ABYIJIa-
YEeTHIPEXTJIABbIX MBIIIILL TISICTHBIX
BBIX MBIIIII]
Geziep, MbIILICYHbIE - CyCTaBOB
060411, CJ1a0OCTh JULIEBOM M CYyCTaBOB
MYCKYJIaTypbl HOT
TIceBnoru-
neprpodun
IIpeobnamaHye MbIIed- prpod
- MKPOHOX-
HOI c1a00CTh
HBIX MBIIIII,
B TIPOKCUMAJTBHBIX Her nannupix  Beictpoe
MBILILL Oeep
oT/eNIax HIKHUX KOHEeY-
. M Tpexriia-
HOCTel
BBIX MBIIIII]
Tieyei
3anepxka usude- TlceBnoru-
CKOTO U TICUXUYECKOTrO nepTpocust — —
pPa3BUTHS HKD
JnddysHas MbleuHast TlceBmoru-
cJ1abocCThb, NMpeodiiagato- neprpodus 4
1ast B IPOKCUMAIBHBIX UKD W MBIIII]
oTIenax oenep
Yacro
IMpoxkcumanbHast MbI- BCTPEYAIOT-
p Atpodust P
LIeYHast c1aboCTh cs1, pacrpo-
CTpaHeHHBIE
JuddysHas MbleyHast
cJ1aboCTh, MpeobIiana-
11as1 B MPOKCUMAaJIbHBIX Atpodust F YMepeHHoe
OTZesax; TPUKOBAHHOCTh
K MHBAJIUTHOMY KPECITy
ITpeobrnaganue ciaboctu
B TUIEYEBOM TI0OsICE,
HapyIlIeHUEe 3pEHUST AOELS
Py P > Tazobe-
JIerKasi KOTHUTUBHAS
Tunoronust JNIPEHHBIX  YMEpeHHOe
nuchYHKIUS, SKCTPaTy-
aMUTHbIC HAPYIICHWS CYCTaBOB,
p Py CKOJINO03

(IMCTOHUS, TUTIEPKUHES,
TPEMOp M JIp.)

MMOIIe P>KUBAIOIIIMMUI MEPOTIPUSTHSIMU SIBJISTIOTCST (DM3HO-
¥ KMHEe30TepaIys, HalrpaBIeHHbIC Ha MSITKOE PACTSIKCHIE
MBIIII W YBeIMYCHUE MOOMIBHOCTH CYCTaBOB, a TaKXKe
WCITOJIb30BAHUE OPTOIEAMICCKUX BCIIOMOTaTeIbHBIX
cpencTB (TPOCTH, XOMYHKN, UMMOOMIN3UPYIOIINE OPTE3HI,
KOpPCETHI M1 MTHBAJIMIHBIC Kpecia), CIIOCOOHBIC KOMITCHCH -
pOBaTh IIOTEPI0 HEKOTOPBIX ABUTATEIHHBIX (DYHKIIWIA
¥ TIPOUTUTH He3aBUCUMOCTh. Ha mmo3mHuX cTagmsx 3a60-
JIEBaHMSI IJIT KOPPEKIIMU OPTOIEANICCKIX OCIOKHEHUI
(medopMaiys CTom, CKOJMO03 MO3BOHOYHUKA, KOHTPAKTY-
PBI aXWJUTOBBIX CYXOXKIUIINIT) MOXKET IIOTPEOOBATHCSI XUPYP-
ruJeckoe JiIeueHue, a B CBSI3U C HapacTalolel IbIXaTelb-
HO¥1 HEIOCTATOYHOCTBIO — MCIIOJIb30BaHUE MTOPTATUBHBIX

JIBIXaTEJIbHBIX alapaToB ¢ BO3MOXHOCTBIO MPOBEICHUS
HemHBa3uBHON BeHTW SN JieTknx (CUTIAIT-Tepanms).

HeMmanoBaxHbl colluaabHas U SMOLMOHATbHAS MO -
JepXkKa, a MOJOJABIM MAallMeHTaM WA JETSM OOJIbHBIX,
y KOTOpbIX tuarHoctTupoBaHa KITM/I2A, BaxHa paBUIb-
Has mpodeccuoHaIbHAasi OPUEHTUPOBKA, CIIOCOOHAS MPO-
JUTUTh CPOK TPYIOCTIOCOOHOCTU U YMEHBIIUTD COLAAIb-
HYIO U30JISILIMIO.

TTonbITKM eYeHUSsT TPOTPECCUPYIOLIUX HACIEICTBEH-
Hbeix KIIM/I crepouaHbIMU mipenapaTaMy He MPUHECTU
ycrexa [60]. Tem He MeHee B HACTOSILLMI MOMEHT Ha XK-
BOTHBIX MOJIEJISIX IPOBOASTCS UCCETOBAHNS HOBBIX BUIOB
Teparuu MbIIIIEYHBIX AUCTPOGDUI, B TOM UUCIIE U KaJIbIa-
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/ | KnuHuka nporpeccupytowen KM

| mr | | KOK |
He nepBnYHO-MbILLIEYHbI MNepBUYHO-MbILLEYHbIN
noBbllleHa HOopMa
YPOBEeHb NopaKeHns YPOBEeHb NopaeHuns
Y \I—‘ ‘—I/ 4
He KMNMJ nnun HavanbHasA KnMA He KNMA?
ctagua KMMJA, MwuToxoHApuanbHas
MUTOXOHZpUanbHas nartosiorus, KaHanonatum
naTonorna u ap. \ n ap.
\ VcknioueHne BTOPMYHbIX MUOMaTUiA /
(BOCManMTENbHOrO, TOKCMYECKOrO,
[McMeTabonMyeckoro reHesa u p.)
HacnepctBeHHaa KIMMJ
MPT MblWwL, 1/nav 6MoONCUA MblLuL
C NpoBefeHneM MMMYHOOM0T-aHaNn3a
\
[eHeTnyecknin aHanns -
/ NOMCK 2 YacTbix MyTauuii B reHe CAPN3 \
2 myTaumm | ¥ 1 myTaumsa
CeKBEHMPOBaHMe «ropAUYNX» IK30HOB reHa
CAPN3
A
CekBeHupoBaHue reHa FKRP
Y
CeKBeHMPOBaHMe «He ropAYNX» SK30HOB reHa
CAPN3
'
Y M Knm,
ouncK roro Tmna
KMM2A itd A KMzl

Puc. 3. Jluaenocmuueckuii aneopumm npu KIIMJ] ¢ aymocomno-peyeccushvim munom nacaedoganus (Poiacosa u coaem., 2011; ¢ usmenenusmu)

nHomnatuu. @DpaHIy3cKue WHCCIenoBaTeJiM BO TJiaBe
¢ M. Bartoli B 2006 I. ony61MKOBaJIM CTaThio, B KOTOPOIA
OMUCAIU BO3MOXHOCTU MCIIOJIb30BaHUS PEKOMOWHAHT-
HBIX aICHOACCOLIMUPOBAHHBIX BUPYCHBIX BEKTOPOB B T€H-
Holt Tepartu LGMD2A y mbiineii [61]. ABTOpbI OO0~
J1 00 3((HEeKTUBHOCTU JAHHOTO BUAA TEPANTMU: OTMEUEHBI
cTabWIbHAS SKCIIPECCUSI TPAHCTEHA B MBILIIIAX XXUBOTHBIX,
BOCCTaHOBJIEHUE MPOTEOJIUTUYECKON aKTUBHOCTH O€JiKa,
YIIy4IlIeHUE TUCTOJIOTUYECKUX XapaKTEPUCTUK U, KaK UTOT,
YMEHBIIECHNE BbIPAKEHHOCTU MBIIIIEYHBIX aTPOdUii C mpa-
KTUYECKU TOJHBIM BOCCTAHOBJIEHUEM MBIIIEYHOU CUJIBI
Y MBILLIEH.

B Hacrogmee Bpemss nmauumeHtam ¢ KITMJ2A
PEKOMEHYETCS COOJIONATh P TPaBUJ, MO3BOJISIO-

IIUX CHU3UTh CKOPOCTH MPOTpecCcupoBaHus 3aboire-
BaHUS:

— KOHTPOJIb MacChl TeJa U COOJIOACHNE MUIIEBOTO
palMoHa: KpaiiHe HeXesaTeJbHbl KaK OXWUPEHUe, TaK
U KaxeKcusi;

— TIPOBEJEHUE PETYJISIPHBIX MEPONPUATUI MO TPOodu-
JIAKTUKE KOHTPAKTYP CYCTaBOB: (DU3MOTEpaIusl, JjeyeOHas
(uskynsrypa, opToneauyecKue CpeacTna;

— KOHTPOJIb U PAaHHEE BBISIBIICHUE TPU3HAKOB JbIXa-
TEJIbHOU HEeTOCTATOYHOCTH (Ha MO3IHEN CTaguu — pery-
JIIPHOE UCCIIEAOBAaHNE XXKU3HEHHOI eMKOCTH JIETKUX U Ta-
30B KPOBU);

— HCKJIIOYEHUE MBIIIEYHOTO MePEHANPSIKEHUS U TS -
XKeJbIX (DU3NYECKUX HATPY30K;
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— WCKJTIOUEHUE U PO UIAKTUKA JTIOOBIX (PM3MUECKUX
TpaBM, KOTOPbIE MOTYT CITOCOOCTBOBATh JUIUTEIbHOM TH-
MOJVHAMWU U NOTOJHUTENIbHOI aTpodUU MBILILL OT 0€3-
NEUCTBUS,

— HE PEKOMEHIyeTCsl UCIOJIb30BaHUE MPU AHACTE3WU
CYKUVMHWIXOJIMHA Y TAJIOTEHUPOBAHHBIX aHECTETUKOB: HECMO-
Tps1 Ha TO, UTO 3710KaYecTBeHHas rurieprepmust ipu KITM/I2A
He OIMcaHa, €€ pa3BUTHUE UCKITIOUUTD HEJb3S,;

— HE PEKOMEHIYeTCsl Ha3HayaTh MpernapaThl, OKa3bl-
BaoIIMe TOKCUYECKUil 3P deKT Ha MUOIUTHI (CTAaTUHBI
U [Ip.), MUOPEJIAKCAHTBI U CEIATUBHBIE CPEACTBA C YMEPEH-
HBIM U BBIPAKEHHBIM MUOPEIAKCUPYIONIUM 3(D(HEKTOM.

leHemuyeckoe KOHCYNbmupoBaHue poACMBEHHUKOB

PoncTBeHHMKM malieHTa, IIPEXIe BCETO CUOCHI TIPO-
0aHaa, JOJKHBI OBITH 00s13aTeIbHO 00cieq0BaHbl. MoJie-
KYJIIPHO-TEHETUYECKOE UCCe0BaHMe JOJKHO ObITh pe-
KOMEH/IOBAHO B CJTy4ae HAIMYuUs TUIUYHbBIX KIMHUYECKUX
MPOSIBJICHUI, a TaKKe TPU BBISIBICHUM BBICOKUX LMD
ceiBopotouHoii KDK. Puck HacienoBaHus maroioruye-
CKOTro reHa cubcaMu NpodaHaa U pa3BUTHS 3a00JieBaHUS

cocrasysieT 25 %, B 50 % ciy4yaeB ecThb IIaHC OCTAThCS
6eCCUMIITOMHBIM HOCHUTENIEM U B 25 % — ObITh 3I0POBBIM.

Tpebyetcst oOagyMaHHOE TJIaHUPOBaHUE OEPEMEHHO-
ctu. [1pr HeOOXOAUMOCTU BO3MOXHO MTPOBEIECHUE MPEHA-
TAJIbHOW U NMPEIUMIUIAHTALIMOHHON F€HETUYECKOW auar-
HOCTUKMU.

3aknoyeHue

KanpnanHonatusi — ogHa U3 (opM HACIEICTBEHHBIX
nporpeccupytoiux KITM/I, namarHocTuka KOTOpoil B Ha-
LIEei CTpaHe elle Jajeka OT coBeplueHcTBa. [loHnMaHue
TOT0, KaK JO/DKEH Pealu30BaThCs AUArHOCTUYECKUI alro-
put™ nipu KITM/I, MbI yBEpeHbBI, MO3BOJIUT HATAIUTh OTE-
YECTBEHHYIO CJTyXO0Y MTOMOILY JAHHON KaTeropyuu OOJbHBIX.
HewmanoBaxHa 1 opraHu3alys UX JMHAMUYECKOTO HAOJTIO-
JIEHUsI C MOHUTOPUPOBAHUEM XU3HEHHO BaXHBIX (PYHK-
uuii. OTIeTbHOTO BHUMAHUS 3aCITyXKMBAET UCTIONh30BAHUE
aKTUBHO Pa3BUBAIOIIEICSI B HacTosIee BpeMs B Poccun
TPEX3TAMHON CUCTEMbI PEAOWJIUTALIMU — MEPBI, CITOCOOCT-
BYIOLLIE! 3aMeUTUTh TEMIT IPOTPECCUPOBAHUS 3a00I€BaHUS
U TIPOJUTUTh AKTUBHYIO XU3HENESITETbHOCTD MALIUEHTOB.
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Ponb cmpeiiy-mepanuu B KoMnneKcHoil usuyeckoil abunumauuu
GonbHbIX ¢ HacneAcmBeHHol HeBponamueii lWapro-Mapu-Tyma

H.A. IlInaiinep, C.U. T'ongaposa
T'bOY BIIO «KpacHospckuii eocydapcmeennblii meOuyunckuil yuusepcumem um. npogpeccopa B.D. Boiino-Aceneyioeo»
Mun3zdpasa Poccuu, Ynusepcumemckas kaunuxa; Poccus, 660022 Kpacrospck, ya. Kapaa Mapkca, 124

Konmaxmor: Hamanvs Anexceesna Illnaiioep NASchnaider@yandex.ru

Hacaedcmeennas nesponamus Illapko—Mapu—Tyma (6oae3ns Hlapxko—Mapu—Tyma BIIMT) — naubonee pacnpocmparentas gpopma
HacAe0CmeeHHbIX He8PONAMULl, CONPOBONCOAIUASCS HYBCINBUMENbHbIMU HAPYUEHUAMU, NPOSPECCUPYIOueli MblUeHHOU cA1abocmbio ¢ gop-
MUPOBAHUEM UHBANUOUSUPYIOUUX KOHMPAKMYP KOHeuHocmell. B nacmosuee épems ocnoerHoti memoo aevenus bBIIMT — npoepamma 3¢h-
exmuenoll aburumayuu, KOMOPas MONcem npedomaepamums pazeumue deopmayuii KOHeUHOCmell U mem CambiM YAYHUUMb Ka4ecmeo
cusHu nayuenma. OOHuM u3 Haubosee IppeKkmusHbix Memodos npogusaxmuxu u nevenus konmpaxmyp npu BIIMT seasemcs cmpetiu-
mepanus. B dannoii cmamve npedcmasnen kpamruii 0030p aumepamypbsl 8 4acmu NPUMEHEHUs CMpeliy-mepanuu 8 NPoepamme QU3U4ecKoll
abunrumayuu BIITMT.

Karoueevie caosa: 6oresns lllapko—Mapu—Tyma (BIIIMT), nepsro-mbiuieurvie 3a0604e6aHUS, KOHMPAKMYPbL, CMpeliy-mepanust, u3u-
yeckas aburumayus, Ka4ecmeo HCU3HuU, pagrHogecle, WUHUPOBAHUE, CRUCAIOWAsl CMONA, OUANA30H 08UMNCEHULL
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Role of stretch therapy in comprehensive physical habilitation of patients with Charcot—Marie—Tooth hereditary
neuropathy

N.A. Shnayder, S.1. Goncharova
V.F. Voyno- Yasenetsky Krasnoyarsk State Medical University, University Clinic,
660022, 124 Karl Marx str., Krasnoyarsk, Russia

Charcot—Marie— Tooth hereditary neuropathy (Charcot—Marie—Tooth disease, CMT) is the most common form of hereditary neuropa-
thies, accompanied by sensory disorders, progressive muscle weakness with the formation of disabling contractures of the limbs. Currently,
the main treatment program is effective CMT habilitation, which can prevent the development of limb deformities and thereby improve the
life quality of the patient. Stretch therapy is one of the most effective methods of prevention and treatment of contractures in patients with
CMT. This article provides a brief review of the literature regarding the use of stretching as physical therapy program of CMT habilitation.
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Beepenue

Bbonesnp lapko—Mapu—Tyra (BILIMT) — Haubo-
Jiee pacrpocTpaHeHHas (opMa HACJIEICTBEHHBIX He-
BpoMNaTuii, COMPOBOXIAOIIASCI YYyBCTBUTEIbHBIMU
HapylIeHUSIMU, IPOrPECCUPYIOUIEH MBILIIEYHOM c1abo-
CThi0 ¢ (OPMUPOBAHUEM WHBATUIUZUPYIOIIUX KOH-
TPAaKTyp KOHEUYHOCTEN. Pa3BUTUE KOHTPAKTYD SIBJISIETCS
OOIIMM CUMIITOMOM MHOTUX HEPBHO-MBITIIEYHBIX 3200-
neBaHuii, B ToMm yucie u bIIMT [1—4]. Knunnueckue
nposieiienus BIIMT paznuyaioTcs OOJbIIMM MOJU-
MopbU3MOM Jlaxe B mpejaenax ogHoi cembu [5]. Cko-
POCTb MpOTPecCUpoOBaHUS 3a001€BaHUS IIUPOKO Baph-
UpYyeT: B OJHUX CJydyasiX COCTOSIHHE CTaOUJIbHOE
B TEUEHUE HECKOJbKUX NECATUIETUI, B IPYTUX — MPO-
rpeccupoBaHue 3a00JieBaHUS MTOBOJBHO OBICTPOE.
OcHoBHa# 1ejb jJedeHus nanueHtos ¢ bBIIMT — 3a-
MEIJIEHUE €CTECTBEHHBIX MTPOLECCOB OOJE3HU U YJIy4u-

IIeHNe KaueCTBa XXU3HU U TPYTOCITOCOOHOCTH TaIlMeH -
ToB [6—9]. B HacTosiliee BpeMsi OCHOBHBIM METOIOM
neyenus BIIMT sasnsercsa nporpamma 3¢ beKTUBHONU
abMaUTaIMK, KOTOpasi MOXeT MPeAOTBPaTUTh Pa3BUTHE
nedopManunii KOHEYHOCTE WM TEM CaMBbIM YJIyUYIIUTh
KayecTBO XM3HU TMallUeHTA.

Leab uccaenoBanuss — MPOBEACHUE KPUTUYECKOTO
0030pa JITepaTypbl HA OCHOBE IMOUCKA BCEX JOCTYITHBIX
PYCCKOSI3BIUHBIX U AHTJIOSI3BIYHBIX UCCIIENOBAHUN IO W3-
YUYEHUIO UCIOJb30BaHUs cTpeiu-tepanuu npu BIIMT
C KOHKPETHBIMU 331a4aMu: 1) BbIBIIEHUE JTIOOBIX METOINK
CTpeifu-Tepanuu, pa3pabOTaHHBIX [l JIEUeHUST U a0WTH -
tanuu nmanueHToB ¢ BIIIMT, 2) oneHka 3¢ GeKTUBHOCTH
TIPUMEHEHUsI CTpeiu-Tepanuu Kak OTIETbHOTO METo/a
abunurauuu npu BIIIMT, Tak 1 B coueTaHUU C APYTUMU
MeToJaMu (HOYHOE IIIMHUPOBAaHKE, CUJIOBAsi M a3poOHast
TPEHUPOBKA U AP.).
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Nu3aiin/memoponorua/noaxon

Crpeliu-Tepanus ObLia oOmpeneieHa Kak KOMIUIEKC
OMNpeJESIEHHbIX YIIPAKHEHWI HA PACTSKKY, UCIIOIb3yeMast
C JIeueOHOM 1/ TIpOoMIAKTUIECKOI 11e7ThI0, HAITpaBJIeH-
Hast Ha YBEJIMUEHUE JUTMHBI MBILIIEYHO-CBSI30UHOTO artapa-
Ta U IMara3oHa IBXeHuii B cyctaBax [2, 10—12]. Metoavku
CTpeiy-Tepanuu ObLUTA OMpPeAeeHbl KaK JIIOOble METOMIbI
cpenctsa usmdyeckoit abunmuranuu 60nbHbIX BILIIMT. D¢-
(¢exTUBHOCTh MpUMeHeHUs cTpeitu-Tepanuu npu BIIIMT
TOATBEPKAATN UBMEHEHUE XapaKTePUCTUK XONbOBI, BKITIO-
yasi BpeMEHHOI TToKa3aTeib, YIyJlleHUe OMOPHON (DyHKIIMA
KOHEYHOCTEW U Ap., YBEIMYEHNE TTOJBUKHOCTA CYCTaBOB,
VAy4JIIEHHUE KauecTBa XU3HU nmanueHToB ¢ bIIIMT.

Kpumepuu BRAIOYEHUSA/UCKNI0YEHUA

CTaThbu COOTBETCTBOBAJIM KPUTEPUSIM BKIIOUEHUS,
eciv ObLIM OMyOJIMKOBAHBI B PELIEH3UPYEMOM HAyYHOM
KypHaJIe M HAITMCaHbl HA PYCCKOM WJIW AHTJIUICKOM SI3bI-
Kax; SBJISUIUCH OTAEIbHBIM U3AaHUEM (B BUJAE METOIUYE-
CKUX PEKOMEHAAIUI, TOCOOUH U T.11.); Y4aCTHUKAMMU UC-
cemoBaHus ObUTU UL (IETU, MOJPOCTKU WIK B3POCTIbIE)
¢ nnarHo3oM BIIMT; npencraBiisiiv faHHbIE 00 yYacTHU-
Kax, crpagatoix BIIIMT, oTnenbHO OT AaHHBIX, TTOJTyYeH-
HBIX OT YYaCTHUKOB C JPYTUMU HEBPOJIOTMYECKUMU 3200~
JIeBAaHUAMHU; ObLIM B TOW WU WHOUW Mepe OMUCAHBI
METOJIUKHU CTPEHY-TEPANUU U OlIeHEHA ee 3(PHEKTUBHOCTD
y nauureHToB ¢ BIIIMT. CtaTbu COOTBETCTBOBAJIA KPUTE-
pUSIM UCKJIIOYEHUS, €CAU OHU ObLIM OIyOJUKOBAHbI
1o 2003 ©. 1 HamUcaHbl Ha IPYTUX UHOCTPAHHBIX SI3bIKAX;
ObuTM OIMYOJMKOBaHBI B MaTepuasiax (Te3ucax) HaydyHO-
MPaKTUYECKUX KOHpepeHuuit; ecnn gaHHeie o bIIIMT
U CTpeNY-Tepanuu He ObLIU MIPENCTABIEHBI Pa3IEIbHO.

Cmpamerus noucka

DNeKTPOHHBIN MOUcK B 4 aHTnos13pr9HbIX (Medline,
PubMed, Clinical Key, Springer) u 1 pycckosi3blaHOl (e-
LIBRARY) 6a3ax naHHbIX ObUT OCYILIECTBIIEH 711 0030pa
crateii, OmyOJIMKOBAaHHBIX HA AHTIMKACKOM U PYCCKOM
sa3bIkax B nepuoa mexay 1 ausaps 2003 ©. u 30 aBrycra
2014 1. [Touck IIpOBOAMIICS C UCITOTb30BaHNEM KITIOUEBBIX
CJI0B (TEPMUHOB) KaK B 3ar0JIOBKAaX, TaK U B TEKCTE CTATEIA:
«cTpeitu-Tepanus» (stretch-therapy, aHri.), «CTpeYMHI»
(stretching, anri.), «bose3np Illapko—Mapu—TyTa»
(Charcot—Marie—Tooth disease, aHrz1.), «puznyeckas
adbwmranus/peadbunuranus» (physical hability/rehability,
aHIJL.), «KOHTPAKTyphl» (contractures, aHTIJ.), <HEPBHO-
MbIllleYHble 3ab0oneBaHus» (neuromuscular disoders,
aHri1.). Kpome Toro, B mouck 0bL1M BKIOUeHbl KOKpaHOB-
ckue 0030pbl, MOCBAIlIEHHbIE (QU3NYECKOW adbuaurta-
vy /peadbunuranum 1 (GU3NIECKUM TPEHUPOBKAM
npu BIIIMT. MbI TiaTeibHO aHaIM3UpoBaau Oubdarorpa-
(¢rueckre CMCKU BCeX BKIIIOUEHHBIX CTaTe.

Pesynbmambl
ITouck B BblllieyKa3aHHBIX aHTJIOSI3bIYHBIX U PYCCKO-
sa3bIYHOM 0azax BbIsIBUI 12078 HazBaHuil U pedepaToB

(abctpakToB). Ilocne ymaneHusi AyOIMKaTOB, cCTaTei,
onyosukoBaHHbIX 10 2003 1., M00BIX cTaTeil, onmyoaIMKo-
BaHHBIX HE B (hopMaTe XypHasia Wiu METOANYECKUX PEKO-
MEHJAIi, Tocobmii, Gpoirop octanock 5603 HauMeHO-
BaHusg. M3 Hux 31 UCTOYHUK OB HU3BJIEYEH
KaK TOJHOTEKCTOBbIE CTaTbU, METOJAMYECKNE YKa3aHUs,
nocoous U T.11.

Xapakmepucmuxa uccnegoBaHuii

Crpeitu-Tepanus Kak KOMIIOHEHT KOMIUIEKCHOMI hu-
3UYECKON aOWJINTAIIMUA IIUPOKO UCTIOJIb3YeTCS Y MallueH-
TOB CO MHOTMMU HEPBHO-MBILIEYHBIMU 3200JI€BAHUSIMU,
B TOM uncie v ripu BILIMT, u gBiseTcsl OTHUM U3 METOIOB
nporpamMMmbl dhuszndeckoit tepanuu [12—15]. Crpeitu-Te-
panus nmokasaHa npu Jioboii ctanuu BIIIMT, kax y B3po-
CJIBIX, TaK U y aeteit [15—17]. OcHOBHBIE LieJd TPUMEHE-
Hus crpeiu-tepanuu npu BIIMT 3akmouarorcs
B YJIYYIIEHUU MOJBUXHOCTU CYCTaBOB, MPOMWIAKTUKE
W/VW JICYUEHUW YKOPOUEHUST aXWLIOBBIX CYXOXWJIWIA,
KaMOaJTOBUIHOW MBILILbI, YIYYIIEHUU CTATUYECKOTO
MO3UIMOHUPOBAHUSI B TE€YEHUE [JIUTEIBHOTO MEepUuoa
BpeMeHH [3, 6, 18, 19] 1, Kak cieacTBUE JAHHBIX U3MEHE-
HU, yIydiieHnu paBHOBecus maiueHToB ¢ BIIMT [4,
20-22].

ITo manHbpiM KokpaHOBCKOro 0030pa, BHIITOTHEHHOTO
C.M. White u coast. (2004) [23], ocHOBaHHOTO Ha aHAJIN3e
JAHHBIX PAHIOMU3UPOBAHHBIX KOHTPOJIUPYEMBIX UCCIIEN0-
BaHMI B 2/1eKTpoHHbIX 0azax Cochrane Neuromuscular
Disease Group register (deBpans 2004 ), MEDLINE
(monb 2004 ), EMBASE (utonb 2004 ) 1 O.M. Katalinic
u coast. (2010) [24, 25], moka3aHo, 4To JieueOHast (GU3KyIb-
typa (JI®K) u cTpeitd-Tepanus UMeIOT TOJOXKUTETbHBIN
KIMHUYecKUi 3 dexT npu GyHKIIMOHATBHON aOWIUTALlUA
00JbHBIX ¢ IeprdepruIecKOil HEBPOMaTUE U CIOCOOCTBY-
IOT COXPAHEHUIO CUJIbI BTOPUYHO MOPAKEHHBIX MBI KO-
HeyHocTel. CXofHble JTaHHbIE OITy0IrMKoBaHbl U B Kokpa-
HoBckoM 0030pe N.B. Voet u coasr. (2010) [5], ocHOBaHHOM
Ha aHaju3e Pe3yJbTaTOB PAaHIOMU3UPOBAHHBIX U KBa3U-
KOHTPOJIMPYEMbIX UCCIETOBAHUN B aHTIOS3bIYHBIX JIEK-
TpoHHbIX 06a3zax Cochrane Neuromuscular Disease Group
Trials Specialized Register (utob 2009 1), Cochrane Reha-
bilitation and Related Therapies Field Register (aBrycr
2008 1., utosb 2009 1), Cochrane Central Register of Con-
trolled Trials (2009 1), EMBASE (c ssuBapst 2004 1. 110 utofib
2009 r.), u CINAHL (c suBaps 2004 . o utons 2009 ).
ABTOpaMHM TMOKa3aHO, YTO CTpeU-Tepanusi U MporpaMmbl
aspobHoit JIOK okazpiBaoT onTuMu3upytonmii 3¢ dexT
Ha COCTOSTHWME MBI U KapAUOPECTIUPATOPHOIN CUCTEMBI
MAlMEHTOB C HEPBHO-MBILIEYHBIMU 3a00JI€BAHUSIMU, TIPE-
JYTIPEKNIAIOT /CHIKAIOT BHIPAXKEHHOCTh MBITIIEYHBIX aTPO-
(uii. OnHAKO B 3TUX UCCIIEAOBAHUSX JaHHbBIE O IPUMEHE-
HUM CTpely-Tepanuu mpu aedopMalUsIX BEPXHUX
KOHEYHOCTEe! BecbMa OTpaHWYEHHI (3 UCCIeTOBAaHUS).

Cy1iecTByeT MHOXECTBO METOAMK CTpEHU-Tepanuu,
pekomeHmoBaHHBIX TTpu BIIIMT [1, 13, 19]. Cpenn HuX
quTenbHble (5—10 MUH) pacTSKKU aXUIJIOBBIX CYXOXU-
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JIMA U UKPOHOXHBIX MBIIILL, TPOBOAUMBIE HECKOJIBKO pa3
B IleHb [ 13, 14], cTpeitu-Tepanus moaoIIBEeHHOTO alTOHEB-
po3a U axujuioBa CyXOXWJIUS, TPOBOAUMAs B COUETAHUU
¢ MoOuM3anuen nepudepruieckrx CycTaBoOB U TPEHUPOB-
Koit paBHoBecust [16]. A.G. Skalsky [15] pekomeHnmyeT
paHHee Havyajlo MpoBeAeHUH cTpeitu-Tepanuu npu bBIIIMT
C BKJIIOUEHUEM €€ B IPOrpaMMy €XeIHEBHOU (pru3ndecKom
TPEHUPOBKU HE MeHee 2 pa3 B IeHb ¢ 10—15-kpaTHbIMU
MOBTOPEHUSMHU B Te€YeHUE TPEHUPOBKU. OTHAKO aBTOP
He YKa3bIBaeT BpeMsl BbIMoTHEeHUs ynpaxkHeHus. K.J. Rose
u coabT. [22] oueHwnn 3hGEKTUBHOCTb MPUMEHEHUS
CTpeiY-Tepanuu B COYETAHUU C IIIMHUPOBAHUEM MBIIIIL]
TOJICHU Y JIETeil B TeueHue 24 4 ¢ UBMEHEHNeM TTapaMeTPOB
cTpeitumHTa Kaxable 3—7 qHel B TeueHue 4 Hel. B pe3yib-
Tate aBTOpaMu ObLT MOJyYeH (P eKT yaydlieHns 1uana-
30Ha IBMKEHUH B TOJIEHOCTOITHOM CYCTaBe B CpeHeM Ha 4
rpanyca (95 % noBepUTeIbHBIA MHTEpBA 4—06).

OpnHako UIUTeIbHOE MPUMEHEHWE MTACCUBHOM CTpeiiy-
Tepanuu MyTeM HOYHOTO LIMHUPOBAHUS y B3POCIBIX
He JIaJlo CTOJIb 3HAYMMBIX pe3ysbratoB [26]. Mccnemnosa-
HUE, TPOBeJeHHOe cpeau 14 y4yacTHUKOB, BKITIOYAIO
B €051 LIMHUPOBHUE CTOI B TTOJIOXKEHUU MAaKCUMATIbHOTO
TBUIBHOTO CTMOaHUS B T€YEHUE 7 Y €XEIHEBHO OT 32 10
42 noueii. MiccenoBanue He MOATBEPAMIIO, YTO IIMHUPO-
BaHWE B COYETAHUU CO CTpely-Tepanueil y B3pOCIIbIX
BJIMSIET Ha Yroj CrudaHus TOJEHOCTOMHOIO CycTaBa
WY CUJTY COOTBETCTBYIOIIMX MBI [26]. B cBsA3U ¢ BbI-
LIEU3JIOXKEHHBIM aBTOPbI CYUTAIOT, UTO CTPeHY-Teparnusi
sBJgeTcs npeporatuBoil Mosioabix ul ¢ BIIIMT, korma
CUMIITOMBI 3200JI€BaHUS €1lIe TOTEHIIMATbHO OOPAaTUMBI.

ITo naHHBIM ABOHOTO CIENOTO ITALEOOKOHTPOIUPYE-
moro uccienoBanusi R.D. Chetlin u coasr. (2004) [12],
BBITIOJTHEHHOTO B TeueHue 12 Henm ¢ ydyactuem 20 mobpo-
BOJIbLIEB (MY>KUMH U XKEeHIIKWH), mauueHToB ¢ BIIIMT, te-
CTUPOBAJIACH UX (PU3NYECKAS] AKTUBHOCTb B YHUBEPCUTET-
CKOW cpeme M Ha JOMY, a TakXke KayeCTBO >XWU3HHU.
J1o6poBOBIEI 0OYYATUCH IPUEMaM CTPEHY-Tepanuu, Mo-
Ka3aHHOW ISl CHUXKEHUS TEMITOB MPOrPECCUPOBAHMUS 3a-
OoJsieBaHUs U NPOPUIAKTUKA OCIOXHEHUM, C TIPeIoKe-
HUEM MPOBOAUTH €€ Ha AOMY 3 pa3a B HENENIO B TEUEHUE
12 Hen. OuieHUBAIUCH KAYECTBO XXU3HU, N30METPUYECKAS
pacTsKKa U aHTpOIOMeTpuYeckre nokasareau. Komruia-
€HTHOCTb MALMEHTOB K BBITTOJIHEHUIO TPEHUPOBOK Ha IOMY
cocraBuia 87 % 0e3 TeHAEPHBIX Pa3IMUMii, YIydlleHue
MoKa3zateJieil U30MeTPUUYECKOM PacTsKKU oTMeueHo B 80 %
CJTy4aeB U COMPOBOXKIATIOCH YYUIIIEHUEM KaueCTBa XKU3HU
00cJie1yeMbIX Takxke 6€3 TeHIepPHbIX pasauuuii [12].

IMunotHoe uccnenoBanue G. Maggi u coasrt. (2011)
[27] 6bu10 TIOCBsIIeHO BiusiHuio JIDOK (Tpenmu, cTpeit-
Tepanusi, AbIXaTeJbHbIe U TPONPUOLIENITUBHbBIE YITPaXKHE-
HMSI B TeUEHHE 6 MeC) Ha COCTOSTHHME JIbIXaTebHbIX (hYHK-
mit y marmeHToB ¢ bBIIMT u y 310pOBbIX TOOPOBOJIBIIEB.
ABTOpaMM MTOKa3aHO, YTO UCIOJIb30BAHHbBII UMW TPEHU-
POBOYHBII peXuM ObLT 0€30MaCHBIM U XOPOILIO MEPEHO-
CUWJICS, CIOCOOCTBOBA YJIYUIIEHUIO MOKa3aTeaeil Abixa-
TeJIbHBIX (PYHKIIMM, ogHaKO yncio nauueHToB ¢ BIIIMT,

BKJIIOUEHHBIX B HCCJIEJOBaHUE, ObUIO OTPAHUYEHHBIM
(n = 8). ABTOpBI peKOMEHAOBAIU PETYJISIPHBIE U TTOBTOP-
HbI€ KypChl JAHHOTO TPEHUPOBOYHOTO pexxuma (10 2 pa3
B rOJ), IMTOCKOJIbKY MOJIOKUTEIbHbBIE TTOKA3aTeIU MPOBe-
JIEHHOTO JIEYEHUSI PETPECCUPOBAIIY B TEYEHUE MOCIEAYIO-
mux 6 Mec otabixa [27].

B cucrematnueckom o0030pe, MOpeaCTaBICHHOM
O.M. Katalinic (2010) [24, 25] mipu olieHKe BIMSHUS
CTpeiy-Tepanuu Ha MpoUIAKTUKY KOHTPAKTYp BbICKA-
3aHO MHEHUE O TOM, YTO KPAaTKOCPOUYHBIX WX TOJTOCPOY-
HbIX 3 (MEKTOB BO3NENUCTBUS CTPEU-Tepany Ha MOABUXK-
HOCTb CYCTaBOB KOHEYHOCTEN ObLIO MajJo WIU HE ObUIO
BooO111Ie. KauecTBEeHHO MPOBENEHHBIE UCCIEIOBAHUS YKA-
3BIBAIOT HA TO, YTO JIIOOON BO3MOXHBIN 2 PEKT TeueHUs
coctaBisieT He 6ojee 3 rpaaycoB. HekoTopble aBTOpBI
cuuTaoT 3(pdeKT OT JeYeHns KaK Majblii 3 Tpaayca, T.e.
KIMHAYECKU He3HAYMMBIN. OLleHKa UCCIIeA0BAHUS YCPe-
HeHHoro 3¢ddekTa cTpeitu-Tepanuu y B3pocibix ¢ BIIIMT
MOKa3bIBAJIa, YTO PACTSKEHUE UMEET HeOOoIbIION 3(hdeKT
Ha TMOJIBUXXHOCTb CYCTaBOB (cpeaHsisi pazHuma — 3°,
p = 0,04). Xots ator adpexT ABmsIeTcs] CTAaTUCTUUECKU
3HAYMMbIM, HEMOCPEICTBEHHBbIN 3(hdEKT CcTpeiu-Tepa-
MUU, BEPOSITHO, U3-3a BBIPAXXKEHHOM Aedopmaluu cycTa-
BOB Y B3pocJbix namueHToB ¢ BILIMT, ckopee Bcero, Oyner
BPEMEHHBIM. B TaHHOI BO3pacTHOI KaTeropuu MpoMeEXy-
TOUYHBIE 2 (HEKTHI CTpey-Tepanuu no CyuecTBy 6ecro-
JIC3HBI JUTST JICYSHUSI Y TPOMUIaKTUKN KOHTPaKTyp [12, 16,
24, 28]. bonee Toro, MpuMeHeHME TOJIBKO OTHOM CTpeiy-
Tepanuy MOXET BbI3BaTh HEraTWBHbIE MMOCIEACTBUS, Ta-
K€, KaK yBeJanyeHue nehopMaluy roleHoCTOMHOIO Cy-
CTaBa U €ro cTabuiabHOCTH [4, 22], TEeM caMbIM MIPUBECTH
K yxyauieHuto teyenuss bIIIMT.

HecMoTps Ha 3TO, OOJIBIIMHCTBO OTEYECTBEHHBIX
U 3apyOeXHBbIX aBTOPOB PEKOMEHIYIOT MpPUMEHEHUE
crpeitu-tepanuu nipu BIIMT c 1enblo akKTUBaluy CeH-
COPHBIX CUCTEM U YKPEIJIEHUS MBILIEYHOU CUIIBI (Tpex-
KpaTHO B TEUEHUE HENENU WU €XEIHEBHO B TEUECHUE
10—30 ¢ nmoBTOpsisA B TeUEHUE KOMIUIEKCA YMPaKHEHUN
rocJjie ropsyero ayiia) [9], B coueTaHUM ¢ MEAUKAMEHTO3-
HbIM (DU3UOTEPANIEBTUYECKUM JIeYeHEM (BUOPALIMOHHBIA
Maccax, TMIPOKUHE3UOTEpaIusl, JIEKapCTBEHHbIN 3J1eK-
Tpodopes, IMEKTPOCTUMYJISLUS) [2] U pydHBIM MacCcaXeM
[29] ¢ uenblo mpenynpexaeHUs Pa3BUTUS MBIIIEYHbBIX
KOHTPAaKTyp, B MEPBYIO OYepelb YKOPOUEHUS axWUII0Ba
CYXOXWIHS (KpaTKOBpeMEHHBIE pacTsoKku) [7, 19, 24, 30].
Tak, D. Pareyson u coaBT., yTBepx/1asi, YTO HET yOeAUTEb-
HBIX [T0Ka3aTeJIbCTB 11eJIECOOOPa3ZHOCTU MPUMEHEHUU
crpeitu-repanuu npu bIIIMT, Bce e peKOMEeHAYIOT Uc-
MOJIb30BaTh MTACCUBHOE PACTSIKEHUE [UTS PEAYTPEKIECHUS
YKOPOYEHHUS axuiioBa cyxoxwius [19].

J. Issit (2006) [3] momyepKUBAET BaXKHOCTD €XKEIHEB-
HOTO MPUMEHEHUS CTPEHY-Tepanuu U PeKOMEHAYET Po-
BOIAUTH YIPAXXHEHUS [UISI PACTSKEHUS MBIIIL TOJIEHU,
TOJIEHOCTOITHOTO CYCTaBa, MBIIIL Oelep, MBI KUCTU
u nanbleB pyK B TeueHue ot 20—30 ¢ go 10 muH m4 ka-
KIOW MBIIIEYHOU TpyMIibl. ABTOP MOAYEPKUABAET 3HAYM-
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MOCTb TIPOBEIECHUSI CTpEHd-Tepanuu B TMPOMUIAKTUKE
KOHTPAKTYpP CYCTaBOB BEPXHMX U HVDKHUX KOHEYHOCTEN,
YAYYIIIeHUsT PABHOBECUST U YBEJIMUEHMS €XXEeTHEBHOM aK-
TUBHOCTU nauueHToB ¢ BIIMT [3].

Koxkpanosckuit 0630p C. Sackley 1 coaBrt. [15], ocHO-
BaHHbII Ha aHAJIN3€ PAaHIOMU3MPOBAHHBIX U KBa3UPAHIO-
MU3UPOBAHHBIX NCCIIEAOBAHNIN KITMHUIECKOI 3heKTnB-
HOCTU (PU3UYECKOW peaduwiuTaluu, OpPTONEIUYECKOro
U XUPYPTUUECKOTO JICUEHUsI TIAIMEHTOB CO «CBUCAIONIEH
CTOTION», TIPEACTABICHHBIX B AJIEKTPOHHBIX 0a3aX JAHHBIX
Cochrane Neuromuscular Disease Group Trials Register
(anpens 2009 1), CINAHL (c stuBaps 2003 . mo mapta
2009 1), AMED (c auBapsg 2003 . no ampens 2009 1),
Royal College of Nursing Journal of Databases (¢ ssHBaps
2003 . o stHBapb 2008 I), ¥ BKITIOYAOIINIA 4 TeTepOTeHHBIX
WCCIIEIOBAaHMS, COOTBETCTBYIOIIMX KPUTEPUSIM TIOMCKA
u3 102 HaligeHHBIX, OKa3ajl, YTO paHHEe XUPYpPruyeckoe
JIeueHUE HEe OKa3bIBAET CTATUCTUIECKU 3HAUMMOTO BIIUSTHUS
Ha CKOPOCTb XO/IbOBI TTAITMEHTOB, a UCTIOJIb30BAHIE HOUHBIX
YKJIJTOK TOJIEHOCTOITHBIX CYCTaBOB HE OKa3bIBAET CTATUCTH-
YeCKM 3HAYMMOTO BIMSTHUS Ha MBIIIEYHYIO CHITy U 00BEM
JBVKCHU B TOJICHOCTOITHOM CycTaBe y 26 OOJIbHBIX
¢ BIIIMT. B 10 e BpeMs1 cTpeitu-Teparusi B TedeHue 24 Her
CTAaTUCTUYECKU 3HAYMMO YJydllajia ToKa3aTesid XOIbObI
y 6onbHbIX BILIMT Ha muctaHiuioo 6 M IO CpaBHEHMIO
C TPYIINOI KOHTPOJISL, HO He Ha AucTaHuuo 50 M. OnHaKo
TIPY COXPAaHEHUU TIPUBEPXKEHHOCTH OOJIBHBIX K COOJTIOfIe-
HUIO TPEHUPOBOYHOTO PEXMMa U CTpEed-Tepariy B Teue-
Hue | rona yydianach IBUTaTeIbHast aKTUBHOCTb B 1IEJIOM,
a rokaszartesiv Xoap0bl Ha 50-METPOBYIO TUCTAHIIUIO ObLIA
CTAaTUCTUYECKU 3HAYMMO BBIIIIE 110 CPABHEHUIO C TPYTITIOi
KOHTPOJISI, YTO COTTPOBOXKIATIOCH YBETMYSHUEM TIPOU3BOJTb-
HOTO M30METPUIECKOTO COKPAIIEHUST TTOPAXKEHHBIX MBITIIT]
U UX AMHAMUYECKOro pacTskeHus [15].

3aKnioyeHue
AHanu3 MpoBEeJEHHOTO HAMU HAay4YHOTO 0030pa CBH-
JIETEJIbCTBYET O HEIOCTATOYHO U3YYEHHOW POJIM CTPEeHY-

Tepanuu B KOMIUIEKCHOW aOWIMTauuyd MallMeHTOB
¢ BIIMT. /Io Hacrosiiiero BpeMeHU He IPOBOAMIOCH
KaYECTBEHHBIX MCCJIEOBAHUI O pOJU CTperHy-Teparnuu
Ha natoMopdoJioruto Mbiiii y naiyeHToB ¢ BIIMT. Tak-
K€ HEeT UCCJIENOBAHUI O BIUSHUU TPUAIbl MEPOITPUSTUNA
«CUJIOBasi TPEHUPOBKA, CTpely-Tepamnusi, «3poOHbIe Ha-
rpy3ku» nipu BIIIMT. Yto kacaeTcsi 0OTe4eCTBEHHBIX UC-
cienoBartesieil, 10 HaCTOSIIEero BpeMeH! TeMa a0 WIUTALIUU
(Hawty4yuiee mprucnocoOIeHne K UMetoleMycs 1epUIuTy
IpY HacJenCcTBeHHOM 3aboiyieBanuu) npu BIIIMT Ha-
CTOJIKO MaJIO M3y4Y€Ha, YTO €IWHUYHbIE MyOJUKAIWH,
HalileHHblE HaMM, MajJoO MPOJMUBAIOT CBET HAa JAHHYIO
npooemy.

B oTHoOllIEHNM METONWK MPUMEHEHUs CTpeu-Tepa-
nuu ipu BILIMT cpenu aBTOpOB HET €AUHON MTPOrpaMMBbl
C yKa3aHWEM BPEMEHU, YaCTOThI, KPATHOCTU MPUMEHEHMUS
YIpaXXHEeHUI Ha pacTskeHue. Takxke HET YeTKO chopmy-
JINPOBAHHBIX MOKA3aHUI U MPOTUBOMOKA3aHUI K ITPOBe-
JIEHUIO CTPeNY-Tepanuu Npyu HEPBHO-MBIIIEYHBIX 3200J1e-
BaHusX, BKitoyas BIIIMT.

BoiBOAbI

Ha ceronHsiiHuit 1eHb Mpu OTCYTCTBUU I(PHEKTUB-
Horo MeaukaMeHTo3Horo jedyeHus BIIIMT ocHOBHbIMU
METOJaMU, HallpaBJIEHHBIMU Ha 3aMeJIEHNE TTPOrPeCcCU-
poBaHUS 3a00JIeBaHUS U YJIyJllIeHWE KAuyecTBa KU3HU
MalUEHTOB, SIBJISIOTCS MporpaMMbl 3bGEKTUBHON hU-
3UYEeCKOl abuaurtanuu. MeToguKku CcTpely-Tepanuu
JIOCTaTOYHO MPOCThI U 3 (HEKTUBHBI B IPOrpaMMe KOM-
mjaekcHolt abunutanuu O0onbHbBIX BIIIMT, ocobGeHHO
neteil U moapocTKoB. JlaHHas MeTonuKa He TpedyeT
OONBIINX YCWINM (MaTepuanbHbBIX, (UIUIECKUX)
KaK CO CTOPOHBI MEAUIIMHCKOTO MEPCOHAJA, TaK U CaMO-
ro TaluueHTa, WIEHOB €ro cemMbu. MBI Hameemcs,
YTO JajbHEHIIINE UCCIeOBAHUS B TaHHOM 00J1aCTU OKa-
XKYT TIOJIOXKUTEIbHOE BIUSHUE HA pa3BuTue nuddepeH-
LIUPOBAHHBIX MPOrpaMM KOMIUIEKCHOW a0WIuTaluu
1711 60o1bHBbIX BIIIMT.
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The hereditary progressive muscular dystrophy type 2A (calpainopathy): a clinical case
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Presents clinical case the hereditary progressive muscular dystrophy type 2A (calpainopathy). Shows diagnostic difficulties and feature
of presents clinical observations. This case is significance, as in the domestic scientific literature presents few articles on clinical examples
of this muscle pathology

Key words: progressive muscular dystrophy, calpainopathy, hereditary myopathy, proximal tetraparesis, creatine phosphate, electromyo-
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Beenenue

[TosicHO-KOHEUYHOCTHAsA MBIIIeYHasT OUCTpodust 2A
tuna (ITKM/I2A) — ayTocOMHO-peliecCCUBHOE HACTIENCT-
BEHHOE 3a00J1eBaH1E, BXOAIIEe B TETEPOTEeHHYIO TPYIIITy
KJIMHUYECKU MOTUMOP(MHBIX T€HETUYECKUX MBIIIEYHBIX
0oJsie3HEe C MPEeUMYIIECTBEHHBIM IMOPaXXEHUEM MBIIIL]
Ta30BOro 1 1iaedeBoro nosicoB. [IKM2A — camoe yactoe
COCTOSTHUE M3 00CYXIaeMbIX (pOpM C ayTOCOMHO-peliec-
CUBHBIM TUTIOM HacjienoBaHus [1]. 3aboneBaHue xa-
pakTepusyeTcs HecTieuDUIECKUMU KaJT00aMU U CUM-
NTOMaMU C pa3BUTUEM MEMJIEHHO U HEYKJIOHHO
MPOrpeccupyroieil cnaboctu MPOKCUMATBHBIX MBIIIIL.
JlonoaHUTeIbHbIE UCCIeT0BAHNS OOHAPYXKUBAIOT BBICO-
KO€ cofiepXaHue ChIBOPOTOUYHOI KpeaTUHUH(DOCHOKHA-
3bI (KD®K) 1 TepBUYHO-MBIIIIEYHBIN YPOBEHD MOPASKECHUST
10 AaHHBIM 37eKTpoMuorpadudeckoro (OMI') uccneno-
BaHUsI UTOJBYATBIMU AsiekTpogamu (MOMTI). HecmoTpst
Ha TOCTYITHOCTb METOJIOB FeHETUYECKOTO aHAIN3a, Juar-

HOo3 [TKMJI2A 4acTo BbI3bIBAE€T OMpPEAEIeHHbIE CTOXKHO-
CTU M YCTaHaBJIMBAETCs ¢ 3aAepXKoii. B mepBylo ouepenb
3TO CBS3aHO C MOJUMOPGU3MOM U HecTelU(PUIHOCTbIO
CHMIITOMOB, a TAaK3Ke HEJOCTaTOYHOM HACTOPOXKEHHOCTBIO
HEBPOJIOrOB B OTHOLLIEHUU JAHHOM MaTOJOrMu, OCOOEHHO
y JIMII CTapIIero Bo3pacTa. DTO MPUBOIUT K 3aIepKKe
MOCTaHOBKM MPaBUJIBLHOTO IMAarHo3a Ha rojibl.

DTHOJIOT S, TTaTOTeHE3, KIMHNYECKNE OCOOEHHOCTH,
NUArHOCTUYECKU 1 auddepeHImalIbHO-IMarHOCTUYe-
ckuit aaroputMbel ITKMJI2A 11oapoOHO OCBEIICHBI B 00-
30pe JiTepaTypsl (cM. ¢. 25). Hike nipeacrasieHo Ha0mo-
neHue nauueHTku ¢ ITKMJI2A.

Knuhuyeckoe Habniopenue

Ilayuenmka 3., 33 nrem, oopamunace ¢ Hayuno-noau-
Kaunuueckoe omoenenue CI'BHY «Hayunviii yenmp Heepo-
spoeuuw» (HIIH) ¢ acarobamu Ha caabocms 6 pykax u Ho2ax,
npeuMyuecmeeHHo 6 NPOKCUMAanbibix omaoenrax. Habawoda-
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AuUch mpyoHocmu npu xoovbe, nodseme no recmuuye u yoep-
JHcanuu npeomemos Ha eecy, 604U no x00y NO360HOUHUKA,
«pazd0AMaHHOCMb» Ma300e0peHHbIX U KOAEHHbIX CYCMAB08,
ObICMPYIO YIMOMASLEMOCb.

Anamues 3ab6onesanus. B éospacme 27—28 nem enepsvie
OMMemuAa, Ymo cmana Obicmpo ycmaeams npu beee, nos6u-
A0Ch OUYUjeHUe «MANCeCMU 8 HO2aX», Nepuoou1ecku — 601b
6 nosichuue. Hapywenus konebaruce no evipajicenHocmiu,
HO NOAHOCMbIO He npoxoduu, yepes 2 200a OMMemuAa 4acmole
CHOMbIKAHUSL NPpU X00bbe, Hoeu Nepuoouvecku noo2udalucsy
8 KoneHsix. B nocaednue 2 200a nocmenenno npoepeccupogana
crabocms 6 Hoeax, @ 0CHOBHOM 6 bedpax, He Mo2aa 00420 CMo-
amb, mpeb08anacs 0NOpPa Ha pyKu ¢ HaKAOHOM eneped, ycma-
sana npu nodseme no aecmuuye. Mzmenunace noxooka, Ha4a-
4G  X00UmMb NPeUMyUWecmeeHHo HaA HOCKAX, 6 C8s3U
¢ YeM 0MKAa3anacs Om HouwleHust 00y8u Ha NAOCKOL nodoulee.
B meuenue nocaednezo eoda ommemuna caabocms u 8 pykax:
¢ mpyodom nooHumMaem u yoepicugaem npeomemyl Ha 6blMsHy-
moil pyKe, ycmaem npu pac4ecbl8anull 8040C U Cyulke gheHoM.
Heoonokpamno obpawanace Kk Hegpoa0eam no mecmy icu-
menscmea, Habadarack ¢ QUAzHO3aMU: 8e2emococyoucmas
OUCMOHUsL, 0CMEOXOHOPO3 NO360HOYHUKA, CKOAUO3, ACIEeHU-
ueckuil cunopom. B 2012 2. obpawanace Kk ManyanrbHomy me-
panesmy, nposedeHHoe AeHeHue UMeno Kpamrko8peMeHHbli
cyOseKkmueHbLil noaoxcumenvrulil 3gpgexm. B 2013 e. npu no-
B8MOPHOM NOCEUeHUU MAHYAAbHORO MePAnesma OH 6nepeble
00pamun HUMAHUe HA U3MeHeHUe NOXOOKU U PeKOMeHO08aN
nayuexnmie onsims oopamumaucs K Hegpoaoey. B mapme 2014 e.
Haxodunacw 6 bonvruye Mockebt, 20e bviaa obcredosarna. buvi-
AU NOAYHEHbL CAe0yIoulle Pe3yAbmambl:

* 00Ul AHAAU3 KPOBU U MOUU, 20PMOHbL UUMOBUOHOI
Jcenesvl — 6e3 namonoeuu; anaiusvl Ha BUY, RW, eenamu-
mot B u C — ompuyamensHole;

* OUOXUMUMECKUL AHAAU3 KPOBU: NOBbIUEHUE NeHeHO -
HbIX epmenmos acnapmamamunompancgepazvl (ACT)
u aranunamurnomparcgepasvt (AJIT) oo 98 u 85 Ed/a coom-
semcmeenHo (npu Hopme do 35 Ed/n); ocmanvHble nokasa-
meau — 6 npedenax Hopmut. Codepucanue KOK He uccaedo-
8a10Ch;

* agekmpokapouoepadus, y1ompaszeyKoeas 0Onniepo-
epaghusi, sxo3Hyepanroepapus, snekmposnyeparoepapus,
CYMOYHOe MOHUMOPUPOBAHUE aApMepUanIbHo20 0aeAeHUs
U X0NMePo8CKoe MOHUMOPUpPoBanue: 6e3 namoaoU; IX0Kap-
duoepaghusi: nposanc MUMpaNbHO20 KAANAHa 00 4 mm;

* MaeHumHo-pesonaucHas momoepagus (MPT) weiino-
20 U NOSCHUYHO-KPECMU08020 0MOeA08 NO360HOYHUKA: HA-
YanbHble NPOABAEHUS OCIMEOXOHOPO3a ¢ OMCYMCmEUuem Ko-
PeUK0BOl KoMIpeccull, NPU3HaKu YymoaujeHus KOHeuHOU
HUMU KOHCK020 X60ocma,

* MPT 20106H020 M032a: 6e3 ocobenHocmell.

Ilpu svinucke 6vin nocmaenen OUACHO3: XPOHUHECKAs.
6epmebpoceHHas 00pconamust WeliHo20 U epyoH020 0moen08
noseonounuka. Comamoghopmuas OUcyHKUus ecemamue-
HOUl Hep8HOIL cucmeMmbl. AcmeHo-UnoXoHOpu1eckull CUHOPOM.
B c6s3u ¢ 0uesUOHbIM NPOKCUMANBHBIM MEMPAnape3om Obia0
pexomerndosano IMI-o6credosanue 045 UCKAIOUEHUS nep-

Puc. 1. [layuenmra 3.: ampogusa mwiuy, naevesoeo nosca, KpbiioguoHvle
AONAMKU; BO3MONCHOCHb YOSPIUCAHUS PYK 8 20PU3OHMANLHOM HONONCCHUU —
KAUHUMECKU CAa00Cmb Mblull, nAe4e6020 nosica 0o 3 6arnoe

BUHHO-MblUUeUH020 hopadcenus. uUIMT svisguna eenepanuso-
8aHHOE CHUDICeHUe cpedHell OAUMeNbHOCMU U AMIAUMYObL
nomenyuanos dsueamenvrvix edunuy (IIAE), yseauuenue
uycaa noaupasHbix NOMEHYUAN08, HA OCHOBAHUU Ye20 Obli
npednonodicen NepeUuHO-MblUeUHbI YPOBEHb NOPAICEHUS.
Tlauyuenmka nanpassena OI'BHY HI[H oas ymounenus
duaenosa.

O6wuit ocmomp: acmeHu4eckK020 meaocA0NCeHusl; KOH-
MPAKmMypol AXUAN0BbIX CYXONUCUAULL; 2UNEPAOPAO3 NOSICHUMHO-
20 omodena, KUughockoauos,; KpvliosuoHsle ronamiu (puc. 1).

Hespoaoeuueckuii cmamyc. Bvicuiue kopkosvie (hyHKUuU
coomeemcmayiom @ospacmy. MeHuneearbHbiX 3HAKO8 Hem.
Yepennvie Hepaovl — 6e3 namonoeuu. Cuna MUMUHECKUX Mbliul,
He uzMeHena. Bsavlii npokcumManbHulil mempanapes co CHU-
JHCeHUeM CUNbl 8 NPOKCUMANbHBIX 0mdeaax pyk 00 3 6ai108;
6 Hoeax — 00 2—2,5 banna; 6 KUCMAX U CIMONAX CUAA MblUY
00 4—5 6annoe. Ommeuenvi OMHOCUMENbHO OOAbULAS BOBE-
YeHHOCMb 08Y21ABbIX MblULY, NAeHe8020 nosica u bedep, oudgh-
@y3Hasn molweunas eunomonus. He cmoum na namiax, xooum
Ha Hockax. [Ipu nodseme ¢ KOpmouek u co cmyaa ucnons3yem
npuemst losepca. [lcesdoeunepmpoghus ramepanbHbix 201080K
uemulpexenasguix Muliuy, 6edep U UKPOHOICHBIX MbLULY; 2UNO-
mpoghust 08yenaswvix mululy nie4esoeo nosica u 6edep, medu-
ANBHBIX 20/1080K UKPOHONUCHBIX Mbluy, (puc. 2). CyxodcunbHole
pecpaercol dugghysno crudicerst. ITloxooka no muny «<ymuHoi».
YyecmeumenvHvlx U KOOPOUHAMOPHLIX HAPYUWIEHUI Hem.
DyHKUUU MA308bIX 0P2AHO8 KOHMPOAUDYEM.

IIpu ymounenuu anamue3a HCU3HU Bbis8UAOCD: NAYUEH-
MKa poounacs 8 Cpok 8 pe3ynbmame HOPMAAIbHO NPOMEKAG-
weit 6epemenHocmu, no wikane Aneap 9/9. Pannee pazgumue
COOMBEemMCcmMen8and NoaAy U 603pacmy: 0Obila NOOBUICHOL
U aKmueHoll, (PU3KyAbmypoll 3aHUMANAch 8 0duell epynne.
Obpawano HUMAHUE «CNOPMUBHOE» CAONCEHUE MbLULY HO2:
«Kpenkue» 204eHu u bedpa Ha pore acmeHu4ecKoll KOHCMu-
myuuu. B demcmee Oviau mpyonocmu npu nodéope odyeu:
8bICOKUE Canoeu He 3aCMe2UBanicb Ha c0AeHsX. 3aKoHuura
nedaeoeuueckoe yuuaue, pabomaem gocnumamenem 6 0em-
ckom cady. M3 conymemayoujux 3a001e6aHUI — NOAUKUCMO3
AUYHUKOB, NO NOBOOY He20 NepeHecaa NOGMOPHbIEe De3eK Ul
npasoeo AudHUKA, yoarerue neeoeo auyHuka ¢ 2004 e.

Hacaedcmeennoui anamues. Pooumenu u poocmeeHHuKu
nayueHmKU npaKkmuvecku 300pogol, JHcaa00 Ha uzmMeHeHue
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a 7] a
7]

Puc. 2. [layuenmxa 3.: a — eunep-

10p003 NOSCHUYHO20 omdead, a, 6 —

ncegdocunepmpodhusi AGmMepaIbHbIxX

20/1060K Hemblpexeaagulx Mbululy
Oedep u UKPOHOICHBIX MbIULY, 2UNO- 6

mpoghus 08yenageix muluiy nieyeil
u Oedep, mMeoUANbHBIX 204080K
UKDPOHOJICHBIX MbLULY; KOHMPAKMYypa
AXUAN0BBIX CYXONCUNUL — HE MO-
Jcem cmosims HA NOAHOU cmone
€ 0NOpOIl HA NAMKY

NOX00KU U cAabOCMb MblullY, KOHeYHOCTell He NPedssiéasion;
8 KposHomM podcmee He cocmoam. Céedenuil 0 HaAU4UU HA-
cnedcmeennbix 60ne3Hell 8 ceMbsIX OMmuya U mamepu Hem.
Sensiemes eQuHcmeeHHbIM pebeHKOM 6 ceMbe, umeem 004b
12 nem om HopmanvHo npomexasuieli 6epemeHHOCMU U POO08.
B®IBFHY HIIH Ha ochosanuu KAUHUKO-AHAMHECIUYe-
CKUX OaHHbIX Oblaa 3anodospera Hacaedcmeennas [TKMI
C AQYMOCOMHO-PeyeccuHbIM MUnom Hacaredosanusi. Pexomen-
006aHbI 0ONOAHUMENbHOE 00CAe008aHUe: AHAAU3 KPOBU HA 00-
wyro gpaxyuio coteopomouroii KOK, MPT mbiuiy KoHeuHo-
cmeil, a makdce KoHcyrbmauyus ¢ Meduko-eenemuueckom
Hayunom uenmpe PAMH oas ymounenus muna IIKMJI.

Puc. 3. MPT mviuy mynroguuja u koneunocmetii nayuenmku 3. (aKcuanvHas
npoekyus): a — MPT mviuy 6edpa. [Ipeumyuecmeennvie decenepamughoie
usmeHenus 08yenagulx moiuly, 6edep (4 cmenenv no wikase Mercuri); 6 —
MPT moiuy eonenei. Ilpeumyujecmeennas decenepayus MeouaIbHblX 2010~
80K UKPOHOJCHbIX Mbluy, (4 cmenens no wikane deeenepayuu Mercuri);
6 —M PT napacnunanvHoix moluiy, U Muluy, naevegoeo nosca. Ilpeumywecm-
6eHHas OeceHepayus 08Yena8biX Mbliuy naeya (2 cmenens no wikane deee-
Hepayuu Mercuri).

Tadmuua 1. lllkara cmenenu decenepayuu mvlueuHol mxaru, gviaeasemoil npu ouenke MPT moiuy (Mercuri, 2002)

0 HopmanbHasi MblllIeuHasi TKaHb

MP-curnana

HauvanbHbie TIPOABJICHUA Q)CHOMCHa «U3bEJACHHBIX MOJIbIO» MBILLIEYHBIX BOJOKOH C HEOOJIbILIMMU ydyaCTKaMU IMOBBIILICHHOIO

HO3I[HI/I€ TIPOABJICHUS (beHOMeHa «M3BEACHHBIX MOJIbIO» MBILIEYHBIX BOJIOKOH C MHOTOYUCIIEHHBIMU OTACIbHBIMHU Yy4YaCTKaMU

2% MOBbIIIEHHOT0 M P-curHata, HaYMHAIOIIMMI CIIMBAThCS, ¢ BoBIeueHeM 10 30 % oObeMa UCCIeayeMOil MBIIIIIBI

% [Mosanue nposiBieHus1 heHOMEHA «U3beIEHHBIX MOJIbIO» MBIIIECYHBIX BOJJOKOH C MHOTOYMCIEHHBIMU OTIETbHBIMU y9aCTKAMU
MOBBIIIIEHHOr0 M P-curHasia, HaYMHAIOIIUMHE CJIMBAThCs, ¢ BoBieueHreM ot 30 10 60 % o6bemMa McciieyeMOi MBITIIIIBI

3 [MosiBIIeHIE Pa3MBITOCTH M HEYETKOCTH U3-3a CIIMSIHUS He MeHee 3 obJiacteid B 1 Mbliiiie ¢ moBeinienrneM MP-curHama

4 TMocnentsist cranusi Aerpafaliy MbILIEYHOM TKaHH, 3aMELIEHUE ee COSIMHUTETLHOMN 1 XKUPOBOM TKAHBIO, C MOBBILIEHHBIM

MP-cUrHAIOM, TIPX 3TOM PasIMIMMbI KOJIblia (hacikii 1 HEPBHO-COCYIUCTHIE MYYKU
|
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Ta6auua 2. Pezyavmamet snekmpomuoepaguueckoeo uccredosanus nayuenmsu 3., 33 nem

Yucno 3apeructpupoBaHHbix [T1E

Cpennsst mmutenbHocTb [TIE, Mc 7,6

Min — max, mMc 3,0—-10,6
% OTKJIOHEHUSI OT BO3PACTHOI HOPMBI® -29
Cpennsis amnautyna I[MIE, mxB 271
min—max, MKB 90,8—897
Monudbasus, % 10
CrioHTaHHast aKTUBHOCTh IS G

I1OB +

4,9 11,7
4,2-6.9) 9,7— 14,1 -

-53 +6

171 1063 a
51,9-379 409-2103

50 35 -
OB + - OB +

Ilpumenanue. I1J[E — nomenyuansv dsueamenvhvix edunuy; 11D — nomenyuanvr puopusnayuii; [I0B — nosoxcumenvhvie ocmpowie 6oanvl. * B nopme

cocmaensem +12 %.

B pezyrvmame ambyramopHoeo ob6caedoganus gvisigne-
HOo nosvltuierue yposHs KDPK do 4232 Ed/a (npu Hopme
do 170 Ed/a).

MPT motuy HuxcHux u eepxuux Koneunocmeii (1,5 Tn)
6 peucumax TI1-SE u STIR (cm. puc. 3, maba. 1): npeumy-
wecmeenHoe nopajceHue 3adHeil epynnel Mbvludy Oedep
(m. biceps femoris, m. semimembranosus, m. semitendinosus
u mm. adductores) no wkane decenepauuu 0o 4 6ann06
u mvluy 20newell (m. gastrocnemicus cap. med. u m. soleus)
0o 4 6annoe, a maxice nopaxcenue napasepmedPaNbHbIX
Mbluiy, cnunbl (2 6aa1a) u 08y21asbix Molull, NAe4e8020 Nosca
(2 6anna). Ha ochosanue npeumyuecmeeHHo2o pacnpeoene-
HUs nopaxcerust mviuiy, npeononoxcena IIKMJI, ceszannas
¢ eeHemu4ecKuM 0epeKmom KarbnauHna uiu oucpepauna.

B Meduko-eenemuueckom Hayurnom yenmpe PAMH 6bi-
noaneno [HK-uccredosanue naubonee uacmo ecmpeuaro-
wuxcs mymayuii 6 eene CAPN3. Obuapyycena mymauus
¢. 550delA 6 eemepozucomuom cocmosinuu. Podumenu nayu-
EHMKU OM MeOUKO-2eHemUHecK0e0 00CAe008aHUsL OMKA3ANUCY.

Ilayuenmia 6vina eocnumanuszuposana 6 PIbHY HI[H
01151 0000CA€008aHUS U NPOBEOeHUs. KYPCa Memadboau4ecKol
mepanuu 8 ycaosusx cmayuonapa. boiiu naznavenst panee
He nposoduguiuecs 00Cc1e008aHUs U NOAYHEHbl CAedyioujue
pe3yasmamal:

* aneKmpoaumst Kposu: Kaauil 4,7 mmonv/n (Hopma
3,5—5,1 mmonv/n), nampuii 138 mmons/n (Hopma 136—
145 mmonv/n);

* (yHKYUs 6HeWHe20 ObIXAHUS: NHCUBHEHHAS] eMKOCMb
aneexux (XKEJ) — 3,49 2, KEJI/0oancnas 2KEJI — 95 %
(Hopma);

* KOHCYAbMayus Helponcuxon02a: He3HauumenbHo CHU-
JHCEHA YCMOUMUBOCIb AKMUBHO20 (NPOU3B0NbHOR0) BHUMAHUS
CO CKAOHHOCHbIO K UCIOWAeMOCIU NPU Y8eAUMeHUU Hacpy-
30K HA YMCMBEHHYIO 0esImMeAbHOCb.

Ilosmopro nposedena uDdMI Oenvmoudnoil Moliuibl
cnesa, 08y2nagoil Mblulybl Nae4a creed, AamepanbHoil 20106~
KU uemulpexenaeoil Muliuubl bedpa caesa u 08y2nasoil Mblullbl
bedpa caeea. BoisigaeHo eeHepanu306aHHOe NePEUYHO-MblLUeH -
Hoe nopadicerue. OmmeueHo, Ymo namosocudecKue usmeHe-
Hus napamempog ILIE 6 eude cHudicenuss cpedHux eeautun
UX OAUMEeNbHOCMU U AMAAUMYO0 MAKCUMAAbHO U3MEHEeHbl

Puc. 4. [Tomenyuansl 0sueamenvhovix eOuHUL, 1€60L 0eAbMOBUOHOLU MblULLbL
nayuenmku 3., 33 nem (napamemput [IJE — cm. maba. 2)

6 08yenasoll mbluuye naewa u 08y2nasoil mwvluiye Oedpa.
Bo ecex uccaedosantbix mbluyax Oviaa 3apecucmpuposana
CHOHMAHHASI AKMUBHOCb, NPEUMYUECIBEHHO NOA0NCUMENb-
Hble ocmpble G0AHbI YMEPeHHOU @bipadiceHHocmu (maba. 2,
puc. 4).

Ilposodunoce neuenue: yumogaaéurn u L-xapHumun
BHYMPUBEHHO (8/8) KANeAbHO, KOMOUNENeH BHYMPUBLLUEHHO,
eHympo epanoakcut. IIpogeden Kypc maccasica u nocmu3o-
Mempuueckoll peaakcauuu, revebnas uskyromypa (JIDPK).
Ha gpone nposedennoii memaboruueckoi mepanuu Omme4eHo
cHuocerue ypoeus ooueti KOK 6 4 paza (do 915 Ed/n), AJIT
u ACT — 6 2 paza (0o 55 u 57 Ed/a coomeéemcmeeHHo).

Boinucana ¢ ouazHo3om: Hacae0CmEeHHAs NPOePeccupy-
rowas IIKMJ] 2A muna (karvnaunonamust). Pexomendosan
NOCMOSAHHbLI npuem dHepeokoppekmopos (L-kaprumum,
KO03H3UM, HOOEH), NOBMOpHble KYpCcbl 8/6 mepanuu
L-kapuumurom, exceonesunvie 3anusmus JIPK, nosmoproie
Kypcol ROCMU30Mempu4eckoll peaakcayuu,; HabaoeHue He-
6p0102a U OPMONEOa N0 Mecmy JCUmeabCmea, UHOUBUAYanb-
HbLil N0000P Opmonedu4eckKux cpedcms (8 YacmHOCmU, (OUK -
camopos Koaena). Obcyncoanrocs danvHellulee eeHemuuecKoe
00c1e008aHUe — CEKBEHUPOBAHUE «2OPAUUX»> IKIOHOE 2CHO8
CAPN3 u FKRP, a makice cek@eHuposanue «He 20psauux»
9K30H06 eena CAPN3 05 ymounerus eeHemuueckoeo oeghex -
ma, om Komopo2o NAYUeHMKa Ha MOMEHM 8bINUCKU OMKA-
3a14ch.
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06cy:peHue

PaccMmotrpennbiit kimHuueckuit ciyvyaii [TKMJI2A
MPECTaBISIeT JAOCTATOYHO YacThlii MPUMEDP 3alepKKU
YCTAHOBJIEHUSI TTPABUJIBHOTO NUArHo3a MOYTU Ha S JIET,
YTO B MEPBYIO OUYEPEb CBA3aHO ¢ (POPMUPOBAHUEM BEY-
LIKX XaJIOO0 U CUMIITOMOB B 3p€JIOM BO3pacTe U OTCYTCT-
BUEM HACTOPOXKEHHOCTU Bpayeii OTHOCUTETBHO BO3MOX-
HOCTU MaHU(ECTAllMU HACJAEACTBEHHOW MBIIIEYHON
MaTOJIOTUU Y B3POCJIOT0 UHAUBUIYYMA.

B paccMoTpeHHOM ciyyae cienyeT oOpaTUTh BHUMA-
HUE HAa U3MEHEHUE 00beMa MKPOHOXKHBIX MBIIIIL] ¥ MBIIIIL]
OGenep B IOHOIIECKOM BO3pacTe MAalUMEHTKU, KOTOPOE
SIBJISITIOCh KOMIIEHCATOPHBIM, a TAKXe MOSIBJICHUE KOH-
TPaKTyp aXWJUIOBBIX CYXOXWJIUU Ha HavyaJlbHOM 3Talle
3abosnieBaHus. Hanmuuume paHHUX mceBmorunepTpobduii
MBIIII HUXKHUX KOHEYHOCTEN Y KOHTPAKTYP aXUJUIOBBIX
CYXOXMJIWUI ONMHUCAaHO B POCCUICKON Tomyasiiuu [2].
B ocranbHOM, KIMHUKO-JIaOOpaTOPHbBIE MPOSIBIECHUS
y Hallleil 00JIbHOM MOJTHOCTBIO COOTBETCTBYIOT TAKOBBIM
npu [TKM2A: pa3Butue 3a001€eBaHUs TTOCE IEPUOIA
HOPMAaJIbHOTO (hM3MYECKOTO Pa3BUTHUS, TPEUMYLIECTBEH-
HOE MOPAXEHUE MBI 33JHUX OTAEI0B HUXKHUX KOHEY-
HOCTEN W IBYIJIABBIX MBIIIIL MJIEYEBOTO MOsICa; OTCYTCT-
BUE BOBJIEUEHUS MBIIILL JIU1IA, SI3bIKA U U, TPU3HAKOB
KapAWOMUONATUU U WHTEJUIEKTYyaJIbHBIX HapyLIEHUIA;
3HAYUTEIBbHOE MOBBIIIEHNE KOHIIEHTPALIMU CHIBOPOTOY-
Hoit KOK 1 ayrocoMHO-petiecCUBHBIN TUTT HAacIeq0Ba-
Hus [3, 4].

HecMmotps Ha Hecnienuduyeckre Xajno0bl B IEPUOL
MaHudbecTaluyu 00JIe3HU MTPU HEOJHOKPATHOM oOpallie-
HUU K HEBPOJIOTY He ObUIO YEJIEHO JOCTATOYHOIO BHUMA-
HUS (HaKTy HEYKJIIOHHOTO MPOTPECCUPOBAHUS CIAOOCTU
CKEJIETHBIX MBIIIIL], BO BPeMsI IEPBUYHOTO CTAIIMOHAPHOTO
o0cneoBaHUsl HE TIPOBENEHO WCCJIEAOBAaHUE KPOBU
Ha KOK, a taxke u"DMI mopaxkeHHBIX MbIII. CymiecT-
BEHHYIO TOMOIIb B OIMPEACIIEHUN TUIIA HACIEICTBEHHOM
IMKM/I oxazanu pesyasratbl MPT MbIII KOHEUHOCTEM.
[TpenmyniecTBeHHAs BOBJEYEHHOCTh MBIIILI 3aIHEH rpyIi-
bl 6eapa U crudartesieil MpeArieynii MO3BOJUINA CYy3UTh
pPaMKHU MMOWCKA U BBISIBUTb TeHETUYECKUI 1e(hEeKT CUHTE3a
KajqnauHa [5].

CorjacHO JaHHBIM OTEYECTBEHHBIX CIIEI[MATIUCTOB
Tpu BBIsSIBJIeHUU MyTauuu B reHe CAPN3 B reTepo3uror-
HOM COCTOSIHUM TpeOyeTcs NajibHelillee TeHeTUYeCcKoe
HCCJIe0BAHUE, B YACTHOCTU MOCJIEIOBATEIbHOE MTPOBE-
JIeHNEe CEKBEHUPOBAHUS «TOPSTINX» 9K30HOB TeHa CAPN3,
cekBeHUpoBaHue reHa FKRP, a Takxke CEKBEHUPOBaHUE
«He TopsTuuX» 3K30HOB reHa CAPN3 [6]. OnHako ¢ yueToM
BBICOKOI CTOMMOCTH TAHHOTO 00CIe€0BAHNST, TUTTUYHBIX
g ITKM2A knuHuko-nabopatopHbix 1 MPT-u3me-
HEHUI, a TAKXKE MHEHUSI CaMOU MallMeHTKU ObLIO pellie-
HO BO3MEPXAThCS OT MAJbHEUIIEro TeHETUYECKOTO UC-
cienoBaHus. buomcuu MBI C MOCAEIYIOUIUM
WMMYHOOJIOT-aHAIU30M TaKXe ObLIO PEHIEHO HE MPOBO-
IUTh, TAK KaK 3TOT METOJ IUATHOCTUKHU COTJIACHO aH-

HBIM JUTepaTypbl He obiamaeT 100 % 4yBCTBUTEIbHO-
CThIO U CHEUU(PUYHOCTHIO, SIBISIETCS WHBA3UBHBIM
U, TJIAaBHOE, MOXET IaTh KaK JIOXHOOTPULIATEIbHbIE, TaK
U JIOXKHOTIOJIOKUTEIbHBIE PE3YJbTaThl, IPU 3TOM OCHOB-
HBbIM B MOCTAHOBKE AMArHO3a OCTAETCS F€HETUYECKUI
aHanus [7].

CrnenyeT MOAYEPKHYTh 3HAYUMOCTb TaKUX IMPOCTHIX
U 00513aTeJIbHBIX 2JIEMEHTAPHBIX UCCIENOBAHUI MPU Ha-
JIMYUU  XKajno0d Ha caaboCTh MBI KOHEYHOCTEH,
kax omnpeneneHue yposHs: KOK nu udMT. [1pu moBTopHOit
OMI mpi, nposeaerHoit B ®IT'BHY HIIH, 6pu11 mipo-
aHam3upoBaHbl mapameTpbl [IJIE HeCKOMbKMX MBI
JIeTBTOBUTHOM,, YETBIPEXTIaBOi Oelpa U HauboJiee BOBJIe-
YEHHBIX COIJIACHO KJIMHUYECKOMY OCMOTPY ABYIJIABBIX
MBILIL] TieyeBoro mosica u 6enep. Ilpu sTOM, Takxke
Kak 1 nipy MPT MblIlIL KOHEYHOCTeH, Obl1a BbISIBJIEHA
MPEeUMYLIECTBEHHAS BOBJIEYEHHOCTh nocaenHux. Mudbop-
MaTUBHOCTb UOMI -uccnenoBaHusi, BKIIIOYAOIIETO aHAa-
Jm3 napameTpoB [11E B mMpoKCMMaNbHBIX U TUCTATBHBIX
MBIIIIAX KOHEYHOCTEN U TTO3BOJISIIOLIETO BBISIBUTh MPEU-
MYLIECTBEHHBII XapaKTep paclnpeesieHus] MaToJIornye-
CKUX U3MEHEHUI, 3HAYUTEJIbHO BO3pacTaeT, Ojaarogaps
YyeMy aJTOPUTM JATbHEUIIET0 OOCIENOBAHUS CTPOUTCS
B HaIlpaBJ€HUU UCKJIIOYEHUS HACJIENCTBEHHOTO 3a007e-
BaHWS MBIIILI.

HuddepeHIUATbHBINA TUAarHO3 TPOBOAWIICS IS pa3-
TpaHUYEHUS B MEPBYIO OUYepelb BTOPUUYHBIX MUOTIATUI
(BocHauTENbHBIX, TU3META00JIUYECKUX U AP.), KaHAJIO-
MaTuii, a TakXe NPYTUX HACIEACTBEHHBIX MBIIIEYHBIX
nuctpoduii (6onesnu [Momre, quchepanHonaTuu u ap.).
OnHako ¢ ydyeToM pa3BUTHUS 3a00Ji€eBaHUS, CEMEHHOTO
aHaMHe3a, TUMTUYHBIX KIWHUKO-1a00paTOPHBIX TaHHBIX
(TIpexxie BCero reHeTUYeCKOro UCCIEeIOBAHUS) U Pe3yJib-
TaTOB UHCTPYMEHTAJIbHBIX METOJIOB (B MEPBYIO OUYEpPElb
MPT bl KoHedHOCTe 1 ”DMI') BTOpUYHBII Xapak-
Tep MBIIIEYHOU MAaTOJOruK ObLT UCKJIIOYEH, a TUAarHO3
IMKM/I 2A tuna y Hamei nalMeHTKU He BbI3bIBaJ COM-
HEHUM.

3aknioyeHue

IIpencraBiieHHOE KIIMHAYECKOE HAOIIONEHUE TOTO -
HSIET OIyOJIMKOBAHHBIN BbIlIE 0030p JTUTEPATYPhI U TIpe-
cJenyeT OCHOBHYIO 1IeJIb — MOBBICUTh HACTOPOXXEHHOCTD
MPAKTUKYIOIINX HEBPOJIOTOB B OTHOILIEHU Y HACTIEICTBEH-
Hbeix mporpeccupyomux I[MTKMJ ¢ maHudecranuei
B M031HEeM Bo3pacte. CBOEBpEeMEHHOE aieKBaTHOE 00ce-
JIOBaHUE TTO3BOJISIET COKPATUTh CPOKU MOCTAHOBKU Ipa-
BWJIBHOTO IMAarHO3a U CIIOCOOCTBYET PAHHEMY MPUHSTHUIO
Mep, HalpaBJIeHHBIX HA 3aMelJIEHUE MPOrpecCUPOBAHMUS
3a00J1€BaHNS, PA3BUTUS OCIOKHEHUI B BUIIE KOHTPAKTYP,
Ha COLMAIbHYIO afanTaluIoO U 00IyMaHHYIO Tpo(hOpreH-
Taluio naiueHToB. C yueToM HacleACTBEHHOTO XapaKTe-
pa 3ab0s1eBaHUS] HEOOXOAUMO MEIUKO-TEHETUYECKOE KOH-
CYJIBTUPOBAHUE BCEX WIEHOB CEMbU, B KOTOPOI BBISIBJIEHO
MEepPBUYHO-MBILIEYHOE 3200JIEBaHUE.
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CeMeilHblil cnyy4ail cerperayuu HacneacmMBeHHOl MOMOPHO-CEHCOPHOU
Heliponamuu 1B muna ¢ MHOXeCMBEHHbIMU 3K30CMo3aMu
Y MOHO3Uromubix 6nu3Heuos
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Konmaxmor: Dedomoe Banepuii [laerosuy fed val@list.ru

Hacnedcmeennas momopro-cencoprnas neiponamus (MIM 118200) omuocumcs k pe0Komy eeHemu4ecKkomy apuanmy MueauHonamui
C AyMOCOMHO-00MUHAHMHBIM MUNOM HACAe008anus. MHoJcecmeeHHble 5K30CmMOo3bl MPYyOHambIX Kocmeil A6A50Mcs NPUSHAKAMU MHOJCe-
CMBEHHOLL 9K30CHO3HOU XOHOPOOUCHAA3UU, 2eHeMUUECKU 2eMePOeHHOL hOPMbL CUCHEMHO20 KOCMH020 3A004e6aHUSL ¢ AYMOCOMHO-00MU-
HaHmubiM munom Hacaedogauus. Couemanue 2 peOKux aymocomMHo-00MUHAHMHBIX (HOPM, NOPANCAROUUX KOCMHYIO U nepudeputeckyro
HePBHYH0 CUCIMEMbL Y NaApbl MOHO3ULOMHbIX OAU3HEU06 U UX OMYA 8 0OHOU CeMbe, OMHOCUMCS K YHUKANbHbIM KAUHUHECKUM HAOAHOCHUSIM.
Tpusodumcs onucanue KAUHUYECK020 CAYHASL C YCMAHOBACHUEM PE3K020 CHUICEHUS. CKOPOCMU PACnpPOCMpaHeHust 6030yxcoenus (> 10 pas)
¢ panHe2o 0emcK020 803paAcma y MOHO3ULOMHBIX OAUZHEU08 NO BCeM NEPUPePUHeCKUM HePEaM 6 COYeMAaHUL ¢ MHOJICECMBEHHbIMU K30~
CMo3amu mpyouamoix Kocmeii, NOOMEePIUCOCHHbIMU NPU PEHMEEHOA0SUHECKOM UCCAeO08AHUL C OMHOCUMENbHO 000POKAYeCMEeHHbIM me-
ueHuem. AnanroeuuHble NPosBaeHUS 8biséAeHbL Y omua 00abHbiX. ITHK-ananuz noomeepoun naruuue 2 omoenvHoix Mymayuii 6 2 pasHuix
eenax, 6 ¢.3894>G/N cena MPZ u 6 c.678C>A/N cena EXT2, komopule nacaedoganucy aymocomHo-00MUHAHMHbIM 00PA30M, HE3A6UCU-
MO dpye om Opyea y 4aeH08 00HOI CeMbl.

Karouesvie caosa: nacnedcmeennas momopro-cencoprasn neiponamus (HMCH), HMCH 1B muna, mueaunonamus, MHOJCeCMEEHHble
0CMEeO0XOHOPOMbL, MHOJICECIBEHHASA IK30CMO3HASL XOHOPOOUCNAA3US, dIAeKmpoHelpomuoepagus, mymavuu, een MPZ, een EXT2, aymo-
COMHO-00MUHAHMHOE HACAeO08AHUE, MOHO3UOMHbLE OAUZHEY b

DOI: 10.17650/2222-8721-2015-1-48-52

A familial case of segregation of motor sensory neuropathy type 1B with multiple exostoses in monozygous twins

V.P. Fedotov', S.A. Kurbatov’, S.S. Nikitin’, T.B. Milovidova®, N.M. Galeeva®, A.V. Polyakov*
"Voronezh Regional Clinical Hospital One; 151, Moskovsky Pr., Voronezh 394066, Russia;
2Voronezh Regional Clinical Counseling and Diagnostic Center; 5a, Lenin Sq., Voronezh 394000, Russia;
JResearch Institute of General Pathology and Pathophysiology; 8, Baltiyskaya St., Moscow 125315, Russia;
*Medical Genetic Research Center; 1, Moskvorechye St., Moscow 115478, Russia

Hereditary motor-sensory neuropathy (MIM 118200) is a rare genetic variant of myelinopathy with autosomal-dominant type of inheri-
tance. Multiple exostosis bones are signs of multiple exostoses chondrodysplasia, genetically heterogeneous form of systemic bone disease
with an autosomal dominant mode of inheritance. The combination of two rare autosomal dominant diseases, affecting bone and peripheral
nervous system in a pair of monozygotic twins and their father in one family, belongs to a unique clinical observations: since early childhood
twins presented sharp reduction of the conduction velocity in all investigated motor nerves (>10 times) together with multiple exostosis bone,
confirmed by x-ray with a relatively benign course. Similar manifestations were detected in the patients father. DNA analysis confirmed the
presence of 2 separate mutations in 2 different genes, c.3894>G/N gene MPZ and c.678C>A/N EXT2 gene that was inherited autosomal
dominant manner, independently of each members of the same family.

Key words: hereditary motor sensory neuropathy (HMSN), HMSN type 1B, myelinopathy, multiple osteochondromas, multiple exostoses,
chondrodysplasia, electromyography, mutations, MPZ gene, EXT2 gene, autosomal dominant inheritance, monozygotic twins

HacnencrBeHHast MOTOpHO-ceHCcOpHasi Heliporatusi  Ha gomo HMCH 1B tuna npuxoaurcst Tonbko 7,8 % Bcex
(HMCH) 1B tuma (MIM 118200) — penkuii reHeTUYe- T€HOTUITMPOBAHHBIX CTy4aeB MyTalluii B TeHAX MUEJTNHO-
CKMIi BapMaHT MUEJMHOIIATUI C ayTOCOMHO-JIOMWHAHT-  BbIX 0enkoB (PMP22, Cx32, MPZ) npu pactipocTpaHeH-
HBIM TUTIOM HacjienoBaHus. B Boponesxckoii monynsiiun - Hoctu Bcex HMCH okono 30 na 100 Thic. HaceneHust
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[1—4]. Inga HMCH 1B Ttuna onucaHo 2 KIMHUYECKUX
BapuaHTa: ¢ 1e0I0TOM B BO3pacTe 10 5 JIET U PEe3KO CHU-
skeHHoI (< 10 M/C) CKOPOCTBIO pacTpOCTpaHEHUST BO30Y-
xaenusi (CPB) mo 4yBCTBUTEIbHBIM U JBUTATEIbHBIM
BOJIOKHAM BceX mepudepuyeckux HepBOB IO TUITY MUE-
JIMHOIIATUU, CYXOXWIbHON apediiekcueil, CCHCUTUBHOMU
atakcueil u aedopMaiMeil CTOm B BUAE «ITOJBIX CTOI»;
MO3IHUI BApUAHT C KJIIMHUYECKOI MaHU(becTaluei mocie
40 ner u ymepeHHo cHuxkeHHOU CPB u mopaxkeHnunem
HEPBHBIX CTBOJIOB IO TUITY aKCOHOTIATHH |3, 6].

MHOXeCTBeHHbIE 3K30CTO3bI TPYOUAThIX KOCTEN Xa-
PpaKTepHBI 711 MHOXECTBEHHOU 9K30CTO3HON XOHAPOAU-
crtazun (OMIM 133700), reHeTUYECKU TETEPOTEHHOM
(GOpMBI CUCTEMHOTO KOCTHOTO 3a00JIEBAaHUS C ayTOCOM-
HO-JOMUHAHTHBIM TUIIOM HacjenoBaHus. Pacmpoctpa-
HEHHOCTb ouleHruBaeTcd Kak 1:50000, yaiiie BcTpedaeTcst
y MyX4uH. MHoOXecTBeHHble ocTeoxoHaApoMmbl (MO)
MPOSIBIISIIOTCS PA3BUTHUEM 2 WU 00JIee KOCTHBIX BBIPOCTOB
IUIMHHBIX TpyOuaThix KocTeli. KonuyecTBo 5K30CTO30B
MOXET 3HAYUTEIbHO U3MEHSIThCS B 3aBUCUMOCTH OT Ce-
Mel, U CpelHee YUCIO0 KOCTHBIX aHOMAJWil TOCTUTAeT
15—18. B GoibIIMHCTBE CllyyaeB KOCTHbIE M3MEHEHUS
MPOTEKaOT OECCUMIITOMHO W Pa3BUBAIOTCS U3 Xpslla,
0COOEHHO JUTMHHBIX KOCTE! KOHEYHOCTE!, TPEUMYLIECT-
BEHHO BOKPYT KOJIEHHOro cycTtaBa. OCTEOXOHIPOMBI
YBEJIMYUBAIOTCS B pa3Mepe B MEPBOM NECATWICTUU KU3-
HU, MIEPECTAIOT PACTU B MEPUOJ MTOJOBOTO CO3PEBAHUS,
KOTJa TIaCTUHBI pocTa 3aKpbiBatoTcs. OKono 62 % nanm-
eHTOB ¢ MO UMEIOT MOJOXUTETbHBINA CeMENHbIN aHAMHE3
[7, 8]. K HacTosilIeMy BpeMEHU OMUCAHBI 3 TOKyca FEHOB
(EXTI, EXT2w EXT3, xkaptupoBanHubie 8q24, 11p12 u 19p
COOTBETCTBEHHO). Hanbosiee yacThiM BapUaHTOM SIBJISIET-
ca EXT, mytauuu rena EXT2 Bctpedatotcs B 3 pa3a pexe,
yem B reHe EXTI, nnsa nokyca EXT3 U3BeCTHBI JIMIIb
equHuyHble onucanus [9—11]. [Ipu myTtauusix B reHe
EXT1 B Bo3pacte 1o 30 JieT MpOUCXOAUT 03710KA4YeCTBIIE-
HUE OTACJIbHBIX 9K30CTO30B, TPEOYIOIIMUX ONEPATUBHOIO
seueHud [12].

CouyetaHue 2 peaKUX ayTOCOMHO-IOMMWHAHTHBIX
dopm, mopaxaroimx OJHOMOMEHTHO KOCTHYIO U MepU-
(epryecKyro HEPBHYIO CUCTEMBI, B OTHON CEMbE y Maphbl
MOHO3UTOTHBIX OJIM3HEI0B U UX OTLIA OTHOCATCS K YHU-
KaJbHBIM KJIMHUYECKUM HaOmoaeHus M. BeposaTHOCTb
MomIOOHOTO cOoOBbITUS paBHa 3,65 Ha 10° U B TOCTYMHOIA
JuTepaType Hamu He oOHapyxeHo. [TpuBonrM coOCTBEH-
HOe HaOIIoaeHME.

Kiannuyeckuii coryvaii

B Bopouesicckyro meouko-eeHemuueckyro KOHCYAbmayuro
051 UCKAIOYeHUsT MUONAMUU OblAU HANpasaeHsl 2 cecmpobl
(MoHo3U2OMHbLe Oau3HeYbL) 6 so3pacme 6,5 eoda (IV:2; IV:3)
¢ Jcanobamu Ha caabocms 8 HO2AX, HEYCMOUUUBYIO NOXOOKY
U KOCmHble 8bipOCMbl 8 00Aacmuy mpyouamslx Kocmei pyk
u Hoe.

Jlesouxu podunucey om 2-il bepemeHHOCMU, 2-X POO08
6 cpoke 33 ned ¢ maccoit 1650 u 1570 e, daunoii meaa 44

a 0
$3) 1G4 61y |02)

;1)

;2)

(;3)

(1) | (;2) (1n; 3) (I11; 5)

>
(v;1  (v;2)

(Iv; 3)

(v; 4)

Puc. 1. Xapaxmepucmuka nabarwdaemvix nayueHmok-moH03UOMHbIX 01U3-
Heyos: a — podocaosHas (3aumpuxoeantsie cumeonst — 6orvhvie HMCH 1B
€ MHOJICECMBEHHBIMU IK30CIO3AMU, <HOAbIe» CIMONbL € IKCMEH3Uell OCHOBHbIX
anane nanvues y omuya (111:3), nezaumpuxosarntsie — 300pogole Auua); 6 —
GHewHull U0 (NPasUAbHOE MEA0CAOJICeHUe, CpedHee (u3utecKoe pasgumue,
nAOCKOCMONuUe, CUMMEmpPU1Hble KOCMHbIe USMEHeHUs 8 001aACmU KONeHHbIX
Ccycmaeos — 3K30cmo3ol 601bULeOEPY0BbIX KOCIelT)

u 43 cm; 6 meuenue 2 mec H080POIICOCHHbLE HAXOOUNUCH 8 OM -
deneruu HeOOHOWEHHbIX U OblAU bINUCAHBL NPU OOCIUNCEHUL
maccot meaa 2300 u 2200 e coomeemcemeernno. Tlcuxomomop-
Hoe pazgumue 0o 2o0a npomekano 6e3 ocobeHHocmell, Xoms
mama yice 8 epyOHOM 803pACE OMMEUANa HeKOMOopble CA0NC-
Hocmu (HEYCmOMU8OCMb) 8 NOOOEPICAHUU NO3bl NPU NOCAOKe
8 Kpogamu U 04e8UOHYI HeA08KOCMb dguicenull. Xodumb obe
navuueHmiu Hauanu ¢ noddepuckoii 6 1,5 eoda, a camocmos-
menvHo 6 2 eoda, Ho npu 3mom yacmo nadanu. C 3moeo epe-
MeHU 'y 0beux cecmep ommeueHo 00HO8PEeMEHHOe NOosiBAeHUe
NAOMHBIX 00pa308aHULL 6 001aCMU 201€HElL, 4 3aMeM U 8 HUIC-
Hell mpemu 6edpenHbix Kocmel. Heycmoiiuugocms noxooku
U uacmole NadeHusi Ha Mom nepuoo PpacueHU8aUCh OeMCKUM
He8poN020M KAK NOCAe0CM8Us. NepUHAMAanbHoll SHyedarona-
muu. B OanvHellwem 0Oegouxu cmaiu XoOume HeCKOAbKO
YVeepeHHell, Xomsl U UCNbIMbL8AAU 3aMPYOHeHUs NPU RoOBeMe
no necmuuye u 6eee. B césa3u ¢ 0sueamenvubimu HapyueHusIMu
U CHUICEHUEM CYXONCUNbHBIX peqhieKcos 8 00AacmHoil dem-
CKOIl NOAUKAUHUKE UCKAKYAAACO MUONAMUSL.

Cemeiinvuii anamnes (puc. la). Cmapwas cecmpa,
12 nem (1V:4), om dpyeoeo 6paka, 30opoéa. Mamo, 35 rem,
30oposa. Omey, 32 nem, ¢ cemveil He npoxcueaem, 6 apmuu
He caydcun, co CA08 Mamepu, U3-3a HAAUYUs MHOICECMGEH-
HbIX KOCMHbIX 8bIPOCMOE HA MPYOUambiX KOCMAX PYK U HO2.
Y deda no omuyoeckoii aunuu, maxice co cn08, Oblau KOCHHble
0bpaszosanus 6 obnacmu pyK u Hoe, 4mo no360asem npeono-
A02CUMb HAAUYUE MHONCECIBEHHOU K30CMO3HOU XOHOPOOU -
CRAQ3UU C AYMOCOMHO-00MUHAHMHbLIM MUNOM hepedayu
8 POOOCAOBHOI.

Ilaunvie ocmompa: desouxu, 6,5 aem, macca mena
no 21 ke, ¢usuueckoe pazeumiue 6 060ux cay4asx Hedocma-
mounoe — dauna meaa 115 u 113 cm (puc. 16). Koxchbie
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Puc. 2. Penmeenocpammol kocmeii 2oneneli 0e8o4ex-0au3Hey08: 00HOMUNHbLe
MHOJICECMBEHHble IK30CMO3bl 001bUIEOEPUOBLIX KOCMEll 6epXHell U HUICHELL
mpemeli u HuJCHeil mpemu 6edpeHHOl Kocmeli ¢ 00eux cmopoH

nokpogul uucmole. Pempakyus axunnosvlx cyxodxcuiuil
¢ obeux cmopon. Illpu narvnayuu ymoaujeHus cmeonog
KOJNCHbIX 6emoyeKx nepugepuvecKux Hepeog Ha MOMeHMm
0CcMOMPa He Bbl6A€HO, 8 00AACMU KONEHHbIX, N1Y1e3ansCc -
HbIX CYCMaBo8 ONPedeasitomcs MHONCECBEHHble CUMMe-
mpu4Hble KOCMHble 00pa3zoeanus y obeux desouex (puc. 2).

Yepennvie nepewvr (4YH) 6e3 ocobennHocmell, peakuyus
3pAuK08 HA C8eM JICUBAs, HUCIAMA Hem, CAYX He USMEHEH.
Budumbix eunompodghuii mvluiy, naeuesoeo u mazo802o Nosco8
Hem, makxce Kak u mviuiy 6edep u eoneneil. Moiueurblii
MOHYC 8 PYKax U Hoeax Heckoabko chuxceH. Cuara npoxcu-
MANbHBIX MbLUY, PYK U HO2 CHUMCeHa 0o 4 6ainos, 6 paseu-
bamensx cmon u Kucmeil — do 3 6annoe. Oepanuuenv: ak-
MmueHble U NACCUBHbIE O0BUNCEHUS 6 20NeHOCMONHbIX
cycmasax. He moeym cmosime u xo0ums Ha namkax, c6o-
000HO cmosam u xodsm Ha Hockax. 3ampyoHeH nodsem
U3 NOA0JICEHUsL CUOS HA NOAY U3-3a PeMPAKUUU AXUAL0BbIX
cyxoxcuauil u mpyoHocmei yoepxucanus pagrogecusi. Cyxo-
JHCUNbHBLE peqherchl: OUUUNUMANbHbIe U MPUYUNUMANb-
Hble — HU3KUe pagHOMepHble, Kapnopaoudaibhble, KOAeHHble
U aXUuA108bL OMCYMCMBYIOM 6 000UX cayuasx. Buipaxcennoe
HapyuleHue 2ay00Koll U NOBEPXHOCMHOU UY8CMBUMENbHO-
cmu, Oonee @vipadcennoe ¢ Hoeax. Heycmoiiuuew: 6 nose
Pombepea — evipasicennoe nowamoléanue Kak ¢ OMKpbLMbl-
MU, mak u ¢ 3akpsimsimu erazamu. Ilpu oyenke koopouna-
MOpHbBIX NPOb y 0beux desouex ommeueH HeboAbulol PuKca-
YUOHHBLL mpemop U 00UHAK0BOe NPOMAXUBAHUE NpPU
8bINOAHEHUU NAAbYEeHOC080I npobul. [loxodka amakmuue-
cKasi — CeHCUMUBHASI AMAKCUSL.

Omeuy desouex (111:3) obcnedosan 6 cea3u ¢ Haruuuem
KOCMHbIX 00pa308aHUll 6 00aaCMU KPYNHBIX CYCMABO8 PYK
U HO2 (1y*e3ansaCmHbIX, KOAEHHbIX, 20AeHOCHONHbIX) C PAH-
Heeo demckoeo 6o3pacma. Ha momenm ocmompa ommeuaem
HeKOmOopYIo cAabocmb 8 pyKax u Ho2ax, 0e@opmayiuro cmon
U HeygepeHHyr NoxodKy. 3abosesanue pazeusaemcs
¢ 2-aemHeeo gospacma, kozoa poodumenu 0OHAPYICUAU

KocmHble 8bipocmbl 8 001acmu KOAeHHbIX cycmagos. Tevenue
boae3Hu — medaenHo npoepeccupyrowee. Qocaedosan KAuHU-
uecku u penmeenonoeuqecku ¢ LlenmpanvHom HayuHo-uccae-
008amMenbCKOM UHCMUMYme Mpagmamono2uu u opmoneouu
um. H. H. IIpuoposa 6 so3pacme 4—5 sem no nosody kocm-
HbIX 00pa308anuil, 6bl1 NOCMABAEH OUACHO3: MHOJICECIEEH-
Has 3K30CMO3HAsL XOHOPOOUCHAA3Usl, U3-3a 4ee0 He Obli
npusean Ha cayxcoy 6 apmuio. Hapywenue noxooku c 3 sem,
uacmo nadan, 00420 He Mo2 X00UMb H6e3 No00ePICKU, 8 UIKO-
A€ 3aHUMANcs QU3KYyAbmypoi 6 0300p08UMENbHOL epynne.
Ha ghone neuebroli puskysbmypsr ommeuan He3HauumenbHoe
yayuuienue noxooku. Jepopmauyus cmon maxaice ¢ paHHe2o
8o3pacma, écezda Oviau npobaemvl ¢ btoopom 0oysu. Omme-
yaemcs yKopoueHue negoii cmonvl. He moxcem cmosmo
u xo0ums Ha namkax. Heycmoiiuusocms npu xoovbe 603pa-
cmaem 8 cymepeuHoe 8peMs CYmokK, K020a He Modcem 3pu-
MmeabHO KOHMPOAUPOBams nepedsudicerue. B cemve anano-
euuroe 3aboneeanue y omya, 1931 e. p., ymepuieeo 6 57 rem
om uHgapkma muoxkapoa. Y omya maxice umeaucs Kocm-
Hble 00paz08aHus 6 004acmu KOAeHHbIX CYCMAag08, Hapyuie-
Hue Koopdunayuu u noxodxku. Mame 6oavHO20 300posa.
Ceoonas cecmpa no mamepu 300poga u umeem 2 douepeil
7 nem (MoHO3UcOmuble OAU3HEYbL), Y KOMOPbIX 8 803pacme
2 1em @blsi6AeHbL AHAN02UYHBIE USMEHEHUsl 8 BUOE MHOMCECH-
BEHHbIX IK30CMO0308 U HapyuieHue NOX0OKU.

Ilanusie ocmompa omua: pocm — 176 cm, macca meaa —
70 ke, okpyucHocmb 20n068bt — 58 cm, epydu — 98 cm.
Okpyacrocmo naewa — 33/32 cm, npeonaeuve — 28 cm, be-
dpo — 56 cm, eonenv — 41 cm. Ilarsnamopro ommeuaemcs
YmoaueHue cmeonog nepugeputeckux Hepsos. B obaacmu
3anACMbs U KOAEHHbIX CYCMAB08 0Npedessiiomcs Onyxonesud-
Hble 00pa308aHUsi KOCMHOU NAOMHOCMU, N0 MUNY 2pubosuo-
H0e0 3K30cmo3a caesa (puc. 3). legopmayuu cmon no muny
«nonvix», epybee cresa; YH: peakuuu 3pauxkoe nHa ceem
U KOHBEPeeHUUs HCUBbLE, MUMUHECKASL U HCeBAMENbHASL MY~
ckyaamypa uHmakmua. Ampoghuu muiuy Kucmeii, 6onee
solpadcensl 6 obaacmu thenar, eunompouu Molully, CMON,
ncesdozunepmpoqusi MoluLy, 204eHel.

Mbiuweunsiii mounyc cHudicen 6 OUCMANbHBIX 0mdenax
KoHeunocmell. Moiwmeynas cuisa OucmanbHolx 0moenos pyk
cHuxcena do 3 baanos, pazeubameneti cmon 0o 2 61108
caeea u do 1 banrna chpasa, He modxcem cmosms U Xo0Uums
Ha namkax. Hem O6uyunumanvHoelx, KapnopaouanvHuix,
KOAEHHBIX U aXUA108biX peghaekcog ¢ obeux cmopon. Iloxoo-
Ka amakmuyeckas, cmennaic cnpaga. Heycmoiiuug 6 nose
Pombepea, narvuye-nocosyo npody 8vinoaHsem c epy0ObiM
npomaxusanuem ¢ 06eux CMopoH ¢ 3AKPbIMbIMU 2AaA3aMU
(cencumuenas amakcus). Tpemop narvyes pyx. [unecmesus
00.1€6011 U MeMnepamypHoOU Yy8CMeUumMeabHOCMU N0 MUny
«NepHamoK» u «20abho6», Hapyulenue NPONPUOYENMUBHOLL
yyecmeumenbHocmu 8 pykax u Hoeax. Cunopom 651020 ou-
CManbHO20 mempanapesa, CeHCUMUBHOU amarkcuu.

B rabopamopuu monexyasproti eenemuxu OIBY MTHI]
PAMH nposedena JIHK-duaenocmuka. Yemanoeaena muc-
cenc-mymauus 6 eene MPZ (ceemenm 1q22) ¢ kodoue c.
3894>G/N 6 eemepo3ucomuom cOCMOSHUU C 3AMEHOL 8 NO-
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Puc. 3. YVomuya desouek xopowo 6udnbl bicmynarouuil KHapyicu 3K30cmo3
u deghopmauus 1€60ti cmonwvl

AUNENMUOHOU YenouKe AMUHOKUCAOMbL AU3UH 6 130-m noao-
acenuu Ha apeurur (Lys 130Arg), npusodsuas K HapyueHuo
CUHmME3a 0CHOBHO20 nepugepuyeckoeo beaka (MPZ) u ano-
MANLHOMY (POPMUPOSAHUIO MUEAUHOBBIX 000404eK nepuge-
PUMECKUX Hepe08, a makice mucceHc-mymauus é eene EXT2
(nokyc 11p12) 6 kodone c. 678 C>A 6 eemepo3ucomuom co-
cmosinuu ¢ p. Tyr226Stop, umo monekyasipHo-eeHemu4ecKu
noomeepxcoaem ouaenoz HMCH 1B u mHodMCECMBEHHYHO
9K30CMO3HYH XOHOPOOUCHAA3UI 2-20 mMund.

Pezyromamor IMT-uccaedosanus unenos cemou

Hccaedosanue obpasuya IHHK omua mOHO3U2OMHBIX
01u3HeY08 NOOMEepoUn0 HaluUUue Y Hee0 AHAN0UUHBIX MY~
mayuii 6 oboux eexwax, m.e. c. 389 A>G/N 6 eene MPZ
uc. 678 C>A ¢ eene EXT2. Taxum obpaszom, ycmarnosiexa
ceepeeauust OAHHbIX MYMAyUil @ cembe no aymocomMHo-00MU-
HAHMHOMY MUny.

IlodobHoe couemanue 6 00HOU cembe 2 mymauuil
6 DA3HBIX 2eHAX, OMHOCAWUXCS K HAPYUEeHUIO IKCnpeccull
0CHOBHO020 OeaKa mueauHa  000104KaxX nepugepuuecKux
Hepsoes, u dpyeoeo — EXT2, npuseduiee Kk ycuneruio npo-
Auepayuu Xpauweeoli MKaHu U 00pazo8anuto 3K30CmMo308
mpybuamelx Kocmell, saeHue YHUKAAbHOe 8 8UDY 00AbIUOLL
pedxocmu obeux gopm 6 nonyaauyuu. PeHomunuueckue
nposieaeHus 00eux Mymayuii XxapaKkmepusyomcs Haauuuem
V 601bHbIX OAUBHEY08 U UX OMUYA KAACCUHECKUX CUMNMOMO8
Kascdoeo u3 paccmampueaemsix HacaedcmeeHHbix 3a0601e-
eanuil. Tak, y obeux degouek pazgumue MOMOPUKU NPOUC-
X00UAO C BbIPANCEHHOU 3A0ePUCKOU, NO30HUM HAUANOM
camocmosmenvHoll xo0voul (6 18—20 mec), Heycmoiuugo-
CMbI0 NOX0OKU, HEYBePeHHOCMbI0 08UNCEHULl, XapaKmep-
HbLx 05 parnneil popmot HMCH 1B muna, ¢ nocaedyrouyum
HeKOmopsiM yayuuleHuem Koopdunayuu. Heszasucumo
OM HeBPON0UMECKUX HAPYUEHUL Ha 4—5-M 200y dHcUu3HU
6 001acmu 201eHOCMON08 NOSBUAUCH KOCIHblE 8bIPOCINbL,
KOmMopble mpaKkmosanucy KaKk pe3yabmam 4acmolx nade-
HUll, HO CUMMEMPUYHOCMb OOHAPYICEHHbIX NO OAHHBIM
PEHMeeH02PAMMbL IK30CMO308 U CUHXPOHHOCMb UX NOSG-
AeHUsL Y Kaxicooll U3 0e6ouex UCKAI0Ham ux mpagmamu-
ueckyto npupody. Umeromes edunuuHnvle coobujenus o no-
PAdCeHUU CMeoa08 nepugeputeckux Hepeos, NPOXooAUUX
801U3U pacmyuux 3K30CM0308, U pa3eumuu 6 pe3yaismame
napesoe [12]. B onucanHoil cembe ommeuaemcs pesxoe
samednenue CPB no nepugepuueckum nepeam pyK u Hoe
cummempu4Ho y obeux 604bHbIX 0e80UEK U UX OMUA.

KimHuuecku 00JIbHbIE WIEHbI CeMbU

M., 6,5 14,9 2,2 4,0
A, 6,5 14,5 2,2 5,2
n. medianus B. (orem), 32 16,1 0,4 16,7
KimHnyecku 3710poBblie YIEHbI CeMbH
O. (matp), 31 3,8 6,8 52
H. (eaHoyTtpoGHas cectpa), 12 3,2 9,8 58
Kinanyeckn 00J1bHbIE WiEHbI CEMbU
R M., 6,5 13,2 0,5 4,3
A, 6,5 14,3 0,9 4,0
b. (orew), 32 9,0 1,1 15,0
M., 6,5 35,2 0,4 3,8
n. tibialis A, 6,5 35,1 0,2 3,9
b. (orew), 32 9,4 0,2 18,0
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Knunuueckuii pazoop

IMT -uccnedosanue CPB no deueamenvrvim 6010KHAM
6cex nepugepureckux Hepeo8 pyK U Hoe NOKA3An0 pe3Koe
(10-kpamnoe) cuuxcenue ckopocmeil npogedeHusi HepeHbIX
UMNYAbCO8, 3HAYUMENbHOE YeeauyeHUue pe3udyanbHblx Ad-
MmeHmHoCmell, XapaKmeproe 045 MUEAUHONAMULL C 8PONCOeH-
HbIM OegheKmom (hopmMupo8anust MUeAUHOBbIX 000104eK (CM.
mabauyy). 3mo no3604un0 NPeonoaoNCUMb Halu4ue Myma-
yuu 6 eene MPZ, xoms obcyxcoanracs u 603MOICHOCMb M-
mauuu 6 dpyeux eexnax, npegcde éceeo 6 eenax NDRG (nokyc
8q24); GDAPI1 (nokyc 8q21) u ARHGEFI10 (noxyc 8p23),
umerouux cxo0Hyr aokaauzauuro ¢ eehom EXTI, kapmupo-
eanHom 6 noKyce 8q24. Ho mymayuu eenoe NDRG1 u GDAPI
HOCAM  aymMOCOMHO-PEYEeCCUBHblil XapaKkmep, a mymauus
6 eene ARHGEF10 xoms u Hocum 0oMuHaHmHbulii xapakmep,
umeem NO30HION MAHUGECMAYUI0 U XapaKmepu3yemcs yme-
pennvim cHuxcenuem CPB — 6 npedenax 30—40 m/c. Kpome

moeo, mymauuu 6 eene EXT1 y 60abHbIX He Obl10 YeMaHO8-
AEeHO.

Takum 00pa3oM, MBI TIOATBEPAVUIN HAJTMIKE 2 OTHCITb-
HBIX MyTalnii B 2 pa3Hbix reHax — c. 389 A>G/N B reHe
MPZwu c. 678 C>A Brene EXT2, KoTOpble HACIEIOBAINCH
ayTOCOMHO-IOMMHAHTHEIM 00pa3oM, HE3aBUCHMO APYT
OT JIpyTa y YWICHOB OTHOI CEMBH.

IIpencraBieHHoe HAOIOAEHE MOXKHO OTHECTH K Ba-
pHMaHTy Ka3yHCTHKHU, TaK KaK TPYIHO IIPEATIONOXUTH,
YTO B CTeHAX KaOMHETa TeHETHMYECKOIO KOHCYJIETUPOBA-
HUsI, HE TOBOPS YK€ O eXEeIHEBHOM HEBPOJIOTUUYCCKOM
MPaKTUKE, MOXKHO YaCTO CTOJKHYTBCS C TTOIOOHOTO poIa
coyeTaHMEeM TeHeTHIecKoro aedekra. Tem He MeHee, CITy-
Yaif 3aCTy>KUBacT BHUMAHUS KaK WITIOCTPAIIUS «<APOHUN»
TIPUPOIHLI ¢ 0ECKOHEUHBIM YMCJIOM BapMaHTOB U KOMOM-
HalM TeHHOM MaTOJOTUU.
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Cnucok Haubonee ynompebumenbHbiX COKpaweHuil

AJl — apTepuabHOE HaBJICHHE

BAIII — Bu3yanbHast aHajaoroBas LIKajia

BHC — BereTatuBHasT HepBHasI CHICTeMa

BO3 — BceMupHas opraHuzanus 34paBoOXpaHeHUs
BAC — 60K0BOIf aMHIOTPO(PUICCKUIA CKIIEPO3
B/B — BHYTPUBEHHO, BHYTPUBEHHBI

K®K — xpeatundochoknHaza

JIDK — nedebHast Gu3KyIbTypa

MP — MarHUTHO-pPE30HAHCHBII

MPT — MarHUTHO-pe30HaHCHas ToMoTpadus
HM3 — HepBHO-MEBIIIIEUHOE 3a00JIeBaHNE

HIIBIT — HecTepouaHbie MPOTUBOBOCHATUTEIbHBIE
Ipernaparsl

OUT — otneneHue UHTEHCUBHOW Tepanmuu

IIJ1E — noTeHLManbl ABUTaTeIbHbBIX €AUHULL

/K — MOJKOXHO, TTOIKOXHBII

IIM/I — mmporpeccupyloiiast MbIIeYHast TUCTPOUs
ITHC — nepudepuyeckast HepBHas cucTema

I1LP — nonumMepaszHasi LierHasi peakuusi

CKT — cniupanibHasi KOMIbIOTepHAsk TOMorpadust
CPB — ckopocTh pacrpocTpaHeHUsT BO30YKIeHUS
V3U — yabTpa3ByKoBOE UCCIeIOBaHUE

OMI — snexkTpomuorpadus

OHMTI — anexrpoHeiipomuorpadust
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BOJNIE3HH

KopmuKocmepoupb! u ocmeonopo3
npu nporpeccupyoweil MbieyHoi
aucmpotchuu [rowenna

JI.B. Biogasei
DI'BY « Mockosckuii HayuHO-UCcAe008aMeNbCKULL UHCIMUMMYM
neduampuu u demckoii xupypeuu» Munzopasa Poccuu, Mockea

K coxaneHuio, Ha cerogHsIIIHUN OeHb He pas3pa-
60TaHO 3 GHEKTUBHOTO JIEYEHUS I YAy4YIlIeHUsT pa3-
auuHbIX nocnenctsuit or IIMJI TiommeHHa. TeM He MeHee
B MOCJIeIHUE TOAbl MOSIBUINCH Pa3inyHble METOJAMKU,
HampaBJeHHble Ha KOPPEKTUPOBKY T€HETUUECKOTO Je-
dexTa, BoccTaHOBJIeHUE (DYHKLIIMOHAIbHOM 9KCIpeccuun
nucTpoduHa, 3amMeaeHre IporpeccupoBaHus 3aboie-
BaHUs U yJydllleHWe KauecTBa XKM3HU nalueHToB ¢ [TM]]
JromreHHa. DTH BUOHI JJeUYSHUSI MOTYT OBITh pa3aeeHb
Ha 3 KJ1acca: TeHeTUIeCKIUe, Teparus CTBOJIOBBIMU KJICT-
KaMU 1 (papMaKoJOoTu4ecKre NoaX0bl, TAKWE KaK Mpu-
MCHEHHE KOpPTUKOCTeponmoB. PapMaKOJIOTHUECKOE
HUCMOJb30BaHUE KOPTUKOCTEPOUIOB OIPaBIAHO TEM,
yro TIMJl HdouieHHa XapaKTepU3yeTcsl arpecCUBHBIM
BOCHAJIEHUEM, YTO MPUBOIUT K HEKPO3Y MUODUOPUILI.
TakuMm oOpa3zoM, Moka jgeyeHue ais nauueHToB ¢ [TM]]
JlolieHHa He HaliieHo, Tepanusl OyneT BKJI0YaTh BBeE-
IeHNEe KOPTUKOCTEPOUIOB B COYCTAHUM C APYTUMHU TIpe-
rnapatamu, YTOObI 00JIETYUTh CepeUHbIE U IbIXaTeIbHbIE
npo6iaemMbl. BaXHO OTMETUTb, YTO KOPTUKOCTE-
pouabl OKa3blBAIOT KaTabOJMUYECKOEe BO3AeHCTBUE
Ha <«HE YIPaXHSIOIINECS» MBIIIIBLI U 00eCIIeunBaIOT
COXPaHHOCTb CYIICCTBYIOIINX MBIMIEYHBIX BOJOKOH
U YMEHbIIIEHUE BOCIaJIEHUS, XOTSI TOYHBI MeXaHU3M
WX AEUCTBUSI B IUCTPOPUUECKUX CKEJETHBIX MBbIIILIAX
HEU3BECTEH.

Wcnonb3oBaHue KOPTUKOCTEPOMUIOB Yy TMallMEHTOB
¢ I[IMJ dromenHa u [IM/I bekkepa — 0ObIYHOE SIBJIEHUE,
HO TIpY 3TOM BO3HMKAIOT pa3JIMuyHbIe TOOOUHbBIE I(PPEKTHI.
W3 nocienHux HanboJiee Cepbe3Hbl 3aJepKKa pocTa U Mo-
JIOBOTO CO3pEBaHMSI, YBEJMUYEHUE MAcChl Tejla, OCTEOIO-
po3, IUCIIEeTICUsI, MOJaBJAeHUEe UMMYHUTETA U CEKpPEeLMU
COOCTBEHHBIX KOPTUKOCTEPOHIOB B KOPE HAIITOUCYHUKOB,
HapyllleHWe TOJEPAHTHOCTHU K TJII0KO3€e, MoBbilieHUue AJl,
pa3BUTHE KaTapaKThl, TOBeAeHIeCKIE paccTpoiicTBa. Om-
HaKO y OOJILIIMHCTBA NALIMEHTOB C AUCTPOGUHONATUSIMU
Ha TIepBOE MECTO BBIXOANT OKUpeHre. OXUpeHHe CIIOCO0-
CTBYET MPOTPECCUPOBAHMIO 00JIE3HU, aTpOGUU MBIIIILI,
3aMELLIEHUIO CKEJIETHBIX MBILILL XKUPOM 1 COEAMHUTEIbHOMN
TKaHblO, TPOBOLMPYS JOMOJHUTEJbHYIO Harpy3ky
Ha ocJiabJieHHbIE MbIIILbI, YTO IO CYILIECTBY YMEHbIIAET
WX TTOABMKHOCTD. OXXMpeHNe TaAKKe UMEET TTOCIeICTBUS
B BUJIE TIOBBIIIEHHOM PeCITMPaTOPHOI HATPY3KH U B COUC-
TaHUU C OCTEONOPO30M MOXKET MPUBOAUTH K TepesioMaM
TPyOYATBIX KOCTEH 1/MIN TTO3BOHKOB.

Hamu ucnonb3yercs aj1s1 aHaiau3a naieHToB ¢ [TM]]
[romeHHa METOHN IBYXOHEPTeTUUECKON PEHTTEHOBCKOM
abcopObuuoMeTpun (WM PEHTIE€HOBCKOW JIEHCUTOME-
TpuHM). MeTo ITO3BOJISIET Pa3de/IUTh BCe TKAHU OpTaHM3Ma
Ha 3 COCTaBJISIONINE: KOCTHYIO MAacCy, COCIMHUTETBHYIO
U XKUPOBYIO TKaHU U OLEHUTh KOCTHYIO ILJIOTHOCTb
KaK BepXHETO M HIDKHETO IMOSICOB KOHEUHOCTEH, TaK M OT-
JIeJIbHBIX TO3BOHKOB. Y OOJIbIIIMHCTBA MalueHToB ¢ [TM /]
J1o1eHHa ObLI0 KOHCTaTUPOBAHO HAJIMUME OCTEONOPO3a,
HO TOJIBKO Y OTAEJAbHBIX MAallMEHTOB MPOUCXOIUIN CIIOH-
TaHHbIE MEPETOMBI KPYITHBIX TPYOUaThIX KOCTEH B KaTaM-
He3se.

NudepeHyuanbHo-
[UarHocmuyecKue Bo3mMoxxHocmu
MarHumso-pe3oHaHcHoll
momorpaguu Mbiwy npu HepBHo-
MbilieYHbIX 3a0oneBaHuax

J1.B. Baogasen, /I.0. Ka3zakos
DI'BY « Mockosckuil HayHHO-UCCA008aAMENLCKUL UHCIMUMYM
neduampuu u demckoii xupypeuuw» Munsopaea Poccuu, Mockea

Huarnoctnka HM3 nipeacTasisieT co00i 3HAUNTETb-
HYIO CJIOXKHOCTb M3-3a BbIpa>K€HHOU KIIMHUKO-TeHEeTUYe-
ckoil reteporeHHocTu. K coxaneHuio, HU OUOTICUST Mbl-
IIEYHOM TKAHU, HU TEHETUYECKHUE WUCCIeIOBaHUS
He SIBJISTIOTCS «IaHalleeli» mpu nuarHoctnke HM3. OmauMm
U3 COBPEMEHHBIX METOIOB IUATHOCTUKN MOXKET OBITH
MPT wMbliiL, KoTopasi MO3BOJISIET OLIEHUTDb CTETIEHb XKU-
pOBOI ITereHepalld M CHeln(pUIecKre MaTTepHBI I10-
PaKEeHMUST MbIIIIII,.

Hamu mpoBoauiicsa aHanm3 BRIOOPKH 13 231 marmeH-
Ta, HaOpaHHOU 3a mocieaHue 1,5 roma. [TanueHTH Ha-
nipaBisiiuchk Ha MPT Mbrminn npu nogo3peHun Ha HM3.
HccnenoBanue MPT MbllI HUXKHUX KOHEUHOCTEM Tpo-
Boawiock Ha 6asze PI'BY <MHUUUII u IX» M3 PD
Ha MP-tomorpade kommnanuu Toshiba ¢ HanpsikeHHO-
CTbiO MarHuTHoro 1noJjs B 1,5 T. [Ipotokon ucciaenoBaHust
BKJIIOYAJ B ce0s1 CKAHMPOBAHUE B PeXUMax OOBIYHOTO
T1-BU n T2-BU ¢ momaBieHMEM XHPOBOW TKaHMU,
¢ (OpOHTANILHOI U aKCHAJIbHOU OpUeHTallei cpe3oB uepe3
00e KOHEYHOCTH U NIyOnHOI cpe3a 5 M. [t unTepmnpe-
TalluM MOJIyYeHHBIX JaHHBIX U YCTAHOBJIEHUSI CTeleHel
MOPAXEHUS MBIIIEYHOM TKAaHW B KaXXJIOW OTAEIbHOU
MblIILILE OeApa 1 TOJEHU Mbl UCITOJIb30BaIU MOAUPULIMPO-
BaHHYIO IIKaJy JAereHepalMy MbIIIEYHONW TKaHU
nmo E. Mercuri (2002). OcHoBoii muarHoctuku HM3
M0 JTaHHON METOAUKE CIIYXUT BBISIBJEHUE MAaTOTHOMO-
HUYHBIX MATTEPHOB IMOPAXEHUSI OTAEIbHBIX MBIIIIL]
WJIY TPYITI MBIIIILL, TOJYYEHHBIX ITPYU CKAaHUPOBAHWM Oeipa
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u ronenu. U3 Beeit rpynnsl y 125 (54,1 %) nauueHTOB
rmocJie ripoBeneHrsT MPT MBIIIIIT 3am10m03pMiIn, a BITOCIE -
CTBUU Y TTOATBEPIMINA Ha TeHETUYECKOM YPOBHE TUATHO3
HMS3. 13 ocrasuxces 106 mammenToB guarno3 HM3 6601
cHATY 57 (24,7 %), y KOTOPBIX HE BbISIBUJIN HUKAKHX JeTe-
HEepaTUBHBIX MU3MCHEHWI MBI HIKHUX KOHCYHOCTEIA.
V49 (21,1 %) naumeHTOB ObUTA OOHAPYKEHBI HecTIeUdU-
YecKHe JereHepaTUBHbBIC U3MEHEHMS B MBIIIIIAX, UCXOIS
U3 KOTOPBIX MOXKHO OBLIO paccMaTpuBaTh pPas3IMYHbBIC
muddepeHINaTbHO-ITNaTHOCTUUECKIE  aJITOPUTMBI
IIJIST OTIpeieSIieHUsT KOHKpeTHBIX HM 3.

MPT He HOBasi MeTOAMKA, OJHAKO €€ MPUMEHEHUE
U1t amarHocTuK HM 3 sIBIsTeTCST HOBBIM TIePCTIEKTUBHBIM
HaIpaBJIcCHUEM, TIO3BOJISIONINM 3HAYNTEIHBHO YIIPOCTUTD
nrddepeHINATbHO-INAaTHOCTUISCKUI TTOMCK TOYHOTO
nurarHo3a. C y4eToM IMOJyYeHHBIX JaHHBIX MOXKHO YTBEp-
X1atb, 4To Metoa MPT Mbiii 6eapa v roJeHu BBICOKO-
nH(POPMATUBEH B OTHOIICHUM OOJIBHBIX C HEPBHO-MBbI-
IIEYHOM TATOJIOTUEH W MOXET IMPUMEHSTHCS HE TOJIBKO
C IMAarHOCTUYECKOM 1IeJIbI0, HO M JJIST OLIEHKU CTEIeHU
JeTeHepally MBIIIICYHOM TKAaHU B ITMHAMUKE.

[luarnocmuyeckas 3HaYuUMoCmb
3nekmpoxeiipoMuorpaduu
AuathparmanbHoro Hepaa
npu oueHKe AbixamenbHol PyHKYUU
Y NayueHmos ¢ HepBHo-
MblleYyHbIMU 3a60neBaHuUAMU

JI.B. Bionasen, A.B. Tuxonos, C.b. AprembeBa,
E.Jl. Beaoycosa
DI'BY « Mockosckuii Hay4HO-UccAe008amenbCKull UHCIMUMYm
neduampuu u demckoii xupypeuu> Munzdpasa Poccuu, Mockea

Onna u3 npo6sieM nipu [TM/]] JIro1ieHHa ¥ CTMHATb-
HBIX MBIIIEYHBIX aTpodusix (CMA) cocTOUT B MOSIBIEHUYN
U TPOrpecCUPOBAHUU JbIXaTeJIbHOU HEIOCTaTOYHOCTH.
MbI He cy4aiiHO aHATM3UPOBAJIM 3TU 2 TPYIIbI IPUHIIM-
nuaabHO pa3dHbix HM3, Tak Kak Npu HUX BOBHUKHOBEHUE
U MPOrpecCUpoOBaHUE IbIXaTeJIbHOW HEIOCTATOUHOCTU
IMPOUCXOINUT HEN30eKHO, OMHAKO (DOPMHUPOBAHME AbIXA-
TeJIbHOW HEAOCTaTOYHOCTHU MPOMCXOAUT 3a CYET Pa3HbBIX
MexaHU3MOB. Y 0oyibHbIX co CMA TepBUYHO MMeeTCs
0osiee BbIpaxkeHHast aTpodusl AbIXaTeJIbHON MYCKYJIaTyphbl
U, COOTBETCTBEHHO, MblllIeUHas c/1a00CTh. [ToaTOMY y 9THX
MMAIleHTOB B IbIXaHMU B OCHOBHOM IPUHNMAET yIacTHe
nracdparma. OCHOBHOM MeXaHM3M BO3HUKHOBEHUSI ITape-
3a ipu CMA mnadparMel — 3TO AeHepBamys. Y IMaieH-
ToB ¢ [TM/I JTto11ieHHa ITOCTENeHHO pa3BUBaeTCs ¢1ad0CTh
JIbIXaTeJIbHOW MYCKYJIaTypbl 32 CYET AereHepaluy CKeeT-

HBIX MBIIIII] ¥ Yallle BCTpeYaeTcsi CMHAPOM arrHo3. OObIYHO
00JIbHBIE, KOTOPBIE MOTYT CAMOCTOSITEBHO MEPEIBUTATh-
cd, HE UMEIOT ITPobJIeM C ApIXaHUueM Wiu KaiuieM. [Tanu-
eHtbl ¢ [IM/I JTromeHHa ctapuiero Bo3pacTa u3-3a ci1abo-
CTU [bIXaTEJIbHOW MYCKYJATypbl W HEBO3MOXHOCTHU
CO3[IaHUs XOPOIIEro KalllJIEBOTO TOJNYKAa IMOJBEPKEHbI
PUCKY BO3HUKHOBEHUS UH(EKIINU AbIXaTeIbHBIX MyTeH,
3aTeM MOSBIISIIOTCS POOJIEMBI C IbIXaHUEM BO BpeMsI CHA.

PecnivipatopHbie 3a0051€BaHus CTyKAT [IABHOM MPUYMHOM
3abosteBaeMoctu ¥ cMepTHOCTH Tiprt CMA [ 11 I TrmoB u moryT
BCTpedathest y yactv 60ibHbIX co CMA 11T tuma. TTo mepe
MPOrpecCUPOBAHNS 3a00I€BAaHUS U HAPACTAHUS HAPYILIEHUIA
(byHKIIMIT BHEIIIHETO ABIXaHWS BBISIBJISIIOTCS TUTTOBEHTUISILIU-
OHHBIE HApPYILEHUS, CHWXEHUE IbIXaTeJbHBIX OOBEMOB
C TIOCTIEMyIoNIel TUrepKanHueil u runokcemueil. I[lepseie
MPU3HAKY NOSIBJISIIOTCS. B HOUHOE BpeMsl, a 3aTeM UX MOXKHO
BBISIBJIAITh U B THEBHOE BpeMsl. [IOBTOpHBIE pecriupaTopHbIe
VHGEKINU JbIXaTeJTbHBIX ITyTeid MOTYT 3HAYUTESIbHO YTSKe-
JISITh TbIXaTeTbHYIO HEMOCTaTOYHOCTh. C BO3pacTOM OOJIbHBIM
MOXET MOHANOOUTHCS MTOMOIIb [0 00ECTIEYEHNUIO HEMHBA3KB-
HOI BEeHTWISALIMU JIETKUX B TeueHue Bcero AHs. [TocKoibKy
3200JIeBaHKE TIPOTPECCUPYET, B TATbHENIIIEM MALIEHTHI MOTYT
CTOJIKHYTBCSI C HEOOXOMMMOCTBIO UCTIOJIb30BAHUS] MTHBA3UBHOM
BEHTWISILIAY JIETKUX.

J 71 OLIEHKU JIETOYHBIX QYHKIIUI TPUMEHSIOTCS Ta-
K1e METOMbl, KAK KOMIUIEKCHOE U3YyYeHUE BEHTUJISLIUM,
nuboysun u conepxanusa O, u CO, B apTepuabHO
KpoBU. B ncciienoBaHve BEHTWISIMU BXOJUT OTpeaese-
HUE JIErOYHBIX OOBEMOB, OOIIE EMKOCTU JIETKUX
U COCTaBJISIIOIIMX €€ 00bEMOB, YaCTOThI, PUTMA JAbIXaHUS,
MOIIIHOCTHU BAoxa U Bbigoxa. [Tockonbky npu ITMJI Tio-
menHa 1 CMA pa3BuUBaeTcsl JereHepalus mornepeyHo-
MOJIOCATBIX MBIIIL], HE COBCEM SICHO, KaKUM 0Opa3zoM
MPOUCXOMAST MPU 3TUX 3a00JIE€BAHUSIX MPOLIECCHI IeTEHE-
paluu U CHIKeHUe GyHKIUU JuadgparMbl KAK OCHOBHOM
JIBIXaTEJIbHOMN MBIIIIBI.

J1st oueHKU pyHKIMU Auadparmbl Mbl KCTIOIb30BATIN
METOJ CTUMYJISIIMOHHON OMI nuadparmanbHOro HepBa.
[Tpu 5T0I METOAMKE AKTUBHBIN SJIEKTPO HAKJIAABIBAETCS
Ha MEYEBUIHBIN OTPOCTOK IPYAMHbBI, peHepeHTHBIE IIEK-
Tponbl — B oOsactb VII MexpebepHOro MpoMexyTKa
10 TIepeIHEeN aKCWIIISIPHOW JIMHUU C 2 CTOPOH;, CTUMYJISI-
1I1s OPOBOIMUJIACH HA BIOXE OAUHOYHBIMU MPSMOYTOJIb-
HBIMU UMITyJIbCaMU JIUTeabHOCThIO 0,1—0,2 Mc 1 cunoi
toka 20—50 MA. Bruto mpoBeneHo o6cienoBaHue S 00Tb-
veM ¢ [IM]I diomenHa u 4 6oxbHBIM co CMA TI-II1
TUMOB. Y 3TUX MOATPYNI MALIMEHTOB OBLIO OTMEYEHO
CHWXEHUE aMIUIUTyn M-oTBeTOB nuadparMajlbHBIX He-
PBOB Pa3HOI CTeNMEHU BBIPAXXEHHOCTU. Takxke y Bcex ma-
LIMEHTOB OTMEYaJOCh CHUXEHUE (DYHKIMU BHEIIHETO
nbixaHus. [lnaHupyeTcsl BbISIBICHUE KOPPEISILIMOHHBIX
3aBUCUMOCTEN MexXIy mokazareasiMmu M-oTBeToB auad-
parMajibHbIX HEPBOB, MOKA3aTEISIMU (PYHKIIMY BHEIITHETO
NbIXaHUSl, TeTeHEPATUBHBIMU U3MEHEHUSMU AuadparMmbl
no MPT u BBICOTOU CTOSIHUS KYIOJOB AuadparMbl
MO TaHHBIM peHTreHorpaduu rpynHoii kietku. [TomydyeH-
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HbI€ TAHHBIE MOTYT CITOCOOCTBOBATh PAHHEMY BBISIBJIEHUIO
XPOHUYECKOU JbIXaTeJIbHOW HEAOCTATOYHOCTH C LIEJBIO €€
panaHei koppekuun mpu [TMJI Tromenna u CMA.

CocmosaHue yeHmpanbHbiIX
MOMOPHLIX nymeil y Aemed,
nepexHecwux cepo3Hblil MEHUHIruUm

B.B. Boiitenkos, H.B. Ckpumuenko, H.B. Marionnna,
A.B. Knumkun
DIBY « HUH demckux ungexyuii» PMbA Poccuu, Cankm-
[lemepbype

M3BecTHO, 4TO TOCIIE TIEPEHECEHHBIX CEPO3HBIX Me-
HUHTUTOB B YaCTH CJTy4yaeB B TEUEHUE MPOIOJIKUTETHHOTO
BpEMEHU HaOJIoaeTcsl paccesiHHas HEBpOJIOTrMYecKast
MUKPOCUMITOMATUKA M KOTHUTUBHBIH 1edexT. [TprnanHb
JTAHHOTO STBJICHUST HESICHBI.

Ilens ucciaenoBanusi — M3ydeHUE COCTOSIHUS 1IEHT-
PaJIbHBIX MOTOPHBIX TTyTeil B paHHEM BOCCTAHOBUTEJILHOM
Tepuoie Mocje MEPeHECEHHOTO CEPO3HOr0 MEHWHTHUTA
y IeTeil ¢ MOMOIIIBIO TPAHCKPAHUATbHOW MAaTHUTHOMW CTH-
myssiiun (TKMC).

Marepuansl 1 Metonpl. B uccienoBanue Bouwm 49
Y4aCTHUKOB: 26 (9 neBoyek, 17 MaTbYMKOB) — C CEPO3HBIM
MEHUHTUTOM, cpemnHuit Bo3pacT 12 (7—17) net; 23 (9 ne-
BOYEK, 14 MaJbUMKOB) — COCTaBWJIM TPYIIITYy KOHTPOJIS,
cpennuii Bodpact 11 (8—16) ner. Cpoku mpoBeneHUs
uccienoBaHus: 4—5 Hem TOCe BBIMMUCKU TallMeHTa
U3 CTallMoHapa (caHalus TMKBOpa, NICUE3HOBEHME TEMIIe-
paTypbl, 00IIIEMO3TOBO CUMIITOMATUKN M WHTOKCUKA-
unu). Bcem marmeHTaM TpoOBOAMIACH AMATHOCTUYECKAst
TKMC c pyk u Hor (¢ m. abductor hallucis v m. abductor
pollicis brevis ¢ 2 cTOpoH) ¢ uccienoBaHueM GHOpPMbI, TIO-
pora 1 JIATEHTHOCTU KOPKOBBIX I CETMEHTAPHBIX BbI3BaH-
HBIX MOTOPHBIX 0TBeTOB (BMO), BpeMeHU 1IeHTpaTbHOTO
moTopHoro nposeaeHus (BLUMIT), acummerpun BLIMII
MEXIY CTOPOHaMU (B MC).

Pesynsrarel. Bce manreHTB XOpOIIIO TIEpeHECId 1C-
clemoBaHNe, Xajno0d Ha O0JIeBbIe OLTYIIEHUS, TIOBBIIIEH-
HYIO COHJIMBOCTb He ObLIO. B Tpyrine cepo3HbIX MEHUH-
TUTOB IHCIIEPCHOCTh KOPKOBBEIX BMO HaOmomamach
B 54 % (14 u3 26) ciy4aeB, B rpyIine KOHTpoJsi — B 39 %
(9 u3 23) ciyuaeB. CHUKEHME aMIUTUATYAbl KOPKOBBIX
BMO c pyk Huxke 2 MB Habm01a10Ch B TPYIINE KOHTPOJIS
B 39 % (9 u3 23) ciyyaeB, B TpyIIe CEPO3HbIX MEHUHTU -
ToB — B 73 % (19 13 26); ¢ Hor HIKe 1 MB B rpyrime KOHT-
poiist B47 % (11 3 23) cinydaes, B IpyIITe CEPO3HBIX Me-
HUHTUTOB — B 69 % (18 13 26). YIUIMHeHUE TAaTEHTHOCTH
KOpKoBBIX BMO > 40 Mc ¢ HOT B TpyIIIie KOHTPOJISI HE OT-
MeJaJyioch HU pa3y, B TPYIIE CEPO3HBIX MEHWHTUTOB —
B 15 % (4 u3 26) cayyae. BLIMII ¢ Hor > 20 mc B rpymre
CEPO3HBIX MEHUHTUTOB Habonanock B 12 % (3 u3z 26),

B TPYIIIe KOHTPOJSI HU B OJHOM cliydae. ACUMMETpUs
BLIMIT > 2 mc 3apeructpupoBana B 1 (3 %) cirydae B rpyr-
T1e CepO3HBIX MEHWHTUTOB, B TPYIITie KOHTPOJISI HA B O~
HoM ciydae. [Topor BosHukHOBeHMst BMO > 90 % otme-
yeH B47 % (11 u3 23) ciyyaeB B rpyrire KOHTpoJisi u B 70 %
(18 u3 26) B TpymIe cepo3HbIX MEHUHTUTOB.

B rpynme cepo3HBIX MEHUHTUTOB TIO CPaBHEHUIO
C TPyNIoO#l KOHTPOJISI OTMeuajach TeHACHIMs K 0OoJjee
HU3KOHW aMmIuuTyne KopkoBoro BMO, ymimHeHuUo ja-
TEHTHOCTU KOpKOBbIX BMO c¢ Hor, Oosbliieil pazHuile
BLIMII npu uszmepenHun ¢ Hor [lpu aHanm3se Kaxaoro
KOHKPETHOTO CJTy4yast BHISIBIEHO, UTO B TPYTITIE CEPO3HBIX
MEHWHTUTOB Yallle PeTUCTPUPOBATIOCH BEIPaKEHHOE CHU -
s)kenure amrintyn BMO, moBblllieHre WX MOpoTa BBIIIE
90 %. ducnepcHocts BMO B rpyIminax KOHTPOJISI U MEHUH-
TUTOB ObLTa CPABHUMOIA.

BsiBompl. [Tociie mepeHeceHHOTO CepO3HOTO MEHUHTUTA
y yacTu manueHToB (69—73 %) HabmonaTcss U3MEHEHHUSI
nuddy3HOTO XapakTepa, TUTTMIHBIC JUTS HAapyIIeHUsT BO3-
OyIMMOCTA MOTOHEWPOHOB KOPBI (CHIDKEHUE aMILIUTYI
BMO), KoTOpBIE C yUETOM 3HAYUTEIBHOTO CPOKA, TTPOIIE/T-
IIETO C MOMEHTA TTPEeKPaIeHUs KIMHUYECKOW CUMIITOMA-
TUKY (4—5 Hem), TakKe MOTYT PaclieHUBAThCs KaK IMPU3Ha-
KU CHVDKEHUS UX KOJIMYeCTBa (aTpodUUecKue U3MEHEHUS).
[MpuzHaku mopaxkeHust aKCOHOB (3HAYUTEILHOE YITTMHEHME
nateHtHocTeit BMO) peructpupyiores y 12—15 % nanu-
€HTOB. BhIsiBIIsIeMas y allueHTOB IUCTIEPCUST TIPOBENECHUS
10 MOTOPHBIM TTYTSIM CpaBHUMa C TAKOBOM Y TPYTIITBI KOHT-
POJISt U MOXET ObITh O0BSICHEHA HE3aKOHUYMBILIEHCST MUACTTH -
HM3aIMeN IeHTPAIbHBIX MOTOPHBIX ITyTeit. MOXKHO Tpe-
rojaratb, 4YTO TIEPEHECEHHBIN CEPO3HBIM MEHUHTUT
BBI3BIBAET Y YaCTU TAIMEHTOB TOPaXXEHME BEIECTBA TO-
JIOBHOTO MO3Ta, COXpaHsIoIeecs B TeueHue 4—5 Hell rmociie
VICYE3HOBEHUST KIIMHUYECKOU CUMITTOMATUKM; 3TO TOpaXxe-
HUE CBSI3aHO CO CHIDKEHUEM (PYHKIIMOHATTbHOM aKTUBHOCTH
HEWPOHOB 1, BO3MOXHO, YaCTMYHOM 1X rubesbio. Borpoc
O TIPUPOJIE U PACTIPOCTPAHEHHOCTH IAHHOTO SIBJIEHUST OCTa-
eTCsI TIPEIMETOM JATbHEHIIETO U3YyISHUSI.

dnekmponeiipomuarpaguyeckue
Kpumepuu B JUarHocmuxe

NayUeHmoB ¢ CMeHo3upyIowuMu

NUraMe’Nmumamu nanbues Kucmu

S1.A. Tonuaposa', A.B. Bopsbix?, JI.10. Kopaiabuyk?,
A.A. Onpumenko?, JI.I11. /Tro0a’
'TY «<UHBX um. B.K. I'ycaka» HAMH Ykpaunet, [loneyk,
206aacmHasn KAUHUYMECKAs. MPaemMamono2u4eckas 60AbHulYa,
Joneuk, Ykpauna

Beenenue. Cpenu 3a0051eBaHN CyXOXKMIBHO-CBSI30U -
HOTO arfrapaTa KUCTU CTEeHO3UPYIOIINUEe TMPOIecCchl (pu-
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OpPO3HBIX KAHAJIOB COCTABJISIIOT OT 3,5 10 43,8 %, a cTeHo-
3UPYIONINE JIMTAMEHTUTHI TAIBIIEB KUCTU COCTaBIISIOT
10 22,3 % cnyvaeB naHHOM natosorun. HecMotpst Ha va-
CTOTY TAHHO MMAaTOJIOTVU U OTIBIT €€ JISUeHUsI, HET 00I1Ie-
TIPUHSITOTO MHEHUST OTHOCUTETLHO KPUTEPUEB JIJIST OTIpe-
JIEJIEHUST CTaINM TIpoIiecca v MOKa3aHU K OTIepaTUBHOMY
BMeEIIIATEeIbCTBY.

Iens uccienoBaHus — BBISIBUTH JOCTOBEPHBIE TMATHO-
ctuueckue OHMI -kpurepun 1  omnpenenaeHus
U/WIW TIOATBEPKIEHUST CTaIuM TIpoliecca y MalueHTOB
C CTEHO3UPYIOIIMMHU JTUTAMEHTUTAMM TaJIbIIEB KUCTH.

Marepuaisi u MeToapbl. [IpoBeneH aHaN3 pe3yIbTaToB
HelipoMuorpaduyeckoro obcienoBaHust 56 MalMeHTOB
CO CTEHO3UPYIOIIMMHU JIMTAMEHTUTAMU TIAJIbIEB KUCTH
3a mepuof ¢ 2008 mo 2012 rr. [TaureHTH OBITN pa3aeIeHBI
Ha 2 CTaTUCTUYECKU 3HAYMMO HE Pa3IMUaloNIecs TPYIITbI
B 3aBUCHUMOCTM OT CTaIWM IIpoliecca IO KPUTEPUSIM
A.M. Bonxkosoii. B 1-10 rpymny Bouuio 28 maimeHTOB
co II cragueii nuramenTnTa, Bo 2-10 — ¢ I1I ctagueii. B o6e
TPYTIIBI MAIMEHTOB BXOAWIN KaK MY>KUUHBI, TaK U KEH-
IIMHBI B Bo3pacTe 45—65 neT. [pynmbl cTaTUCTHUYECKU
3HAYMMO He pa3InyaInch 1o Bo3pacty (kKpurepuit CTbio-
neHrta, p < 0,05), momny (kputepuii y , p < 0,05) u TsKEeCTH
3abosieBaHus (Kputepuit BuiikokcoHa, p < 0,05). Beidop-
Ky TPOBOAWIN CIUIOIIHBIM METOAOM. BbImomHsm
urojgpuaryio DMI ¢ ynbTpa3ByKoBOIl HaBUTAlIME 1 UH-
TephepeHIIMOHHYIO TOBEPXHOCTHYIO MUOTPahUIO TIEPBO-
ro najblia Kuctu Ha Heripomuorpade Nihon Kohden
Neuropack MEB-9400. MnTepdhepeHIMOHHYIO TTOBEPX-
HOCTHYI0 DMI BBITIONHSUIM B TEX CITyJasiX, KOTa UMEINCh
TPOTUBOTIOKA3aHUSI K TIPOBEIEHUIO MHBA3UBHON METOIH -
KU (UrosbyaTasi Muorpacdus) UM B caydyae KaTeropuye-
CKOTO OTKa3a MalMeHTa OT ee TTPOBeCHUS.

Pe3yasratsl. Y 42 nanneHTOB ObLIa BBITIOJTHEHA UTOJTb-
yatag DMI. CioHTaHHAass aKTUBHOCTh OBLIa PEeaKol —
y 4 00NBbHBIX (M3 2 TPYIIT) — U COCTOSUIA U3 €AMHUIHBIX
nioteHanoB pudpwsiimu (ITd) ¢ yactoroii 10 paspsimon
B CEKYHJLY.

V nauueHToB ¢ KiMHu4eckoi Il cragueil mpoiecca
MPU WUTOJIbYATOM MCCJIEOBAHUU COCTOSTHUST MBIIIIIIBI
JUTMHHOTO CTUOATeJIs TIEPBOTO MaJIblia PETUCTPUPOBAIOCH
JajbHellee yriayojeHre MNaTaToTMYecKuX W3MEHEHUN
B MBIIIIIIE, IIPU OTCYTCTBUU KOMITEHCATOPHOI WHEPBAIINN:
cpenHuii mokasareb aaureabHoctu [T E coctaBun 7,7 =
0,03 mc, a ammmrynsl [TIE 770,5 £ 3,2 MB, a y ma-
uuenTos ¢ 111 cragueir 6,3 = 0,12 mc u 541,3 £ 6,1 mB.
CpenHee 3HaUeHUE TTOKA3aTessl oanuGa3nu y TalueHTOB
o06oux rpymn 06010 23,2 + 0,75 % u 32,3 £ 0,94 % coort-
BeTcTBeHHO. [IpM cpaBHeHUM 3TUX TTOKa3aTeel 1o Kpu-
tepusM CThlofeHTa 1 MaHHa— YUTHN—BUIKOKCOHA MBI
TTOJIYIMIJIN CTaTUCTUUeCcKU noctoBepHoe (p < 0,001) oTymm-
yue. B pe3ynbrare mpoBeIeHHBIX UCCIEIOBAHUIT MOXKHO
cenaTh CAeMyIONINii BBIBO: 15T TanieHToB co 1 cranu-
el CTEeHO3MPYIOIIIEeTO TMTAMEHTUTA XapaKTepHO CHUKEeHUE
ammuutynsl ITIE no ypoas 700—800 MB, a mmTenpHO-
ctu — o 7,5-8,0 Mc, nng maumeHToB ¢ 11 crammeit —

500—600 MB u 5,5—7,4 Mmc coorBeTcTBEHHO. TakuM obpa-
30M, y nauueHToB co I1 u I1I cragusiMmu CTEeHO3UPYIOLLIETO
JINTAMEHTUTA UMEIOTCS TOCTOBEPHBIE PA3INIMS B OCHOB-
HBIX HEWPOMETPUYECKUX TMOKA3aTeNsIX: IJIUTETbHOCTU
IMAE v ammnutyne [IJIE. [ToBepxHocTHast uHTepdepeH-
1MoHHas Muorpadust mpumeHsiach y 14 6onpHBIX. B 11
CJTyuyasix IBMEHEHUI He BBISIBJIEHO, B 3 CJTydasiX BbISBIEHA
ACUMMETPUSI JIEKTPOMUOTpadUUECKNX TIoKa3aTesieli B BU-
JIe CHIDKEHUMSI MaKCUMaJIbHOM W CpelHeil aMILTUTYIIbI
CUTHAJIA.

3akmouenne. TeueHre CTEHO3UPYIOIIETO TUTAMEHTH -
Ta XapaktepusyeTcsl (pa3HOCTbIO, U TpaBUJIbHAST OlleHKa
JAHHBIX, TOJYYEHHBIX MPU OOCIEeNOBaHUM TAIMEHTA,
a Takxke BbIOop Hanbosee 3(h(HEeKTUBHOTO METOAA JICUYEHUS
HEBO3MOXHBI 0€3 ydyeTa 3TOro ooOcTosTenbcTBa. Ee
HCITOJIb30BaHUE HApSAy C KITMHUYECKUM 00CIe0OBaHUEM
MO3BOJISIET TPABWIBHO OIMPEAEIUTh CTAAUIO TIpoLecca U,
COOTBETCTBEHHO, BHIOPATh MPABUJIbHBIA U aAeKBATHBIN
METO/ JIEYCHUS MALIUEHTA.

MuacmeHus y nayuenma
C nepuopuyeckoil 6onesHbio
(KNuHUYecKul cnyyai)

3.A. Tonuaposa, O.B. MuioBaHoBa
T'bOY BIIO «PocmI'MY»> Munszopasa Poccuu, Pocmos-na-Jlony

BBenenue. MuacteHUs SBISIETCS TOCTATOYHO PEIKUM
AYTOMMMYHHBIM 3a00JI€eBaHUEM, XapaKTePU3YIOLIUMCS
¢1a00CThIO 1 TATOJIOTMYECKON YTOMIISIEMOCTBIO MYCKYJIa-
Typbl. PacnpocTpaHeHHOCTb 3a00JieBaHUSI BapbUpPYeT
B ipenenax ot 5,1 go 15 ua 100 teic. Hacenenus (b.B. Ara-
(onoB u coast., 2013). 3aboneBaHMe 3a4acTylO TUIOXO
MOJIAaeTCs Teparuu, MPUBOIUT K TSIXKEJIOW WHBATUAU3A-
11U, JIETAIbHOMY UCXOAY BCJIEACTBUE Pa3BUTUS KPU3OB.
MuacteHust MOXeT HaUMHATBCS B JTIIOOOM BO3pacTe, OJHA-
KO B OOJIBIITMHCTBE CiTydaeB — B Bo3pacte 20—40 nieT, vaiie
0OJICIOT XEHIIWHBI (MMEET MECTO TUTTUYHOE TS ayTOUM-
MYHHOM TaTojoruu cooTHolueHue 2:1). [lpu Hauvase
B Bo3pacte crapiiie 50 JIeT IMoJI0BOe pa3inyre BhIpaBHUBA-
€TCsI, UMEETCS HEe3HAUUTEJbHBII POCT 3a00J€BAEMOCTH.
[Tpu passutum B GoJiee MO3AHEM BO3pacTe MUACTEHWS,
KaK MpaBWJIO, COYETaeTcsd JUOO pa3BuUBaeTcs Ha (hoHe
COMAaTUYECKOI MaTOJIOTUH, YTO OOYCIOBIMBAET TPYAHOCTU
JNUATHOCTUKU U OI00pa Tepanuu, yXyAIIaeT MPOTHO3.

B ocHoBe nmaToreHeza MUaCTEHUU BeaylIast POJib IIPU-
HAJUIEXKUT BBIPAOOTKE PA3IMYHBIX AaHTUTE (K aLleTUIXOTH -
HOBBIM pEleNTOPaM, MBIIIIEYHON TUPO3ZUHKUHA3E, TUTUH-
OeJIKy U Ap.), 4TO ONPEAEsieT OCHOBHYIO TEPAIIEBTUYECKYIO
CTPATErnio — UCIOJIb30BAHUE UMMYHOCYIIPECCAHTOB, OC-
HOBHBIMU U3 KOTOPBIX SBJSIOTCS KOPTUKOCTEPOUJbBI).
B 10 xe BpeMsi KOPTUKOCTEPOU bl BBI3BIBAIOT MTOOOYHBIE
3bdeKTHI (pa3BUTUE apTEPUATBHON TUIIEPTEH3UU, Caxap-
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HOTo arabeTa, I3BeHHOM 00JIe3HU), YTO OCOOEHHO OIMacHO
Y JIMLL CTapLIel BO3PACTHOM TPYTIIIBI.

IMepuomnnueckast (apMsTHCKas1) 0OJIe3Hb W HaCIIe -
CTBEHHBIN CEMEHBIN aMUJIOMUI03 SIBJIIETCSI PEIKUM Te-
HETUIECKUM 3a00JIeBaHNEM HapyIIeHUSI OOMEHHBIX ITPO-
IIECCOB, MPEUMYIIECTBEHHO B CEPO3HBIX TKAaHSIX,
COMPOBOXIAIOIINMCS TTOBBIIIICHUEM TIPOHUIIAEMOCTHU
COCYIOB, Pa3BUTHEM COCAMHUTEILHON TKAHM C OTJIOXKE-
HUEM B Hell MPOAYKTOB ITaTOJIOTUYECKOro oOMeHa (aMm-
snonna). Betpedaercs mpenMyIecTBEHHO Y TIpeICTaBUTe -
JIel HapOIHOCTEU, MPEedKU KOTOPBIX XWIU B OacceiiHe
Cpenm3eMHOTo MOpsI, 0COOCHHO Y apMSsTH, eBpeeB, apadoB,
U UL B 6 % cilydaeB y JIML APYTUX HALIMOHAIbLHOCTEIA.
3aboJieBaHNEe XapaKTePU3YeTCs SITN30INIeCKIMHU (OT He-
CKOJIbKMX YaCOB JIO HEIENN) TIPUCTYIIaMHM, COITIPOBOXKIA-
FOIIMMUCS JINXOPAIKOIA, OOJIBIO B 3KUBOTE, 00YCIIOBIICHHOM
aCeNTUICCKUM TTEPUTOHUTOM, OCTPBIM apTPUTOM, TIJICB-
puToM, TTopaxkeHreM Koxu. CrennduIecKoro JICUCHUS
00JIe3HN Ha CETOTHSIIHUN IeHb He cymecTByeT. [1pema-
paToM BBIOOpA OCTACTCS KOJXHUIIMH, KOTOPBIN YCTpaHSIET
WIN CHIKAET YaCTOTYy OOOCTPEHUI, CIOCOOCTBYET MPOdU-
JIAKTUKE pa3BUTHUSI aMuiaonmo3a. OTHAKO IJTATEIbHBIN
MpreM KOJIXUIIMHA IPUBOIUT K HAPYIIEHUIO HEPBHO-MBbI-
IIeYHOI mepemayn. TakuM oO6pa3oM, MpueM KOJIXUIIMHA
IIPY MUACTEHUH TTPOTUBOITOKA3aH.

B mocTymHOIM HaM JTUTepaType MBI HE BCTPETUIIN OITH -
CaHMS COUCTaHUSI MMACTEHUH U TIEPUOINICCKON OOJIe3HU.

B nesponoeuueckoe omoenenue kaunuxu PocmIMY
6 okmsbpe 2013 e. nocmynua nayuenm I1., 59 rem, apmsinun.
Ilpu nocmynaenuu npedss6asnn xHcanobvl Ha GbIPAICEHHYIO
00UYI0 MBIUEHHYIO CAA00CTb, CAAOOCb MbIULY, ULeU, HUJICHETl
YeaCmu, eHycagocms 2040¢a, NONepxXuanue, 00bluKY, 4ye-
CMBO HeXeamKu 6030yXa, YCUAUBAIOWUECs NP PU3UUeCKOll
Haepyske, xo0vbe. B Heeponroeuueckom cmamyce — dgycmo-
POHHULL nNMO3, OYA60aPHYIL CUHOPOM, CAADOCHb MUMUYECKOL
MYCKYAGMYpbl, peHOMeH NamoA0UYeCKOU MblUEHHOL YIMOM-
asemocmu. M3 anamuesa: gnepgvle ommemun 3Mu300bl npe-
xodaueil crabocmu mviuy uieu okoao 10 asem nazad. Obpa-
Wancs K Heapoaocy no Mecmy JdcUumensbcmed, o0caedosan
(MPT zon06H020 Mo32a, uleiiHo20 omoena NO360HOUHUKQ),
npoOXooun NOBMOPHbIE KYPCbl AeHeHUsl ¢ OUASHO30M: OCMeo-
XOHOPO3 welinoeo omadeaa no3goHouHuKa. boavnoil ¢ 6 sem
cmpadaem 6epupuyupoBanHoll nepuoduueckoi 601e3HbH0,
¢ yacmomoti obocmperuil 2—3 paza 6 200, 0CA0ICHUBUIEUCS
amuaoud030M NOHeK U PeHANbHOL cunepmen3ueil, ONUMenbHo
(6onee 5 nem) npunumaem rxoaxuuun. C mapma 2013 e.
npuUcoedUHUNAc, 00Was MblULeMHAs YIMOMASLEMOCMb, CAd-
bocmb mbluy uleu, nmo3, nepuoduyeckoe dsoerue. bvira
soinonnena IHMTI ¢ dexpemenm-mecmom, nocmagneH ouae-
Ho3: muacmenus. CKT opeanoe cpedocmernus 0b6semHO20
npoyecca He gviaguaa. B aseycme 2013 e. 6 cea3u ¢ napacma-
HUem He@poA02UHeCKOl CUMPMOMAMUKU (O0bIXaMeabHbIX,
Oyav0apHbIX HapyuieHuil) Ovin eocnumanusuposar ¢ Ooaacm-
HOU KAauHuKo-0uaeHocmuyeckui Llenmp, ede nayuenmy 6vin
OMmMeHeH NnpueM KOAXUUUHA, NPOo8oJuaact mepanusi me-
munpedom 64 me uepe3 denv, Karumunom 4 maon. 6 cymku,

naazmacghepez (5 ceancog). Buinucan co 3HaAUUMENbHBIM
yayuuieHuem, 00HaKo uepe3 3 Hed nocae 8bINUCKU COCIMOSIHUE
3HAUUMENBHO YXYOUIUAOCH, 8HOBb B03DOCAU ObIXAMENbHbLE
u OynvbapHvle HapyuleHus, @ Ce53U ¢ YeM 20CHUMAU3upo8an
6 kaunuky PocmIMY. Ilayuenmy 6Ho8b Obia Hauam Kypc
naazmaghepesa, cOXpaHANach KAUHUYECKAs Kapmuha 0eKom-
neucauuu muacmeruu. Cocmosuue ycy2younocs No8biuleHuem
Al do 200/100 mm pm.cm., ymo pacueHeHo KaK noOOUHbLI
aghghexm mepanuu memunpedom, 60300H08ACHUEM MANCENbIX
npucmynos nepuoouueckoil 6oae3nu (Hecmepnumas 6016
8 Jicusome, 6 KOJNEHHbIX CYCMagax, 2unepemus Auya, Nomau-
socmb, eunepmepmusi 00 37,8°), 06yca061eHHBIM OMMEHOU
rkoaxuyuna 6 08.2013 e. O0nako, yuumol8as 8bipaiceHHOCMb
He8poA0cUHeCKOll CUMNMOMAMUKY U UMeGUIULL Mecmo paHee
hakm Hapacmanus 6ya60apHbIX U ObIXAMENbHBIX HAPYUEHUT
Ha ghone npuema npenapama, KOAXUUUH NAUUEHMY He HA3HA-
qunu.

Ha ¢one nposodumoii mepanuu (memunped, aHmuxo-
AUHICMEpA3Hble npenapamol, Kaaulicbepeearoujue ouype-
muku, niazmagepes) ommeuanracs yYMepeHHas NeeKas no-
A0dCUmMenvHas ounamuka (ymeHvuienue caabocmu 8 uiee,
HUMICHell 4earocmi), 00OHAKO COCMOsHUe nayuenma oc-
maganocy, MmadicenviM, COXPAHsIAUCh Oblxamensvhvle U 0yab-
bapHble HapyuleHus, yacmole NPUCMYNblL NEPUOOUHecKoll 60-
JAe3HU. Yuumoieas namoeene3 060Ux 0CHO8HbIX 3a001€8aHUII,
daHHble Aumepamypsl 0 603MONCHOCHIU UCNOAB30BAHUS YUMO-
CmMamuKos8 npu nepuoouyeckoll 60ae3Hu, nayueHmy Ha3Ha-
uuau asamuonpur no 1 maba. 3 paza 6 denv. B meuenue
10 Oneii cocmosinue navuenma cmaduAU3UPOBANOCH, pecpec-
cuposana caabocms 6 MblUYAX wleu U HUMICHel Yeacmi,
dvixamenvhble U OYAbOApHble HAPYUWIEHUS, CIAOUAU3UPOBA-
Aace eemodunamuka. B meuenue nocaedyowux 2 mec npe-
Kpamuaucs npUCmynsl nepuooueckoli 601e3Hu.

BoiBoabl

* ¥V ManueHToB CTapilMX BO3PACTHBIX IPYIIT HAYaJIo
MUACTEHNH, KaK MPaBUIIO, TIPOTEKaeT Ha (hoHEe KaKOoi-TM00
COMATUYECKOU MaTOJIOTUN, YTO 3aTPYIHSIET CBOEBPEMEH -
HyI0 TMarHocTuKy. Tak, y maiueHTa, JITMTeIbHO CTpalalo-
IIETO TIEPUOTNYIECKOI 00JIE3HBIO, HEMOOIICHEHO TTOSIBIICHUE
CHUMIITOMOB, a0COJIIOTHO HE XapaKTepHBIX JUISI JTaHHOTO
3a00s1eBaHKs (MBIIIEYHAs CIa00CTh), YTO MPUBEJIO K MO3-
nHew (ciycetst 10 et ot Havyasia 3a00IeBaHUST) IUAaTHOCTUKE
MUACTEHUU, HECMOTPST Ha TUTTMYHBIE KITMHUYECKHUE TIPOSIB-
JIeHUsT 000MX TTPOIIECCOB.

* BeiOop Tepanuu y faHHOW TpyOqHOKYpabeabHOM Ka-
TErOpUY MAIMEHTOB JIOKEH TTPOBOAUTHCS C YUETOM TTPO-
TUMBOMNOKAa3aHUI 1 TTOO0YHBIX 3((HEKTOB MO KaXKI0i HO-
30JI0TUM, TIOJIUTIPAarMa3uu U TPEEeMCTBEHHOCTH Bpaueit
pPa3IMYHBIX ClieliMayibHOCTel. Tepamnus rmepruoanyeckoit
00JIe3HM KOJIXMIIMHOM (TipernapaTta BbIOOpa) mpuBesa
K yCyryOJieHUI0 TeUeHUsI MMaCTEeHUU, a OTMEHa JieKapc-
TBEHHOTO TIperapaTa BbI3BaJla TSDKEJIbI PeIUANB TIepro-
JIMYEeCKO OOIe3HMU.

 [Ipu coueTaHUM MUACTEHUHU C TIEPUOINIECKOI 00-
JIE3HBIO TIATOTEHETUYECKU OOOCHOBAHHBIM TIpeTriapaTom
BBIOOpA SIBJISIETCST A3aTUOTIPUH (TPYTITA IIUTOCTATUKOB).
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Cunppom lueiina-bappe:
conocmasneHue pesynbmamos
KNUHUYECcKoro
U Helipothu3uonoruyecKoro
KamaMHecmuy4ecKux
o6cnepoBaHuil

J.A. I'pummmna, H.A. CynoneBa, M. A. Ilupanos,
H.T. CaBunkas
DI'BY «Hayunwiii yenmp nesponoeuuw» PAMH, Mockea

Iens uccaenoBanus — MPoOBeIEHUE TTPOCIIEKTUBHOTO
KJIMHUYECKOTO Y HEMPO(PU3NOIOTNIeCKOTO 00CIeI0BaHUS
MalMeHToB, MepeHecmux cuHapom luiteHa — bappe
(CI'B).

Marepuassl 1 MeTOIBI. B riccienoBaHue ObUTO BKIIIO-
yeHo 75 marmeHToB — 36 (48 %) xenmmH u 39 (52 %)
MYXXUMH — B Bo3dpacTe oT 16 10 75 ner (Me 47 [32; 57]),
nepeneciux CI'b or 3 mec 1o 36 ner Hazan (Me 2,3 roga
[10 mec; 5,4 tonma]). B octpom mepuone nuarno3 CI'b
yCTaHABIMBAJICS Ha ocHoBaHuu kputepuit BO3 (1993)
u xnaccudukanumn R. Hadden (1998). Ocrtpas Bocmanu-
TeTbHAsT NEMUETMHU3UPYIONAs MOJUHEBPOIaTusl Oblia
auarHocTupoBaHa y 59 (78 %), akcoHalbHbIe (HOPMBI
CI'b —y 16 (22 %) nauuenTtoB. CpenHeTsKeaast CTereHb
3a00sieBaHMs (C HApyIIeHWEM XOab0bl) oTMevasiach B 1/3
CJy4daes, Tskesas (C MoHOM 00€31BUXKEHHOCTBIO) — Y TTO-
JIOBUHBI TIALIMEHTOB, KpaliHe Tskenas (C MpoBeAeHUEM
WUCCKYCTBEHHOW BEHTWISIIIUU JIETKUX) — y KaXKIOTO 5-TO
0OJIBHOTO.

B 3aBrcuMOCTH OT cpoka JaBHOCTH 3a00JIeBaHMST ObI-
JIA BBIIEJIEHBI 5 Ty nanueHToB: epeHeciive CI'b ot 3
10 6 Mec coctaBuu 1-1o rpynmy (n = 75), 1 ron Hazam —
2-10 (n = 59), ot 1 roma no 3 ner — 3-10 (n = 45), or 3
1o 5 net — 4-10 (n = 30) u 6onee 5 getT — S-10 rpynmy (n =
16). [IpoBoAMIMCH HEBPOJOTUYECKUI OCMOTP C OLIEHKOIA
JIBUTATEJIbHOW, YyBCTBUTEJIbHOU U pedhIeKTOpHOI cdep,
a Takxe crumyssiuoHHass DHMI ¢ uccnenoBaHueM nBu-
raTeJIbHON mopuuu n.n. medianus, ulnaris, peroneus
U tibialis v 9yBCTBUTENILHOM TIOPIUY n.1. medianus, ulnaris,
peroneus superficialis v suralis. AHaTU3UPOBATINCH OCHOB-
Hbele DHMI -nmapaMeTpsbl: TaTeHTHOCTb U aMIUTATY/Ia MO-
TOPHOTO ¥ CEHCOPHOTO OTBETOB (M- 1 S-0TBETOB), BEJIN-
yHBI MOTOPHBIX CPB (CPBM) 1 cerncopasix CPB (CPBc),
Hajmuure 6JIOKOB MPOBEIEHNE BO30OYXKICHUS U AUCTIEPCUM
M-otBeToB. DHMI-006cnen0oBaHe MPOBOAUIOCH HA MU~
orpade Keypoint Clinical System (Medtronic, CIIIA)
1o crangaptHoit Metonuke (J. Kimura, 2001).

Pe3yasrarbl. [laTonornueckue Heitpodbusnonoruye-
CKMe U3MEHEHUS, BhIsiBIeHHbIe Tpu DHMI -uccnenosa-
HUU IBUTATEIbHBIX HEPBOB, Y€TKO KOPPEINPOBAIM C Ha-

JMYMeM OCTaTOYHBIX [BUTATEJbHBIX HapylIeHUI
y marueHToB 1—4-i rpynm. Tak, y OOJbHBIX, UMEIOIINX
OCTAaTOYHBIN Tlape3 B rpyniax | —4, 3HaYuMo yalle peru-
CTPUPOBAINCH HU3KKUE aMILIATYIbl JUCTAIBHBIX MOTOP-
HBIX OTBETOB IO BCEM MCCJIENOBAHHBIM JBUTATEIbHBIM
HepsaM (R = 0,6; p=0), a rakxxe cHizkeHre CPBM 1o He-
pBam Hor (R = 0,53; p =0,00001). ITpu aTOM B 5-1i TpyII-
ne (oaBHOCTb 3a0ojeBaHUs Oojiee 5 JIET) YUCIO JIUILL,
nmeronmx natojorndeckue YHMT -uzmenenus npu mc-
CJIeMOBAaHUM JIBUTATETHLHBIX HEPBOB, B 2 pa3a MPeBBIIIATIO
YUCJIO MALMEHTOB C OCTATOYHBIM MApe30M, T.€. TaHHbIE
HelipoU3NoI0TUYECKHe TATOJIOTMYeCKre W3MEHEeHUS
ObUIM CYOKITMHUYECKUMU. B OONBIIMHCTBE CllyyaeB OHU
HOCUJIA CMEIIAHHBIA, aKCOHAJIbHO-IEMUETUHU3UPYIO-
MU XapakTep ¢ IpeodiajaHreM B HepBaX HUXKHUX KO-
HEYHOCTEN, a B HEBPOJIOTUIECKOM CTAaTyCe TUX MallueH-
TOB BBISIBJISITMCH TUTIO- /apedIeKCHst U/ WIN OCTaTOYHbIE
YYBCTBUTEJbHBIE HAPYIIEHUS TIOJIMHEBPUTUIECKOTO Xa-
pakTepa.

Ilpy KIMHUKO-HEHPODU3NOTOTUYECKON OLEHKE
YYBCTBUTEILHON chephl Y TAIIMEHTOB BCEX TPYIIN B3au-
MOCBSI3U MEXIy pe3yIbraTaMi KaTaMHEeCTUYeCKOTO He-
Bposjoruyeckoro ocmorpa u OHMI-o6cnenoBanus
He BbIsSIBIIEHO (p > 0,05): uncyio O0IbHBIX C HApYIIEHUEeM
MPOBEIEeHUST BO30YXIEHUSI MO CEHCOPHBIM BOJIOKHAM
npeobiafano Hag YUCJIOM MAlMEHTOB C OCTATOYHBIMU
YyBCTBUTEIbHBIMU HAPYIIEHUSMU, BBISIBISIEMBIMU
pu ocMOTpe, B 3 pa3a B 1—4-i1 rpynmax u B 1,5 pasa
B 5-1 TpyIme, T.e. HApyIIeHUS TTPOBOASIIEH (BYHKIIUN
YyBCTBUTEJbHBIX HEPBOB OBbLIA CYOKJIMHUYECKUMU
B OOJIBIIMHCTBE cllydyaeB. 3/1eCh CleAyeT yUYUThIBATD TO,
YTO KJIMHUYECKAas OLIEHKA YyBCTBUTEIBbHON chepbl SIBJIS-
€TCSI IOCTATOYHO CYObeKTUBHBIM METOJIOM Y BO MHOTOM
OTIpesiesiIeTCsl OTHOIIEHUEM MallueHTa K OCMOTDY.

OcHOBHasl MPUYMHA OTCYTCTBUS TOJOXUTETbHBIX
KOppEeJISUUi MeXay KIMHAYECKUM U BJIEKTPOMUUOIO0-
TUYEeCKUM OOCTIEIOBAHUSIMU Yy HEKOTOPBIX TMAIlMeHTOB,
nepeHeciux CI'B, MoxXeT 3aKiTovarbesi B CIEAYIONIEM:
peMUeNMHU3aNsl U peMHHEpBalMs Tepudepruiecknx
HEPBOB TIOCJIE OCTPOTO AyTOMMMYHOTO UX TTOBPEXIACHUS
TMPUBOJUT K U3MEHEHUIO MeXaHU3Ma Mepeadr HEPBHOTO
HUMITYyJIbCa MO BOJIOKHY NepudepruyecKoro HepBa, 4YTo MoJ-
HOCTBIO KOMITEHCUPYET KJIMHUYECKU NeUInT npu oT-
cyrctBuu HopMmanuszauuu DHMTI-napamerpos. Kpome
TOTO, HEOOXOAMMO MMETh B BUJY, YTO C YBEJIUYEHUEM
CpoKa JIaBHOCTH 3200JieBaHUsI BOBMOXHO TMPUCOSTNHEHNE
COITYTCTBYIOIIUX MATOJOTUM, OTPULIATEIBHO BIUSIOIINX
Ha nieprdepruiecKknii HEHPOMOTOPHBIN arnmapaT v IpUBO-
JAIIUX K YXYOIIEHWIO TIPOBOSIIEH (DYHKIIMU HEPBOB
emnie B JOKIMHUYECKOU cTamuu. OJHAKO 3TOT BOIPOC
TpeOyeT NajJbHENIIEero uccaeoBaHUs.

3akmouenne. Y mnamueHToB, mnepeHecmmx CIB,
MPY KATAMHECTUYECKOM HEHPO(PU3UOIOTUIECKOM HCCITe-
JIOBAaHUM BO3MOKHO BBISIBJIEHUE CYOKITMHUYECKUX TBUTA-
TEJbHBIX U YYBCTBUTEIbHBIX HAPYILIEHUI. DTO 00yCI0B-
JINBAE€T HEOOXONUMOCTb B PErYJSIPHOM U [JIUTEIbHOM
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HepBHo-MbileYHbIe
BOJNIE3HH

KaK KIMHUY€CKOM, TaK U HeﬁpO(I)HBI/IOJIOFH‘IeCKOM obce-
JNIOBAHUU TaHHOU KaTreropmun OOJIbHBIX C LIEJIbIO OLIEHKU
JMHaAMMWKHN BOCCTAHOBJICHUSA HpOBOI[HH.[efI (I)YHKL[I/II/I I1e-
pI/I(I)CpI/I‘ICCKI/IX HCPBOB, CBOCBPCMCHHOI'O BLIABJICHUA €€
YXyaAIIEHUA M YTOUYHCHHA BO3MOXHBIX IMPUYHWH JaHHbBIX
NAaTOJOTUYECKUX U3MEHEHUA.

OcobenHocmu MuofacyuanbHoro
CUHApPOMA B IGMCKOM BO3pacme

B.9D. I'yoees, JI.X. Xaiioyumnaa, F0.H. Makcumos,
Bb.X. AxmeToB

Kazauckas eocy()apcmeenﬂaﬂ MeaLIL{LlHCKdﬂ aica&emuﬂ, Kazano

Beeaenue. Muodacimanbbiii cuaapom (MPC) cuu-
TAETCsI OJHOM M3 OCHOBHBIX IPUUMH OOJIEBOTO CUHIpOMA
HE TOJIBKO y B3pOCIbIX, HO 1 Yy Aeteir. MADC xapakrepusy-
€TCSl HATMIMEM CTOMKUX YTUTOTHEHUI B MBIIIIIIAX, A TAKXKe
HanuuueM tpurrepHbix Touek (TT), pazapaxeHue KoTo-
PBIX BBI3BIBAET OOJTh M BETETATUBHBIC PeaKIIUK Ha OTaaje-
1307078

Ilens uccaenoBanusi — U3ydeHre 0OCOOEHHOCTEN JIOKa-
ym3arun M®C B IeTCKOM BO3pacTe.

Marepuajsi u MmeToabl. Hamu oocnenoBano 100 nereit
U TIOJIPOCTKOB C XajobaMu Ha 00U B CIIMHE PA3TUIHOMN
Jiokanu3aivu. Mcromb30Baivch O0IIETIPUHSITHIE METOIM -
KU1 HEBPOJIOTUYECKOTO UCCIIe0BaHNSI, MAHyaTbHOE TECTU-
poBanue. [1o mokazaHUsSIM MPOBOIMIIOCH PEHTTEHOJIOT -
Yyeckoe WCCIeJ0BaHUE COOTBETCTBYIOIIMX OTAEJIOB
TMO3BOHOYHMKA.

Pesyabratel. OOciiemoBaHHBIE OBUIM pa3IesICHBI
Ha 3 TPYIIBI B 3aBUCUMOCTH OT BO3pacTa U CTeTIEHU 3pe-
JIOCTH MTo3BOHOYHMKA (Kiaccudukanus O.M. FOxHOBO,
1986). B 1-10 rpymity (Bo3pacT ot 3 10 6 JIeT, 4TO COOTBET-
ctByeT | crenenm 3pesnoctr) Bouwtu 15 (15,0 %) nerei,
3 HUX 7 AeBoYeK U 8§ MaabuukoB. Bo 2-10 rpymity (Bo3-
pact 7—13 qeT, uto cooTBeTcTBYET 11 cTeneHnu 3penoctu)
Bouutn 35 (35,0 %) manueHToB, U3 HUX 14 neBodek u 21
ManbuuK. B 3-10 rpynmy (Bo3pact 13,5—15 set, uTo coot-
BeTcTBYeT Il cTerneHu 3pesaocTu MO3BOHOYHOTO CTOJI0A)
ouutu 50 (50,0 %) nereit, u3 HUX 26 neBOUYEK U 24 MaJib-
YHKa.

M3MeHeHUsI CO CTOPOHBI HEPBHOW CHUCTEMBbI ObLIU
obHapyxxeHbl y 79,0 % obcenenoBaHHbIX. JAnddy3Hoe cHU-
>KE€HUE MBIIIIEYHOTO TOHYCA ObUIO BBISIBJIIEHO Y TTOIABIISTIO-
1Iero OOJBITMHCTBA HAIIIMX TMAIMEHTOB U HAOII0NaI0Ch
y 67,0 % nereii Bcex 3 rpynin. CHMXeHUE TOHYCA TOJIBKO
B pykax ot™MeueHo B 10,0 % caydaeB. CUMIITOMBI MUpa-
MUJIHOW HEIOCTaTOYHOCTU OBbUIM IMAarHOCTUPOBAHBI
B 32,0 % HabmofeHuii, IPUMEPHO C ONMHAKOBO YacTO-
TOI BO Beex 3 rpyniax. YacTo BcTpeyascst TMIepKUHETH -
YECKUII CUHAPOM, KOTODPBIA BbIsABIEH y 26,0 % Hammx
OosbHbIX. [Ipr3HaKky BereTaTUBHOW TUCGHYHKIIUU OTpe-
JIEJISUTUCH B 001Leit ciioxXHocTy B 43,0 % cityyaes, ¢ TeH-

JIEHIINEN K YBEJTMYEHUIO YaCTOTHI B 3aBUCUMOCTH OT BO3-
pacra: 3,0 % B 1-i1 rpymme u 32,0 % — B 3-it Tpymme
(»<0,001).

M®C 6buT TUarHoCTUPOBaH y 67 neTeit: B 1-1 rpym-
rie — 0, Bo 2-i1 rpynime — 24 u B 3-ii rpynime — 43 pebGeHka.
B momasstromeM 6onpimmHcTBe M®C OB ITpeacTaBlIeH
B BUJIE TUTIEPTOHYCA Psiia MBI C HATUYMEM B HUX 00-
JIe3HEHHBIX yTutoTHeHui. JIumb B 12 cinyvasx (3-s rpym-
ma) 6putn BbisBIeHB TT. Mo nokanu3zauuu Haubosee
yacto M®DC BcTpeuascs: B KOPOTKUX CYyOOKITUTTUTATTbHBIX
Mmblax (67,7 % nereii), B TOPU30HTAIBHON MOPIUU
TpaneuueBUIHON Mblisl (53,7 % nereil), B MBbIIIILIE,
nogHuMawlieil jgonarky (41,8 %), B poMOOBHIHBIX
Mmbimuax (37,3 %), Mblax-pa3rudarenasx CHUHBI
(32,8 %), B Gonbioit TpynHoit mbimie (13,4 %), kBa-
JpaTHOM Mbiiie moscHuilsl (10,4 %), B mpsMbIx (8,9 %)
1 KOChIX (4,5 %) mblmiiax XuBota. OcO6EHHOCTBIO pac-
rrojioxkeHUst MADC B OOJIBIION TPYIHON MBIIIIIE Y ACTCH
U TIOAPOCTKOB Oblja JIOKanu3alusi M3MeHeHUi. Mbl
He HaOJTIo1aIN TMTOpaXXeHUs KIIIOYMYHOM YacTu OO0JIBIIION
TPYIHOM MBIIIIIBI, YTO SBJISIETCS] XapaKTePHBIM JIJIST B3PO-
CJIbIX; OOJIE3HEHHBIE YIUIOTHEHU I JIOKAJIM30BAIUCH B JIa-
TepaJIbHOM Kpae MBIIIIIE U HAOII0aI0Ch HaMu Y 3 nie-
Teil, HamboJyiee YacTo Topaxajach TPyAMHHAs 4YacTh
MBIIIIIIBI — Y 6 MAIlUEHTOB.

HurepecHbiM okazanock couetanue TT ¢ comaTuye-
CKOI1 TaToJjiorueii. B yacTHOCTH, MaToyorust Co CTOPOHBI
JKETyIOYHO-KUIIEYHOTO TPaKTa COYeTAIach C HAJTMIUEM
M®C u TT B MBIIIIaX-pa3ruOATEISIX CITMHBI U MBIIIIIAX
kuBoTa. [lpyM Kapnuanrusx BBISIBISUIMCH W3MEHEHUS
B 0OJILIION TPYAHON MBIILILIE, POMOOBUIHOI MBIILILIE Clie-
Ba. [1OCTOSTHHBIM CITyTHUKOM MUOIIMI U TOJIOBHOM 00
SIBUJIUCHh U3MEHEHUST CO CTOPOHBI KOPOTKUX CYOOKITUTIM -
TaJIbHBIX MBIIIILI.

Bcem manmenTam ¢ BeisiBieHHbIM M@DC Obijia poBe-
JIeHa KOMTUIEKCHasl Teparivsi, KoTopasli BKJIloyaia MITKue
TEXHUKM MaHYaJIbHOU Tepanuu (MOCTU30METPUIECKYIO
petakcaluio MBIIIIIL, TIPeccypy, MOOUIU3AINIO OJIOKUPO-
BaHHbBIX TO3BOHOYHO-/IBUTATEIbHBIX CETMEHTORB), Pa3jiNy-
Hble TEXHUKU Maccaxa, nHaktupaiuio TT, metonbl ped-
JIEKCOTEpaIuu.

[TonoxuTenbHBIN pe3yabTaT B BUIE HOpMaIu3aluu
TOHYCa TOPaKEHHBIX MBI, TIpeKpalieHus: 00JeBOTO
CUHIpOMa ObUT TIOJTy4YeH y Bcex maireHToB. Habmonenme
B TeueHUe | roya mokasajao oTCyTcTBUE penansa B 89 %
cityvaeB, B 11 % HaG0IeHNI OTMEYAJICsT PELIUINB, CBSI-
3aHHBIN C HEaleKBaTHBIMU CTATUKO-AMHAMUYIECKUMU Ha-
rpy3KaMu.

3akmouenne. MO C He ABISIETCS] PEAKOCTBIO Y IETEH,
M YacToTa er0 BCTPEYaeMOCTM YBEJIWYMBAETCSI C BO3pa-
ctoMm. Hanbosee yacto mopaskaeMble MBIIIIIIBI: KOPOTKHE
CYOOKIIMTIUTAIbHBIE MBIIIIBI, TOPU3OHTAIbHAST TTOPIUS
TpaneMeBUIHON MBIIIIIBI, MBIIIIIA, TTOMHUMAIOIIAS JIO-
TaTKy, POMOOBUIHAST MBIIIIIIA, MBIIIIIbI-PAa3TUOATEIN CITU -
HBbI ¥ OoJibllast rpyaHas melina. Bee netu ¢ MOC umeror
MUHUMAaJIbHbIE HEBPOJIOTUYECKIE NU3MEHEHMSI.
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HepBHo-MbilweyHble
BOJNIE3HH

Kongepenyuu, cumnosuymol, cosewanus

Hccnenosanue ungopMamusHocmu
MUKpocamennumuibiX MapKepoB
D17S2218, D17S2223, D17S2229

resa PMP22 pna guarHocmuxu
Gone3xu LWapro-Mapu-Tyma
12 muna B AKyMcKoil IMHU4ecKoll
rpynne

I1.1. T'ypveBa, H.P. Makcumosa, T. . HukonaeBa
DIAOY BIIO «Cesepo-Bocmouruiii ghedepanvHbiii yHugepcumem
um. M. K. Ammocosa», Slxymck

eab uccnenoBanusi — usyyeHve UHOOPMATUBHOCTU
MMKPOCATeJNIUTHBIX MapkepoB D1752218, D17S2223,
D17S2229 B nokyce 17p11.2 nist nanbHe1ero npuMeHe-
nug npu JHK-nuarnoctuke 6onesnun lapko—Mapu—
Tyta 1A tumna (ILIMT 1A) B IKyTCKO¥ TOTYJISIITANA.

Marepuasibl 1 MeToabl. MOJIEKYISIPHO-TeHETUYECKAs T1 -
arHoctrka mytaimu (dup) B rene PM P22 ipoBoanIach METO-
JIOM (DparMEHTHOTO aHaJIM3a C UCTIONIL30BAHUEM JIMHYKIIEO-
tumHBIX STR-Mapkepos (D17S2218, D17S2223, D17S52229)
C MocJieytoNIe Bu3yaim3anyei Ha apromatuyeckom JJHK-
anaymzarope ABI Prism 3130XL (Applied Biosystems, CII1A)
COTIJIACHO TMPOTOKOJTY (DMPMBI-TIPOU3BOIUTEISI.

Bnauase 6611 poBeieH (hparMEeHTHBIN aHAIN3 B BbI-
OOpKe 3M0POBBIX JIUII SIKYTCKOU 3THUUYECKOU TPYTIIIHI (1 =
100). Beuta paccMOTpeHa reTepo3UroTHOCT JIJIST OLIEHKU
MHOOPMATUBHOCTH MapKepoB, MPOAHAIM3UPOBAHbBI Ya-
CTOTHI aJUTeNei 1T U3ydaeMbIX MUKPOCATEUTUTHBIX Map-
KepoB. 3aTeM TPOBENEH MOJEKYJISIPHO-TEHETUYECKUi
aHaJIM3 Ha BBISIBJICHUE MyTUTMKauy B reHe PM P22 ipu 60-
sne3nu LIIMT 1A B rpynne 601bHBIX JAHHON MAaTOJI0THUENR
SIKYTCKOM 3THUYECKOU rpymiibl (1 = 77). DTO MpencTasiis-
€TCSI BAXKHBIM B CBETE TOTO, UTO B PA3TMIHBIX STHUYECKUX
TpyTirnax JaHHbIE TTOKA3aTeIn pa3HsTCS.

Pesynsratel. [To mapkepam D17S52218 u D17S2229
ObLTa BBISIBJIEHAa BBICOKAsI T€TEPO3UTOTHOCTD (110 76 %),
T.€. JaHHbIE MapKepbl SIBISIOTCS WHGOPMATUBHBIMU
B SIKYTCKOW TIOTYJISIIUM Y MOTYT OBITh MCIIOJIb30BaHBI
IUTSL BRISIBJICHUST OyTIMKanni. Mapkep D17S2223 okazai-
cs1 MeHee MH(MOPMATUBHBIM (TeTepO3UTOTHOCTh 49 %),
XOTSI TIPYA 3TOM B JIPYTUX STHUYECKUX TPYIax (KaBKas-
ckasi, appoaMeprKaHcKasi, a3uaTcKasi, UCTIaHCKasT) reTe-
PO3UTOTHOCTH TIO JAHHOMY MapKepy ObLila BEICOKOI (00-
nee 70 %) (J.L. Badano et al., 2001).

ITo nokycy D1752218 B ucciemyeMoii BHIOOpKe 3/10-
POBBIX JIUIL SIKYTCKOU MOMYJISIIAY OBLTIO 3apEruCTPUPO-
BaHO Bcero 8 ajuteneit pazmepamu 210—224 1. H. [1pu
aToM ajutenu pazmepom 210 u 212 1. H. B TpymIe 310po-
BOTO KOHTpoOJis mpencrasiens vanie (0,310 u 0,380).
ITo nokycy D17S2223 3apeructpupoBaHo Bcero 10 an-
neneit pazmepamu 153—173 . H. YacToThl B rpyrime
3710poBOTO KOHTpOJist BapbupytoT ot 0,010 mo 0,380.
Ipu 3TOM yallle BCTpevalMCh ajjienu pazmMepoM 165
u 167 n. H. [To nokycy D17S2229 6110 3apeTUCTPUPO-
BaHO Bcero 9 ajeneit ¢ pasmepamu 252—268 1. H. Ya-
ctoTel BapbupoBanu ot 0,005 mo 0,325. [Tpu aTom yarie
BCTpeYaIUCh ajljieau pazmepom 256 u 258 m. H. (0,005
o 0,325).

Bcero ucciienoBaHo TaHHBIM METOIOM 77 JOCTYITHBIX
o6paszuoB JJHK 6onpHbix IIMT gKyTCKON 3THUYECKOMN
rpynisl (25 O0JIbHBIX ¢ paHee ycTaHoBeHHbIM LIIMT 1A
CTaHAApTHON MeTonnKON 1 50 GOJBHBIX C HEM3BECTHBIM
TUrom). M3 77 naiimeHToB BbIsIBIeHA ayruinkaius 1,5 M6
B obsiact xpomocombl 17pl1.2—12 B rene PMP22y 27
rmanneHTos (35 %).

3akmouenne. [IpoBeeHHBIT MOJIEKYISIPHO-TEHETH -
yeckuit aHanmu3 MapkepoB D17S2218, D17S2223,
D17S52229 B iokyce 17p11.2 cBUAETENBCTBYET O TEHETUYE-
CKHUX OCOOEHHOCTSIX SIKYyTCKOW mnomyssiiuu. Haubosee
nHGOPMATUBHBIMU B paboTe OKa3ajauch MapKephl
DS17S2218 u D17S52229 nns ssKyTcKo# MOMYJISIIIMU. DTH
MapKepbl MOTYT OBITh PEKOMEHIOBAHBI [T MOJIEKYJISIPHO-
TeHEeTUYECKOM TUarTHOCTUKM MYIUTMKAUWu B reHe PMP22
B jiokyce 17pl1.2 npu mcciaenoBaHnM OOJIBHBIX C 0OJIE3-
Heto LIIMT 1A.





