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Kpatkoe cogepxaHue

292-i1 cemmHap ENMC npoxoaun c 23 no 25 aHBapa 2026 roaa B Xodbaopne, HuaepnaHabl, n cobpan
3KcneptoB B 06/1acTM  HEPBHO-MblWeEYHbIX 3aboneBaHWii W npeacTaBuTeneit  NauMeHTCKMX



opraHusaumii us Esponsi, CeBepHoit AMepPUKM U ABCTPaANKN gaa 06CyKaeHUa nepeaoBbiX METOLOB
paboTbl M NYYWMX NPAKTUK MOC/e MONOXKUTENbHOTO Pe3yNbTaTa CKPUHWUHIA HOBOPOXKAEHHbIX Ha
CNWHANbHYIO MbilweyHyto aTpoduio (CMA). Ha BcTpeye BbliM paccMOTpeEHbI K/toyeBble 3Tanbl nocne
CKPWHWHIA, BK/IOYas NOATBEPKAEHME AMarHo3a, BOMPOCbl KOMMYHMKALMU C CEMbAMM, MPUHATUE
peLeHnid 0 NeYeHUK, CPOKM IeYeHMA 1M BOMPOCHI AONTOCPOYHOTO HabtoaeHus.

CMA — peaKoe HepBHO-MbILWeYyHoe 3aboneBaHMe, Bbi3BaHHOE OTcyTCTBMEeM reHa SMIN1, npusogsuwee
K nporpeccupylolei AereHepauuu ABUraTeNbHbIX HEWPOHOB. B npossneHuax 3aboneBaHus
npeobnasaet cNabocTb NPON3BO/IbHBIX MbILLLL C PA3/IMYHON CTEMEHbIO MOPAXKEHUSA, OT OUYEHb TAXKENbIX
BPOXAEHHbIX Cly4aeB A0 c1abocTn, KOTOPAa MOMKET NOABUTLCA BO B3POC/IOM Bo3pacTe. B cutyaumm
peneunmn reHa SMN1, onpegenstowero 3abonesaHune, reH SMN2 BbINoAHAET PYHKLMIO pe3epBHOro,
npoayumpya Hebonbwoe KoanyecTso GyHKUMOHanbHoro 6enka SMN. Takum 0b6pa3om, KONM4ecTso
Konun reHa SMIN2 BnuAeT Ha TAxecTb 3aboneBaHMA, HO He NpeaCcKasbiBaeT ee MOJIHOCTbI. Yem
6onbwe Konuit SMN2, Tem meHee TAXENbIMWU ABAAKOTCA NposBieHus 3abonesaHuA. Hanuume
moamnduumpyowmx 3abonesaHne MeToA0B NleYeHUA U AaHHble, CBUAETENbCTBYOWME O TOM, YTO
neyeHne Haubonee 3¢GPEKTUBHO MPW PaHHEM Hauvane, CTUMyAMPoOBanM bObICTpoe paclmnpeHune
NPOrpamm HEOHATA/IbHOTO CKPUHMHIA BO Bcem mupe. OAHAKO paHHAA ANArHOCTUKA TaKKe CoNpAXKeHa
C TpyaHOCTAMM: BapunabenbHOCTb B OLUEHKe KoauyectBa Konmit reHa SMIN2, HeonpeaeneHHOCTb
nporHosa (ocobeHHo ans MmaageHues ¢ 24 Konuamu reHa SMN2), aSMoLMOHabHasA HarpysKa Ha CembMU,
Noay4ymBLIME HEOXKMAAHHbIM ANArHO3, U COBMECTHOE MPUHATUE PeLIEHM O BbIDOpe Tepanun c y4eTom
yNpaBAeHUA OXUAAHUAMU OT JIeYEHMUSA.

Lenblo cemmHapa 6bino cornacoBaHue NoAxoA0B K NOATBEP)KAEHUIO FreHeTUYEeCKoro AmnarHosa, B
YaCTHOCTM, B OTHOLLEHMM OMpPefieNleHUss U OLLEHKM KayecTBa KO/MYecTBa Konuii reHa SMN2. Ewe
OAHOM KNto4YeBOM 3adayen 6bi10 onpeaeneHne obWMX NPUHLUMMIOB, KOTOPbIE AOJIKHbI ONpeaenaTb
pelleHuss 0 NeYeHUN Kak CUMNTOMATUUYECKUX, TaK MU BECCUMMNTOMHbIX MNAZIEHLEB, BbIABAEHHbIX C
NMOMOLLLbIO HEOHATa/IbHOTO CKPUHWHIA, BKAOYasA Tex, Y KOro obHapy»eHo 24 konui reHa SMIN2.
YUYacTHUKM TaKKe CTPEMUIUCH ONPESEeNUTb NPaKTUYEeCcKMe cnocobbl COKpaLLEeHNs 3aflEPrKEK MEXKIY
NONOXUTENbHbIM PEe3yNbTaTOM CKPUHWHIA, NOATBEP)KAEHMEeM JAMarHo3a M Haya/iom J/ieyeHus.
KntoueBbiMM TEMaMU OBCYKAEHUSA CTA/IM KOMMYHUKAUMA C CEMbAMMU, MPUOPUTETLI A0FOCPOYHOTO
HabNo4eHMA U MeXKAYHAPOAHOE COTPYAHNYECTBO B 06/1acTM 06MeHa AaHHbIMM.

YYacTHUKKM cornacoBann Kawoudesble abopaTopHble U KAMHUYECKME MPUHLUMBI, KOTOpble A0MKHbI
ObITb BKAOYEHbl B OOHOB/MEHHblE PEKOMeHZaUuMW Mo nepeaoBoit npakTuke. K HUM oTHocATcA
HeobxoAMMOCTb TOYHOIrO M BOCMNPOU3BOAMMOIO TECTUPOBAHMA KOAMYeCTBa Konuit reHa SMIN2,
rapMoHM3aLMA OTYETHOCTU M CTpaTerMm NOBTOPHOrO TECTUPOBAHUA B Ciayyae HeonpeneneHHOCTU
pe3ynbTatoB. YTO KacaeTcs KAMHMYECKOro BeAeHWs, YYaCTHUMKM NOAYEPKHY/IM, YTO MAageHupl ¢
CMMNTOMaMM  HYXKOAKOTCA B  HEeMed/IeHHOM neyeHuuM 6e3  npomegsieHuss € MNOMOLLbLO
NoATBEPKAAIOWEro TeCTUPOBaHUA, WM YTO AAUTENbHOE BPemMs NPUMEHSBLUMIACA NOAXOA
«HabnogeHne N oxuaaHne» ans mnageHues c 4 konuamn reHa SMN2 cBA3aH € Xy4LWMMM UCXOA4aMU
n ero cneayet usberatb.

Ha cemuHape 6blna noAYepKHyTa BaXKHOCTb CTaHAAPTU3MPOBAHHbLIX afOPUTMOB A1 COKpaLLeHun
BpeMeHM A0 Hayana fiedeHus, YETKUX KOMMYHWMKATMBHbIX HaBbIKOB M Ha/MYMA MHCTPYMEHTOB U
MaTepuanoB AN CEMEM, a TaKKe WMHbIX Mep NoALepKKW, COOTBETCTBYHOLLMX PECcypcam KarKaoro
ueHTpa. [pepnaraemble pe3yabTaTbl OOCYKAEHWA BK/OYAOT OBHOB/EHHblIE NlabopaTopHble
pPEKOMEHAALMM, PEKOMEHAALLMM MO KOMMYHUKALMU U Pa3paboTKy MUHUMANbHOTO MEXAYHAPOAHOTO
Habopa AaHHbIX ANA A0NTOCPOYHOro HabalAeHUs, a TakKe denepaTBHbIM 06MeH AaHHbIMK. Bbina
NoAYEPKHYTa PO/Ib MEXANCLMMIMHAPHBIX KOMAHZ B obecneyeHnr nocienoBaTeIbHOro HabatogeHus
NauneHToB. YYaCTHUKM TaKKe OTMETMN PaCLIMPAIOLLYIOCA PO/ib BMOMapPKEPOB, TaKMX KaK YPOBHM
HelpodumnameHToB U LMPpoBble BUOMAPKeEpPbl, KOTOpPble MOryT cnocobcTBoBaTh b6osiee paHHemy
BbIAIBJIEHWIO aKTMBHOCTM 3ab0/ieBaHMSA M MOMOYb YTOYHMUTb MPOrHO3 WM OTBET HA JleyeHue. ITu



pe3yabTaTbl 6y,D,YT BK/IIO4YEHbI B OTYET O CEMUHapeE ENMC BmecTe C COBMECTHbIMU MHULMATUBAMM,
HanpaBAE€HHbIMU Ha yay4ylleHune c60pa AaHHbIX B Pea/ibHbIX YCN10BUAX.

CogeiicTBys M MpoABUras PaHHIO W TOYHYID AMArHOCTMKY, 6onee 4eTkyio MHOOpMaLMIO U
KOMMYHWKaLUMIO U CBOEBPEMEHHOE Hayaso fiedeHuns, PeKoOMeHAaumnmn 3Toro ceMmHapa HanpasaeHbl
Ha nNpeAoTBpalleHMe nporpeccupoBaHmne 3abonesaHua, yaydlleHne pesynbTaToB pa3BuTUA pebeHkKa
N YMeHbLIeHNEe 3MOUMOHANbHOW Harpysku cembu. [apMOHM3MPOBaAHHbIE CTaHAAPTbI TaKKe MOryT
YMEHbLIWUTb HEPABEHCTBO B AOCTYNE K ONTMMaibHOW MeANLMHCKOM MOMOLLM B PasHbIX CTPaHax.

Cneaylolume WarK BKAYAOT NOArOTOBKY NOMHOMO oTYeTa ceMnHapa, 0bHOBAEHME MEXKAYHaPOAHOro
aHaNMTUYECKOro A0KYMeHTa Mo HeoHaTaabHOMY CKpuHuHry (White paper) (B pamkax EBponeiickoro
aNnbAHCA NO HeoHaTa/IbHOMY CKPUHWHIY), onpeaeneHne MexayHapoAHOro MMHUManbHoro Habopa
OaHHbIX, MPOABUMNKEHWE YCUAWUIA MO FapMOHM3aUMKU PEernctpoB M pas3paboTKy PYKOBOACTB MO
KOMMYHMKaLUN C CEMbAMM.

NonHbIii oTyeT 6yaeT onyb6anKoBaH B KypHane Neuromuscular Disorders.



