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244-i1 cemunap ENMC 6bu1 nposenes ¢ 10 mo 12 mas 2019 roga u cobpan npeacraButeneit
MAIMEHTOB M AKCIEPTOB 10 HEPBHO-MBIMIEYHBIM 3a0oneBanusM u3 EBponsr m CIIA s
00CYXJIeHUs] CKPUHUHIAa HOBOPOXJIEHHBIX Ha CIMHAIBHYIO MblleuHyto atpoduro (CMA).
Ilenb 3TOrO CeMMHapa COCTOsIa B TOM, YTOOBI 000OOIIUTH UMEIOIIYIOCS B HACTOSILEE BPEMs
MHPOpPMALMI0O O TEXHUUYECKUX, 3TUYECKHUX, HKOHOMMUYECKMX M MPAKTUYECKUX aCHEeKTax
CKPUHUHTAa HOBOPOKICHHBIX, @ TAaK)X€ BBIABUTH INPOOEIBI B COBPEMEHHBIX 3HAHUAX II0
BBISIBIICHUIO TAallMEHTOB, OOBSABICHUIO JAMArHO3a M JICUCHUM MOCJE MPOBEACHUS CKPUHUHIA
HOBOPOXK/ICHHBIX.

CnunanbHast mblieyHas atpogus (CMA) - 310 reHernyeckoe 3abosieBaHHE C ayTOCOMHO-
pelieccUBHON mepeaayeil, KOTopoe XapakTepu3yeTcsl jAereHepauueil aib(a-MOTOHEHPOHOB
CIIMHHOT'O MO3ra. JTO OCHOBHAsl FeHeTHYecKas MPUYHHA I€TCKONH CMEPTHOCTH, JI0JITO€ BpEeMs
cuMTaBIIasicss Hemzaeuumon Ooneznpio. CMA moppasfensercss Ha TPU OCHOBHBIX THIIA B
3aBHCHMOCTH OT Hayajia 3a00JieBaHUsl U JOCTUTHYTBIX BeX pa3BUTHs peOEHka: tum | (camas
TsoKenast popma, pedEHOK He criocobeH cuaets), Tul Il (pedbEéHok He crocobeH XOAUTh) U TUIT
Il (metu cmocOOHBI XOMUTh, HO C BO3PACTOM TEPSIIOT CIIOCOOHOCTH TEpeaBHUTaThCs). | 'eH
SMNI1 sBnsercs npuunHoi Bcex TunioB CMA — B Gonee uem 90% cinydaeB CMA BbIsBiIsS€TCS
OTCYTCTBHE O0EWX Komnuii reHa. Bwicoko romosoruunbiii reH-mapamor SMN2, cuurtaercs
¢deHoTUNIMYECKUM MoAM(pUKaTOpOoM, U KoindecTBO korui (oT 1 1o 5) cymiecTBeHHO (HO HE
MTOJTHOCTBIO ) KOPPETUPYET ¢ peHoTHnamul.



Henasno B xxypHane New England Journal of Medicine2,3 Obutn ommyOIMKOBaHBI JBE CTATHH,
onuchIBarouIMe JBe ycrnemHeie crpaterun JjedeHuss CMA. Cratbu onyOJMKOBaHBI B
KOHTEKCTE HECKOJbKHX MHOr000CIIAIUX KINHUYECKUX HCIBITAHUN, KOTOpBIE JaroT
MMOHMMAHHE O TOM, YTO MapagurMa 3a00JIeBaHUs OTIPEICIICHHO MEHSICTCS.

EnunctBennoe nedenue, onobpenHoe B Hacrosmiee Bpems ansi CMA, - sto Nusinersen
(Spiranza®) kommanuu Biogen, kotopenii Obu1 omobpen EMA 1 wuions 2017 rona.
CymecTBYIOT Apyrue JIEKapCTBEHHBIE CPEJCTBA, HAXOASIINECS B KIMHUYECKOH pazpaboTke:
Zolengsma xomnanun Avexis-Novartis (ogoOpennsiii FDA, Ha paccmorpenuun B EBporie) u
RG7916 ¢pupmer Roche.

Ha maHHBII MOMEHT BCE JaHHBIC MMOKA3bIBAIOT, YTO YEM paHbIE HAUYMHACTCS JICUCHHE, TeM
oHO 3 pdexTuBHee. C 3TOM TOUKH 3pEHUsS, TPECUMITOMATUYECKOE JICYCHHEe HaMHOTro Ooiee
3p(PEKTUBHO, HYeM MOCTCUMIITOMATHYECKOE JICYCHHE. OTO MOATBEPIKAACTCS JIaHHBIMHU
KIIMHAYECKOTO HCIBITaHus Nurture y NpecHMIITOMAaTHYECKUX MIIQJCHIEB W OTH JaHHBIC
SIBJISTIOTCSI TIEPBBIMU pe3yJIbTaTaAMHU B 3TOM 00J1aCTH.

Bbonee Toro, kxputepun4d mis BkimoueHuss CMA B mporpaMMbl CKPUHUHTa HOBOPOXKICHHBIX
MPAKTUYECKH JIOCTUTHYTHIS, U HECKOJIBKO MPOTpaMM CKPUHHHra HOBOPOXKICHHbIX Ha CMA
yKe BeayTcsS-7.

Bo BpeMmsi cemmuHapa ObUTH TMPEACTaBICHBI PA3IMYHBIC MPOTPAMMEI B 00JACTH CKPUHHUHTA
HOBOpOXJeHHBIX Ha CMA, Haxopsmuecs B CTaJud Pa3paOOTKH WM YK€ BeIylIuecs, a
TaKKe WX pa3IM4YHble MapaMeTpsl (METOJ, MOJJCpPKKa, COTJIaCHe pPOAMTENEH, cxema
CKpUHHUHTA).

[IpencraBuTenu ¢apManeBTUYECKUX KOMIAHWK TPEJACTABIIIA CBOW JAaHHBIE O TEKYIIUX
METOJIaX JICYCHUS U HCCIENOBAaHUSAX Y MPECUMNTOMATHYECKUX MarueHToB. OOcyxaanuch
MEIMKO-YKOHOMHYECKHIA acCleKT CKPUHWUHTA HOBOPOXKJIEHHBIX W IPEICUMITOMATHYCCKOTO
JIEYEHUs, a TaKkKe OJOTUYECKOe BHJICHHE TMPOTrpaMM CKPUHUHTA HOBOPOXKACHHBIX C
MPEe3eHTAIMEH NCCIICIOBAaHMH O TIEPCIIEKTHBAX TAKUX IMPOTPAMM CPEId HACEIICHUS B ICJIOM.

HaIII/ICHTCKI/Ie acconymanmu pacCkasajad O AOCTylE€ K JICHCHHUIO W HCIIBITAHUAM B CBOUX
CTpaHax, 00 ycrexax B obmactu CKpUHHUHI'Aa HOBOPOXACHHBIX MW HUX OXHUIAAHUSA OT TaKHUX
ImporpamMmm. OHH TaKxke BbIpasujin CBOU IMPCACTABIICHHUA O BaXXHOCTU KOMMYHHKAIUU O
00JIe3HU CO CTOPOHBI MCAUTTUHCKOI'O IIEPCOHAJIA, 6}/')1]3 TO OO HUJIX ITOCJIC CUMIITOMATHKHU. Onu
BBIJIBUHYJIM UACIO TOJATOTOBKH peKOMeHI[aHI/II\/'I " PYKOBOACTB IJid CTPaH, KOTOPLIC XOTCIN OBI
Pa3BUBAThH Yy ce0s IporpaMMbl CKpUHUHI'A HOBOPOXICHHBIX.

Bomnpoc o crapre nedeHus M, B YAaCTHOCTH, O BPEMEHHU, HEOOXOAMMOM i HWHULMALUU
JIeUeHHs] B COOTBETCTBHM C KOJIMYECTBOM Komuid reHa SMN2, sBisercs BaXXHbIM U TpeOyeT
Oonbiiel JokazarenbHOM Oa3pl. bbeutn co3gansl paboune Trpymmbl A TMOUCKAa U
MPEJOCTaBIEHUS] HEOOXOJUMBIX HAaHHBIX JJS NPHUHATUS ATUX pelleHHi. DTO BKIIOYAET
paboTy MO OIlEHKE Ka4eCTBEHHOTO OMPENEICHUI0 KondecTBa Konuid reHa SMN2, nu3yuenus
JUTEPATypPHBIX JAaHHBIX O NanueHtax ¢ 4-ms xonusaMu SMN2, a Taxke peKOMEHJAUH I10
HaJUIeKallled MPaKTUKE M MpPOrpaMM CKPUHHUHTAa HOBOPOXKIEHHBIX M CO3JaHUIO
€BpOIICMCKOrO0  peecTpa IAlMEHTOB, BBIABIECHHBIX 4Y€pe3 IPOrpaMMbl  CKPUHMHIA
HOBOPOXIECHHBIX.
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