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Beejienne. [Mporpeccupyromue MBILIEYHBIC
quctpoun  (IIM]]) — KIMHMYECKH H TEHETHYECKH
TeTeporeHHas IpyIma HacaelCTREHHRIX 3aboreRaHui,
XapakTepHu3yrolasics NEpBHYHbLIM MOpaKeHHEM
CKeNeTHOM MyCKyNaTyphl He BOCTIATMTEILHOIO XapakTepa
[1]. IlepBoe xmmmmueckoe omucanwe IIMJI caeman Ch.
Bell 81830 romy. Duchenne de Boulogne r1849 r. U
Meryon B 1851 r. Ha ocHOBaHMH pe3yJIbTaTOB ayTONCHA
W MHKPOCKOITMM CKEJIETHBIX MBIIIL, CIIMHHOIO MO3ra H
nepudepuIecKHx HEPBOB ToKa3alm TOJTHYIO
COXPaHHOCTB HEPBHOM CHCTEMBI y Takux 00bHBIX. [2].

Ha panHBli MOMEHT WMCHONB3YETCAd pasIHuHbLIE
cucreMatuk [IM]J], B OCHOBY KOTOPBIX HOJOKEHBI
paznuymg  TororpadHH MBIIEYHOrO TMOpakeHus, THNA

HachuelnoRaHWd H T.JA. B 3aBHCHMOCTH  OT
NPeUMYIIECTBEHHOI Tonorpaduu MBIIIEYHOTO
[HOPAXEHUA BBIACTIOT: [OACHO-KOHCYHOCTHBIC, JIMILE-
ToIe9e-IonaTo4HeIe, JHCTAIBHEBIC, H OKYIo-

(apunreansaeie (GopMel. Bee 9TH rpymmibl  BKIOYANOT
HeCKOJIbKO IeHeTHIECKHX BapHAHTOB, /Ui GONBIIMHCTBA
W3 KOTOPBIX MISHTH(HMIMPOBAHBI TeHBI W ONpeJIeNeHb
JIOKAA3AIIHs ¥ (PYHKLUH X GeTKOBBIX MPOIYKTOB [3].
Ilens HacTosmero 0630pa — AaTh TPE/ICTABICHHE O
COCTOSHMM HAayYHBIX pa3spaboTok M OTMETHTh
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OCHOBHBIE JIOCTHAKEHHA B W3YYE€HWM KIHHUKM |
HCIONB30BaHAH METOJIOB MONEKYIAPHO-TEHETHIECKOTO
aHaJIW3a MPOrPECCHPYIONIHX MBIIEYHbIX THCTPODHH.

OcoGeHHOCTH KIHMHHYECKHX TMpOsIBJIeHHH H
nuarnoctaxn MV

Haubormbinee KOMHYECTBO TEHETHYECKUX BapHAaHTOR
cpemn TIMJI  ommcaHo Ui TIOSICHO-KOHEYHOCTHBIE
mbimeussie  guctpodum (ITKMJI), npencrasisiomye
coDOM reHeTHYECKH M KIMHWYECKH TIeTepOreHHY0
rpymry, OOBEIMHAEMYI0 10  IPEeHMYIIECTBEHHOM
JIOKATM3allid  MHOJMCTpO()HEECKoro  mpomecca B
MBILITAX [UIEYEBOTO H TA30BOTO Hosca [4].

I[MMK]J] noapasfesioTcs B 3aBHCHMOCTH OT THIA
HACJICIOBAHKHA HA TPH NOATPYIIbLL € aYTOCOMHO-
JNOMHHAHTHBIM, AYTOCOMHO-PELECCHBHBIM H  X-
CLEIUICHHBIM PELECCHBHBIM THIIOM HACIIEIOBAHH.

I'pyrma  TIKMJI, Hacnmemyionmxcs — ayTOCOMHO-
NOMHHAHTHO, (opMHpYeT TMepBblii  THI,  KOTOpHKIiA
BKIFOYaeT B ceba 8 reHeTHUeCKHX — BAPHAHTOB,
0003HaYaeMbIX GykBaMu aHrmicKoro aindasura (0T A 10
H). TIMKJI Broporo Tuna Bkmouaer B ceba 14
reHeTudeckHx BapHaHtoB (0T A 1o N) ¢ ayrocoMHO-
peliecCHBHBIM  THIIOM HacliefoBaHus. Tpersa rpymma
ITKM]I BxmroyaeT B ce0s 2 reHeTMUECKHX BapuaHTa ¢ X-
CIETIEHHBIM pelleCCHBHBIM THIIOM Hacnenopars — [TM]T
Jhromenna u bexkepa u [TM]1 Smepu — Jpeiidyca [5].

Haubonee  pacnpocTpaHEeHHBIM  TeHETHUECKHM
papuanToM ITKMJI ¢ AP THmoMm HacnenoBaHus SBIFETCA
tim 2A  (OMIM: 253600) [6], oOyciooBIeHHBI
MyTauHaMid B rede Kaiblmua-3 (CAPN3) [7]. Ten
CAPN3 kaptupoBaH Ha Xpomocome 15g15.1-q21.
[Mponyxtom rena CAPN3  sBnserca  dpepMeHT
cynepceMeicTBa  KaIbUHI3ABUCHMBIX  IIHCTEHHOBBIX
npoTeas, PACHCIUBIOMMA P MbIIEYHBIX OENKOB H
depMeHTOB M TeM caMBIM NPHHUMAIONIAN yyacTue B
MpolleccaX CHHXPOHM3AIMH MbIIIEYHOTO COKpaIleHHs,
MHO(pHOpHIIOreHese " CapKOMepHOM
PeMOJIeTUPOBAHUHA [8.9,10]. HccnenopannsMu
TOCNeIHUX JIeT T0Ka3aHo, HTO MyTalldd B TeHe
KaJlblIHHA pacrpeenensl HepasHoMepHo. bonee 60%
MyTalHii B reHe KambIIHHA JOKATH30BaHO B 3K30HaX I,
4, 5 n 11, KoTopsle KOZUPYIOT Haubollee BaXKHbIE A
(yHKIMOHHPOBaHUA Y4YacTKH Kanbiwea-3 [11, 12,13],
TaK HasbiBaeMble ropsuHe 5K30HBL. Kpome ToroO,
OTHENILHBIE MYTAlWH SBIMEOTCA MaXOPHBIMH, T.€.
Haubonee  YacTo  BCTPEYAIOTCS B HEKOTOPBIX
nonysauax [14,15].

[lepBoe coobumenne 06 AP Bapuanre ITKMJ[ Gbuiio
onybimkoBano B 1884 r. epasom B.K. Porom, kotopstit
ommcan creunduyeckuit (eHotHn y 22-IeTHEro
naunenta [11]. IlepBeiMu cuMnTomamu 3abo0ieBanms
ABISIIOTCS  MBllIEYHas cnabocTh W YTOMIIAEMOCTb,
KOTOpBle Pa3BMBAIOTCH TMOCTENEHHO, MO3TOMY TOYHO
ONpeJIeNuTh BO3pacT JebloTa 3aboneBanHus yaaetca He
Beerna. Ilpu atoil opme 3aboneranus mpeobiamaroT
CHMITTOMBI CO CTOPOHBI MBINII Ta30BOTO MOSCA.
BonbHble HAYHHAIOT UCIBITHIBATE TPYAHOCTH MpH Oere,
OpicTpoit Xonpbe, MpBDKKAX, MNpH NOAbEME Mo
JIECTHHIE, BCTAaBaHWM CO cTyra M mnona. Iloxonka
CTAHOBHTCS nepepanuBaromeiics. ITo Mepe
HpOrpeccupoBanms 3ab0JeBaHMS MEHSETCS OCAHKa, B
POLECC BOBJICKAIOTCSA MBIIIIBI [LUICYEBOTO 110siCa,
OIyCKAKOTCA HaJIUIedbsi, HOABIIOTCH «KPbUIOBHHBIC
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JIOMATKKY, TYJIOBHINE OTKJIOHAETCA Ha3ajl, yCHIMBACTCA
MOACHAYHLIA Jop/o3. JIuiesad Myckynatypa OOBIYHO
He crpanaeT. CyXOXKMIBHBIE M HepHOCTallbHEIE
pedekchl CHHKAIOTCA, a 3aTeM MOJHOCTRIO HCYE3aloT.
JlacTaneHele  OTJAENHl  KOHEUHOCTEM eme  J0nro
coxpansioT ceod (yHkimH. Ypoeens KOK B mmasme
KpPOBH TOBBIMEH B 5-20 pa3 10 CPaBHCHHIO HOPMOIi.
IMpu OMI' — HccileIOBAHHM BBIABIACTCS MEPBHMHO-
MEIIIEYHEIT XapaKTep n3aMeHeHHiT [4].

ITokaszano CYIIECTBOBAHHE 3HATHTEIILHOTO
MEXKCEMEHHOro W BHYTpHCEMEHHOTO mnoiMMophHsMa
wnndeckux npospnaenuit [TKMJL 2A. Ilo manubM
MEKIYyHAPOAHOTO KOHCOPIIMYMa 110 H3Y9EHHIO HEPBHO-
MBIIeYHBIX 3aboneBanmii (Neuromuscular  disease
center), CyLIECTBYIOT TPH OCHOBHBIX KIHHHYECKHX
Bapuanta [IKMJ[ 2A, pazimgarommxcs BO3pacTOM
HavaJla | CTeNeHbIO FeHepaln3allii pouecca.

[lepseiit BapuanT MaHupecTHPYET B Bo3pacTte 10 12
JIeT, XapaKTepHU3yeTcs MOpakKeHHeM MBI TA30BOr0 H
IJIEYEBOr0 MOACOB, TAKENIBIM TeYEHHeM H paHHHM
BO3HHKHOBEHHEM KOHTPAKTYP B KPYIHBIX CycTaBax.

Bropoii BapWaHT, YacTo o0003HadaeMblii Kak
MBITIIeYHAs JAcTpohHA Jleiinena-Mebuyca,
MaHH(ECTHPYET B BO3PACTHOM HHTepBasie oT 13 xo 29
JeT W TpPOABJIAETCA W3O0JIHPOBAHHLIM MOpPaKEHHEM
MBI TA30BOTO Hosca u fexep.

Ilpu TperbeM BapuaHTe, Ha4yaloM B BO3pacTe
crapiie 30 jer, oTMedaeTca NOpaKeHHE JHIIL MBIIIL
Ta30BOrO 105iCa.

Bce otH  kiumHHYeckHe (EHOTHNBI  ABIAIOTCH
aJuTeTbHBIMH reHeTHYeCKUMU BapUaHTaMH,
o0ycnoBneHHBIMH MyTallHaMH B rene CAPN3.

Eme opnoii wactoit ITKMJI ¢ X-cuemieHHBIM
THIOM HacieaoraHus gensercs — [IM]] Jliomenna u
Bekkepa. B ocHoBe 3aGojeBaHMs JIEKHT HapylleHHe
cuHTe3a  Oelka maucTpoduna,  08YCIOBICHHOTO
pa3iHIHBIMH ~ MYTalMAMH B TeHe JHCTpo(HHa,
KapTHpOBaHHOTO Ha XxpoMocome Xp 21.1 - 21.3. [1,16].
HsBecTHO, 9TO AHCTPO(HH, BLITOIHAA UTOCKEIETHYIO
(GYHKIHIO, JIOKQJINW30BaH B CapKOILUIA3ME€ MBIICYHBIX

BOJIOKOH W HMHTHMHO  CBA3bIBaeT  (DUITAMEHTHI
OCHOBHOTO  COKpaTHTe/lbHOro Oelka akTHHa ¢
TpaHccapKoIeMMaTbHEIMHA H  BHeMeMOpaHHBIMH

OenkaM# (IMCTpOrNMKaHaMH M CapKOTIHKaHAaMH), a
Takke ¢ cyoMeMOpaHHbIM GenkoM yTopthuHoM .[17,18,
19].

IMM]] TromeHHa HaYMHAETCA B Bo3pacTe 3-6 JIeT, K
12 — 15 romam JeTH TPHKOBaHBEI K HHBAJIMIHOI
komacke. @Dopma bekkepa sBnsercs «MATKAM»
winangeckuM Bapuantam [IM]I [liomerHa ¢ Gosee
[IO3IHHM HadalloM. B THIMYHLIX ciydasx 3abolieBaHHe
BO3HHKaeT B Bospacte 10 — 20 mjer, ommmauaeTcs
OTHOCHTEJIEHO H00pOKaYeCTBEHHBIM TeUeHHEM,
JUTHTEIIBHON KOMIIEHCAanuei JBUTATEILHBIX
Gyuxmii[1, 4].

HauGosee qacTbiMu Ka00aMi Ha PAHHAX CTAIHAX
bonesun [IMJ] [romenna u bekkepa sBIsOTCH
TPYXHOCTH IIPH MOABEME 110 JIECTHHLIE, YTOMIIEHHE [IPH
Oere, JUTMTEIbHOI X0IE0€ U YacThie MaaeHHs.

B pasBepHyTO#f cTaguy HabMoAal0TCA HAPYIIEHHA
MOXOAKH 110 MHOMATHYECKOMY THINY, aTpous H
c7aboCcTh  TPOKCHMANbHBIX  MBIIEYHBIX TPy
KOHEYHOCTEH, MOACHHYHBLIN THNEPIOPHO3, CHMITOM

«CcBOOOMHBIX HAAIUICUHiD», YrHETEHHE CYXOKHIBHBIX
pedekcoB, NCeRTOrANIEPTPO(GUS UKPOHOKHBIX MBIIIIL,
BCTIOMOTaTeNbHBIE  NpPHEMbl MPH  HTPOM3BOIBHBIX
IBIAEHHAX. YpoeeHbh KpeaTuHdochorunazel (KPK)
NpeBhIIaeT HOpMalbHEle 3HadeHHs B 45-50 pa3. Ha
OMIT  oTMedaeTcs  CHHOKEHHME  aAMIUTMTYIBI H
ykopouenue umrensHocta [TIE [20, 21].

Meree pacnipoCTpaHEHHAA, HO TAKXKE INOBCEMECTHO
BCTpeYArIagcs dopma HPOTPECCHPYFOIIMX
MBIIIEYHBIX TUCTPOGHH ABISCTCS  JICHE-JIONaTOaHO-
wiedeBas MenuedHas guctpopus Jlanayzu-Jlexepuna

(JUITIM T JT-11).
3abonepaHue  Hacaepyercs 0 AYTOCOMHO-
JTOMHHAHTHOMY THITY, HMEeT BBICOKYIO

[IEHEHTPAHTHOCTL M BapuHaleNbHYH) IKCHPECCHBHOCTB.
[Mpakrudeckn BO BceX CEMEHHBIX MW CHOPaIMYECKHX
ciyqasx JUITIMI JI-JI y GoibHBIX MMeeTcs HeIeHHUs
ydacTka B cyGrenomepHoi obnacti XpoMocoMsl 4q35,
cocTosniero U3 GoMBLNIIOro Yucna TaHAEMHBIX MOBTOPOB
JuiiHoif 3,3 k6. Yem Gosibine MpoTHKEHHOCTh ACICLHH,
TeM TsoKesee KIMHHYeCKHe mposBieHus oomesnn [22]. B
2,0 % cemeii rMoKa3aHO OTCYTCTBHE CIHEIUIEHHA C
OCHOBHBIM JIOKycoM 4q35, YTO CBHUIETENbCTBYET O
reHeTHdeckoii rereporenHoctn AL JUINMMI JI-T [23].

XpomocoMHas jeneums 4q35, cBA3aHa HE TOIBKO C
K/IACCHYECKOH  JIHLE-JIONMATOMHO-IUIEYEBOH  MBIIEYHOH
JcTpodueii, HO TakKe ¢ JIMLE-JI0NaTOYHO-TIEPOHEAILHON
MblmedHol  auctpodueii. Bo3MmoxkHO, dTO  JIMme-
JIONATOYHO-TIEPOHEAIbHAs ~ MBIIEYHAs  JUCTPO(pHS
(AvcxomANMif ¢ "mepeckakuBaHHeM" BapHaHT) W JMIle-
JIONIaTOYHO-TIIeueBas MBIlIeqHasA JucTpodus
(mocTemeHHO  HMCXOIAINMIA  BapHaHT)  ABISIOTCH
aIeNbHBIMHA GONe3HAMH H 0O0YCTOBNIEHb! PA3THIHBIMH
MYTallMsAMH B OJTHOM H TOM K€ TeHETHYECKOM JIOKyce B
XpOMocoMHoii paifore 435 [24].

B Hacrosmee BpeMs MNOSBWINCH HOBBIE BajKHBIE
cBelleHHs 10 MoleKyisipHoi reneruxe JIJITIMJT JI-10.
VeraHOBIEHBI 4ETBIpE TEHA-KaHIWJaTa, KOTOpBIE
MOTYT BbI3bIBaTh O0Je3Hb. B CBA3M ¢ 5THM, BOIPOCH!
FeHETHIECKOH M KIMHWYECKOM  IeTepOreHHOCTH
JUITIM]T octpo muckytupytotes [25, 26, 27].

IlepBBIMH TpH3HAKAMM SBAAIOTCH  cnabocTh M
aTpous MBI JIANIA M MiedeBoro mosca. HambGonee
XapakTepHa clabocTh MEMHYECKON MycKynaTypsl [28].
YV OGONBHBIX  MOABIAIOTCA  3aTPYJHEHHS  MpH
MPOH3HOIIEHWH TIacHBIX O, Y KpOMe Toro GosbHBIE He
MOTYT CBHCTETb, Y HHX OTMEYAeTCs TAK HasbIBacMmas
ronepe4Hasn yibslOka. OOpamaror Ha ceba BHUMaHHe
«rojcTeie» rydel, ocobeHHo BepxHAi. [lo mepe
nporpeccupoBanus  3abojieBaHHA  CIUIAKHUBAIOTCA H
MCYE3al0T HOPMAJbHLIE CKIAaIKH JIMIA, YTO HEpPeIKo
npugaeT eMy ckopOHoe Belpaxenue. I'a3a BcieacTeie
aTpouu Kpyroroif MBIIIIE! MIOTHO HE 3aKpPhIBAKOTCH,
HAaCTO BRIPAKEH Jaro(raibM.

Hapsaxy c HOpaXKeHHEM MHMHYECKOH
MYCKYJIaTypbl JHUOa HabmoAarTcs cinabocTe MBIMILN
IJIEYEBOTO NosACa, U3-3a 4ero OOJLHBIE HE B COCTOAHHH
NOAHATE PYKH BBIIIC TOPU30HTANLHOMN JIHHUHA, TPYIHAS
KJIEeTKa cTaHOBHTCA Tulockoil. Ilo Mepe nambHelmero
NporpeccHpoBaHns [aTOJIOrHYECKOTo nporiecca
arpoui TOJBEPraloTCs MBIINIEI IUIeYa, NpHYEM B
Oompineii cTenmeHM crudarenu, uYeM pasrubaTeni.
CyxoKuIbHBIE pedmekch JIONro ocTaroTcs
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coxpaHHeIMH. TeueHwe OoJe3HM, Kak
MEJLTEHHO IIPOrpeccHpyolee.

V GoNBIIHHCTBA GONBHBIX OTMedYaeTcsl MOBBIIIEHUE
aktuBHOcTH K®K B CBIBOpOTKE KpOBH, a Ha

3neKTpoMHOrpahuu PEerucTpUpyeTCcs

HH3KOAMILTUTY THBIH HHTep(epeHIHOHHBII THI
KPHBOH €  BBICOKMM TPOLEHTOM  MHOIHM(asHEIX
IMOTEHIHAIOB B BHIE KOMILIEKCOB «KOPOTKHX ITHKOBY»
12, 4,29].

Ipyrue (hopmeI M (nMcTanbHLIE,
OoKynohapHHreanbHble) OTHOCATCA K pPEIKAM H
BCTPEYAIOTCA B OTJACIBHBIX MONYIAUUAX CO3JaBACMON
OIHOH-IBYMSA ceMbaMH [3].

3akimoyeHue

Takum oOpazoM, IpH  MEIUKO-TEHETHYECKOM
KOHCYJIBTHPOBaHHE  OONBHBIX € IPOrpeccHpyrome
MBILICYHOM aucTpodueif HeoOXOIMMO  YYHTHIBATEH
KIHHUIECKHH 1OMMMOp(QH3M,  pacHpoCTpaHEeHHOCTH
3abosieBaHMil ¥ MOJEKYISIPHO-TEHETHUECKHE ACTICKTEI.
Onpenenenne MONEKYNIPHO-TEHETHYECKOro JedeKTa
MO3BOJAET HCCIIE/IOBATh MPUYMHY, €0 MOPOKAAIOLILYIO,
OKazaTk BIHMAHHE HE TONLKO HA MHATHOCTHKY, HO H
MPOrHO3 M JIeYeHns 3a00neBaHuA.
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literature devoted to the study of clinical - genetic
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