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MpuBoauTCA HOBas KnaccMduKaLmua NOACHO-KOHEYHOCTHOI MblweyHoN auctpocdun, npuHaToit B 2018 r. PaccmoTtpeHsl
NPUYUHbI, MO KOTOPbIM BO3HUKNA HEOOXO[MMOCTb NEPECMOTPA KNacCcUbUKALMUK, [AETCA HOBOE ONPeAeNeHne 3TOoM naTo-
noruu. MpuBoAATCA 3a6oneBaHuMs, KOTOpble OblIM UCKITIYEHbI U3 HOBOI KNAaCCU(UKALLMMU NOACHO-KOHEYHOCTHBIX MblLLEY-
HbIX [UCTPOUINA M3-32 HECOOTBETCTBUA HOBOMY ONpeAeneHunio 3Toin dopmbl natonoruu. NpeacraBneHo conocraBieHne
MbILLEYHbIX AUCTPOUIA B COOTBETCTBUM C HOBOM U CTapoit Knaccudbukaumnamm. YkasaHol reHbl, OTBETCTBEHHbIE 33 pa3BUTHE
pasnuyHbix HopM 3TOK NaTonorum, a Takke GENKM NONEepPeyHO-NONOCATON MYCKYNATYpbl, CUHTE3 KOTOPbIX HapyLlaeTcs.
MokasaHo, 4To MyTaLus B OJHOM reHe MOXeT NPUBOAUTL K Pa3HbIM TUNAM HacleA0BaHUA NOACHO-KOHEYHOCTHBIX MblLUeY-
HbIX [UCTPOMUIA, 4TO BAXKHO YYMUTLIBATL NPYU NPOBEAEHUN NPeHaTanbHO AnarHocTuki. MepecmoTpeHHas knaccubukaums
NO3BOJIUT BBOANTL HOBbIE (DOPMbI NEPBUYHO-MbILIEYHO NATONOTNM MO Mepe BbIABEHWUA HOBbIX MyTaLWii B reHax, OTBeT-
CTBEHHbIX 3a 3TU 3a60NeBaHuA.
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A new classification of limb-girdle muscular dystrophy, which was adopted in 2018, is given. The reasons why there was
a need to revise the classification are indicated. A new definition of this pathology is given. The diseases that were
excluded from the new classification of limb-girdle muscular dystrophy due to inconsistency with the new definition
of this form of pathology are given. A comparison of the new and old classification of this group of muscular dystrophies
is given. The genes responsible for the development of various forms of this pathology are indicated, as well as proteins
of striated musculature, the synthesis of which is disrupted. It has been shown that a mutation in one gene can lead
to different types of inheritance of limb-girdle muscular dystrophy, which is important to take into account when con-
ducting prenatal diagnostics. The new classification will allow introducing new forms of this pathology as new mutations
in disease genes are detected.

Keywords: limb-girdle muscular dystrophy, myopathy, classification

For citation: Sidorova 0.P., Kotov A.S., Bunak M.S., Filyushkin Yu.N. New classification of limb-girdle muscular dystro-
phy. Nervno-myshechnye bolezni = Neuromuscular Diseases 2022;12(3):10-6. (In Russ.). DOI: 10.17650/2222-8721-
2022-12-3-10-16

JIM0O TI0 KIIMHUYECKUM IIPOABJIICHUAM, OpraHaM-MUIICHAM

MCTOpI/I‘ICCKI/I CJIOKMJIOCH TakK, 4YTO KJ'IaCCI/ICbI/IKa]_[I/IH u T.1. Bo MHOrHX ciryqgadax CUHAPOMBI 1 00J1e3H1 Ha3bIBa-
1M HOMCHKJIaTypa 3a00J1eBaHUI HEe ObLIM CUCTEMATUYECKU-  JIUCh T10 UMEHU YUYCHBIX, BIICPBbLIC UX ONMMCABIINX. COBCp-
MU, a 0ose3Hu KJ'IaCCI/ICbI/IHI/IpOBaJII/ICb JI00 110 OTUOJIOTMM, M ECHCTBOBAHMUEC IMOHMMAHMUA IIAaTOTCHE3a 3a00JieBaHU I
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HepBHo-Mblweunbie 5O JIE3HH

¥ MACHTU(WKALNS TCHOB, OTBETCTBEHHBIX 32 X Pa3BUTHE,
MIPUBEIN K CO3MAHUIO CUCTEM KOIMPOBAHMS HO30JIOTHIA,
KOTOpHIE PETYJIIPHO OOHOBIISIIOTCS U TTIEPECMAaTPUBAIOTCSI.
C oImHOI CTOPOHBI, CYIMIECTBYET peasibHasi ITOTPEOHOCTD
B IIEpEeCMOTPE HOMEHKJIATYPHI 1 CUCTEM KJIacCHU(PUKAITNT
0oJie3Heil M X OOHOBIICHMH B COOTBETCTBHMU C HOBBIMU
MaHHBIMU U CTaHIAapTaMM KOOWPOBAaHUS, C IPYTOM — U3-
MEHEeHNE Ha3BaHUIT 0oJIe3HEeil MOXeT cOMBATh C TOJKY
CTICIIMAJIICTOB 3IPABOOXPAHEHUS 1 OOTBHBIX.

VBenmmueHne Yrcia HOBBIX TEHOB TTPY HACTICICTBEHHBIX
HEPBHO-MBIIIEIHBIX 3a00JIeBAaHUSIX IIPEATIOIaracT COBEp-
IICHCTBOBAHME KJIACCU(DUKALINY, a TIOSICHO-KOHEYHOCTHBIC
MBIIICYHBIC TUCTPOMDUU TIPEACTABIISIOT COOOM TPYITITY 3a-
OoJieBaHMIA, [JISI KOTOPBIX IIPEIBIAYINasT KJacCUDUKALIMST
yXe HeaKTyasibHa. KOHCOPIIMyM KIMHIYeCKUX 9KCIIEPTOB
10 KJ1accuUKALMHT 3a00JICBaHNI, TTAIIMEHTOB U IIPeICTa-
BUTEJIE MAalIMEeHTCKUX opraHu3anuii cooupancs B 2017 .
Ha 229-M ceMHHape eBpOIIeiiCKOT0 HEPBHO-MBIIIIEYHOTO
ueHTtpa (ENMC), 4To0sl MpeiIoXUTh aKTyaTbHYIO CUC-
TeMy KiIacCH(UKALIMU IS 9TON TeTepOreHHON T'PYIIIIhI
OonesHeit [1].

OnpepeneHue NOACHO-KOHEYHOCTHOM

MblLLIEYHOU AUCTPOUM

TepMUH «ITOSICHO-KOHEYHOCTHAS MBIIIICYHAST TUCTPO-
¢ust» (limb-girdle muscular dystrophy, LGMD) 6s01 ipen-
CTaBJIeH B Kiaccmdeckoit crtatee J. Walton u F Nattrass
B 1954 1. [2]. XOTs TOCTOBHEI IIEpeBOI Ha3BaHUS 3a00J1¢-
BaHMS 3BYYUT KaK «KOHCYHOCTHO-ITOSICHAS MBITIIEUHAS
IUCTpOousI», B PYCCKOSI3BIYHOM INTEpATyPe IMPUHSATO Ha-
3BIBaTh 3Ty (PopMy 00JI€3HU MTOSICHO-KOHEYHOCTHOMN MBbI-
IIEeYHOU AucTpodueii n3-3a ymoOCTBa ITPON3HOIICHUS.

J. Walton u E Nattrass Bergein LGMD B otnenbHYI0
KIMHIYECKYIO SIMHUILY B PsITY APYTMX CAMBIX pacIIpoCTpa-
HEHHBIX (POPM MBIIIEYHBIX TUCTPOGUit: X-ClleTUIeHHAS
pelrieccuBHasI MbIIIeyHas nuctpodus domeHHa, ayTocoM-
HO-IIOMMHAHTHAS JIUIIE-JI0MaTOYHO-TUIeYeBast MbIIIICUHAS
muctpodus (FSHD) u ayrocoMHO-10MUHAHTHAS MOTOHH -
yecKas qucTpodus. B nx ormicannm yKa3sIBaeTcs, 4TO KaTe-
TOpUSI «ITOSICHO-KOHEYHOCTHAST MBIIIIEYHAsT TUCTPODUSI»,
CKOpee BCETO, BKITIOUACT pa3HOPOIHYIO TPYITITY OOJIe3HEIA.

Braromapst mepBbIM MOJIEKYISIPHO-TEHETUIESCKIM HC-
caemoBanusiM psaa LGMD, npoBeneHHBIM B KOHIIE XX Be-
ka, koHcopunyM ENMC B 1995 . noctur KkoHCeHcyca 1o
knaccudukanmm noarunos LGMD [3]. bouta BBegeHa
OyKBEeHHO-LIM(pOBas cUCTEMA, YTO MO3BOJIMIIO U30eXKaTh
HETOYHO, 9acTo IJIMHHOM HOMEHKJIATYpHI (HaIlpuMep,
«TsDKeJIas JeTCKas ayTOCOMHO-pEIeCCUBHAST MBITIICYHAST
muctpodpus» (SCARMD)) [3]. B aT0i1 Kitaccuduramum
YUCIIO «1» WITH «2» IPUCBAaNBAIOCH B 3aBUCHMOCTH OT ayTO-
COMHO-IOMWHAHTHOTO WX ayTOCOMHO-PEIIeCCUBHOTO
THIIA HACJIeOBaHMS, a OyKBa — Ha OCHOBAHUM TIOPSIIKA
BBISIBJICHUS CLEIIICHUS ¢ TCHETUISCKIM JIOKYCOM WUJTH OTI-
pemesieHUsI HOBOTO TeHa OOJIe3HM.

ITo cocrostnuto Ha 2014 1. 6bIT0 UAEHTU(MULMPOBAHO
6omnee 30 pa3HbIXx TeHeTMYecKuX noaTunos LGMD [4].

[MocnemHee ayTocOMHO-periecCCMBHOE 3a00JIeBaHNE, KOTO-
poe TIPEIITOIOKUTEIIbHO OTHOCUTCSI K JAaHHOM TPYIIIIe,
obpuTO KnaccupumpoaHo kak LGMD 27 (mocnenHsist
OykBa naTuHCKOro ajdasuTta) [5]. Kak u mpu npyrux Ha-
CJICICTBEHHBIX 3a00JICBAHUSX, IIPH KOTOPBIX OTMEYACTCS
OoJIBIIIasi TCHETHYECKasl TeTePOTeHHOCTh, HOMEHKIIATypa
LGMD crana cepbe3Hoii Tpo0ieMoii U3-3a ITOCTOSTHHOTO
BBISIBJICHMST BCe HOBBIX TeHeTHIecKuX hopM. biaromaps
HOBBIM JTUArHOCTMYECKMM METOIaM, TAKMM KaK CEKBCHU-
poBaHMeE 3K30Ma M TeHOMa, B OyIyIleM, BepOsSITHO, OymeT
UICHTU(QUIINPOBAHO eIlle MHOXECTBO THIIOB 3a00Jie-
BaHUSI.

Ho dhopMmpoBaHMST HOBOI KiTacCU(PUKALINU HEe OBLIO
€IMHOTO0 MHEHMS TI0 HOMEHKJIAType BHOBb BBISIBJISICMBIX
dbopm. CrucTtema HOMEHKIIATYPHI ITO YMOJIYAHUIO, TIPUME-
HsieMas oHyaitH-KaTtajoroM Mendelian Inheritance in Man
(OMIM), npucBouna 0sl HazBaHue LGMD 2AA creny-
IOLLEi BBISIBICHHON ayTOCOMHO-PELeCCUBHON (GopMme
LGMD, 4T0 BBI3BAJIO HENPUATHE Y KIMHULIMCTOB. 13-
3a 3TOM MPOOJIEMbI BO3HUKIIA HEOOXOAMMOCTD TIEPECMO-
TpeTh U U3BMEHUTH TeKyIIyl0 HoMeHKaaTtypy LGMD.

3a NCKITIOUeHNEM ayTOCOMHOTO Hac/Ie0BaHMSI, 0ojIee
30 pazmuHblx moaTuioB LGMD, riepeunciieHHBIX B TIpe-
IOBIMyIeH Knaccudukamm, UMeI0T Majio o0Iero. 3a mo-
cneaHue 60 JIeT epBoHaYaIbHOE KIIMHUYECKOE OIpe/iesieHre
LGMD oxka3zaoch nojie3HBIM, HO Hallle YIy4YIINBIIeecs
MOJIEKYJIIPHOE 1 ITATOTEHETUYECKOE TTOHMMAHKE TIOATUTIOB
LGMD mno3Boisier cTaBUTh ITOA COMHEHHE M CaMO 3TO
oIpenelieHre, W KIacCHU(UKAIINIO TT0 (DEHOTUITMISCKIM
TIPOSIBIICHUSIM.

IMomgtuner LGMD oueHb pa3ianyaroTcs IO BO3pacTy
HaJaja, CKOPOCTH IIPOTPEeCCUPOBAHMS 3200 IeBaHMS U TSI~
KECTU KIMHUYSCKMX MPOSIBIICHUI. Y HUX HET OOIIEero
MTATOJIOTMYECKOTO MeXaHW3Ma, KOTOPBIi OTJIMYaJI OBl MX OT
Ipyrux GopM MBIIIEYHON AUCTPODUU, U TIPOrpecCupy-
TOIIIAsT CJTA00CTD MBIIIIII TUTEYEBOTO 1 TA30BOTO TTOsICa He BCET-
Jia SIBJISIETCS BeAYLIUM KJIMHUYECKUM IIpU3HAKOM [4, 6].

HocTtiskeHns B 00JIaCTH MOJIEKY/ISIPHOM TeHETUKU CIe-
Jian HomeHknatypy LGMD kpaiiHe cl10XXHOM, TOCKOIb-
Ky MYTalli¥ B pse T€HOB, BBI3BIBAIOIINX HEKOTOPHIC
n3 moaTunoB LGMD, Tak:ke MOTYT BHI3BIBATh aJlJIeJIbHbIE
COCTOSTHMSI, XapaKTepHU3YIOIIUeCcs IPYTUMH (PEHOTUTTIIC-
CKHAMU TIPOSIBJICHUSIMU U 00JIee M3BECTHBIC TTOM IPYTUM
Ha3BaHueM [7]. Hampumep, myramuu B reHax CAV3, DYSF
1 0cobeHHO B reHe 7'T'N cBsi3aHbl C IUCTAIbHBIMU MUOIIA-
T™isamu [8].

Kontremmst 60j1e3HN — 3TO NCKYCCTBEHHASI KOHCTPYK-
LIMSI, CJI0OBO, HEOOXOIMMOE IUTSI OOIIIEHMST MEKITY JIFOIBMMU.
TepMuH «00JI€3HE» — 3TO MHOTOMEPHOE, IeTaJIbHOE I10-
HSTHE, CBSI3aHHOE C TeM, KaK OHO MCITOIb3yeTCsI. DTO MO-
JKeT OBITh KaK Y3HaBaeMbIii HA0Op TTPM3HAKOB I CUMIITOMOB
(Tak Ha3bIBaEMBIM KIIMHUYECKUI TTIOAXO0M), TAK U OOBEKT,
00YCJIOBJICHHBIN YHUKAJILHBIM MEXaHU3MOM (TTaTO(PU310-
JIOTMYECKUIA TIOAXO0M), a TAKKE O0BEKT C YHHUKAJIBHOM 3BO-
JIOLUEN, IIPOTHO30M WJIM ONPEOCTICHHOM 3TUOJOTUEH,
WIN OOBEKT, OIpeNeIsIeMbIii TeM, KaK TpyIIa OOJBHBIX
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pearvpyeT Ha oIpeaeIeHHOE JieueHre. 3a00IeBaHUS — 3TO
JeheKThI OMOJIOTUIESCKIX CUCTEM, HEKOTOPBIC U3 HUX TPYII-
MUPYIOTCSI B ceMelicTBa Oosie3Hei, 1100 B HEOOJIbIINE,
100 B 0oJiee KPYITHbIE.

IIpu pazpaboTke cucTeMbl KjlacCU(PUKALIMU BaKHO
VUHUTBIBATh BOIIPOCHI COBMECTUMOCTH. JITOMM CITOCOOHBI
ITOHNMATh PA3INIKs B TEPMIHOJIOTAH, B TO BpeMsI KaK JIJIsT
KOMITBIOTEPOB HEOOXOIMMO YCTAaHOBUTH SKBUBAJICHTHOCTD,
YTOOBI 00ECIIEYNTD B3aUMOIEHCTBIE MexXay ceTsamu. Cy-
IIEeCTBYeT MHOXECTBO IIPOEKTOB 110 (DEHOTUINYIECKOMU
TEPMHUHOJIOTUM B OOJIBIIIOM KOJWYECTBE CITeIINATA3UPO-
BaHHBIX 00JIACTE, U CIeAyeT COOI0IATh 3 MEeXIyHApOI-
HBbIE YHUBEPCAJIbHBIC CUCTEMbI HOMEHKIIATYPHI M KJIACCH-
¢dukanmm B 06macTu peakux 3adonesanuii: OMIM [9] mig
MeHeneBckux 6one3Heit, Human Phenotype Ontology
(HPO) [10] mnst 6one3Hei ¢ 0coOOeHHOCTSIMU (heHOTHIIA
u Orphanet [11] m1sa KIMHWUYECKNX ciTydaeB. DTU 3 COBMeC-
THMbIe HOMEHKJIATYPBI CIIY>KAT Pa3HBIM IIEJISIM U TOTIOJ-
HSIOT APYT OpyTa.

IMocne ¢popmupoBaHUst HOBOI KitaccuUKaluu ObLIO
pELIEHO COXPAaHUTB TEPMUH «ITOSICHO-KOHEYHOCTHAST MbI-
mevHast muctpodusi» (LGMD). HekoTopbie ocobeHHOCTH
MBIIICYHBIX TUCTPOMUIl OBUIN OIpene/ieHbI KaK BasKHBIC
ST ICKITIOUESHUSI IPYTHX COCTOSTHUM, TAKMX KaK BPOXKICH-
HBIE MBIIICIHBIC TUCTpOoGrN 1 MuonaTuu. I1pemiokeHo
caenyrorree onpenenaeHrne LGMD: «I1osicHO-KOHEIHOCT-
Hast MBIIIIeYHast TUCTPODUSI — 3TO TCHETUIECKI HACIIEIyeMOe
3a00J1eBaHIe, KOTOPOE B ITIEPBYIO OYePeIb IIOPaKaeT CKeJIeT-
HBIE MBIIIIIIEI, YTO IIPUBOIUT K ITPOTPECCUPYIOIIEH, IIPer-
MYIIIECTBEHHO ITPOKCUMAaJIbHON MBIIIEYHON CIa00CTH,
00YCIIOBJIEHHOM yTPaTOil MBIIIIEYHBIX BOJIOKOH. JIJIsI TOTO
YTOOBI MOSICHO-KOHEYHOCTHAS MBIIICYHAST TUCTPOGUS
CUYMTAJIaCh OTICIBPHOM HO30JI0TMIECKOI (popMoii, 3a00J1e-
BaHME TOJDKHO OBITH OITMCAHO KaK MUHIUMYM B 2 HECBSI3aH-
HBIX CEMBSIX C TTALIMEeHTAMM, KOTOPBIE JOPOCIM 10 BO3pacTa
CaMOCTOSITEIbLHOM XOAbObI, TPU HEM JOJKHBI HA0J1I01aTh-
s TIOBBITIIEHHAST aKTUBHOCTh KPeaTMHKWHA3EI B CBIBOPOT-
Ke KPOBH M JeTeHEPaTUBHBIC U3MEHEHMS B MBIIIIIIAX, BbI-
SIBJISIEMBIC TIPU MAarHUTHO-PE30HAHCHOUW ToMorpaduu
1 TUCTOJIOTUIECKOM MCCIICTOBAHUM».

B crapoii kaccudukamm c1adocTb IPOKCUMATBHBIX
MBIIIIII ¥ TeHeTUYeCKash HAaCJIeACTBEHHOCTb He BXOIUIIN
B ICXOIHOE OIpeaeieHre KakK BaxkHbIe hakTopsl LGMD.
TepMuH «reHeTUUECKUIi» ObLT BBIOPAH, YTOOKI y4eCTh Oy-
IyIIMe OTKPBITUS AW~ WK moaureHHbix LGMD. [l pa3-
mmaeHnss LGMD 1 BpoXXIeHHBIX MBIIICUHBIX TUCTPOMUiA
IpemjiaraeTcsl YIUTHIBaTh TAKOM TPM3HAK, KaK HAdaylo
3a00J1eBaHUSI MOCJIe TOTO, KAaK MAllMEHT B JETCTBE HaYal
CaMOCTOSITEIbHO XOIWTh WJIM He HAaUMHAJI XOIUTh M3-3a
MBIIIEYHOM CTa00CTH. DTO CUUTACTCS TIPEATIOUTUTEIbHEE
YCTaHOBKM BO3PAacTHOTO IIpelesia Hadajaa 3a00JieBaHMSI.
[NoBbIIcHHAS AKTUBHOCTD KPEATUHKWHA3BI B CBIBOPOTKE
KpOBM HaOJI0maeTcs MoYTH y BeexX nmanmeHToB ¢ LGMD
Ha paHHUX CTaausax OOJIE3HHW M CBSI3aHA C pa3pylleHUEM
MBIIIEYHBIX BOJIOKOH, YTO CINTACTCS IIPU3HAKOM MBIIIICY-
Ho#t muctpodun. JlereHepaTUBHBIC M3MEHEHMS MBIIIIII,

BBISIBJIIEMBIC 110 TaHHBIM MarHUTHO-PE30HAHCHOI TOMO-
rpacdum, orpenesIoTcs KakK 3aMeHa CKEJIETHBIX MBIIIIIT
KMPOBOU TKaHBIO, 0OHAPYKeHHAsI Ha CTAaHIAPTHBIX aKCH-
aJIbHBIX M300pakeHUsIX, B3BeleHHBIX 1o T1. Anctpodu-
YeCKHe M3MEHEHUsI, OTMEYaeMbIe TP THCTOJIOTMIECKOM
HCCIIEAOBAaHWH MBIIIIII, BKJIFOUAIOT HEKPO3 1 pereHePaInio
BOJIOKOH, a TaKoKe YBEJIMUCHNE CTEIIeHN (hrOp0o3a 1 KOJIH-
YeCTBa XHUPOBOM TKaHU. TepMUH «I1aTOJIOTUS TEPMUHAITb-
HO cTamnm» OTHOCUTCS K MPOTPEeCCUPYIONIeMY 3aMelle-
HUIO (HOPO3HO-XKUPOBOI TKAHBIO, HAOIIOMaeMOMY TIpU
TUCTOJIOTMIECKOM MCCIICIOBAHNUY, 1/ VI TIOJTHOMY 3aMe-
IIEHWIO MBIIIEYHOU TKaHU XUPOM, OOHAPY:KMBAEMOMY
C TIOMOIIIBIO MATHUTHO-PE30HAHCHO ToMorpaduu. Yro-
OBl BHOBb OOHapyXeHHOe cocTossHue cunTaioch LGMD,
OHO JIOJDKHO COOTBETCTBOBATDH BCEM BBIIIIEIICPEUMCIICHHBIM
KPUTEPHUSM U OBITH OIMMCAHO KaK MUHUMYM B 2 HECBSI3aH-
HBIX CeMelCTBax B OITyOJIMKOBAHHOM JTUTEpaType.

HoBas Knaccuukayma noACHO-KOHEYHOCTHOM

MbiLWeYHOU ancTpocduu

ITocne Toro kak HoBoe onpenenenne LGMD 0Oblno
MpUMEHEHO K TpeabIayieil Kinaccudukanun, 10 3adoe-
BaHWI1 OOJIBIIIE HE COOTBETCTBOBAIN e¢ KpUTepusiM. Beuto
MPEITOXKEHO BMECTO 3TOTO PACCMAaTPUBATh ITOTOOHBIE CO-
CTOSTHUS TOO TTo1 NX 0oJiee YacTO MCITOIb3yeMBIMHU Ha-
3BaHUSIMHU (HAIIpUMED, «MUODUOPUIUIIpHAST MUOIIATHST>
g LGMD 1E u LGMD 2R, BrI3BaHHAsI MyTallUsSIMH
B reHe DES), mnbo Kak oTaenbHbIe cocTosTHUS. [Tomuep-
KHABAETCS, 9YTO COCTOSTHUSI, KOTOPBIE OOJIBIIIE HE CINTAIOT-
ca LGMD, no-nipexxHeMy OyayT MMeThb UIEHTUYHOCTD,
110 KOTOPOI OHM Yallle YIIOMUHAIOTCS, M OCTAIOTCS HEM3-
MEHHBIMU C TOYKH 3peHUS] TMaTHOCTHKY U JiedeHus . Ka-
Tajor OMIM 1 HomeHknarypa Orphanet Takke TTpogoJKaT
TIepeINCIISITh paHee IPUCBOCHHBIC IMEHA B CBOMX 3aITHCSIX
HOMEHKJIATyPhI OOJIE3HEA.

Hosag ximaccudukanmsa nmoarunos LGMD mipoBo-
IUTCs o craenytomein popmyie: «LGMD, HacinenoBaHue
(D umu R), mopsimok ooHapy:keHus (HOMep), 3aTPOHYTHII
0E10K».

B Tabn. 1 mpuseneH crimcok ¢opm LGMD cornacHo
MpeIIOKEHHOMY OIpeae/ieHNI0 U KilacCupUKaINU,
B TabJ1. 2 — COIOCTaBJICHNE TIPEAbIIYIIeii 1 HOBOI KJTac-
cudukaumit LGMD.

3HaunTebHAs TPYIIa MallMeHTOB ¢ MuonaTuei bet-
JleMa 1 0oJIee JISTKMMU MBIIIeYHBIMU TUCTPOGUSIMH, CBSI-
3aHHBIMHU C JJAMUHUHOM 0.2, COOTBETCTBYET MPEII0XEH-
HoMmy omnpeneiennio LGMD, n mosToMy Takxke ObLia
BKJTIOUEHA B KAYECTBE OMHOTO M3 ITIOATUITOB. bBIIo BEICKa-
3aHO MHEHHE O TOM, YTO, BKJTIOUMB 3TH 3a00JIeBaHUS, Bpa-
4y OymayT 6oJiee CKIIOHHBI pacCMaTpWBaTh MX KaK 4acTh
nnddepenunanbHoit nuarHoctuku LGMD, ocobeHHO
KOTJa MalleHTHI B TIEPBYIO OYepenb 00paIIaroTCs CO Cla-
0OCTBIO B MBIIIIEYHOM TTOSICE Y TIOBBIIIICHHOM aKTUBHOCTBIO
KpeaTUHKWHA3BI CBIBOPOTKU KPOBH.

IIpenronaraercs, YTO €CJIM COCTOSTHUE COOTBETCTBYET
npemioxxeHHoMy omnpeneneHnio LGMD npu otcyTcTBUA
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Tabmua 1. Hoeas kaaccugukayus nosicHo-KoHeuHOCMHOU mbiuteyHol ducmpoguu (D. Straub et al., 2018)
Table 1. New classification of limb-girdle muscular dystrophy (D. Straub et al., 2018)

Autosomal dominant lumbar-limb muscular dystrophy (LGMD D) Autosomal recessive limb-girgle muscular dystrophy (LGMD R)
TIKMJI 11 DNAIJB6-cBsa3aHHas TIKM/I P1 Kannaun-3-cBsi3anHas
LGMD D1 DNAJB6-related LGMD R1 Kalpain-3-related
TIKM/ 12 TNPO3-cBs3anHas IIKM/ P2 JnchepamH-cBI3aHHAS
LGMD D2 TNPO3-related LGMD R2 Dysferlin-related
TITKM/ /13 HNRNPDL-cBsizaHHast TIKM/I, P3 O-CapKOIIMKaH-CBA3aHHAas
LGMD D3 HNRNPDL-related LGMD R3 a-sarcoglycan-related
TIKM/ 14 KanmanH-3-cBsizaHHast IIKM/I P4 [B-capKorinKaH-CBsI3aHHAS
LGMD D4 Kalpain-3-related LGMD R4 B-sarcoglycan-related
TITKM 15 KoimnareH-6-cBsa3anHas TTKM/I P5 Y-CapKOTJIMKaH-CBsI3aHHAasI
LGMD D5 Collagen-6-related LGMD R5 y-sarcoglycan- related
_ _ NKMJ P6 8-CapKONIMKaH-CBA3aHHAs
LGMD R6 d-sarcoglycan- related
_ _ TIKMJ P7 TeneToHuH-cBI3aHHas
LGMD R7 Teletonin-related
_ _ KM/ P8 TRIM32-cBsa3anHas
LGMD R8 TRIM32-related
_ _ TIKM/ P9 FKRP-cBsi3anHast
LGMD R9 FKRP-related
_ _ MMKMJ P10 TuUTUH-CBA3aHHAA
LGMD R10 Titin-related
. _ IMKM/ P11 POMT1-cBsizanHast
LGMD R11 POMT1-related
_ _ MNKM/JI P12 AHOKTaMUH-5-CBsI3aHHas
LGMD R12 Anoctamin-5-related
_ _ IMKMJI P13 DyKyTUH-CBA3aHHAs
LGMD R13 Fukutin-related
_ _ IMKM/ P14 POMT?2-cBs3anHas
LGMD R14 POMT2-related
_ _ MMKMJ P15 POMGnT1-cBasanHas
LGMD R15 POMGnT-related
_ _ IMKM/I P16 0-IUCTPONIMKAH-CBSI3aHHAS
LGMD R16 a-dystroglycan-related
_ _ MMKMJ P17 ITnexTuH-cBA3aHHasd
LGMD R17 Plectin-related
. _ MMKMJI P18 TRAPPC11-cBsa3annas
LGMD R18 TRAPPCI11-related
_ _ IIKM/I P19 GMPPB-cBsi3anHas
LGMD R19 GMPPB-related
_ _ IKMJI P20 ISPD-cBs3anHas
LGMD R 20 GMPPB-related
_ _ IMKM/, P21 POGLUT1-cBsa3anHas
LGMD R21 POGLUTI-related
_ _ TIKM]T P22 KonnareH-6-cBs3aHHas
LGMD R22 Collagen-6-related
_ _ TIKM/I P23 JlaMuH-02-cBsI3aHHAS
LGMD R23 Lamin-a2-related
_ _ MKMJ P24 POMGNT2-cBsizaHHas
LGMD R24 POMGNT?2-related

~
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Tadmuua 2. Conocmasnernue npedvioyuieli u H08ol KAACCUPUKAuULl NOACHO-KOHeHHOCMHOU MblieuHol ducmpogpuu [ 1]

Table 2. Comparison of the previous and new classification of limb-girdle muscular dystrophy [ 1]

o~

=

= Proposednew pomenclatare
KM/ 1A MYOT MuodubprmsipHas Muonatust JucranbHas MUOTIATHSI
LGMD 1A Mpyofibrillary myopathy Distal myopathy
KM 1B Mpenueynas nuctpodust Bricokwuit puck cepnednoii apurmun; DJIM/I-de-
LGMD 1B LMNA Omepu—/peiidyca (DAM/) HOTUIT

Emery—Dreyfus muscular dystrophy (EDMD) High risk of cardiac arrhythmia; EDMD phenotype

OCHOBHbIE KIMHUYECKHE CUMIITOMBI — 00JI€3Hb

KM/ 1C CAV3 bosie3Hb MyabCUPYIOIINX MBILILL MYJIBCAPYIOLIMX MBI U MAAJITUS
LGMD IC Rippling muscle disease The main clinical symptoms are pulsating muscle disease
and myalgia
IIKMJI, 1D TIKM/ 11 DNAJB6-cBs13anHas
LGMD 1D DNAJB6 LGMD DI DNAJB6-related a
McxonHo HenpaBWIbHOE BKIOYEHUE, TaK KaK cJia-
IIKM/ 1E DES MuodubpuiisgpHas MAOIIATUS 0OCTb MBI AUCTAJIbHAS U €CTh KapAUOMUOTIATHS
LGMD IE Myofibrillary myopathy Initially incorrect inclusion, since the weakness is distal
and cardiomyopathy
IIKMJI 1F TNPO3 ITKMJ/, /12 TNPO3-cBsizaHHas _
LGMD IF LGMD D2 TNPO03-related
KM/ 1G IIKM/ 13 HNRNPDL-cBsizaHHas
LGMD 1G HNRNPDL LGMD D3 HNRNPDL-related a
TIIKM 1H 9 He moarBepxneHo HenpaBunbHoe BKIIIOUEHUE
LGMD 1H ’ Not confirmed Incorrect inclusion
TIKMJI, 11 CAPN TTKMJI 14 xanmanH-4-cBsg3aHHast _
LGMD 11 LGMD D4 calpain-4-related
TIKMJI 2A CAPN TTKMJI P1 xannauH-3-cBsi3aHHas _
LGMD 2A LGMD RI calpain-3-related
TIKM/ 2B DYSF TIMKM/ P2 nucdepauH-cBsizaHHas _
LGMD 2B LGMD R2 dysferlin-related
TIKMJI 2C SGCG [MKM/ PS5 y-capkoriukaH-cBsi3aHHasI _
LGMD 2C LGMD RS y-sarcoglycan-bound
IIKMJI 2D SGCA TIKM/ P3 a-capkorivukaH-cBsI3aHHas _
LGMD 2D LGMD R3 a-sarcoglycan-bound
IIKMJI 2E SGCB TTKM/I P4 B-capkoriukaH-cBsi3aHHasI _
LGMD 2E LGMD R4 B-sarcoglycan-related
IIKMJI 2F SGCD TITKM/JI P6 8-capkorimkaH-CBsI3aHHas _
LGMD 2F LGMD R6 §-sarcoglycan-bound
IIKM/I 2G TCAP TTKMJI P7 TeneToHUH-CBsI3aHHAst _
LGMD 2G LGMD R?7 teletonin-related
ITKMJI 2H TRIM32 TTKMJI P8 TRIM32-cBsizaHHast _
LGMD 2H LGMD R8 TRIM32-linked
TIKM/ 21 FKRP IMKMJ P9 FKRP-cBsi3anHast _
LGMD 2I LGMD R9 FKRP-relayed
TIKM/I 2J TTN TTKMJI P10 TuTUH-CcBSI3aHHas _
LGMD 2J LGMD RI10 titin-related
TIKM/ 2K POMTI IMKM/ P11 POMT1-cBs3anHas _
LGMD 2K LGMD R11 POMT1-related
TIKM/ 2L ANOS TIKM/I P12 aHoKTaMUH-5-CBsI3aHHas _
LGMD 2L LGMD R12 anoctamin-5-related
TIIKM/ 2M FKTN TTKM/I P13 ¢pyKyTHH-CBSI3aHHAS _
LGMD 2M LGMD RI13 fukutin-related

14
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TIKMJ 2N
LGMD 2N

IIKMJ 20
LGMD 20

TIKM/I 2P
LGMD 2P

NKM/ 2Q
LGMD 2Q

TIKM/I 2R
LGMD 2R

TIKMJ 2S
LGMD 28

TIKM 2T
LGMD 2T

TIKMI 2U
LGMD 2U

TIKMI 2V
LGMD 2V

MNKMJ 2W
LGMD 2W

IIKMJ 2X
LGMD 2X

MKM/JI 2Y
LGMD 2Y

KM/ 2Z
LGMD 2Z

PenieccuBHast Muo-
natus betiema
Bethlem myopathy,
recessive

JloMuHaHTHasI
MUOTIATHUST
bernema

Bethlem myopathy,
dominant

MpleyHas auc-
Tpodusl TaMUH-
0.2-CBsI3aHHAs
Laminin-o2-related
muscular dystrophy

MpbiieyHast
ICTPpODUST
POMGNT?2-cBs-
3aHHas
POMGNT2-related
muscular dystrophy

POMT2

POMGnT1

DAGI

PLEC

DES

TRAPPCII

GMPPB

ISPD

GAA

PINCH?2

BVES

TORIAIP1

POGLUTI1

COLO6AI,
COL6A2,
COL6A3

COL6AI,
COL6A2,
COL6A3

LAMAZ2

POMGNT2

Old name Proposed new nomenclature Reason for exclusion

INKM/ H14 POMT2-cBs13aHHast
LGMD N14 POMT2-related

MNKMJ P15 POMGnT1-cBa3anHas
LGMD R15 POMGnT]-related

TTKM/I P16 a-aucTporivkKaH-cBsI3aHHAas

LGMD R16 a-dystroglycan-bound

TTKMJI, P17 nnekTuH-CBI3aHHAas
LGMD R17 plectin-related

MuodubpuinspHas MuonatTust
Myofibrillary myopathy

KM/ P18 TRAPPCI1-cBsizanHas
LGMD R18 TRAPPCI I-related

TIKM/I P19 GMPPB-cBsizanHast
LGMD R19 GMPPB-related

TTKMJI P20 ISPD-cBsizaHHast
LGMD R20 ISPD-related

Bbonesnp [Tomme
Pompe disease

PINCH-2-cBsg3aHHass MUOTIaTHST
PINCH-2-related myopathy

BVES-cBsg3aHHasg MyuomnaTHsI
BVES-related myopathy

TORI1AIP1-cBg3aHHast MUOTIATHAS
TORI1AIP1-related myopathy

MNKM/J P21 POGLUT1-cBsizaHHas
LGMD R21 POGLUT]-related

ITKM/I, P22 xomtareH-6-cBsi3aHHast
LGMD R22 collagen-6-related

IMKM/, 15 xojutareH-6-cBs3aHHas
LGMD D5 collagen-6-cBsizanHast

TIKM/I P23 mamuH-a2-cBsI3aHHAsS
LGMD R23 lamin-o2-related

TTKMJI P24 POMGNT?2-cBsizaHHast
LGMD R24 POMGNT?2-related

Oxonuanue mabauyst 2
End of table 2

JlucranbHasi MUOTIATUS
Distal myopathy

W3BecTHOE 3a00JIEBaHKE C TUCTOJIOIMYECKUMUI
NU3MEHCHUAMUN
A known disease with histological changes

CoobmeHue B 1 cembe
A message in one family

CoobmieHue B 1 ceMbe
A message in one family

CoobieHue B 1 cembe
A message in one family

Ilpumenanue. Hazeanue noscno-KoHeuyHOCMHbIX MblUEYHbIX OUCMPOGDUIL, CEA3AHHBIX C CAPKOLAUKAHOM, 00YCA08AEHO NOPAOKOM
omipoimus eenos. [IKMJ] — noscro-KoHeuHocmuas moluieuHas oucmpopus.
Note. Sarcoglycan-related limb-girdle muscular dystrophies are named after the order in which the genes were discovered. LGMD — limb-girdle muscular

dystrophy.
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WICHTU(UIIMPOBAHHON MyTaIlK TeHa, eTo CJIeIyeT OTHO-
cuth K rpymire «I[TKM/]I HekitaccugumpoBaHHasT» 10 TeX
IOp, TIOKa He OyAeT MOJIyIeHO MOJICKYIIPHO-TeHETHIC-
CKOe TIOATBEpXKIeHME MPUIMHBI 00Je3Hn. HecmoTrps
Ha CTpeMJICHHME K CO3IaHMIO HaIeKHOM CHCTeMBI KJlac-
cuUKaIK, ITOHATHO, YTO BCeraa OyayT HATMI4eCTBOBATh
UCKITIOYEHUS U3 ITPaBUJI U 4TO MyTaliuu B reHax LGMD
MOTYT IIPUBECTU K (peHOTHUITaM, KOTOpPEIE HE OYyIyT CO-
OTBETCTBOBATh IIpeIaracMbIM KPUTEPUSIM TIEPECMOTPEH-
Horo ornpenenennsd LGMD. M3-3a reHeTUYECKUX, M1~
TeHETUYECKNX WJIA CPEIOBBIX MOAM(PUKATOPOB MO0
MyTaluii 6ojiee yeM B 1 U3BECTHOM reHe 00JIe3HU Talu-
€HTHI C IBHBIMU TTaTOTeHHBIMA BapraHTaMu reHoB LGMD
OyoyT MHOTIA IeMOHCTPUPOBATh (DEHOTUII, OTKIOHSIIO-
IIUHACS OT «TUIMNYHON» KIMHUIECKON KapTUHBI. TakuM
obpasoM, npeanoxeHHas kinaccudpukaunss LGMD Moxer
CITY>KUATh TOJIBKO PYKOBOICTBOM [IJIsI TIOCTAHOBKM KOH-
KPETHOTO TMarHo3a MameHTy.

MpelimeyHast nuctpodus dromeHHa M MBIIIeYHAasT T -
ctpodus bexkkepa coorBeTcTBYIOT onpeAenennio LGMD,

OJHAKO OHM He OBbUIM BKJIIOYEHBI B HOBYIO KiiaccU(pu-
KAalUIo.

BbiBOAbI

HoBoe onpenenenne LGMD ueTko apTUKyaMpyeT ee
OTJIMYMS OT APYTUX (hOPM MBIIICYHBIX TucTpoduii. HoBas
KJ1accU(pUKaLNS TTO3BOJISIET 10OABIISITH HOBBIE (DOPMBI 3a-
00J1eBaHMS K CITUCKY CyllecTBYIOmMX nmoarunos LGMD.

BapuaHTBI MBIIIIEYHBIX TUCTPODUIL, KOTOPBIC OOJIbIIIE
He oTHocaTca K LGMD, Hepenko MmeroT 6ojiee 4acTo
HCIIOJIB3yeMOoe Ha3BaHMe (HaIpuMep, MIO(pUOpIIIpHasT
MUOITaTHsI, MBIIIeYHas nucTpodus Dmepu—peiidyca)
¥ He OyIyT MEHSITHCSI ¢ TOYKM 3pEeHUS TMarHOo3a WX JIeue-
Hus. [ManmmeHTsl mo-TIpeXXHeMy OyOyT HpHUHAaIIeXaTb
K OIIpeneIeHHON HO30JIOTUYECKO! TPYyIIe U MOIydaTh
MpeXHUE YXOII 1 JICUCHHE.

b no6asneHs 4 HoBBIe popMbl LGMD, cooTBeT-
CTBYIOIIIME TIPEIIOXKECHHOMY OIPEACICHIIO, UYTO TOJLKHO
TIOMOYB KJIMHULIMICTaM TIpH 00CIIeI0BaHUN MAIIMEHTOB C (e-
HOTUITAYECKIMM TIPOSIBIICHUSIMU MBIIIEYHOM TUCTPODHH.
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