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KoneuHOCTHO-TIOSICHBIE MBIIIIeYHbIe TUCTPOGUH
(KIIMT)

OTOT TEepMUH OBUI TIpeUIOKeH TNpodeccopamu
J.H. Yontonom u ®.JI. Hartpacom B 1954 1. [1]. bo-
JIE3Hb CUYUTAIIN KJIMHUYECKU TeTEPOTEHHOMN, TaK KaK OHa
BKJIIOYAJIa Pa3MYHBIC THUIBl MBIIICYHONH JUCTPOGUU
(M/]): Ta30BO-0epeHHBIC BOCXOISIINE BapHaHThI Dpoa,
Jlefinena u Mebuyca, a TakKe HUCXOJISIIIUE JOMaTOIHO-
TUIeYeBble BapUaHTHI Dpoa.

IlonoxeHnne 0 HO30JOTHYECKON NPUHAAIEKHOCTH
KIIM/] 3HaunTe1pHO H3MEHIIOCH B 1994 ., xorna OblIn
oOHapyXeHbI JAUCTPO(UH-CBSI3aHHBIC TIIMKOIPOTCHHBI.
JluctpouH — WMHTpANEIUTIONAPHBIA CyOMeMOpaHHBII
0eJIOK, TeCHO CBSI3aH C TPaHCMEMOpaHHBIMU OEIKaMHu
(capkornmukaHbl-anb(da, -0eTa, -raMmMa W -J1ebTa; JINC-
TPOITIMKaH-0eTa, KaBeOJIHH ApP.) U SKCTPALEIITIOISPHBI-
MU OeTTKaMH, pacItoJIOKCHHBIMH B 0a3abHON MeMOpaHe
MBIIIEUHOW KJICTKH (JAMCTPOIVIMKAaH-alb(a, JIAMUHUH
1 ero paKkuu — JJaMHHUH-anbda-1 u -2, -0eta-1 u -2,
-ramma-1) [1]. Ot Oenku 0OCSCICUYMBAIOT AKTHBHBIN
TPAHCTIOPT BEUIECTB, B TOM YHWCJIE MOHOB KaJbIIHS, U3
AKCTPALEIUTIOISIPHOTO MPOCTPAHCTBA B KJICTKY, a TPaHC-
MeMOpaHHBIe OCJIKHU (CapKOTIIMKAHBI U IPYTHE) BMECTE
C JUCTPOPUHOM OOECIEUUBAIOT IEIOCTHOCTh CapKO-
JIEMMBI BO BPEMSI MBIIIIEYHOTO COKPAIICHHS.

Myrainuu B reHaX, KOHTPOJIMPYIONIMX JAUCTPODUH-
CBsI3aHHBIC OCIKH, MPHUBOAAT K pasputmio MJI, Haro-
MUHAIOIIUX MO KIuHU4Yeckod kaptune MJ[ [romenna
MIA) wmu M bekkepa (M/ZIB) mmu6o npyrue THITHL.
Eciu mapymaercst cunaTe3 auctpoduHa, TO 3TO MPHBO-
JIUT K UCUC3HOBCHHIO BCEX AUCTPODUH-CBSI3aHHBIX Oel-
koB. Onucano 30 Tunos KIIM/I, 8 U3 HUX HacneayrOTCs
M0 ayTOCOMHO-JAOMHUHAHTHOMY THITY, a 22 — TI0 ayTo-
COMHO-PELIECCUBHOMY THITY [2].

B Hacrosmee BpeMs KapTHpPOBaHBI HA XPOMOCOMAaX
TeHBI, KOHTPOJIHUPYIOIINE CHHTE3 TUCTPOPUH-CBSI3aH-
HBIX OEJIKOB, U3BECTHBI TCHHBIC MPOIYKTHI U UX MOJIC-
KyJSIpHBIE MacChl, CHHTE3UPOBaHbl AHTUTENIA K TEHHBIM
npoayKTaM (K AUCTPOPHH-CBSI3aHHBIM Oeikam). ITo 00-
YCIIOBIIMBAET TOUYHYIO TUATHOCTHKY ITHX TUIIOB M/I.

ITo xmuanuecknm npuznakamu KIIM/I kpaiine tpyn-
Ho muddepennuponars. KIIMJL sBistoTcs ipuMepom,
KOT/Ia MyTallUX Pa3HBIX TCHOB, JIOKAJTU30BAaHHBIX B Pa3-
HBIX XpPOMOCOMaX, KOAUPYIOIHE pa3HbIe OSNKH, TPHBO-
JIAIT K PA3BUTHUIO CXOJHBIX KIIMHUYECKUX (PEHOTHIIOB.

AyTtocomHo-peueccuBHbie Gopmbl KMIIJ npo-
TEKaroT HanboJjee TSHKENo, 1 0COOCHHO CapKOTTTMKAHO-
natun (KMIIJ 2C—F.), reHsI KOTOPBIX KapTHPOBAHEI Ha
xpomocomax (Tadm. 1). PaHee uxX Ha3bIBaIM «TsKEIas
dhopma MJIJI ¢ ayTOCOMHO-pPEIECCUBHON Tepemadein
[3]. Hauano Gosne3nu ot 3 110 5 €T, XOTs ONHUCaHBI CITy-
Jau ¢ HagayioM Oosie3nu B 36 net. IlepBoHAYaIbHO TI0-
paXaroTcs MBIIIIBI Ta30BOTO mosica u Oexep. [Ipuuem,
B omanune or MJIJI, Tspkelee MOpPa)KarOTCS MBIIIIIBI
Oezep, YeM MBIIIIBI TA30BOTO IMosica; Ha Oepax B pas-
HOW CTETIEHHU TSDKEIIO0 BOBIICKAIOTCS TIEPEeIHSS U 3aHISA
TPYTIIBI MBIIII; PAHO BOBJICKAIOTCS B MPOIIECC MBIIIIIBI
IIEPOHEAIBHON TI'pyNIbl TOJEHEH; MBIIIIBI IIJIEYEBOTO
rnosica CTpajaroT cuibHee, uem npu MJIJI: BeIpakeHbI
«KPBUIOBUHBIE JIOMATKI»; HEPEIKO TOSBIIAIOTCS OOIH
B MBIIIIAX Oefep U TOJCHEH; CKOJIIM03 U KOHTPAKTYPhI
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BBIpakeHbI ciabo. OTcyTcTByeT ompeneneHHas (op-
Myna micepaorunepoduii Mpi. OObIYHO OTMEYaeTcs
TOJILKO TICEBAOTHIIEPTPO(HS WKp; CepledHasl MBIIIa
Mpu OONBIIUHCTBE capkorukaHonatuii (kpome KMITJL
2D) BoBnekaeTcss B mporecc. He3HauwrtenpbHO Mopa-
JKAIOTCSA JIBIXaTCNIbHBIE MBIIIEL.  MBIIIE TOPTAaHU
M TIIOTKH HE TIOPaKaloTCsA. BOJbHBIE CTAHOBATCS «KO-
JisicouHBIMU» K 15 romam. Haubosee yacto BcTpedaeTcst
anbda-capKorInKaHoMaTHs (ASQUINT axaauHa) U OHa
umeer Ooee Jierkoe Tedenue. Hanbornee Tsxeno npote-
KaeT TaMMa-CapKOTJIMKAHOIIATHsI, HO OHA HAOIOMAETCs
3HaYMUTENBHO pexe. Umenno aty popmy KIIM/J] panee
Ha3bIBAIN «TsDKeJasi JeTCKasl ayTOCOMHO-pPEIeCCUBHAs
MJI, nannomunarotast MJ[JI».

T'enemuxa. HacnenoBaHue ayTOCOMHO-PELIECCUB-
Hoe. bone3np mposiBisiercss B romo3urote. [lpu Opake
JIBYX 3IIOPOBBIX TeTepo3uroT 25% nereit OymyT OOIHHBI,
25% — 3nopoBsie U 50% — CKpBITbIE HOCUTENH TeHa.
HmeeT 3HaueHHE KPOBHOE POJICTBO POAUTENCH.

TouHbIil OUArHo3 yCTaHABIMBACTCS TPU MOJIEKY-
JIIPHO-TEHETUYECKUX MCCIIEAOBAHUSIX — OOHapy)KeHHe
MyTallid B T'eHaX, KOAMPYIOIIUX CAPKOITIMKAHOIATHUH,
a TakKe IpU UMMYHOOJIOT-aHAIN3€ U IMMYHOTHCTOXH-
MUYECKHUX UCCIECTOBAHUAX C aHTUTEIAMU K CApKOITIUKA-
HaM. Y 3TUX OOJBHBIX MOKET BTOPUYHO YMEHBIIATHCS
WM ¥cYe3aTh TUCTPO(UH.

Kansnannonarusa (KIIMI2A) (M/] ¢ koHTpakTy-
pamu mbinm) [3, 4] HauGonee yacto (B 40% cirydaes)
BCTpeYaeTcs CpeAn JPYTHX ayTOCOMHO-PEIECCHUBHBIX
KIIM/I. Kanpnaun — OeJIOK, OTHOCSIIUNCS K ceMel-
ctBy Ca-3aBHCHMBIX MpOTea3, 00eCTeYNBAIOIINX CUH-
teiBaane nHPopmanmu ¢ JJHK na PHK. On mHaxomutcs
B MeMOpaHax sijiep MbIIICYHBIX KIETOK, a TAKXKE B cap-
KOTLIa3Me U Z-JIUCKax.

Hawano Gonesnu B 4-15 ner. IlepBble mpu3HAKu:
POIUTENN OTMEYArOT, YTO PEeOCHOK XOMUT Ha HOCOY-
Kax. B OoNbIIMHCTBE CilydaeB MpoOIecC HAYWHAETCS
C aCUMNTOMHOHN CIa0OCTH MBIIII >KHBOTA, Ta30BOTO
nosica — OOJILIIMX SITOAWYHBIX W TOAB3IOLIHO-TIOSIC-
HUYHBIX MBIIII. B pe3ynsrare 3TOro paHO yCHINBAETCS
MOSICHUYHBIN JIOP/I03, U TIOATOMY OONBHON paHO HavH-
HaeT XOUTh Ha HOocoukax. Ha panHeil cragnyn Bo3HHKa-
FOT KOHTPAKTYPhl HKPOHOXKHBIX MBIIIIII, 33 IHEH TPYIIIIbI
MBI Oesiep, CPEAHNX ATOAMYHBIX Y MBIIIIII, HAIPSITA0-
HIMX IUPOKYIO hactmio (puc. 1), mo3aHee — NBYIIIaBbIX
MBIIII] TJIed U cTudareneld OCHOBHBIX (halaHT MalbIeB
PyK (puc. 2) U TOSABISAIOTCS «KPBHUIOBUIHBIC JIOTATKI.
Tspkenmee mopakaroTcst OOJBIHIE ATOAWMYHEBIC U a0I0MU-
HaJbHBIC MBIIIIBI U B MEHBIIIEH CTETIEHU — MOAB3/OIII-
HO-TIOSICHUYHbIE MBIIIIBL. BOJBHOM CTOUT € IIMPOKO
paccTaBICHHBIMU HOTAMHU 32 CYET CPEAHUX SITOIUYHBIX
Ml Hepeako HaGmromaroTest 001 B MBIIIAX. boib-
HOMY TPYIHO OJHUMATHCSI 10 JICCTHUIIE, C I10JIa BCTACT,
HCToJb3ys npuemMbl [oBepca. Takke NogBIsieTCs 3aTPy/i-
HeHue Oera, MoIbeMa Mo JISCTHUIIE, BCTABaHMS CO CTYJIA.
BonpHOI cTaHOBUTCS «KOISICOYHBIM» B 11-28 net. OT-
MeYaeTcsl BBICOKHHM YpOBEHb KPEaTMHKHUHA3BI B KPOBU
(mo 10 TBIC. MEXTYHAPOIHBIX CIUHMII).

I'enemuxa. HacnenoBaHue ayTOCOMHO-PELIECCHB-
Hoe. bone3ns nmposBisieTcs B romo3urote. [ eH kapTupo-
BaH B XpOMOCOMHOM paione 15q15. Tounslii quarnos
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Ta6nuna 1

KinHuko-Mo1eky/JIsipHO-reHeTHYecKast (1 0HOXHUMHYecKast) KJIaccu-
¢uxanus KOHEYHOCTHO-NOSICHUYHBIX MBIIIEYHBIX AUCTpoduii (mo
J.L. Kaplan and D. Hamroun [2])

REVIEWS

Table 1

Clinical molecular-genetic (and biochemical) classification of limb-
girdle muscular dystrophies — LGMD (according to J.L. Kaplan

and D. Hamroun [2])

IIpumeuanue: TH— tun nHacienoBanus, JII' — stokanu3anus rexa,
MI' — mpoxykt reHa; kd (KMJIOAAIBTOH) — MOJISKYJISIpHAsI Macca OelKa;
AJl — ayTOCOMHO-IOMUHAHTHBIN; AP — ayTOCOMHO-peIeCCHBHBIN.

TH Jr nr MI GL PG
KIIM/I1A ALl 5q31 MuotnnuH LGMDIA AD 5q31 myotilin
KIIM/[1B ALl 1ql1 Jlamuu A/C LGMDIB AD Iql1 lamin A/C
KIIMJIIC (+ cusmpom LGMDIC ((+ VM
BM, runepKK) AL 3p23 Kapeosmn-3 (venous malformation) AD 3925 caveolin3
syndrome, hyper CK P
KIIMA1 Al 7936.2 | HSP-40 (hyper creatine kinase))
(c kaparoMuonaTHei) :
LGMD1D AD | 7q362 |HSP-40
KIIMJE (c napesom (+ cardiomiopathy) 420 )
TOpPTaHU, INIOTKU 1 ALl 2q35 Hecmun
JIMCTATBHBIX MBIIIILT) LGMD I,E
(+ paresis of larynx, AD 2435 desmi
KIIM1F Al | 7932.1-32.2 | Tpaucnioprun-3 pharynx and distal q esmin
KIIMA1G ALl 4921 ribonucleo-protein muscles)
KIIMITH AT | 3p25.1-p23 LGMDIF AD | 7q32.1-32.2 | transportin 3
KIMI2A AP 15q15 Kanmani3 LGMDI1G AD 421 ribonucleo-protein
LGMDI1H AD | 3p25.1-p23
KTIMJI2B AP | 2p13 | lucepmmm pe>.-p
LGMD2A AR 15q15 calpain-3
KIIM/12G AP | 17ql1-12 | Teneronun
LGMD2B AR 2pl3 dysferlin
KIIM/I2H AP 9q31 E3-y6ukBuTHH JMrasa
LGMD2G AR | 17ql1-12 |telethonin
KIIM/121 AP 19q13.3 | dykyTur —
LGMD2H AR 9q31 E3 ubiquitin ligase
KIIM12J AP 2q31 Tutun -
LGMD2I AR 19q13.3 | fukutin
protein Q-monosyl .
KIIMI2K AP 9q34 transferasa I LGMD2J AR 2q31 titin
KIM/I2L AP | 11pl4 | Anoxrammm LGMD2K AP | og34 |Protein Q-monosyl
transferasa I
KIM/2M AP | 9431 | Dyxymum LGMD2L AR | 11pl4 |anoktamin
KIIMJI2N AR | 14q4 |Protein Q-monosyl LGMD2M AR 9931 | fukutin
transferasa
- . tein Q-monosyl
linked- LGMD2N AR | 1424 |PTO
KITMJI20 AP 1p34 protein O-linked: q transferasa
mannose beta 1, 2
rotein O-linked
KIIMJIQ AP | 8q24 |Ilnexrun LGMD20 AR | 1p34 PO beta 1.2
KIIM/I2R AR 2q35 Jecmun LGMDQ AR 8q24 plectin
KIIM/I2S AR 4935 LGMD2R AR 2935 desmin
KIIMZI2T AR | 3p21.31 |GTP manHo3a LGMD2S AR 4935
KIIM/12 AR 3p21 Jlucrpornukan LGMD2T AR 3p21.31 | GTP mannose
KITMJT2 AR 1922 E(;Ex;m 5 LGMD2 AR 3p21 dystroglycan
A LGMD2 AR 1g22 | D-PMT polypeptide 3
KIm2 AR 7p21.2 Hsonpenonncnntasa LGMD2 AR 7p21.2 isoprenoid synthase
KIIM/12 AR | 9pl3-p.12 | Bamosun LGMD2 AR | 9p13-p.12 |valosin
KIM/I2C, D, E, F — capkornkanonaruy LGMD2C, D, E, F — sarcoglycanopathies
Y-CapKOIIHKaH -
KIIM12C AP 13q12 35 kd LGMD2C AR 13q12 %?Egla sarcoglycan
alpha-capkornukan alpha-sarcoglycan
KIIM/I2D AP 17q12 | (anxanun) LGMD2D AR | 17q12 |(adhalin)
50 kd 50kd
beta-capkoriKan beta-sarcoglycan
KIMJI2E AP 412 43 LGMD2E AR | 4q12 | 50
3-capKOIIMKaH delta-sarcoglycan
KIIMJI2F AP | sg33 R LGMD2F AR | sqa3|dle

Note: MI— mode of inheritance, GL — gene location, PG — product
of gene, kd — kilodalton — molecular weight of protein, AD —
autosomal dominant, AR — autosomal recessive.
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YCTaHABIUBACTCS TMPHU HUCIOIH30BAHUU MOJIEKYISIPHO-
TeHETUYECKUX METOJI0B 1 UMMYHOOJIOTHHTE C aHTUTENa-
MU K KaJblauHy. IMMYHOOJIOTTHHT JaeT KOJTU4eCTBEH-
HYIO OIIEHKY conepkaHus KajupnanHa. OeHoTunmyecku
KaJbranHoNatusi HarmomuHaeT M/l DOwmepu—/peiidyca
I u II TumoB, pu KOTOPBIX Oenok dMepuH u JamMuH A/C
COOTBETCTBEHHO JIOKAJIM30BaHHKI B SIIEPHBIX MEMOpaHax,
a Taroke muonaruto bernema. [Ipu Becex atux dopmax
MBIIIIEYHBIE KOHTPAKTYPHI CHIBHO BBIpakeHBI. OHAKO
MpU KajibllanHoNaTuy, B otinune ot MJ[ Omepu—/peii-
(hyca, OTCYTCTBYeT KapAHOMHONATHS C HapyIIEHHUEM
MIPOBOJIMMOCTH U 0JIOKaI0H cep/a. MoxeT HaOoaaTh-
Csl BTOPUYHOE YMEHBIIIeHNE (MCYe3HOBEHNE) KallblTanHa
U [IPU APYTUX MHOAUCTPOGUAX (PUHCKHUIA AUCTATBHBIN
THO Ymaa — OelNOoK TUTHH W JUCTAJIBHBINA TUIl Muo-
M — Oenok auchepiuH).

Huchepmunonatus (KIIM/[2B). bemox mucdep-
JIMH JIOKaJIM30BaH B IJIa3MaTHYeCKOM MeMOpaHe MHO-
¢ubpmmm. OH obecnieunBaeT  KaJIBIHA-3aBUCUMOE
CBs3bIBaHME aHHEKCUHOB Al u A2 ¢ capkoieMMoi U pe-
TeHEpaINIo MBIIIEYHBIX BOJOKOH. ['eH aucdepnnHa Ha-
XOJIUTCSL B XPOMOCOMHOM paiioHe 2p21.3. OO0Hapyx eHO
oxoio 21 myTanmu B rene nucdepiauaa. laTepecHo, 94to
MyTalMd B OJHOM M TOM e T'eHe JucdepinHa IpuBo-
JIT K Pa3BUTHIO Pa3HBIX (PEHOTHIIOB: MPOKCHMATBHOMN
KIIM/ZI2B u auctransaoit MJ{ Muoiii U KOHT€HUTAIb-
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HBIX (hopM ¢ HOBBIM (peHoTHIOM [5]. Hagamo mpoxcu-
MansHOM KIIMJI2B — Mmexay 17 u 23 rogamu ¢ MbILIIT
Ta30BOTO Mosica u 6eaep. OTMedaeTcs pacpocTpaHeHne
arpo¢wuii Ha MpImLbl roneHei. Habmonaercs 3arpyane-
HHsl Oera, XoJbObl, CTOSHHMS Ha HOCKax. JlJIs auarso-
CTUKH HCIIONB3YIOTCS MOJIEKYJISIPHBIE METOJIBI, a TaKKe
WMMYHOOJOTTHHT U MMMYHOTUCTOXHMHUYECKHE HCCIe-
JIOBaHUS C aHTUTENIaMU K TUChepInHy.

B 2007 . Obul onyOiIMKOBaH HEOOBIYHBIH CITydai
mucpepmuaonaruu (KIIM/I2B) [6]. YV neBouku 14 met
B TEUCHUE HECKOJBKHX MECSIEB MOSBHIOCH OOJIE3HEH-
HOE yBeIWYeHHWe WKp. bonum ycwimBanuch mpu Oere.
[Ipn uccnenoBannm OOHApPYKEHO 3aTBEpACHUEC U yBe-
JUYEHUE pa3Mepa MKPOHOKHBIX MBIIII] C WX JIETKOH
KOHTPaKTypoOH, KOTopasi 3aTpy/JHsuia pa3rubaHue CTOI.
[Ipu mampmanmuu oTMevanach WHAYpaWs MBI Oe-
nep. [anpmanus ux Obuta O6e300se3neHHOM. CrabocTu
Y MHOTOHHYECKHX (DEHOMEHOB — TIOSIBIIEHUSI POBHKA B
MBIIIIAxX npu nepkyccun — He Obuto. KK 17 000 ME.
ITpu MPT B pesxxume T2 BU BbIsiBiI€H THIIEPUHTEHCUB-
HBIH CUTHAJ B UKPOHOKHOW MBIIIIIE — TMPHU3HAK BOC-
naneHus. [1pu GHoTICHu MBITIITEI 0OHAPYKEHBI aTPOQUs
BOJIOKOH, IIEHTPAJbHBIC SiApa, HEKPOTUUECKHE MBIIICU-
HBIE BOJIOKHA W BBIPAXCHHAS KIJIETOUHAS MHPIIBTPAIUI
(npusnaku Bocnanenus). Ananu3 JIHK — xommayn re-
TEpPO3UroTa — JBE MYyTAIllWU B JIByX aJUIETISIX Te€HA JWC-

Puc. 1. bormpHOW CTOUT Ha HOCKaX, HMIMPOKO
paccTaBUB HOTH, BCIICICTBHE KOHTPAKTYPHI
MBILIL 33IHEH IPYIIBI TONEHEH, 3a1Hel rpyI-
II61 Oefiep M OTBOJSIIIIMX MBI Oeep

Fig. 1. The patient is standing on the toes,
legs wide apart due to muscle contractures
of posterior groups of lower legs, posterior
groups of the thighs and abductors of thighs
muscles

Puc. 2. Koutpakrypa IByIJIaBbIX
MBIIII] [IPABOTO IUieYa, MSCTHO-
(hanaHrean bHBIX U MeX{(aaHre-
QJIBHBIX CyCTaBOB

Fig. 2. Contractures of the right
biceps brachia muscles, flexors
of metacarpophalangeal and
interphalangeal joints



RUSSIAN NEUROLOGICAL JOURNAL, N¢ 1, 2020
DOI'10.30629/2658-7947-2020-25-1-13-22

¢depnuna. HeoOwrunstii ¢penorun KIIMJ/I2B y rerepo-
3UTOTHI OOBSICHSUTH HAJIMYMEM JIByX MyTanuil (0ose3Hb
0OBIYHO TIPOSIBIISIETCSI B TOMO3HTOTE). ONMUCaHBI TaKKe
JIBA HEOOBIYHBIX ciydas JUC(HEpIMHOBONH MHOIATHH,
(heHOTUTITYECKH HAIOMUHAOIIEeH OTUMHO3UT [7]. Nm-
MYHOOJIOT-aHaJIM3 MOATBEPANI OTCYTCTBHE y OOJBHBIX
nuchepnuaa. OnrcaH Takxke cirydail TucepInHOnaTuu
(romo3zurora ¢ JeUIUTOM AUCHEepPIrHA) C TSHKEIOH K-
POBOM AereHepanuii MBI, BRIIPSMIISIOLIEH MO3BO-
HOYHHK, B MOSCHOM M TPYJHOM OTAeNax 0e3 pa3BUTHUS
KaMITTOKOPMHH.

Teneronunonarus (KIIM/I2G). benok Tenero-
HUH — CApKOMEPHBIN OEJIOK, JIOKAJIM30BaH B Z-AHCKax
U CBsI3aH C ayb(a-akTHHOM. boJie3Hp HaunHaeTCs B paH-
HeM gercTBe. [lopakaroTcst IpOKCHMANbHBIE U JIFCTANb-
Hble MBIl HOT. Jlerkas ciaboCTh MBIIIL IIEYEBOTO
nosica. [IosIBISIOTCS CBHCAIOIMIME CTOMBI, THIIEPTPOhUS
MKPOHOXHBIX MBI M Oone3HeHHble kKpamnu. [Iporecc
pacrpocTpaHsieTcss Takke Ha MPOKCUMAJbHBIE OTHEIBI
pyK u tuiedeBoit mosic. K 18 romam GosbHBIE CTaHOBATCS
KOJISICOYHBIMIWY. [ €H KapTUPOBaH B XpPOMOCOMHOM Paiio-
He 17qll. [na AMarHOCTUKM HCHONB3YyeTCs UMMYHOTH-
CTOXMMHYECKHUI METOJ] C aHTHTeNaMH K TEJETOHWHY.
OtMmedaeTcst KIMHUYECKOE CXOACTBO C IMOJIMMHUO3HUTOM,
KOTOpBIA YCTOMYMB K JICYEHUID KOPTHUKOCTEPOMIAMHU.
Onucana MUOGUOPHIUIAPHAST MUOTIATHSI ¢ W30BITOYHBIM
HaKOIJICHHEM TeJIETOHUHA B CapKoruiazMme [§].

AyTtocomHo-1oMuHaHTHbIe KIIMI

KIIMI1A. MwuotniauHonatuu. ['eH kapTHpoBaH
B XpoMOCOMHOM paiione 5q31. benok Muotunnu — cap-
KOMEpHBII O€JIOK, CBS3aHHBIM C alb(a-aKTHHOM H JIO-
KaJHM30BaH B Z-IUCKe. DTO 00JEe3Hb B3POCIBIX CO CPe/I-
HUM BO3pacToM Havaja B 27 JIET C TOPa)XEHHUS] MBILIL]
Oezep, a 3aTeM TUIeUeBOro rnosica. Berpeuarorest eHo-
TUIBI OOJIE3HH, KOTZa TOPAXAIOTCs S3bIK (IU3apTpus),
TOJIOCOBBIE CBSI3KU (IUC(OHUS), TO €CTh Pa3BUBAETCS
MUOTeHHBIN OynbOapHbId mapanud. KoneHHsie u ped-
JIEKCHI C JIBYIJIaBBIX MBIIIII IJI€Y paHO CHIpKarorcs. Ha-
OJIIOAIOTCS TAKXKE TUCTaIbHbIC (DOPMBI MHOTHIMHOBOM
MUOTIATHH.

OmnucaHa ceMbsi, B KOTOpOW OOJIe3Hb HaYMHAIACh
B mo3aHeM Bo3pacte (50-60 met) y npobania ¢ BoBie-
YECHUS! AUCTAJIBHBIX MBIIII, & y €0 CECTPbl C MBILII]
TazoBoro mosica. Y mpobanna (60 yner) ObuM KaynoObl
Ha MUAJITMU 1 KpaMIIK B Mblinax Hor. IIpu ocmotpe 00-
Hapy>XEHO, YTO OOJLHOH HEe MOXET CTOSTh Ha HOCKax.
AXUIITOBBI peIeKChI OTCYTCTBOBANMH. Yepes 2 roaa mo-
SIBUJICA cTennax. B manpHelieM npouecc pacupocTpa-
HWICS HAa MBIIIIBI TAa30BOI0 II0OsiCA, MPOKCHMaJIbHBIC
W IUCTajbHbIE OTAETBl pyK. OJMHAKOBO OBUIM BOBJE-
YeHBI CTUOATENN W pasrudarenu majblieB pykK. CIrycTs
10 ner GONBHONM HE MOT MOTHATH PYKH BBILIE TOJIOBBI
U HE MOTI' TOJIHECTH MpPaByl0 PyKy KO PTy. Y POJIHOMH
cecTphl MpoOaHaa MBIIIIBI Ta30BOrO MOsica CTpajain
CHIJIbHEE, YeM JIHUCTaJIbHBIE. Y 000MX OOJILHBIX HE OBLIO
MOpa’KeHMsl MBI TOPTaHH, sA3bIKa W cepaua. lomoc
oCTaBajics TPOMKHM, He ObLIO Tu3apTpuu. [eH xapTu-
POBaH B XpOMOCOMHOM paiione 5q31. s inarHocTuku
MCIOB3yI0T Monekyisipable (ananu3 JIHK) n nmmyHo-
TUCTOXUMHYECKUE METO/IbI C AaHTUTENIAMH K MHOTHJIMHY.

REVIEWS

KIIM/I1B. Jlamunonarus. benokx mamun A/C, jo-
KaJM30BaH B MEMOpaHEe MBIIIEUHBIX A1ep. Y TOJIOBHHBI
MAlMeHTOB OO0JIe3Hb HAYMHACTCS B JETCKOM BO3pacTe
co crnaboCTH TMPOKCHUMAIBHBIX TPYII MBI HIKHHX
koHeyHocTel. [lo3nHee pa3BHBAIOTCS KOHTPAaKTyphI
B 00JIaCTH JIOKTEBBIX CYCTaBOB M aXHJUIOBBIX CYXO)KHU-
nuil. HeT KOHTpakTyphl MBILILBI, BBHIIPSIMIISIOLEH MO-
3BOHOYHHMK. Kak mpaBuio, TSKeno cTpajaeT cepledHast
MBIIILA: ATPUOBEHTPUKY/SIPHBIM OJOK IpPOBEACHHUS,
apuTMHH, OpajuKapusl, CHHKOIIE U BHE3alHas CMEpTh.
Ora ayrocomHo-nomuHanTHas (A/l) popma MJI deno-
TUIIMYECKN HAlIOMUHAET ayTOCOMHO-perieccuBHble (AP)
n AJl-mprmeunsie auctpodun Imepu—/peiidyca. Ten
KapTHpOBaH B XpoMocoMHOM paitone 1q11-q21. IIpenmo-
naraercs, uto AJl KIIM/I1B u AJl-mMbImiednas TucTpo-
¢ust Dmepu—/peiidyca BeI3BaHbI aIeIbHBIMUA TCHAMH.

KIIMJI1C. KaBeonunonarusi. benok kaBeo-
JIMH-3 — MBIIIEYHBIA CapKOJIEeMMAaJIbHBIN OeNoK U3 ce-
MeicTBa KaBCOIMHOB. DTH OCJIKH JIOKAJIM30BaHbI B MbI-
HICYHOW TUTa3MaTnieckoll MemOpaHe (B CHEIHMaTbHBIX
KaBeoJax — BE3UKY/SIPHbIE MHBAarMHAIMU IJIa3MaTH-
YEeCKOW MeMOpaHbl CKEIEeTHOH M CEepIeYHON MBIIIILIbI)
U CBs3aHBl C JIUCTPO(UH-ITIMKONPOTEHHOBBIM KOM-
riekcoM. Ponb KaBeonnHOB 3akimiovaeTcst B (PUKCAlUU
MeMOpaHbI K MuOQuOpHTaM. KpoMme Toro, KaBeomnHBI,
B TOM 4YMCJI€ KaBEOJMH-3, KOTOPBIH HAXOAWTCS B MBI-
LIEYHOM KJIETKE, OJIOKMPYIOT PEeLenTOpbl MHOCTATUHA,
KOTOPBI B CBOIO o4epelb OJ0KkupyeT muoreHes. [1pu Ha-
PYLICHUU CHHTE3a KaBEOJUHA-3 YCUIMBACTCS IEHCTBUE
MHOCTaTHHA, C YeM CBsI3aHa aTpo(us 1 CIa00CTh MBI
[9]. Hauamo Gose3nu B 5 J1eT ¢ KpaMIti IpH (hU3UIeCKOH
Harpy3Kke, MUAJITHIA B TOKOE U TIOCJIE HATrPy3KH, JIETKOM/
YMEpEHHOH ¢1a00CTH MPOKCHUMAIbHBIX U IUCTAJIBHBIX
MBI U THIEPTPOGUN HUKPOHOKHBIX MbIII. OTMeda-
eTcs 3aTpyJHeHue Oera, moxbeMa I10 JIECTHHULIE U BCTa-
BaHue 1o l'osepcy. I'en kapTupoBaH B xpomocome 3p35.

MyTauus B reHe KaBeoJIuH-3 IPUBOIUT TAKKE K pa3-
BUTHIO JIPyTUX KIMHWYECKHX (enorunoB MJ| — nHa-
cieAcTBeHHOM acumnrToMaruuecko runepKdKemuu,
ayTOCOMHO-JTOMHUHAHTHON  OOJIE3HM  «BOJHYIOLIUX-
csl MBI (TMPU MEPKYCCUU MBIIIIBI B HEW BO3HHKA-
IOT BOJIHOOOpa3HbIE COKpAIICHUS, a NPU HIONbYaTon
OMI'" — OunodneKTpUYecKoe MOITYaHHUE), AUCTATBHOMN
MHOIIATUU U CEMEHHOM runepTpodruecKoil KapauoMu-
omaru# [10]. [o-Buaumomy, 3T0O ayutebHbIE OOJIE3HH.

B Aunrmmuu [11] omucanbl ABE HOBBIE ayTOCOMHO-
JIOMUHAHTHBIX MYTallMM KaBeOJHHA. ABTOpPHI HaOIO-
Jany pasauyHble (PCHOTUIIBI B OHOW cembe. M3yueHo
10 OombHBIX. Bemymmm cuMmToMoM ObLTa MHANTHS,
y 50% OonbHBIX OHa SIBUJAch NMPUYMHOM oOpaiieHus
K Bpauy. Muanruu oObsCHSUT HapyIeHueM MeTaboIn3-
Ma [JIFOKO3bI B MBIIILE U U3MEHEHHS B aHaPOOHOM IVIH-
Koju3e. Y OOJBbHBIX HAXOAMJIN CHUKEHHE aKTHUBHOCTH
kaBeonnHa-3 u (ochoPpPyKTOKHHAZEI, UTO MOTIIO OBITH
MPUYMHON MUAITHH (KaK Ipy DIMKOTeHo3e 7).

MpeimegHas cnabocTh ObLTa TOIBKO Y 6 OOTBHBIX, TOT-
Jla KaK CHHJIPOM «BOJTHYIOILIMXCS MBIIII ObLT Y 8 00JIb-
HBIX, U3 HUX y 4 OOJbHBIX MbIIIEYHAasl c1a00CTh OTCYT-
cTBoBasia. Yame Habmoganach ciabocTh B JUCTATBHBIX
otaenax HOT (OOJMBHBIE C TPYIOM MOTIIM CTOSITH HAa HO-
ckax). [loutn y Bcex oTMedanach Jierkasi runeprpopus
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OTZAEIBbHBIX MBIIII, Yalle UKPOHOXHBIX. Y BCeX OO0JIb-
HBIX OTMedajoch MoBbIIeHne KpearnHkuHasbl (KK)
B 9 pa3 Beime HOpMBI (y 6 demoBek) u maxe B 30 pa3
(1 nnu 2 6onbHbBIX). O6 acumnTomHoM runepKdKemun
ABTOPBI HUUETO HE COOOLIAIOT.

B I'epmanuu onucana 0oJbInasi CeMbsl ¢ KABEOJIHMHO-
natuel ¢ ayTOCOMHO-IOMHHAHTHBIM THIIOM Hacjeno-
BaHMS, B KOTOPOH TakXe OTMEYaluch pa3inuuHble (de-
HOTHIIbI, 3 UIMEHHO: OOJIC3Hb «BOJIHYIOLIMXCS MBILIID,
nuctansHas muomnatus u KIIMJ[1C. B nureparype nme-
eTcst COOOIIEHHE O CEMbE C ayTOCOMHO-PELECCUBHBIM
tunoM HacienoBanus KIIMJI1C.

Jlisl TMarHOCTHKKM MCIIOIb3YIOTCSI UMMYHOTHCTOXH-
MHUYECKUE, UMMYHOOJIOTTUHT ¥ MOJICKYJISIPHBIE METOIBI.
[Ip1 IMMYHOTHCTOXMMHUYECKOM HCCIIEAOBAHUN OOHApY-
JKUBAIOT OTCYTCTBHE B MBIIIIIE KaBEOJINHA-3 U BTOPUY-
Hoe cHmkeHue nucdepiauHa. Comeprkanue TUCTpOoPUHA
B HOpME.

CornacHO JaHHBIM JHUTEPATypHI, CUUTAETCS, UYTO
BIIEpPBBIC TUCTalIbHAsi MUOMaTUsi Oblia OTKpbiTa B.P.
T'oBepcom B 1902 1. AHaMHU3 JIUTEPATypPHl TTOKA3BIBACT,
yto B.K. Pot panee, B 1885 r., onmucan aucTaabHbIH
i M /] o HazBaHueM «Imepudeprudaeckas MbIIICTHAS
CYXOTKa, TUIIMYHbIC U aTHNUYHbIC (TepexoauHbie) Gpop-
MbI» [12].

B nacrosiiiee Bpemst BbIJIENEHBl CEMb OCHOBHBIX TH-
OB JIMCTATBHBIX MBIMIEYHBIX AUCTPO(UN, U3 KOTOPBIX
ATk Hacyeayrorcs mo tumy AJl u asa mo tumy AP.
Bcero omucano 17 BapnaHTOB IMCTANbHBIX MHOTIATHH

(13 AD u 4 AP)

AyTOCOMHO-10MUHAHTHBbIe TUNIBI JIM/J]

Tun Besanaep ¢ Mo3IHUM HAYAJIOM y B3POCJIbIX.
JI. Benanzep B 1951 1. onyOnukoBasia MoHorpaduio 06
9TO# 00JIe3HH, B KOTOPOIA IpHBena JanHble 0 249 6ob-
HbIX [13].

TaGnuuma 2
Kiaacenpukanus 1ucTajlbHbIX MbIIIEYHBIX JUcTPoduii (B Moaudukanuun) [2]
TH JIr mnr
a. Tun Welander (¢ mo3JHUM Ha4aoM y B3POCIIBIX) Al 2pl13 Tuna 1 nporenn
inmish tbal AL 2931 Tmin
Pporenn (e o3t aanon) AL | 1022 ZASP
d. Tunr (Nonaka) (¢ BakyonsiMH B OTIpaBe HIIH AP 9pl2 ['moko3zamuH
MHO3HT C BKIIFOUYCH. TEJIbIIAMH ) AP 2pl4 Juchepiann
e. Tun Miyoshi (y B3pocibix) ALl 14ql1.2 Muo3un
f. Tun Laing (c Hauasniom B 425 ner) ALl 5q31 MarpuH 3
g. JInCTanbHBIN THI C BOBJICUCHNEM TOPTAHH U TTIOTKH ALl 19.p13 PHK-cBs3p1Batommii mpotenH
h. Oxyno-(apuHreanbHbIi THIT ALl 14ql1-q13 PABP2
i. Okyno-(hapuHrO-UCTABHBIH THIT AJl, AP 5q31

IIpumeuanue: TH — tun HacnenoBanus, JII' — nokanuzamus rena, [1I" — npoaykT reHa; kd (KHJI01aIbTOH) — MOJIEKYJIsIpHast Macca Oenka; AJl

— ayTOCOMHO—IIOMI/IHaHTHLIﬁ; AP — ayTOCOMHO—peHeCCI/IBHHﬁ.

Classification of distal muscle dystrophies (modification) [2]

Table 2

MI GL PG

a. Welander type
(late start in adults)

AD 2pl13 Type-1 protein

b. Udd

(with rimmed vacuoles or

Finnish tibial type AD 2q31 titin

c. Markesbery, Griggs type

protein (late start) AD 10q22 ZASP

d. (Nonaka) type AR 9pl2 glucosamine

myositis with included bodies) AR 2pl4 dysferlin

e. Miyoshi type (in adults) AD 14q11.2 myosin

f. Laing type (starts at the age of 4-25) AD 5q31 matrine 3

g. Distal type involving the larynx and the pharynx AD 19.p13 RNA binding protein
h. Oculo-pharingeal type AD 14q11-q13 PABP2

i. Oculo-pharingo-distal type AD, AR 5q31

Note: MI — mode of inheritance, GL — gene location, PG — product of gene; xd (kilodalton) — molecular weight of protein; AD — autosomal

dominant; AR — autosomal recessive.
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Knunuxa. Hayano 6one3nu B cpeqaem B 40—60 er.
Opnako 601e3Hb MOKeT Hauathesl B 7—80 Jret. IlepBeie
JKAI00BI CBSI3aHbI C 3aTPYAHCHUEM BBITTOTHEHUS MEJIKHX
NEeWCTBHUHA TaJbIlaMU pPyK (CUET MOHET, 3aCTETHBaHWC
MYTOBUI, YHCTKA KapTodens U T.J.). ITO 0ObACHSET-
Cs XapaKTEepHOW JIOKAIW3alHed MBIIIEIHOW CITaboCTH
u arpoduii. BoBiekaoTcst MBIIIIBI BO3BBILICHUS 0OJIb-
II0TO MAJIbIIa K MU3UHIIA, a TAKKE MEKKOCTHBIE MBIIIIIIHI
(puc. 3). [lo3nHee mopaxaroTcst pa3rudaresii 0OCHOBHBIX
(hamanT MaNBIEB U pa3rudaTenu KucTel. B nanpHeimem
MpoLeCcC paclpoCTpaHsieTCs Ha MEPOHEANbHYIO TPYIILY
MBI ToneHe (puc. 4). Ha mo3aHeii craguu 00sie3HN
MOTYT BOBJICKAThCsl CrHOATEI! aIbLIEB PYK M HOT, a TaK-
’)Ke crudaren KUCTed U cTon. B Tedyenne QiIuTEILHOTO
BPEMEHH TaKas IUCTalbHAs JIOKAINU3AlUs MOPAKESHUH
coxpaHseTcs. Y HEKOTOPBIX OOMBHBIX IMPOIECC MOXKET
pacTpoCTpaHATHCS Ha MBIIIIBI TUIEYEBOTO U Ta30BOTO
Mosica, HO CTENEeHb X MOpPaKeHHsI OyJeT 3HaYUTECIBHO
MeHbIre. [myOokue pedrexchl ncuesaroT 1o Mepe arpo-
¢uu Mo, HaOmomaercs nceBporuneptpodust UKpo-
HOXKHBIX MBIIII. BONE3Hbh MEUIEHHO MPOTPECCHPYET,
OOJIbHBIE JJOJITOE BPEMsI COXPaHSIOT TPYAOCIOCOOHOCTb.

T'enemuxa. HaciencTBEHHOCTh ayTOCOMHO-JIOMH-
HaHTHAs C IOJIHOM MEHETPAHTHOCTHIO MyTaHTHOTO TeHA.
I'en xaptupoBan B XpoMocoMHOM pailone 2pl3. I'en
pacudpoBaH, MyTaHTHBINH TpoAyKT — TIA1 nporeus.

TubuanbHass mMbliedyHas aucrpopus Yuaa (pun-
ckmii Tum). Hawano B 3pemom Bo3pacte (mocne 35 jer).
OtMmedaeTcss n30OuparenbHas ciaaboCcTh CHadaia Tepen-
HUX OOJNBIICOEPLUOBBIX MBI M MO3HEE — JJIMHHBIX
pasrubareneii majbleB HOT (KOPOTKHH pa3ruOaTels co-
XpaHsiercs). B Teyenue oueHb AMUTENTBHOTO BpEMEHH 3Ta
(hopMyITa MBIIIIEUHOM CITA00CTH COXpaHsIeTcs Oe3 reHepa-
m3anuy. OJJHAKO Ha O3AHEH CTa iy O0JIe3HN BOBMOKHO
mopaxkerue M. quadriceps femoris. TIpomomKkUTETEHOCTE
JKM3HU HE YMEHbIIAETCsl, OOJIbHbIE COXPAHSIOT CHOCO0-
HOCTB K CAMOCTOATEIIFHOMY TIepE/IBHYKEHHIO.

Hacnedcmeennocms ayToCOMHO-IOMUHAHTHAs. [eH
KapTHPOBaH B XpOMOCOMHOM paiioHe 2q3 1. MyTaHTHBI
0eoK — TUTHH. BTOpu4HO Hapymaercsi CHHTE3 Kallb-
nmanHa-3 [14].

B 2008 r. onucanbl ABE HOBBIE ceMbH U3 McmaHuun
u nBe u3 Opannuu ¢ TnOémansHoit MJI ¢ Oosee Tsoke-
JBIM TeYeHHeM Oolyie3Hu. Hapsiay ¢ BbIpaKeHHBIM TIO-
paKEHHEM MEPOHEATHLHOM IPYIIIBI MBI HAOIIOAAI0Ch
BOBJICUCHHUE 33JTHEH TPYIIIBI MBIIII TOJICHEH U TSDKEI0e
MopakeHne 3aJHel Tpynmbl MbII Oenep. Y HEKOTo-
PBIX OOJIBHBIX OTMEYAJIOCh 3aTPyJAHEHUE TOAHMMAaHUS
C KOpPTOYeK U 10 jectHHUie. OOHApYKEHBI TPU HOBBIE
MyTallid B TeHe THTWHA. Pa3HuIly (hEeHOTHUTIOB MEXIy
ciyudasimu, onucanubivu B. Udd u npyrumu aBropamu,
O0O0BSCHSTN pa3audHbIMUA MyTarusamMu (Mex 5 u Mex 6)
[14, 15]. MyTamnuu B OZHOM U TOM JK€ T€HE C HapylIe-
HUEM CHHTE3a CXOIIHOTO Oellka BBI3BIBAIOT pa3HbIe (he-
HOTHIIBI,

Mbieynass aucrpopus Mapkecoepu—I'purrca.
B 1974 1. onucano 6 GonbHbIX. Havano B Bo3pacre 43—
51 ron ¢ mopakeHusi MBIIIL TIEPETHETO JI0XKa TOJICHEH
C MOCIIETYIOIIMM BOBICUEHHUEM MEJIKHX MBILII KHCTEH 1
pasrubareneil manpieB pyk. MBIIIIB! TUIa, MeH, OyIib-
OapHbIe MBILIIIBI, TYJIOBHIIA U ceplla He cTpajatoT. Te-

REVIEWS

YeHHe MENJIEHHO nporpeccupytomiee. Mmeer cxomausie
KIMHU4eckue npossienus ¢ Ml Viona. I'en xaptupo-
BaH B 10q22, myTaHTHbI TeH — ZASP-TeH U NpOayKT
rena — ZASP-6enok.

Puc. 3. lucransHas M/JI. 3arpyaHeHo coOuUpaHHe MOHET H3-3a
TshKenoi cnabdoct mbinkl flexor policies brevis (HabnroneHue
B.M. Kazakoga)

Fig. 3. Difficulty in collecting coins due to severe weakness of
flexor policies brevis muscle

Puc. 4. BonbHON He MOXKEeT BCTaTh Ha ISITKU M3-3a CIa0OCTH
mbimi tibialis anterior u extensor digitorum longus

Fig. 4. The patient cannot stand on the heels due to the weakness
of tibialis anterior and extensor digitorum muscles
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Jucranbuass muonatus Jleiina. Penkas Oone3Hb.
Onucana 6onpas ceMbs U3 ABCTpaIMK C ayTOCOMHO-
JOMHHAHTHBIM HACJIECOBAHUEM Ha MNPOTSHKEHUU Tpex
nokojieHuil. Bo3pact nauana 6onesnu 4-25 net. OTme-
yaeTcs n30upareabHas caboCcTh pa3rudareneil maableB
HOT U CTON («CBHCAIOIIME» CTOIbI), CrudaTenei miewu,
aTpodus U cnaboCTh IPYAUHO-KIIFOYHYHO-COCIIEBHTHBIX
MBIIIII C TOCJIEAYIONINM BOBJICUCHUEM pasrubdaresncit
najgbleB pykK. OTHOCUTENBHO COXPAaHHBIMH OCTAlOT-
Csl MBIIIIBI TIPEAIICUNiA, BKIIIOYasi CTUOATEeT KUCTEH.
IIpokcrMabHBIE MBIIIIBI TA30BOTO TOsIica U Oesiep Mo-
IyT IMOPAXKAaTbCSA B JIETKOM WM YMEPEHHOW CTEIEHU.
Y HEKOTOpBIX OOJNBHBIX OTMEYAIUCH «KPBUIOBHUIHBIE»
nomnatku. Tedenue Oone3nu msrkoe. [Ipu rucronoruye-
CKOM HCCJICZJIOBAHUH OTCYTCTBOBAJM BaKyOJH «B OIpa-
Be». Bakyonu «B ompase», colepikaliue aMuiIons, Bbl-
SBIIsiEMbIEe TIpH OKpacke 1o [omopu Tpuxpom (BaKyoib
OKpYeHa KOJBI[OM KPAacHOIO LIBETa, a PU OKpPacKe re-
MaTOKCHJIMH-303WHOM — KOJIBIIO MMeeT 0azo(uibHOE
OKpAIIMBaHKE), ¥ BKJIFOUCHUS B BUJC 303UHO(DIILHBIX
TeJIel ONKUCAHbI IIPU Pa3HbIX TUIIAX MHOIATHI.

Jnarno3 Obu1 moATBEpIKIeH ¢ moMolibo DMI, MPT
Merm Hor u JIHK-anannsa. AHanu3 crerieHus mo3Bo-
JIWIIN JIOKaIu30BaTh Jokyc MPD1 B XxpoMocoMHOM paii-
one 14q11.2- q13. MyTaHTHBIN OEJIOK — MHO3HH.

AyTocoMHO-peneccuBHbIe THIIBLI JIM/]]

Tun Muomu ¢ paHHUM HA4YaJI0M Y B3pocJbIx. bo-
JIe3Hb HAYMHAETCS B Bo3pacte 15-25 ner ¢ mopaskeHus
WKPOHOXKHBIX M KamOanoBuaHBIX MbIIL [16]. [lossis-
€TCsl 3aTPyIHEHHE XOIbObI («IIAapKarollas» IOXO/Ka),
Oera, ciycka 1o JiecTHHLE. bonbHOW HEe MOXET CTOSATh
Ha HOCKaX, HO XOpOIIO CTOMT Ha TATKaX, Tak Kak Iie-
pOHeasibHast IPyIINa MBIIIL] IOJT0 OCTAETCSI UHTAKTHOM.
BonbHBIE HE MOTYT TaHIEBaTh (KPYXHUTHCS B BasIbCe).
[lo3nHee BoBIIEKAIOTCS YETHIPEXIVIABbIE MBILILEI Oenep
(puc. 5), GonplMe ATOIUYHBIE, MBIIIIBI TIEYEBOTO TO-
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sica U 1y1ed. MBIIIIIBI KUCTEW U IeH MOTYT COXPaHSThCA.
VY 50% OGonpHBIX HAOTIOMAETCSI ACUMMETPHS MBITIIETHON
cmabocty. Pedriekchl Ha HOrax MOCTENEHHO MCYE3afoT.
Ha DMI" — cMenraHHBIA XapakTep H3MEHEHUH (ITOBBI-
[IeHA aKTUBHOCTH MPH BBEACHUM WIJIBI, pa3iHyHas Je-
HEepBalMOHHAsl aKTUBHOCTD B [IOKOE, OBICTPOE PEKPYTH-
posanue xopotkux [T/(E).

I'enemuxa. Ten wmuonarnn Muomu KapTUPOBaH
B XPOMOCOMHOM paifoHe 2pl12-14. B 3T0if xe obmactu
kaptuposad red KIIMJI2B. BepositHo, 3Ti 6one3nu 06-
YCIIOBJICHBI aJlJIETIbHBIMU FeHaMy. DTOT FeH o0ecnednBa-
eT cuHTe3 Oenka muchepnuna. BropuyHo HapyiaeTcs
CHHTE3 KajbllauHa. [l AMarHOCTUKH HCIOIb3YIOT UM-
MYHOTHUCTOXMMUYECKUI 1 MoseKynapHbIi (ananu3 JJTHK)
MmeTonsl, a Takoke MPT u KT mprm vHor (cM. puc. 5).

JucTtajbHass MbllIeYyHass AUCTPodus ¢ Bakyo-
Jsamu «B onpase» (tun Honaka). B nacrosiee Bpe-
Msi 9Ta (opMa ONMUCHIBAECTCS TOJ[ pa3bIMU HA3BaHHS-
mu: GNE Myopathy (GNEM), Hereditary Inclusion
Body Myopathy (HIBM), Quadriceps-Sparing Myopa-
thy (QSM), Distal Myopathy with Rimmed Vacuoles
(DMRYV), Nonaka Myopathy, and Inclusion body Myo-
sitis type 2 (IBMType 2). Hagano 6one3nu B 20-30 net
C TIOpPKEHHS TMEPEeIHUX OOJBIICOCPIIOBBIX MBIIIII,
Uepes 14 roga nosBAsieTCs «BSUIO€ CBUCAHME» CTOIL
[Iponecc ObICTPO pacHpocTpaHseTcsl Ha 3aHIOK0 TPYII-
Iy MbIIIL Oefep U MOAB3AOIIHO-TIOSICHUYHbIE MBIIILIBL.
YeTpIpexmiaBble MBI Oefep coxpaHstoTcs. TpynHo
CTaHOBMTCSl MOIHUMAaTbCs IO JiecTHHLE. OTMedaercs
Bcrasanue 1o [Jromenny—Tosepcy. B nanbHelimem npu-
COeIMHSIETCS C1a00CTh crudarenei meu, Iae4eBoro mo-
sca u kucted. Uepes 13 net o Hauana 6oj1e3HH OOJIbHBIC
HE MOT'YT CaMOCTOSITEIbHO II0BOPAIMBAThCS U BCTaBaTh
C KpPOBAaTH U CTAHOBSITCSI «KOJISICOUHBIMUY.

TI'enemuxka u mopgonozusa. I'en GNE, otBer-
CTBEHHBII 3a pa3BUTHE OONE3HH, KapTUPOBAaH B
XpoMocoMHOM paiione 9pl2-pl2. MytaHTHBIH Oe-

Puc. 5. KT: xxupoBas nerenepanus UKpo-
HOKHBIX W KaMOaJOBUIHBIX MBIIII] TO-
JieHe! (pHC. BBEPXY) M YETHIPEXIIIABBIX
MblII Oenpa (puc. BHU3Y)

Fig. 5. CT: steatosis of gastrocnemius
and soleus muscles of the lower legs (fig.
at the top) and quadriceps femoris mus-
cles (fig. at the bottom)
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nok — mmko3amud (UDP-N-acetyl)-2-epizamine/N-
acetylmannosaminekinase. [Ipu MbimeuHoi Guoncuu
00HapY)KMBAIOT XapaKTEPHbBIE MPU3HAKU B MBIIIICYHBIX
BOJIOKHAX — BaKyOJIl «B OIpaBe», COAepIKaIlle aMu-
JIOWJI, BRISIBIIIEMbIE TTPU OKpacke 1o [omopu Tpuxpom
W BKJIIOYCHHUS B BUJE DO3MHOPMIILHBIX TEJEll, a TAKKe
HaJu4he TPyOuaTo-HUTEBUAHBIX BKJIIOUECHUU B SApax
MBIIICYHBIX KJIETOK, KOTOPBIC BUIHBI MPHU DJICKTPOH-
HO# Mukpockormu. N. Sunohara u coasr. [17] momara-
JIY, 4YTO HAJTUYHE BAKyOJIeH «B OMpPaBe» U HUTCBUIHBIX
BKJTFOUEHUH B sifipe sABIsieTcs crienudraeckum Mopdo-
JIOTUYECKUM MIPU3HAKOM JIJIs1 ONTMCAHHON HMHU TUCTalb-
HOM muonaruu. OJHAKO TAKHWE MU3MEHEHUS HUMEITCS
TaKXe IIPU AUCTaJIbHON Muonaruu Benanaep, npu Mu-
TOXOAPHUAITEHON MHUOIIATHU U CIIOPATIMIECKOM MHUO3UTE
C BKJIFOUEHHBIMH TeJbLIAMU, aucTajdbHOM M/ ¢ mopa-
YKEHHEM TOJOCOBBIX CBA30K WM TJIOTKH W TPHU OKyroda-
punreansHou M/I.

OxyaodapunreajbHasi MblliedHass JAUcTpodus.
Knunuka. Hauano 6one3nu B 50—-60 jeT ¢ mocTeneHHo
HapacTaromero 1nro3a, KOTOPhIii HepeaKO COYeTaeTcs C
nerxkoi aucarueit. [Iporpeccupyronyii nTo3 orpaHu-
YUBAET MOJS 3peHUsl. bOJIBHON KOMIIEHCATOPHO HAIpsi-
raet JIOOHYIO MBIIIIITY U pa3rudaeT MIek, TaK YTO ToJIoBa
3ampoKuasIBacTCs Haszax (mo3a I erunHcona). B mo3mHeit
(aze Oose3HM pa3BHBACTCS MOYTH MONHBIN nTo3. Ilo-
CTETICHHO TOSIBIISIETCS] OTPAaHUYEHHE ABIKEHUS I1a3HBIX
SI0JIOK, UMEeTCS KPaTKOBPEMEHHAsl JTUILIONHUS, KOTOpast
CMEHSIeTCsl HapyKHOHM odTanpMoruierueil. BuyTpennue
IJ1a3HBIE MBIIIIIBI U OCTPOTA 3PSHUS HUKOT/Ia HE CTpajia-
fot [18].

[IT03 00BIYHO OBIBAaET MEPBHIM CUMIITOMOM OOJIE3HH,
HO HEPEJKO paHbIIIe OTMEYAETCS 3aTPyIHEHUE ITIOTaHUS
CHauaja TBeploi, a 3areM xuakod numu. [lossusercs
norepxuBanue. MokeT HaCTYIUTh UCTOIIEHHE OOJILHO-
TO M JaXKe «TOJIOJHAs» CMEpPTh H3-32 HEBO3MOXKHOCTH
rotanus. OrpaHnyuBaeTcs MOABHKHOCTH HEGa. [0-
TOYHBIA pedrexc cHWKeH. PazBuBaercss TpaxeoOpoH-
xuT ¥ nHeBMOoHU. COKpalleHus TNIOTKH W TMHUIIEBOA
ocmabnensl. Jlucdarus compoBokIaeTcs HazoNalHeH,
BOBJICUCHHUEM S3bIKA M MBI TOPTaHU (MUOTCHHBIN
Oynp0apHbIil Tapanny). B 5erkoil cremneHu mopakaroT-
Cs. MUMHYECKHE MBIIIIbI, BUCOYHASI U COOCTBEHHO Ke-
BaTeNbHBIC (KOTAA TMTO3 Y)KE SBHBIN). ATpOGHS MBIIIIY
e, I1JIeY, OeJIep U SITOAMI] OOBIYHO BOZHUKAET HAMHOTO
mo3xke. CyXOKUIbHBIE PEIICKCH CHIDKAIOTCST M TTOCTe-
MEHHO MCYE3aloT.

[Ipu rucTONOTHYECKOM WCCIEOBAaHUH OHOITaTa
MBIIIIIBI HAXOSAT BaKyoJu «B ompase». [Ipu okpacke 1o
T'omopu Bakyosm OKpY>KE€HBI KOJIBIIOM KPAacHOTO IIBETa,
a MpH OKpacKe I'eMaTOKCUJIMH-203MHOM KOJIBLIO MMEET
0a30pmIbHYI0 OKpacKy. [Ipu AIeKTpOHHON MHKPOCKO-
[UU B MBIIICYHBIX SJIPaX BBISBIISIOTCS TPyO4aTO-HUTE-
BHJIHBIC BKITIOUCHIISI.

TI'enemuxa. HacnenoBaHue ayTOCOMHO-JOMUHAHT-
HOE C TIOJIHOM MEeHETPaHTHOCTHIO U CHIIBHO BapbUpPYIO-
1Iel SKCIPECCUBHOCTBIO T'€HA, KOTOPBIA KapTHPOBaH
B XpoMOcoMHOM paiioHe 14qll. Dtor ren obecreun-
BaeT CUHTE3 IOJIMAJICHUI-CBI3bIBAIOLIETO NPOTCHHA-2.
MyTamusi B TeHE 3aKII0YaeTcsi B YBEIWYEHHW YHC-
na (sxcnancuu) kopotkoro nosropa GCG ot 8 mo 12.

REVIEWS

B xontponsHoON nomymsuun yucio GCG moBTopoB HE
6ompie 6. OnucaHa JKeHIIMHA KOMIAyd-reTepO3uroTa,
y kotopoil B reHe PABP2 oTmeuanuce pa3nuyHbie 3KC-
nancuu TpurieroB GCG (9 u 7). g nuaraoctuku 60-
JIE3HU HCHOJIB3YETCSl MOJIEKYJISIPHO-TeHETUUECKUH Me-
tox (ooHapyxxenus sxcriancud GCG-1oBTOPOB).

OxkynodgapuHroaucTajabHass MblIIEYHAs  JHC-
Tpodusi. Onurcanbl peAKHe ayTOCOMHO-TOMHUHAHTHBIE
(B Slmonmm) m ayTocomMHO-pernieccuBHble (B Hupmepman-
Jax) ciaydad Oolie3HH. AyTOCOMHO-JIOMUHAHTHAs (op-
Ma Oojiee ToOpoKavYeCTBCHHAS.

Hauaso B Bo3pacte 35-60 net. Habnromaercs acum-
METpPHYHAS CIa00CTh MBIIII] TOJICHEH W KUCTEH B CO-
yeTanuu ¢ aucdarueit u guchonwueii [19]. AyrocomHo-
petieccuBHas popma mpoTekaeT 6oiree Tshkeno. Hagano
B Bo3pacTe 15-25 neT ¢ AByXCTOpOHHEH ciabocTu me-
penHux OO0NBIIEOCPIIOBEIX MBI WIIM MTO3a. B 1mo-
CIEIYIOLIeM DPa3BUBAIOTCS AHCTaJbHBIE Mape3bl PyK,
3aTpyAHEHHE IJIOTAHUS, OTPaHUYEHUE ABMXKEHUH Ii1a3-
HBIX SI0JIOK BO BCE CTOPOHBI M cIa00CTh MBIIIIL JIMLA.
XapaKkTepHbIil IPU3HAK — TSKEI0€ MOPaKEHUE MUMHU-
YECKUX MBIIIL], BEIPAKCHHOE OIPAaHUYCHUE JIBHKCHUN
IJIa3HBIX SI0JIOK W MTO3. Y TakuX OOJIBHBIX ONMHCAHO
«MHOTIATUYECKOE» JHIO. MplmeyHas caabocTh Mo-
CTENEHHO PACTIPOCTPAHSIETCS OT JUCTATBHBIX OT/IEJIOB
PYK M HOT K MPOKCHMaJbHBIM, TaK 4YTO 4yepe3 25 jer
OOJBHBIE CTalM «KOJSACOYHBIMUY. [loparkeHme MBI
[JIOTKA MEHEE 3HAYMTENBbHO, YeM IPH OKYJIo(hapHH-
reaJlbHOW MbIIIEYHON Juctpoduu. Takum oOpazom,
OKYJIO(apuHTOAUCTANIbHAS JUCTPO(PHS KIMHUYCCKU
nmpoTekaeT Tskenee. VIMEIOTCS BaKyoJdH «B OIpaBey,
HO HET HUTCBHUHBIX SIACPHBIX BKIIOUCHUN. [ eH KapTh-
poBaH B 5q31. He Haiimeno myTtaiuu B rene PABP2.
Taxum 06pa3oM, 3T0, O-BUIAUMOMY, CAMOCTOSITENIbHAS
HOo30JI0rHYecKas popma, OTIIMYHAS OT OKyJo(apuHTe-
aJIbHOM.

P.S. B 2019 r. xnaccudukanus HACIEICTBEHHBIX
HEpBHO-MBIIICUHBIX ~ Oone3Heid ObLia  mepeusaaHa
C YBENMYECHHEM 4YHCIa PaA3TUYHBIX MOJEKYISPHBIX
BapUAHTOB; B YACTHOCTH, KOHCUHOCTHO-TIOSICHBIX THUIIOB
M/] 65110 omcano 48 (13 Al u 35 AP), a mucTaabHBIX
tunioB MJI — 21 (16 AL u 5 AP), cm. [20].

KonduaukT mHTEepecoB. ABTOPHI 3asgBISAIOT 00 OT-
CYTCTBUU KOH()INKTA UHTEPECOB.,

duHaHcupoBaHue. VccienoBanue He UMEIIO CIIOH-
COPCKOM MOAAEPIKKHU.

JUTEPATYPA/REFERENCES

1. Bushby K., Beckmann R. Workshop about pathogenesis of dis-
ferlinopathy, caveolinopathy, calpainopathy. Neuromuscul. Dis-
ord. 2003;13(1):80-90.

2. KaplanJ.L., Hamroun D. Gene table of monogenic neuromus-
cular disorders (nuclear genome only). Neuromuscul. Disord.
2014;24(12):1127-1153.

3. Ozawa E., Noguchi S., Mizuno et al. From dystrophinopathy to
sarcoglycanopathy: evolution of a concept of muscular dystro-
phy. Muscle Nerve. 1998;21(4):421-428.

4. Kazakov V., Muntoni F., Dubowitz V. et al. Calpainopathy. Re-
port of a case from Russia. Abstract. XXXTH Oxford Sympo-
sium on muscle disease, Department of Neuropathology and
neurology, Oxford, UK, 22-23 July 2005.

21



POCCWICKII HEBPOMOTUYECKW XKYPHAT, Ne 1, 2020
DOI10.30629/2658-7947-2020-25-1-13-22

OB30PbI

5.

10.

I1.

12.

Paradas C., Conzalez-Quereda L., De Luna N. et al. A new phe-
notype of dyspherlinopathy with congenital onset. Neuromuscul.
Disord. 2009;19(1):21-25.

Diers A., Carl M., Stoltenburg-Didinger G. et al. Painful enlarge-
ment of the calf muscles in limbs girdle muscular dystrophy type
2B (LGMD2B) with a novel compound heterozygous mutation
in DYSF. Neuromuscul. Disord. 2007;17(2):157-162.

Angelini C., Grisold W., Nigro V. Diagnosis of protein analysis
of disferlinopathy in two patients mistaken as polymyositis. Acta
Myol. 2011,XXX:185-187.

Olive M., Shatunov A.Q., Gonzalez L. et al. Transcription-ter-
minating in telethonin causing autosomal recessive muscular
dystr4ophy type 2C in European patient. Neuromuscul. Disord.
2008;18(12):929-933.

Ohsawa Y., Okada A., Kuga A. et al. Caveolin-3 regulars myo-
statin signaling. Mini-review. Acta Myol. 2008; XX VII:19-24.
Harriet P.Lo., Bertini E., Mirabella M. et al. Mosaic caveoline-3
expression in acquired rippling muscle disease without evidence
of myasthenia gravis or acetylcholine receptor antibodies. Nero-
muscul. Disord. 2011;21(3):194-203.

Aboumousa A., Hoogendijk J., Charlton R. et al. Caveolinopa-
thy-New mutations and additional symptoms. Neuromuscul. Dis-
ord. 2008;18(7):572-578.

Kazakov V.M., Rudenko D.I. Stuchevskaya T.R. Vladimir Kar-

13.

14.

15.

16.

17.

18.

19.

20.

lovich Roth (1848-1916): the founder of neuromuscular diseases
studies in Russia. Acta Myol. 2014;33(1):34-42. (Cited in Sco-
pus).

Welander L. Myopathia distalis tarda hereditary 249 examined
cases in 72 pedigrees Stockholm: Esselte aktiebolag. 1951, 124 p.
Udd B. Distal myopathy. In: Handbook of Clinical Neurology
(Mastaglia, Hilton Jones ed.). 2007;86:216-241.

Hackman P., Marchand S., Sarparanta J. et al. Truncating Muta-
tions in c-terminal titin may cause more severe tibial muscular
dystrophy (TMD). Neuromuscul. Disord. 2008;18(12):922-928.
Somer H., Udd B. Distal myopathies. In: Neuromuscular Dis-
orders: Clinical and Molecular Genetics (Ed. A.E.H. Emery),
Chichester: Wiley; 1998:181-201.

Sunohara N., Nonaka I., Kamei N. et al. Distal myopathy with
rimmed vacuole formation. Brain. 1989;112:65-83.

Bouchard J-P., Brais B., Tome F.M.S. Oculopharyngeal muscular
dystrophy. In: Neuromuscular Disorders: Clinical and Molecular
Genetics (Ed. A.E.H. Emery), Chichester: Wiley;1998:157-174.
Thevathasan W., Squier W., Maclver D.H. et al. Oculopharyngo-
distal myopathy — A possible association with cardiomyopathy.
Neuromuscul. Disord. 2011;21:121-125.

Bonne G., Rivier F., Hamroun D. Gene table of monogenic neu-
romuscular disorders (nuclear genome only). Neuromuscul. Dis-
ord. 2019;29(12):980—1018.

Toctynuna 15.07.19
Ipunsta k neyarn 09.09.19




