Koneunoctro-Ilosacusie Msrmeunsie JJuctpoduu (Limb Girdle Muscular Dystrophies -
LGMD) - Homenxiatypa u Pedpopmuposannas Kimaccudukanua

JlaTa mpoBeseHus cemunapa: 17-19 Mapra 2017

Hommep: 229

Mecto npoBepenus cemutapa: Haapzaen, Hugeprangsr

Llens cemunapa:

IlepeoueHKa TepMUHOIOIMY KIaCCUPUKAIINIO KOHEYHOCTHO-TIOACHBIX MBIIIEYHBIX AUCTPODUIL
CemuHap OBLI IPOBeIEH MTOALEPIKKOM:

OpraruzaTopos:

ITpod. Volker Straub (Hsioxacns, Beruko6puranus), [Ipod. Bjane Udd (Tamnepe, Punnsupms).
Copepxanue ceMuHapa:

229-p1i1 cemuuap Espomeiickoro Hepsuo-Msimeuynoro llentpa (ENMC) «Koneunoctuo-Ilosicusie
Msrureunsie Jucrpoduu (LGMD) — Homenxiatypa u Pedopmuposannas Kraccudukanusa» mposoguicsa
17-19 mapra 2017 B r. Haapzmene, Hunepmaugsr. B pabore cemnnapa ygascrsosanu 20 memeraros us 9
crpan mupa (Bemuxo6Gpuranus, Wramus, Opanuwmsa, CIIA, Hupepnamzs:, ['pysus, Ounnangus,
l'epmanns, Jlanua). OTu GbLIN: KIMHUIIUCTHI, SKCIIEPTHI 110 KIacCUbUKAIUAM OOJIe3HeH, MaIllueHTHl C
LGMD wu npepcraBurenu opranusanuu (Jain Foundation Inc, the Beta-Sarcoglicanopathy Family group,
u Muscular dystrophy UK). Pa6ora cemunapa 6511a mocseurena sonpocam LGMD, coBepineHCTBOBaHUIO
TOCTYIIHOCTH ee JjIf TIAI[MeHTOB, IPaKTUYeCKHX Bpadell M HAyYHBIX pabOTHTKOB, COOTBETCTBOBAsa
kiaaccupukanyn ycranosnaerHoir OMIM-om, Orphanet-om u ICD-11-om.

OCHOBHEIE ITOJIOKEeHU:

Tepmun «Koneunocrro-Iloscusie Memmreunsre /luctpodun» npenammexur Walton u Nattrass (1914).
Bruta ommcana rpymma GOJBHBIX CO CIa0OCTBIO IUIEYETOM M Ta30BOM MYCKYJIBSTYPbI, KINHUIECKU
OT/IMYAloNasAcs OT Gosee TsoKenoi MsbimewyHod auctpodmu Duchenne. C momompio coBpeMeHHOM
ITOCTIDKEHUU MOJIEKYJIIPHOM reHeTUYeCKOH AUarHOCTUKY, uaeHTudunuposarnusl 6omee 30 pasmudnse
tun LGMD u HauMeHOBaHHBI ITO KJIacCU(GUKAIMOHHOM cucTteMe paspaboranHoi B 1995 r. ma ENMC
ceMUHape.

Brrapnenwue HOBbIX popm LGMD nokasaja HEIIOJTHOIEHHOCTD HBIHE CYLIeCTBYIONUH KIaCCUUKAINY U
IIOCTOBMJIA BOIIPOC O HAZOOHOCTH pa3paboTKe HOBOM Ooylee 0OeMyleil, IIOTHOLEHHO OXBAaTHUBAIOLIEH
KJINHUKO-TeHeTnueckue nmpusHaku LGMD. Bsino nmpunaATo pemenue ymoTpe6aars mudpsr «1» u «2»
0003HAYAIOMINK  COOTBETCTBEHHO ayTOCOMHO-ZOMHWHAHTHOE M  ayTOCOMHO-PEIeCCHBHOE  THII
Hacjle0BaHUA. M IpUCBOUTH KaXXAOMY THUITy COOTBETCTBYIOUIYIO OyKBY IIO IIOPAAKe OOHAPY KeHUA.



J¥CcKycuu 1 OCTYDKeHUH:

[TpurnamenHble 5KCIEPTH IO KJIACCU(PUKAIMOHHBIN cHcTeMe OOje3Hell NOZYepKHYJIN HECKOJBKO
mpobjieM U Lieb pa3paboTKU ACHOM CHCTEMHOII HOMEHKJIATypbl. BBIIM passicHeHBI MeTOAbI BBeJeHUA
HOBBIX BBIABIIEHHBIX popM B kiaccudukamuio LGMD, onnaifH-reHeTHYeCKHe pecypCsl, YIIOTpeOIieMble
KIVMHUIUCTAMU U HayuyHuMmu paborHukamu, Hanp. OMIM u ICD. OcobeHHO O6BIIO TOAYEPKHYTO
3HAYMMOCTH IPUHAJIeXKAHUA IIPUCY>K/I€HUIO HOBOTO HazBaHuA Ha ¢oHe craporo. T. e. B xraccupukamun
OyZyT cOXpaHeHU TaK HOBBIe, TaK M CTapble Ha3BaHUA. DBUIM NOZYEpKHYTHI OTIMYUS KIMHUYECKUX
CUMITOMOB MeXpy pasabryHuMu tunamu LGMD, B wacTHOCTH, pasBUTHE MBINIEYHBIX KOHTPAKTYP,
HapylleHHe CepAeYHO-COCYAUCTOH, ApIxarenbHoi, mpuyactue IIHC, mo odepemHOCTs HOpaXKeHHI
msimn,. [Ipoxoauia guckyccus 06 06IKUX KIMHUYECKUX CUMIITOMOB MBIIIEYHBIX AUCTPOPUU BXOI AN
B LGMD. [lesneratamu GpLIO0 IPUHATO PelleHUe O 11e1eCO00pasHOCTH IIPUHATHA HOBOM pa3paboTaHHOI
xiaccudukanyuu. [TaryrenTom O pa3sCHEHBI BCe HHTePeCYIOlIeil NX BOIIPOCHI KAaCAIOUecs IPUHATON
KOPPEKIIUK U HOMEHKJIAType.

I'maBHas 3amaya cemuHapa Os11a 9etkas onpegenerus LGMD. beuto ycranosneno, uro repmus «LGMD»
ClefyeT COXPaHUTh, HO OIIpeZie/IeHHIO HaLo YTOYHUTh. KoHceHCyc OBIT JOCTUTHYT IIO BOIPOCY
BKJIIOYEHHUA B OIIpe/ieJIeHble 3a00/IeBaHNUA CIeAyIOIUX haKTOPOB:

e T'eHeTwyeckoll IPUYMHBI HAC/IENOBAHUA: OfHA Konus fedekTHOro reHa (allele) moxxer BbI3BaThH
3a00sieBaHMe (AyTOCOMHO-IOMUHAHTHOE HaC/Ie[JOBaHuUe) MK 00a DK3eMIUIIpa reHa JOJDKHBI OBITh
nedeKTHBIMH (ayTOCOMHO-pelleCUBHOE Hac/leZOBaHue);

o IlpeiimyliecTBeHHO IIporpecupyiomas caaboCcTh NPOKCHUMATBHBIX MBI, (IIPOKCHMAIbHBII
3HAYUT OJIIDKE K Tely);

e [Ipuuuns! aTpopuU MBIIIL;

e Ilosermenue ypoBHsf Kpearunkunasu (CK) B cemBoporke. (CK — sT0 (epment, xoropsrit
IIOBBIIIAETCS BCJIEICTBUE TIOBPEXKJEHUY MBIIIEYHBIX BOJIOKOH);

e JlereHepaTuBHBle HU3MeHeHUA Mol BbelaBaeHHble MPT mcciemoBaHmeM, IuCTOJIOTHYeCKHe
M3MEHEeHMS MBINIEYHON TKAaHM COOTBETCTBYIOIIME YKAa3aHHOM MBINIEYHONH JUCTPODUH.
VsMmeHeHUS TODKHY OBITH BBIABJIEHBI BO BCeX MBIIIIAX HA IIOCIETHOM dTalle 3a00/1eBaHus;

e Yro6s1 BrarounTh HOBBIM TUll LGMD B HOBBIN CIIMCOK, 3a00JIeBaHHEe IOJKHO OIIMCBIBATH KaK
MUHHMYM B JIB€ Pa3HBIX CEMbAX.

Brun paccmoTpeHsI HeCKOTBKO Cy6-THIIOB CyIIecTByIomlel kinaccubukanun. beuto pemeno, uTo 60s1ee
MHPOPMATHUBHO KJIacCUPUKAIMd OCHOBAaHHAsd HA IIOBpeXJEHHBIH IIPOTeHH U TUIIy Ilepejayu
HaCJIeACTBEHHOCTH. HOPH,Z[OK MECTO HaXOXAEHUA I{JIaCCI/I(bI/IKa]_H/II/I 6y,ZL€T COOTBETCTBOBATh BPpEMEHU
OTKPUTHIO 3200 IeBaHUH.

Brumm BeICTYIIaHBI MHeHUA fgesneraToB. HoBas kiaccuduKanys o peleHuIo JeleraToB ceMrHapa Oblia
omobOpeHa ¥ IPUHATA U OBLT IPU3BIB K PaCCIIPOCTPAHEHUIO YKa3aHHOM KJIacCU(UKAIVIH.

b IIPUHATHI CJI€AYIONI€e OCHOBHBIE PE3YyJIbTAaThI:

1. Koncencyc B orHOmeHnun HoBoro ompegenenus LGMD u paccnpemenenne LGMD mHa ocHoBe
OOHOBJIEHHOM KJIacCU(PUKAINY;



2. KoHcencyc B ompezsenreHMHM HOBOH kiraccudukanmuoHHoW cucremsl LGMD, paromryro
BO3MOXKHOCTH pa3MellleHUs HOBbIX OTKPUTHUU;
3. Dbbun paspaboTa miaH pacnocTpaHeHue HOBO# Kinaccudukaryuu LGMD.

VuacTHUKM;

Corrado Angelini (ITagys, WUranus), Segolene Ayme (Ilapwxk, ®pannus), Carsten Bonneman (berecpa ,
CILIA), Marianne de Visser (Amcrepzam, Huzgepnauzgsr), Ada Hamosh (baxtumop, CIIIA), Laura Jacobs
(Jloupmon, Benruko6puranus), Nina Khizanishvili (Téumucu, I'pysus), Madelon Kroneman (3anr6ommert ,
Hunepnangsr), Pascal Laforét (ITapmx, ®Ppanmus), Alex Murphy (Hsroxacis, BemuxoGpuranus),
Vincenzo Nigro (Heamosns, Wrammsa), Laura Rufibach (Cumarn, CIIA), Anna Sarkozy (Jlonmos,
Benuko6puranus), Volker Straub (Hsioxacns, Bemuxobpuranus), Shaun Swanepoel (Xaii-Yukowm,
Benuko6puranus), Yvan Torrente (Mwuman, Wranus), Bjarne Udd (Tammepe, Puunauzgus), Andoni
Urtizberea (Anpaii, ®panuus), John Vissing (Komenrarew, [lanusa), Maggie Walter (Mionxen ,
l'epmanus).



