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PaccMOTpeHBI OCHOBHBIE MOJIOKEHHUST ITHOIOIHH, NaTOreHe3a, KIMHHYECKHE 0COOEHHOCTH U [[MarHo-
CTHKA IOPasKeHHUs cep/ilia IPU HaCJeACTBEHHbIX X-clielieHHbIX Muonarusax (¢popma lomenna u popma

Bekkepa).

Uccnenosanus 1990-x rog0B mokazasau, 4To MpuIn-
Holt X-crierienHbIx MuonaTtuii (dhopma /lomenna u gop-
Ma Bekkepa) sBJSIOTCS HACTEACTBEHHO 00YCIOBIEHHbIE
HAPYIIEHUsI CUHTE3a UTOCKEJETHOrO Gejika — Juc-
tpoduna. I[Ipu dopme [lomenna HabIIOAACTCS TTOTHOE
OTCYTCTBHE TUCTPO(MUHA B MOPAKEHHBIX MBIIIIAX, IPU
(opme Bexkepa KOIMYECTBO €ro CHIKEHO, a CTPYKTYPa
1 HYHKIINN HAPYIICHDI.

uctpodun gaBisgeTcs KOMIOHEHTOM KJIETOYHOU
MeMOpaHbl B HOPMaJibHO¥ MbliiedHoii Tkanu. I1o co-
BPEMEHHBIM IIPEICTABICHUAM, €r0 POJIb 3aKII04aeTCs
B HOJJIEP’KAaHUN CTPYKTYPHON M (PYHKIMOHAJIBHON CTa-
OUIILHOCTU KJIETOYHOI MeMOpaHbi [1].

[edunut nuctpoduna BefieT K BBIXOIY KJIETOUHBIX
(bepmenToB, B vactHoCTH KpeaTnH(ocHOKNHASLI, U3 11~
TOTJIA3MBI M MOSIBJICHUIO UX B IUPKYJIUPYIOIIeil KPOBH.
B 10 ke BpeMsi BHYTPb MBIILIEYHOIO BOJIOKHA B GOJIBIIIX
KOJIMUECTBAX TTOCTYTAIOT KAJIBIIN, ATbOYMUHBI U IPYTHE
KOMTIOHEHTHI Ms1a3Mbl. CodeTanne aTUX IPOIIECCOB PE3KO
Hapyuiaer romeoctasd MuoGuOPIILIL, YTO BiiedeT 3a cOO0M
ux gereHepanuio [2].

Ienetnuyeckue acnekTbl X-CIeNIEHHBIX MHOTATHIA.
[Tupxynranmusa maToIoTHIecKOro TeHa mpu X-CIeIIeH-
HBIX MUOTIATHSIX OCYIIECTBIISIETCS CIEAYIONNIM 00pa3om

XX XY

HocwuTenb XeHwyHa 340pPO0BbI MyX4nHA

XY XX XY XX
300poBbI 3nopoBsas BonbHOM Hocutenb
MY>XUMHA XXEHLMHA MY>XUMHA XeHLWKHa

Puc. 1. Cxema X—cuenﬂennozo Hacne006ans MUONamuu
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(puc. 1). IlopakeHHBIH TeH, PeryaupyONUI CUHTE3
nucTpo(uHa, JTOKAIM3YETCS B KOPOTKOM Tjiede OJHON
13 X-XpOMOCOM JKeHITUHBI. Bropas, naraktHasg X-Xpo-
MOCOMA BOCTIOTHSET (QYHKIUIO, YTEPSIHHYIO fe(eKTHON
xpomocoMoii. [ToaTomy y sKeHIUH-HOCUTeNel peko Ha-
GJTIOTATOTCST KIMHUYECKIE TTPOSIBJIEHIST MUOTIATHH THIIA
Jlommenna nim bekkepa, ofHako OHU MOTYT TiepeaBaTh
TATOJIOTHYECKUil TeH cBonM sieTsaM [3]. Ecam on mepexo-
JIAT K JI0Y€PH, Ta, MTOTOOHO MATEPU, CTAHOBUTCST HOCHUTE-
JgeM. B Tom ciydae, ecu X-XpomMocoma ¢ TaTOJIOTHYE-
CKWM TeHOM TIepeIaeTcsl MATbYNKY U «<KOMIICHCATOPHBII»
adexT BTOpoit X-XpOMOCOMBI OTCYTCTBYET, PA3BUBAETCST
KJIMHUYECKast KapThHa 3ab01eBanmst. Takoil BapuaHT Ha-
CTIeTOBAHMS HA3BIBACTCSA X-CIIETIJICHHBIM ¥ BCTPEYaeTCs
TIPH TIE€JIOM Psjie TTATOJTOTHIECKUX COCTOSTHUH, HAITPUMED
TP TeMOMUITHT.

PacripocTpanenrocts Muonatnn /{forenna cocTas-
aget ot 140 mo 326 na 1 MJIH HOBOPOKAEHHBIX MaTbuu-
KOB. Muonatust bekkepa BCTpewaeTcst mpuOIM3UTETHHO
B 10 pa3 pexe.

Mopdonoruyeckue uaMeHeHHs B MbIIIEYHON TKAHU
npu X-CIeMJIEHHbIX MHONATHAX. X-CI[ETIJICHHbIe MUO-
TMAaTUW XapaKTePU3YIOTCS CACAYONNMN N3MEHEHUSAMHA
B CKeJIETHBIX MbIIIIAx [4; 5]

PasHOKaIMOEPHOCTD MBILICYHBIX BOJOKOH, COUETa-
HIe TUepTpodun u aTpohun MUOGUOPUILT;

3aMeleHrie MBIIIEeYHBIX BOJOKOH TTOJUTOHATBHOM
opmbr KpyTIBIMI;

pesKoe yBeJmdeHue KOJIMIecTBa s7ep, BhICTpamBa-
IOIMNXCS IEMOYKAMH B/[0JIb BOJIOKOH;

nuddysHoe pacupocTpaneHne MepepoKIeHHBIX
BOJIOKOH;

paspacTaHue COe/IMHUTETHbHON 1 JKUPOBOW TKaHMU.

B cepmeunoil Mpitiie HaOIOTAIOTCS CXOKIE MOP-
donornueckme namenenus [6]. Ilo mepe pasBuTus
3a60IeBaHMS JIEBDIH JKETYI0UEK CePIa MOCTETEHHO
pacmupseTcsa 0 BechbMa 3HAYMUTEIBHLIX Pa3MepoB.
B aHrnosispraHOil MeMITMHCKON JIUTEepaType COCTOSTHUE
cepzra mpu X-CIeTJIEHHBIX MUOTIATHSAX XapaKTepU3yeTCs
KaK JUIaTalMonHas KapAnOMIONaTHS.

Kannnyeckass xapakTepucTuka X-cCIelJIeHHbIX
muonaruii. Qopma /Jrowenna. J{ins stoit hopmbr X-crier-
JIeHHON MWOTATHN XapaKTepHBI paHHee Hayaso, Kak
MPaBUJIO, B BO3PACTE 10 5 JIeT, U TSKEJI0e, HEYKIOHHO
TIporpeccupyiolee TeueHwe.

[lepBruHO MOpPaskaTOTCS MBIMIIIHI TAa30BOTO TIOSCA.
B mampHefitieM mporiecc mMeeT BOCXOATIee HAIPaBJIe-
HUe, TIOCTETIeHHO 3aXBaThIBas JEJIBTOBUIHDIC W TPYAHbIC
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MBIIIIIBL, Jinadparmy, MbIIIIbI CIIUHBL, TUIMYHBIM SIBJISI-
eTCsl TaKKe opaskeHue pasrubaresieil.

[lerenepaiinsi MbIIIEYHON W pazpacTaHue COEIUHU-
TEJBHON M KUPOBOM TKAHU BENYT, C OJHOU CTOPOHBDI,
K YBEJIUYCHUIO 00BbEMa MOPA’KEHHBIX MBI, C APY-
TOI — K pe3KoMy HapyIIEHUIO UX OCHOBHOM (pyHKINH,
T.e. K CHIDKEHHUIO CUJIBI COKpalieHus. JTO codeTaHue
YBEJIMYCHUS MBI B 00beMe CO CHUIKCHUEM €€ CHIIbI
Ha3bIBAIOT TiceBporuneprpodueii. Ona xapakTepHa,
B IIEPBYIO OYepesb, [ EAbTOBUIHBIX, NKPOHOXKHDIX
1 JKeBaTeJbHBIX MBI [7].

OCHOBHBIM CHMIITOMOM 3a00JI€BAHUS SIBJISIETCSI
MblieyHast ¢aboctb. [oSBIAIOTCS 3aTPyAHEHUS [IPU
XOXKIEHUU, OCOOCHHO MPU MOAbEME 110 JIECTHUIIE, U [IPU
BeTaBanuu u3 nosoxkenus jesxa. K 10—12 rogam crioco6-
HOCTB K CAMOCTOSITEIBHOMY TI€PEIBIKEHNIO yTPaunBaeT-
cst, GOJIbHBIE BELYT «KPECE/IbHbIN» 00pa3 KU3HU.

Yacto BcTpeyaeTcs MaToJorust KOCTHONW CUCTEMBI.
Vckpusienue n1o3BOHOYHUKA (OOBIYHO 9TO CKOJIMO3,
peske Krudo3) MOXKET JOCTUTATh MAKCUMAJIbHON CTEMEHH.
PacnipocTpanennoii aBisgercs Takke gedopMaIis CTOI.
B ocnoBe kocTHOM MaTOJIOTHN JIeKAT HEPABHOMEPHOCTD
TMOPa’KEHUS MBI U cllelnpudecKrie N3MEHEHUS JITHH-
HBIX KOCTeH — yMeHbIIIeHre AnameTpa [uadnsa 1 KOCTHO-
MO3TOBOH TOJIOCTH TTPH HOPMATBHOM KOPKOBOM CJIOE.

Bousbmuncrso uccnenosareneit B 30—-50% ciydaes
HaXo/JAT IPH TIONIEHHOBCKONW MHOIATHHN YMCTBEHHYIO
OTCTAJIOCTh M CYUTAIOT €€ TUIMYHBIM CHUMITOMOM 3TOMH
dopmbr X-crienenHolt Mmuonatuu. B To ke Bpems, 1O
HEKOTOPBIM JIAHHBIM, PACTIPOCTPAHEHHOCTD e(eKTOB
MICUXUKHY TTpU MuoTatin /lioreHna Takast Jke, Kak 1 B 00-
Teii oMy IS

CmepTp HacTymaeT, Kak MPaBUJIO, B BO3pacTe 10
20 ser. IIpubGaU3UTENBHO B MOJOBUHE CJAYYAEB IPUYU-
HOH ee CIYKUT cepjiedHas HeJ0CTaTOYHOCTDh. Bropas
MOJIOBIUHA OOJMBHBIX MOTHOAET OT JIETOUHO-CEPACTHOM
HEJI0CTATOYHOCTH, PA3BUTUIO KOTOPOIT CTOCOOCTBYIOT [ie-
dbopmManus TPYAHON KIETKH, MopakeHue MeskpedepHbIX
MBITIIL U Tua(parMbl.

@opma bexxepa. B 1955 . P. Becker onucan nse
CeMbHU, B KOTOPBIX MY)KYMHbBI CTPAJIAJN MbIIIEYHBIM 3a-
6osieBaHeM, HATTOMUHABITUM MuonaTuio /lomenHa. bo-
JIe3Hb HAYMHAIACH C CHMMETPUIHOTO TTOPAKEHWS MBITITT
TA30BOTO TOSCA C TOCIELYIONINM BOBJICUYEHIEM B TIPOTIECC
IPY/IHBIX, /IEJIBTOBUIHBIX U UKPOHOKHBIX MbIIIIL. AHATIN3
POMOCTOBHBIX BBLISABUJ HacJeAOBAaHWE, CIENJEeHHOEe
¢ X-xpomocomoit. OfHako MOSIBJICHIE MEePBBIX CHMIITO-
MOB 3a00JI€BaHMsI TPUXOIIOCH Ha Bodpact 15-20 er,
TIPU YeM TeIeHE €TO OBLIO MEIJIEHHBIM, C ITUTETLHBIMI
PEMUCCUSMTL.

[Toz:xe HAGTIOAEHNST TAKOH (GOPMBI MHOTIATIH GBI
omyOJIMKOBaHbI IpyruMu apropami |3; 8]. B atux pabo-
Tax MOJTBEPKAEHBI ycTaHoBiIeHHbie P. Becker ocoben-
HOCTHU JaHHON (HOPMBI 3a00T€BAHNST, & UMEHHO: TIO3/THEE
HayaJso, TocJaeIoBaTeIbHOE T CHMMETPUYHOE BOBJICUCHTIE
B IIPOIIECC MBITII] CHAYajga Ta30BOTO, a 3aTeM TLI€IEeBOTO
mosica, MeJITIEHHOE, C VTTETbHBIMI PEMICCUSMNI TeUeHTIe
3a00J1eBaHMsl, OTHOCUTENBHO GJATONPUATHBIA TPOTHOS.
B nonreepskmen takxke M X-CIENJIEHHBIH TUTT HaCJIe-
JIOBaHUsI 9TOH MATOJIOTUH.

WTak, ¢ KIMHUYECKON TOUYKN 3peHus X-cIlelnJIeHHbIe
MHUOTIATHN UMEIOT CIEAYIOMNEe XapaKTePHBIC YePTHI:

GOJIEIOT TOIBKO JIUTIA MYKCKOTO TIOJTa;

Hayasio 3abojieBanust mpuxoauTes npu dopme /lio-
IIeHHa 0OBIYHO Ha BO3PacT 0 5 yieT, npu ¢popme Bekke-
pa — darre Ha BTOPYIO JIeKaLy KU3H;

MePBUYHO TTOPAKAIOTCS MBI TA30BOTO T0sCA,
B TIOCJIE/TYIOIIEM B ITPOIIECC BOBJIEKATOTCS MBITIIIHI TIJI€Ye-
BOTO TTOsICA M TYJIOBHIII;

XapaKTePHBIMHU SIBISIOTCST Pe3Kasi ¢1aboCTh U TICEB-
JOTATIePTPOGdUS TTOPAKEHHBIX MBIIII], a TakyKe CHMMeET-
PUYHOCTD TIpOIIecca.

Teuenne 3a60/€BaHUS MMEET PA3TUTHBIN Xapak-
Tep — HEYKJOHHO Tporpeccupyioiiee mpu dopme /lio-
MIeHHa U TIJIaBHOE, C ITUTETbHBIMU PEMUCCUSIMI — TIPA
(hopme Bexkepa.

Bo usbexanune HemopasyMeHUH HEOOXOIUMO Ha-
MMOMHUTD, 9YTO U3BECTHO €Ille OJHO, TOBOJBHO peaKoe,
3abosieBaHue, Ha3biBaeMoe Oose3Hbio Bekkepa. IlepBoe
orucanue ero nosiBuaoch B 1953 r. v IpUHAJIEIKUT OZIHO-
damuspiy P. Becker — B.J.B. Becker. 9to kapanomuo-
TaTHs HesICHON 3TUOJIOTHH, BCTPEYAIOIIAsICS B OCHOBHOM
B IOxHOIT AdprKke, ToueMy 1 UMeeT ellle OJHO Ha3BaHHUe
— «adpukanckas kaparnoMuonatuss. [lopakenne cepara
XapakTepuayeTcs TUNepTpodueil CTeHOK 1 AuJaTaIei
BCEX MoJocTeil, GrubPO30M COCOUKOBBIX MBIIIIT U SH/IO-
kapnaa. Hepeako BcTpedaroTcss mpu3HaKM HEKPO3a MU-
OKap[ia, BBITIOT B TIOJIOCTH TIEPUKApAA U TTPUCTEHOYHBIN
TpoM603, 0COGEHHO BBIPAKEHHBIN B XPOHUIECKOT CTain
3aboseBanmsi. CMepTh HACTYIIAET OT CEPAECTHON HeZ0CTa-
TouHoctu yepe3 0,5—3 rojia nocse MosiBJEHUS EPBBIX
cUMIITOMOB GosresHn [9].

HacnencrBenHbplil aHaMHe3, IOpaskeHUe CKeJeTHOM
MYCKYJTaTypPbI TIPU 3TOM 3a60JIeBaHNN OTCYTCTBYIOT, HI-
KaKOTO OTHOIIEHUs K X-CIIEIIJICHHOH MUOTAaTUU (hOPMBI
Bexkepa ono He nMeer.

Cocrosiane cepana npu X-cCleIlIeHHBIX MHOMNATH-
sx. OnHol 3 ocobeHHoCTel X-CIENIeHHbIX MHOTIATHH
SIBJISIETCS] OTCYTCTBUE KIMHUYECKUX TIPOSIBJICHUI cep/iey-
HOH HEZIOCTATOYHOCTH TIPH HAJTMYHUU TPYGOTO TTOPasKEH s
CEePAEYHON MBITIIIBI C BBIPAKEHHBIM PACITUPEHUEM JIEBO-
ro KeJyZ0uKa M CHUMKEHUEM COKPAaTUTENbHOI C110co6-
HoCTH. B 3HAUMTEIbHOI Mepe 9T0 0OBACHAETCS CUATINM
WJTH MAJIOTIOJIBUKHBIM 00Pa3oM JKU3HU OOJIBHBIX.

O01enpusHaHo, 4TO BbisABJIsieMast (GU3UKAILHO Kap-
JIMOJIOTUYECKast CUMIITOMATHKA Y OOJIbHBIX ¢ X-CIIEIIeH-
HBIMU MUOTATUSIMU KpallHe CKY/IHA, I09TOMY OCHOBHOE
BHUMaHME TPU UX 00CIe0BAHUN YAETAETCS METOAaM
aJIeKTpoKapanorpadu 1 9XOKapanorpapuu.

Idnexmporapouozpapuueckas — CUMNMOMAMUKA
muonamuu /lowenna BecbMa pazHooOpasHa U BeChbMa
pacripocrparena. B Bospacre 10 10 set okosio 10% 6osib-
HBIX He UMEIOT 3JIEKTPOKapAuorpaudecKux CUMITOMOB.
OxHako ¢ pa3ButreM 3a60JeBaHUsT OPAsKEHUE CEpLa
IIPOTpeccupyeT, U ocJie 14 jiet Te uiIm unble OTKIOHEHU
IKT or HOPMBI BCTPEUYaloTCs y BeeX 6e3 MCKII0YeHuUsT
MAIEeHTOB.

XapaxTepHbIMU g Muonatun Jl1omeHHa SBIAIOT-
ca takne IKI-cuMITOMBI, Kak CHHYCOBas TaXUKap/Ans,
Bbicokmit 3yGert R B V1-2 orBesenusx, raybokuit Q
B otBesienusix 1, aVL, V5—6, ykopouenubrii marepsait PQ
(puc. 2).

CunycoBas TaxukapAus npu Mmuonatuu Jliomenna
0 Mepe pa3BUTHs 3a00JIEBAHMSI PETUCTPUPYETCST ¢ Ha-
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Puc. 2. nexmpokapouozpamma 60161020
¢ muonamueii /liowenna

pacraromnieil yacTotoii — ot 35% GOJNBHBIX B €r0 Havaje
1o 70% na 3aBepinaiomieil crajanu. 24-4acoBoe MOHU-
TOPUPOBAHUE TIOATBEPHKAAET HANMNUYKME Y GOJNBIINHCTBA
MAIUEeHTOB CUHYCOBON TaXUKapAUU KaK B [THEBHOE, TAK
U B HOUHOE BPEMSI CYTOK.

N3 #eckonbKUX BO3MOKHBIX HIPUYNH CHHYCOBOM
TaxXuKapAuK npu muonaruu /lomnenHa — rnopaxeHue re-
HEPUPYIOMIEH CHCTEMBI Cep/ilia IUCTPOPUUCCKUM IPOIIec-
COM, HeaJIeKBaTHas PEaKiisi 00e3BUKEHHOTO OPraHu3Ma
Ha Majelinryo ¢GuU3MUecKylo HarpysKy, BereTaTUBHBIC
HapyleHusl, KOMIIEHCATOPHAsI PeaKIUsl Ha CHUXKEHUe
COKPATUTETBHON CITOCOOHOCTH MUOKAP/Aa — MOCTEIHSIST
SIBJISIETCST HAaNOOJIee BEPOSITHO, HO He €IMHCTBEHHOT.

[Ipu 27eKTPOPU3NOTOTUUECKOM HUCCAETOBAHUY
cep/ila yCTaHOBJIEHO, YTO CPEHSIS BeJTMUYNHA KOPPUTHPO-
BAHHOTO BPEMEHU BOCCTAHOBJIEHUS (DYHKIIMU CUHYCOBOTO
y371a y GOJIBHBIX 3HAUUTENHHO HIKE, Y€M Y 37I0POBBIX JIUT]
Toro ke Bozpacta. IloBbienne GhyHKIMKM aBTOMATH3MA
CHHYCOBOTO y3Jla MOXKHO PacCMaTPUBATh KaK CJIEeJCTBUE
XapaKTePHOTO /JIS ATON TMAaTOJOTUU MEMOPAHHOTO Jie-
(exra.

YV nogasusioniero 601bIMHCTBA GOJNBHBIX ¢ MUOTIA-
tueil /loleHHa perucTpupyeTcst CBoeoOpasHbIil SJIEKTPO-
KapauorpahudecKuil CUMIITOM — BBICOKOAMILJIUTY THBIT
3y6err R B V1-2 orBesenusx ¢ coornomenuem R/S
Goabiie 1. B ortaenbubix cayvasx ammiutyiaa R V1-2
TIPEBBITITAET 35 MM.

AHanms 06IUPHOTO JMEKTPOKAPANOrpaduIecKOro
Marepuaia IIoKasaj, YTo HU 0COOEHHOCTSIMU AETCKOM
IKI, au poramueil cepaia BcaenCTBUE CKOTNO3a, HA
UCTOHYEHUEM TiepelHeil CTeHKW TPYAHOUN KJIETKU MPO-
UCXOJKIEHUE DTOTO CUMITOMA OOBACHUTH HeJib3sl. Bbi-
COKOAMTIIUTYAHBIH RV 1-2, mo-BuanumMomy, sSBJseTCS
CJIEJICTBUEM OTKJIOHEHHS] CYMMapHOTO 3JIEKTPUYECKOTO
BEKTOpA CeP/Illa BIepe/ B pe3yJibraTe MPenMyIiecTBeH-
HOTO TopakeHnust (puOPo3oM GazanbHbIX OTAETOB 3aaHEN
CTEHKH JIEBOTO JKeNY04Ka, 4To npu Gosieanu JlomeHna
SIBJISIETCS] MI3BECTHBIM (DAKTOM.

20

B saBucumoctu ot craaum sabosesannsa y 20—60%
GombHBIX perncTpupyetcs raybokuit Q B I, aVL, V5-6
orBezienusix. [lokazano, 4T0 U3MEHEHUs AJEKTPUUECKOI
ocu cepia, a TakxkKe ruepTpodusi MeKIKeTy109KOBON
EPEropoiK B (hOPMUPOBAHUH JTAHHOTO CUMITTOMA POJIH
He urpaiot. Lny6Goknii 3yben Q I, aVL, V5-6 y 601bHBIX
¢ muonatueit /[onenna, BUINMO, SBJISIETCS CJIEICTBUEM
(hubpo3a CTEHKM JTEBOTO JKEMYIOUKA.

JloBOJIBHO pacIpOCTPaHEHHLIM SIBJEHUEM IIPU
muonaTiu J{joneHHa sBisieTcsi yKopoueHe nHTepBaia
PQ 6e3 A-Bositbl. IHTEPECHO, YTO PACIPOCTPAHEHHOCTD
sToro KT -cuMmTOMa IO Mepe pa3BUTHS 3a00TeBAHUS
HUCKOJIBKO He U3MEHSIETCS.

[To nanubIM 251eKTPOGU3UOIOTHIECKOTO HCCIIE/0-
BaHUS CEPJIla, TPUIMHON yYKOpoueHus: nHTepBaga PQ
CIYKUT He HaJUYUe JOTMOJHUTENbHBIX IMYYKOB MPOBeE-
JIeHNsT, @ YCKOPeHne MPOXOK/IEHUsT UMITYJIbCa 110 aTPUo-
BEHTPUKYJISIPHOMY COEINHEHUIO, YTO, BUIUMO, CJELYeT
paccMaTpuUBaTh KaK Pe3yJIbTaT HAJUYUS XapaKTepHOro
JTST TAHHOM TAaTOJIOTHI MeMOPaHHOTO fnedekTa.

Kak ciiefiyer u3 BbIllleCKa3aHHOTO, 4aCTOTA BbISIB-
JIEHUSI CHHYCOBON TaXWKapIHH, BBICOKOAMILTUTYTHOTO
RV1-2, rry6okoro Q I, aVL, V5-6 o mepe mporpec-
cupoBanust Muonarun Jlionenna Bo3pacraer, Tor/ia Kak
pacnpocTpaHeHHOCTb yKopoueHnoro PQ nensmenmna.
JlatHO€e 06CTOSITENHCTBO MOKHO HHTEPTIPETHPOBATD CJIe-
JYIOIUM 00pa3oM.

MewmGpanHbIit gedekT, XapaKTepHBIH ST TIOTIeH-
HOBCKO# MUOTIATHH, TIO MepPe Pa3BUTHs 3a60TeBaAHIS
KOJIMYECTBEHHO HE U3MEHSIETCS U HE MOJKET U3MEHUTHCS,
TaK KaK SIBJISIETCST aOCOTOTHBIM (TTOTHOE OTCYTCTBHE JIHC-
Tpocduna). COOTBETCTBEHHO HE M3MEHSIIOTCSI U CBOMCTBA
MeMOpPaHbI, Ha KOTOPBIE BIIHSIET 3TOT IeDEKT, B TOM UHCTTE
CBOIICTBA 2JIeKTPOGU3NOTOTUYECKIE, a CJIE0BATEIHHO,
He U3MeHseTcs Benunta narepsana PQ.

Tem BpeMeHeM 3amyIIeHHBIH MeMOPaHHBIM Tehek-
TOM TIATOJIOTUYECKHH TpoItecc — TIyGOKoe HapyIieHue
MeTaboIM3Ma MUOIIMTOB U BbI3BaHHOE UM Au(hy3HOe
paspacTaHue COCAMHUTENbHON TKAHU — C TeUYeHUEM
BpeMeHu iporpeccupyert. [loaToMy pacrpocTpaHeHHOCTD
IKTI-cumnromMaTiku, oTpaskaioieii pazsurue ¢pubposa
Pa3INYHBIX OT/EJI0B MUOKApP/a, HEYKJIOHHO BO3PACTAET.

[Tpu 24-yacoBom monutopupoBannu IKI y 100%
GOJIBHBIX BBISBISIOTCS PasHOOOpa3Hble HapyIIEeHUS
PUTMa, B TOM YHUCJIE CITapEeHHAs JKeTyI0UKOBast 9KCTPACH-
CTOJIHSI, JKETYIOUKOBast OU- M TPUTEMUHUSI, TAPOKCH3MBI
JKETyI0UKOBOH Taxukapauu. [IponcxoxkaeHne apuTMuii
pu MuoTIaTHN /{foleHHa, To-BUANMOMY, CBSI3aHO C -
(y3HBIM TTOpaskeHNEeM MHOKap/a ANCTPOMITIECKUM TIPO-
neccoMm (puc. 3).

Ixokapauorpaduyeckasi CHMITOMATHKA MHOTIATHN
liomenHa. Y 3HaUNTETHHOTO KOJTMIECTBA OOJBHBIX TIPH
9XOKapANoOrpaduIecKoM MCCAeT0BAHNN 0OHAPYKEHO
TTOBBINIIEHNE 9XOTEeHHOCTH MUOKap/a B PAa3JUIHBIX €TO
otmenax [10; 11].

OTBeT Ha BOMPOC O MPOUCXOKICHUN YKA3aHHBIX
usMeneHnuii Hecuosxker. JuddysHbiil puOpos MblIedHOI
TKaHU KaK CJIEACTBUE TITYOOKUX PacCTPONCTB MeTabOTH3-
Ma MUOIIMTOB, B TOM YHUCJE KJIETOK MHOKap/a, IIPU JTaH-
HOU maTosoruu — (GaKkT M3BECTHBIN. VIMEHHO y4YacTKH
hubposa, Mo-BUANMOMY, SIBJISIFOTCS TPUYUHON TIOBbIIITE-
HUS 9XOTEHHOCTH MUOKap/Ia.
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Puc. 3. Hapywenus pumma cepoua y 60101020
¢ muonamusamu /{rowenna

WNutepecHa csoeobOpasHas AMHAMHUKA IIPOIEC-
ca — yBeJIMYeHUe PACIPOCTPAHEHHOCTHU MOBBINIEHUS
XOT€HHOCTH MEKKETY/I0YKOBON MEPErOpOIKN 1 3aTHEH
CTEHKH JIEBOTO KeJyA0UKa Ha TEePBhIX cTaausax 3aboJie-
BaHWS U CHUJKEHUE Ha CTaInK 3aBepinaoiieil. Onupasch
HAa CYIIECTBYIOIINE IPECTABIEHIS O MATOreHe3e [I0IeH-
HOBCKOU MHUOIATHH, O0bACHUTL 9TOT (DEHOMEH MOKHO
CITELYIONIM 00Pa3oM.

Pannue craguu 3abojieBaHUsT XapaKTePU3YIOTCSA
3aMelleHreM MBINIEYHON TKaHU COeJUHUTEJIbHON, Ha
MO3/IHUX K€ CTAUIX COeIMHUTEIbHAS TKaHb YCTyTaeT
MeCTO KUPOBO. OYEeBUIHO, YTO 9XOTEHHOCTb COEMMHU-
TeJIbHOM TKAaHU 3aMETHO BbIIIE, YeM MBITIEYHON U KUPO-
BOM, 1 OOHApysKEHHass HaMU 3aKOHOMEPHOCTh OTpPaskaeT
€CTEeCTBEHHYIO IUHAMUKY AUCTPOGUUECKOTO Tpoiiecca
B MUOKap/ie.

XapaxTepHoii /it 60JIbHBIX ¢ MuomaTuei /liomnenHa
0COGEHHOCTBIO ABJSETCS TPOJIATIC MUTPATBHOTO KJIalaHa,
MIpUYeM PACIPOCTPAHEHHOCTD €T0 10 Mepe Pa3BUTHS 3a-
6oseBannsa camkaerca ¢ 50 1o 10%.

ITpuuntoil nposabupoBaHuist CTBOPOK MUTPAJIBHO-
ro KJanaHa y Takux GOJbHBIX MOKHO CUMTATh JleTeHe-
paTUBHbIE U3MEHEHUS] B MUOKAP/I€ COCOYKOBBIX MBITIIII.
Kpome Tor0, c110c06CTBOBATE 1POJIabUPOBAHKIO CTBO-
POK MOKET HEPaBHOMEPHOCTH MOPaKeHUS CePAeTHON

MBIIIIIBI, KOTOPAsl BeJeT K HapyIIEeHUIO TEOMETPUU €€
COKpAIICHUA.

ITo mepe pa3BuTHs 3a00J€BaHUsT COEMUHUTETHHAS
TKaHb BO BCEX OT/IEJIaX MHOKapP/a 3aMelaeTcst JKUPOBOii,
ACMMMETPUYHOCTb COKPAIIEHUSI JIEBOTO KeJYJI0UKa TIpu
9TOM CHUIKAETCsI, YMEHBIIAETCS U PACIIPOCTPAHEHHOCTh
poJIATica MUTPATIBHOTO KJIAlaHa.

Hopascenue cepoua y 60avHbIx ¢ Muonamuei Jowen-
na cmapwe 18 rem. OcoOblil MHTEPEC BBI3BIBAET COCTOS-
HUE cepaiia y PeKO BCTPEUAIOMNKCS OOMTBHBIX ¢ MHO-
natueil /[omenna B Bo3pacrte crapiie 18 jeT, KoTopbie
[P JAHHON TATOJIOTUH CYUTAIOTCS «OJTOKUTEISIMITS .
HecmoTpst Ha GOJIBILYIO IJIUTEIBHOCTD 3a00JI€BAHUS,
aJieKTpoKapanorpadmdeckas u sXokapanorpaduaeckas
CUMIITOMATUKA Y 9TUX MAI[HEHTOB OTHOCUTEIHHO MaJIO
BBIPAJKEHA, YTO SIBJSETCS J0KA3aTeJbCTBOM MeHbIei
TSDKECTH MTOPAYKEHUsT MHOKaP/Ia.

[larHoe 00CTOATEILCTBO MO3BOJISET CUMTATD, YTO TsI-
JKECTh MOPaKeHMsT MUOKapaa npu Muonaruu /lomeHHa
sBJisiercst (haKTOPOM, BJIUSTIONIUM Ha TIPOIOJIKUTENBHOCTD
SKU3HH OOJTBHOTO.

Ilopaxcenue cepoya npu muonamuu bekkepa
(puc. 4, 5) xapaxTepusyeTcss TOYHO TAaKUMU Ke HTEKT-
pokapauorpaduueCKUMA ¥ 3XOKapaAuorpadudeCKuMu
CUIMIITOMAaMH, Kakne oOHapykuBatoTcst pu dhopme [lo-
I[I€HHA, OJIHAKO PACIIPOCTPAHEHHOCTD UX Y 9TUX OOJIBHBIX
3HAYNTETbHA MEHBIIIE,

IT0 00CTOATEIHCTBO CBUIETEIHCTBYET O MEHbIIIEH
TSOKECTH TIOpaskeHus cepjiia npu mMuonarun bexkepa,
YTO JleJlaeT OTHOCUTEJNbHO OJIarONPUSTHBIM ITPOTHO3
y 9TUX GOJIbHBIX.

Taxmm 06pasoM, TTopaskeHne MUOKap/a pu X-CIieT-
JIEHHBIX MUOTATUSIX SIBJSIETCS 3aKOHOMEPHBIM M pac-
MPOCTPAHEHHBIM TIPOSIBJIEHUEM MHOIUCTPO(DUIECKOTO
IPOIecca, B OCHOBE KOTOPOTO JIEKUT Jie(heKT KAETOUHOM
MeMOPaHDI, 3aKTI0YAIONIANCS B IeUITITE TIHTOCKETETHO-
ro Gesrka AUCTpohuHa.

Hammune MemOpanuoro nedexra mpu JaHHON MaTo-
JIOTHH CJIYKUT MPUYUHON (hrOPO3NPOBaHUsT TepeaHeii,
6OKOBO# 1 Ga3aTbHBIX OTAETOB 3a/HEH CTEHKU JIEBOTO
JKEJTYI0UKa, a TaKXKe HapyiieHust GyHKINN aBToMaTh3Ma
U [IPOBEJIeHNsT Cep/IILa.

[Topaskenue muokapaa npu ¢opme /lionenna ts-
sKeqee, yeM Tipu popme Bekkepa, u npu obenx opmax
X-CIIeTIJICHHBIX MUOTIATUH COCTOSHNE CepAeTHON MBITII-
16l HAXOIUTCS B 3aBUCHMOCTH OT JITUTETbHOCTH 3a60.T€e-
BaHMA.

[IpuHIIUTIHATBHO BaykKHO, YTO TSKECTDH TOPAKEHUS
MHUOKap/a ABIAeTCS BAKXHEHITNM (PaKTOPOM, BIUSIONIIM
Ha TIPOJOJIKUTENHHOCTD JKU3HU OOJBHBIX ¢ X-CIIETIeH-
HBIMU MUOTIATHSIMU.

Hau6osee pactpocTpaHeHHbIE 3IEKTPOKAPIANOTPA-
dbuveckre cuMITOMBI 06eMx (hopM X-CIETTIEHHON MUO-
TMaTHW — CHHYCOBas TaXUKap/ns, BBICOKOAMILINATY THBIH
RV1-2, ray6okuii Q 1, aVL V5-6, a Takke yKOpOYEHHbIIT
unutepBan PQ 6e3 A-BOJTHBI.

PacnpocTpanenHoe KapAnOJIOTHIECKOE OCJIOXK-
HeHne 06enx GhopM X-clemnTeHHoil MIomaTHu — Ha-
pYIIEHUS PUTMa CepAlla, B TOM YHCJIE U KU3HEHHO
oTIaCHEIE.

[To ma#HBIM yIBTPAa3BYKOBOTO WCCIEIOBAHMSA, OC-
HOBHBIM HaIlpaBJeHUEM IUHAMUKU MOPaKEHUS JIEBOTO
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KAPIIMOJIOT A

Puc. 4. nexmpoxapouozpamma 60161020
¢ muonamueti bexkepa

JKEJIYJIOUKa [PU JIAHHOI 1ATOJIOTUH SIBJISIETCST TOCTEIeH-
HBIH Tepexo/] OT HOPMAJIBHOTO COCTOSTHUS K BBIPAKEHHOT
JIJIATAIUN ¥ PE3KOMY CHUKEHHIO COKPATUTENBHO CI10-
cobuocTu.

PacnpocTpanennsiMu axokapAnorpauiecKuMu
cuMIToMaMu X-CIEIIeHHBIX MUONATHI ABJIAIOTCS IIO-
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MYOCARDIUM PATHOLOGY IN HEREDITARY X-LINKED MYOPATHY
K.I. Tebloyev, G.G. Arabidze, O.V. Poliakova

Summary

Main questions of etiology, pathogenesis as well as clinical manifestations and diagnosis of cardiac damage in
hereditary X-linked myopathies (Duchenne’s and Becker’s myopathies) are featured.
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