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MHPopMaLMOHHDbINA UCT 0 peannsaummn braroTsoputenbHoi Nnporpammbl
«Pa3sutue cucrembl nomouwim 60abHbIM CMA»
Mau 2019

Mporpamma HanpaBneHa HA BCECTOPOHHEE pPa3BUTME CUCTEMbI MOMOLWM 6ONbHLIM CMUHANLHOM
MbILLIEYHOM aTpodmen 1 APYrMMU HEPBHO-MbILLIEYHBIMU 3a001EBAHUAMM, U UX CEMbAM Ha TEPPUTOPUM
P®, nosblweHMe ee KayecTBa, BHeAPEHNE COBPEMEHHbIX NOAXOA0B U METOAMK, CTaHAAPTOB OKA3aHMA
NOMOLLM, pas3BuTUE WHPOPMUMPOBAHHOCTM O 3aboneBaHuM, KBAAMOUKAUMKM, 3HAHWA W HABLIKOB
CNeLManncToB, 3aHATbIX B OKasaHMM nomowm 60bHbIM CMA 1 NoOMOLLb U NOAAEPHKKY CEMEN C AeTbMM
W B3POC/IbIMM CO CIMHANbHOW MbILLEYHOM aTpodUel n ApyrMmm HepBHO-MbleYHbIMM 3a601eBaHUAMM.

Mognporpamma «CTpaTermueckme MHULMATUBDI»
CMUHPA3A

doHa npogonkaer paboTaTb No Bonpocam obecneyeHua goctyna nauueHtoB co CMA B Poccum K
nepBoMy W MOKa eAUHCTBEHHOMY B MMpe JIeKapCTBEHHOMY npenapaty ana neyeHns CMA — CnuHpasa
(Hy3snHepceH). B koHue aekabpa 2018 roga AOKYMEHTOB Ha peructpaumio 6bliv nogaHsl ¢ MuH3apas
Poccun, a B deBpane npenapaTy 6bln NPUCBOEH CTaTyCc OpdaHHOrO — T.e. pPeleHne O perncrpauuu
npenapata 6ygeT NPUHUMATBCA MO YCKOpPEHHOM npouedypbl M 6e3 TpeboBaHMA npoBeaeHUsA
KJAVHUYECKNX UCCNeA0BaHNIA Ha Tepputopun PO,

Mbl ¢ HETEpPNEHMEM KAEM NMPOXOXKAEHUA BCEX 3TANOB roCyAapCTBEHHON perncTpauym NekapcTBeHHOro
cpencTBa, Kotopoe ansa 6osbHbIXx CMA He NpocTo fleyeHmre, a HageXaa Ha *KuUsHb U nyywee byayuwee. C
HeTepPneHNeM U HAZEKOON KAEM pe3y/bTaTOB 3TOr0 PACCMOTPEHMA, HO TaKX¥e Mbl MOHWMMaemM U
CYMTAEM BAXKHbIM Y¥Ke celvac NogHMMaTb BOMPOCHI Aa/bHENLIEN BO3MOXHOCTA BKAOUUTb NpenapaTt B
nporpammbl obecneyeHns opdaHHbIX NALMEHTOB U pPeLleHUs BOMNPOCOB ¢GMHAHCMPOBAHMA JieyeHuA
HalWmx 60abHbIX. Mbl CTapaemca nNpueiedYb BHUMaHME K PeLleHMIO BONPOCa O CKOpeNLIei permcTpaumnm
M AOCTYNHOCTM nNpenapaTa B PoccMm ynonHOMOYEHHbIX WL, HA BCEX YPOBHAX BNACTM UM MPUCTANIBHO
cnegym 3a BCeEMM 3Tanamm npouenypbl NPOXOXKAEHNA JOCbe.

Bonpocbl foctyna K ne4eHunto — 3To OANH U3 CaMbiX OCTPbIX BONPOCOB, KOTOPbIN ceinyac BOAHYET NoYTH
Karkayto Hawy cembto. COTpyAHMKN GOHAA NPOAOKAIOT eXeHEBHO KOHCY/bTMPOBaTb cembu co CMA
no obpalleHMAM OTHOCUTE/NIbHO BOMPOCaM, CBA3aHHbIM C AOCTYNOM K TepanuuM U BO3MOMKHOCTAM
NOJIy4YnUTb NleveHue.

PABOTA T'YMAHUTAPHOM NPOTPAMMbI PAHHEFO AOCTYNA (Biogen\CnuHpasa)

®oHA NpofoKaeT OCTaBaTbCA BO B3aMMOZAENCTBMM C KOMMAHMEN-NPON3BOANTENEM JIEKAPCTBEHHOTO
cpefcTBa — Koprnopauuei Biogen n npeacrtaButenem KOMnaHMM NO AaHHOMY NpenapaTty Ha TePPUTOPUN
Poccum kKomnanumeint Jannsen. 23 anpensa 6blna oduLManbHO 3anylleHa Nporpamma, KOTopas [AO/XKHa
6yaet npuHaTb 40 manbiweit co CMA ¢ paHHMMM CMMNTOMAMM U BO3PACTOM A0 2 /IET BKAKOUNTE/bHO.
Habop B nmporpammy BO3MOMEH A0 MNOJIyYeHUA yaocToBepeHus O peructpauun (PY) oT poccuincKux
peryampyroLwux opraHos.

PeweHne 0 NneYeHUMM 3TUX MNaAUMEHTOB OyAeT MNPUMHUMMATLCA Ha YCMOTPEHME Bpayei, C y4yeTom
noTpebHOCTEN NALUMEHTOB U UX CEMEN N NOJINTUKM KOHKPETHOTO /ie4ebHOoro yuperkaeHums.

TekcT uMHPopMaUMOHHOro coobuieHMa 00 OTKPbITUM MporpamMmbl Ha Hawem caite: http://www.f-
sma.ru/439.html
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B cBA3M C 3anMycKOM Mporpammbl, GOHA KOHCY/NbTUPYET MALMEHTOB MO BCEM BO3HMKAIOWMM BOMpPOCamM
OTHOCWUTE/IbHO MapLIpPyTM3aLMK M NONagaHusa B NPOrpaMmmy € YYETOM MMEIOLLENCA HA AaHHbIA MOMEHT
CKyZHOW MHOOPMALMKM, @ TaKXKe Ha CBA3U C Bpayamu U LLEHTPAMM, BblParKaloWwUMM KelaHue NpuUHATb
yyacTme B Mporpamme M MoJyuyuMTb AOCTYM K NEYEHWU0 ANA CBOMX MNauueHToB. Mo mepe nosyyeHun
A0NONHUTENBHON MHPOPMaLMK No nporpamme GoHA, MHPopmupyet cembn co CMA, cocTosAwme B Hase
JaHHbIX (peecTpe) doHAa 0 0COBEHHOCTAX YYaCcTUA U BOSMOXKHOCTAX BbiTb BKAKOYEHHBIMU B MPOrpammy
n obecneyrBaeT MapWwpyTU3aLLMIO MALUEHTOB B LLEHTPSI.

30/IMTEHCMA

24 anpena 2019 ropga YnpaBneHue no CaHUTApPHOMY HaA30py 3@ KAYyeCTBOM MULLEBbIX NPOAYKTOB U
meankameHToB CLUA (FDA) opobpuno ZOLGENSMA— nepBbii npenapaT AnA TFeHHOM Tepanuu
CNUHaNbHOW MbllleyHoW aTpodum (CMA) y aetern mnaguwe 2 net. Takum ob6pasom, y ManeHbKUX
NaUMEHTOB C 3TUM TAXENbIM AMArHO30M MOABUAACH elWé oaHAa TepaneBTUYECKad BO3MOXKHOCTb,
NO3BONIAIOWAA  MUHUMMU3NPOBATL  nporpeccmposaHMe CMA 1 yaydywnTb  BbIXXMBAEMOCTb.
B HacToAWwMIN MOMEHT B baumKallme Mecsubl OXUAAETCA peweHue EBponenckoro meamvuuMHCKOro
areHTCTBa M KOMMNaHMA COObLAeT O CBOMX NJIaHAx Mogayn AOCbe Ha PACCMOTPEHME TaK¥Ke B APYrux
CTpaHax.

[na 6onee crapwux NauueHTOB - BEAYTCA MCCAeAO0BaHMA M NOCAE NOMYYEHUA pesynbTaToB - Byaer
nofaHa A0ono/IHUTe/IbHAA 3aABKa Ha o4o0bpeHune
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B mae ®oHA, npoBen BCTpedy ¢ KomnaHuel ABeKkcuc. B xoae neperosopos 06cyKaanmcb NoTpebHocTH B
CKopeMweln perncTpaumMmM npenapatoB Ha Tepputopum PO, poctyna K He3aperMcTpupoBaHHbIM
NeKapCTBEHHbIM CPeaCTBaM.

Mocne coobuweHuns 06 opobpeHnn B CLUA, B Npoao/KeHWe Hallero B3aMMOZLEWCTBMA C KOMMaHMWeN,
doHA noarotoBuMA U Hanpasun B ABeKcMC oduuManbHOE NUCbMO C MPOCbOOM O paHHen nopadye
PEervcTpaumnoHHbIX AOKYMEHTOB Ha MCNO/Mb30BaHME Npenapata Ha TeppuTopun PO. Kak Tonbko byaet
nonydyeH opuLMaNbHbIA OTBET —Mbl 063aTe/IbHO COOBLLMM.

KNTNMHUYECKUE UCCNIEAOBAHUA:

®oHg, nonyunmn oTBeT Ha 3anpoc o6 OTKPbLITUM NporpamMmmbl NepBoro B Poccuu uccnesoBaHue Ha
NPecuMnTOMaTUYECKMX MAafeHuax ao 6 Heaenb co CMA no npotokony PeliHboyduw nccneayemoim
npenapatom Pucauvnnam - oduumancHyto MHOOPMALMIO 06 OTKPLITUM LEHTPa W CTaTyce APYrux
nporpamm KJAMHUYECKUX UCCNe0BaHMI Y KOMNaHUW Poll — cnoHcopa nccnegosaHuii. PoHa HaxoauTcs
BO B3aMMOAENCTBMM C KOMMNAHUEN U KIMHUYECKUM LLEHTPOM, Ha 6a3e KOTOPOro 3anyLieHa nporpamma.
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MapannenbHo ¢GOHAL, Ha CBA3WM C WUCCNELO0BATE/IbCKMMU LEHTPaMKM, MNPOBOAAWMMU  KANHUYECKUE
nccnefoBaHWA APYroro sKCNepuMeHTasbHOro npenapata ans fedenusa CMA — BpaHannam. B KoHue
MapTa Habop mnageHues co CMA 1 Tvna gna y4yacTusa B UCCNeAOBaHUKM Obln 3aBepLUeH Mo NpuyuHe
MOJIHOTO KOJIMYECTBa Y4aCTHUKOB, NPeLyCMOTPEHHOro NMPOTOKO/IOM uccaefoBaHuA. oHA B OTBET Ha
3anpoc nosyumn oduumanbHyo MHGopMaumm, NOATBEPKAAIOLLYIO 3aBeplieHe Habopa B Nporpammy.
Mbl ocTaemcsl Ha CBA3M C KOMMNAHMWEN, NPOBOAALLEN UCCef0BaHME AAHHOTO NpenapaTa 419 YyTOYHeHus
BO3MOKHOCTEN 3aMyCKa aHANIOTMYHbIX NPOrpamm assa aetei ¢ Apyrumu tunamm CMA.

MEXAYHAPOAHOE COTPYAHUYECTBO B OBJIACTU CMA:

doHAa ABNAETCA YNEeHOM MeXAyHapoAHOoW 30HTMYHOM Accoumaumm CMA EBpona, obbeguHstoulein
naumMeHTCKMe opraHM3auuM eBpONencKMX cTpaH, BKAwo4vasa Poccuio. Bo B3ammopeinctsum ¢ Apyrvmu



CTpaHaMu-y4aCTHULAMU Accoumauum d)OHLI| dKTUMBHO Yy4aCTBYET B AO€eATE/IbHOCTH, HaﬂpaBﬂeHHOﬁ Ha
yayduweHune Kayectesa nomowmn m AocCtyna K sie4yeHUo nauneHToB CO CMA, a Takxe neperosopax c
KNro4YeBbIMU CTEVIKXOﬂAepaMM.

K opraHmsaummn ¢oHa npcoeanHunca B KoHue 2017 rofa M y)Ke CeroaHs mbl BUAMM pe3yabTaTbl OT
coBMecTHOM paboTbl - 3T0 U 6onee bbicTpoe U 3ddeKTUBHOE B3aMmodeincTBue € paspaboTumkamm
Tepanuii M BO3MOMKHOCTb afpecoBaTb HYMKAbl POCCUMMCKOM YacTU NALMEHTCKOro coobuiectBa Ha
rnobanbHom ypoBHe. CoBMecTHaA paboTa - 3TO MOCTOAHHbLIA HENpepbIBAOWMACA NPOLECC, He
N3MEPAIOLWMNIACA KOHKPETHBIMU MEPONPUATUAMU UAN TMPOEKTaMM — M O4YEeHb CJIOXKHO MOKa3aTb
3HAaUMMOCTb 3TON paboTbl BOBHE, OAHAKO, Halle y4yacTue B COBMECTHOM eBPOMEeCKoM aKTUBHOCTU yKe
[aeT cBou naodbl M "HesameTHO" MNpeBpalLaeT HalM YCUAUA B KOHKPETHbIe LWaru, npeanpuHaTblie
BHELHUMW OpraHM3aunsmm gnas Toro, YTobbl NOMOYb M POCCUMNCKMM NaLMEHTAM.

CMA EBpona - 3TO 30HTMYHaA opraHnsauus, obbeAnHAKLWAnA NaLUMEeHTCKUE OpraHM3aumMmn eBponenckmx
CTpaH, BKAtoYaa Poccuio. Bo B3aMmomencTsum ¢ Apyrummn cTtpaHamu-ydyacTHUUammn Accoumaumnmn doHa,
aKTUBHO Yy4acTByeT B AeATE/NIbHOCTW, HanpaB/feHHON Ha yaydlleHWe KayecTBa MOMOLIM M AoCTyna K
NedyeHunto naumeHToB co CMA, a TaKxKe neperosopax C KaoueBbiMU cTerkxongepamu. O6beamHeHHan
cuna esponeickux CMA-opraHmsaumii  nossonsetr 6onee 3¢pPeKTMBHO pewaTtb M NpoasuraTtb
nHnuMatmebl B 06s1actm CMA, Ba)KHble A5 BCEX MaUMEHTOB. A elle - 3TO BO3MOXHOCTb ObiTb "Ha
ocTpue" nocseaHux cobbiTnii, nponcxoadawmx 8 o6nactu CMA 1 NoaKAYaTbCA B aKTUBHOCTU, @ TaKKe
BO3MOXHOCTb Y4MUTbCA OMbITY APYrMX CTPaH U BHeAPATb YCnellHble NPaKTUKK B CBOEW CTpaHe.

C 2017 roga, B TOM uncne 6iarogaps Halemy y4acTuio U paboTte B coctaBe EBponeincKkol opraHMsaumnm
B Poccuu:

e OblI OTKPbITbI M 3anyLieHbl 3 NPOrpammbl KAMHUYECKUX UCCAEAO0BAHUI ANA NOUCKA SeYeHus
CMA B 6 KIMHMYECKUX LLEeHTPax U Bonee 20 cemei CMOrNM NPUHATL y4acTMe B HUX B Poccunn

e 0K0MO 20 poccUiCKUX peTelt u bamsnerkaliero sapybexba npu noagep:kke ¢oHAa cranu
YYACTHMKaMKN MeXAYHapOAHbIX KNMHUYECKUX UcceoBaHnin BHe Poccum

e Oonee sdpdeKTUBHbIE MEPEroBOpbl C KOMMAHUAMM-PA3PAbOTUMKAMM Tepanuii U MNoBbICMACA
MHTepec K Poccuun u poccninckomy CMA-coobuiecTsy

®  OXWAAHMA M HYXKAbl POCCUNCKMX NALMEHTOB, yAaNEHHbIX OT 06LL,eeBpPONencKkoro KOHTEKCTa
06Cy»KAA0TCA U NPUHUMAIOTCA BO BHUMaHWE HA EBPOMNENCKOM YPOBHE, a ecn 0606WWmnTb - TO
Poccma npoyHo HaHeceHa Ha mmpoBsyto KapTy CMA.

e YneHctso B Accoumaummn CMA Espona exkerogHo obxoautca poHay B8 2000 eBpo (3TOT YeHCKUi
B3HOC NNATUT KarK4as opraHusauuma-uyneH opraHusaumn). ®oHpg oTKpbll cbop cpeacts Ha
pacxodpl No onaaTe YAeHCKOro B3Hoca - https://vk.com/wall-99613801 3197

CKPUHUHI HOBOPOXAEHHbIX

HackonbKo WKWPOKO 'TepaneBTUYecKoe OKHO" (Bpema, Koraa JeKapcTBeHHas Tepanus Haubonee
3 PeKTMBHA) NpU CNMHANBHOW MblleYHOoM aTpodumm? OTBET Ha 3TOT BOMNPOC O4HO3HAYHO HE MOXKET AaTb
Ha HaCTOALMI MOMEHT HUKTO B MUPE, OAHAKO 3KCNEPTbl CXOAATCA BO MHEHUM, YTO YEM PaHbLUe HaYyaTb
NeyeHuve, Tem aydwe byaer pesynbTaT. A uccaefoBaHWA, NpoBedeHHble HAa manbiwax co CMA, ao
BO3HWKHOBEHUA NEPBbLIX CMMMNTOMOB MOKA3blBalOT, YTO AETHU, MOAYyYaBLUME NeYEeHUE Ha TaKMX PaHHUX
CTaZuAX, HE OT/IMYAOTCA OT 340PO0BbIX. KaK MOXKHO BbIiIBUTb 60/1€3Hb 0 CUMMTOMOB - HY, HaNnpumep, ¢
MOMOLLbIO MPOrPamMM CKPUHMHIA HOBOPOXKAEHHbIX.

BonpocoB OrpomMHOe KOJ/IMYECTBO - OT OPraHU3aLMOHHbIX U MOJIUTUYECKUX - HYXKHbI IN NPOrpamMmbl
CKPUHMHIa HOBOPOMKAEHHbIX Ha 3Tane, Korga Tepanusa 60/1e3HM ele He AOCTyMNHA B CTPaHe UAN TOIbKO
TOrga, Korga Aeter pyTMHHO niedat? Kakum obpasom credyeT coobuiaTb AMarHo3 poautensm npu
NpoBeAeHUN CKPUHMHIA? KTO [O0/KEeH y4acTBOBaTb B COOOLWEHMM AmarHosa M Kak obcyxpatb
NepcneKkTUBbI ledeHnn 1 paboTaTb C OXKUAAHMAMMU, KOTOPbIE MOTYT ObITb CBA3aHbI C neveHnem? Koraa
HauyMHaTb Tepanuio? [JOMAXKHO M HaYaNo Tepanuu nocae BbiABAEHUA B PAaMKaX CKPUHMHIA HAauMHATLCA
Cpa3y nocsie AuarHosa B ele NpeacMMNTOMATUYECKOM COCTOAHWW WAW cnepyeT XAaTb NepBbixX
npoAsAeHnn 6one3Hn, YTobbl MIHULMNPOBATL NeYeHne?


https://vk.com/wall-99613801_3197

10-12 mas B AMcTepZamMe COCToANaChb BayKHeNMLIan BCTPeYa MMPOBbIX SKCNepPTOB B 06/1acTU CNMHAAbHOM
MblLLIEeYHOM aTpodumm, cobpaBLUMXCA Ha 3 AHA AN obCyKAEeHUA BONPOCOB CKPUHMHIA HOBOPOXKAEHHbIX
Ha CMA. [lBa pgecATKa Bpayemn-sKCnNepToB CO BCero mMupa M 4 npeacraButeneil NauMeHTCKUX
opraHusaumii cobpanuco, YTobbl BbipaboTaTb pekomMeHAauun, Kotopble ByayT UCNONb30BaTbCA ANSA
BHeApPEeHMA NPOrpaMmm CKPUHMHTIA MO BCEMY MUPY.

[ns Hawel poccMncKon naumeHTcKon opraHusaumm PoHa Cembn CMA cTano 60nbloin YyecTbto BbiTh
cpean NpurnalleHHbIX K ydyactuio. Mbl Hageemcsi, YTO CKPUHWUHI HOBOPOXAEeHHbIX Ha CMA - byaet un
YacTbl0 POCCUICKOM CUCTEMBI 34pPaBOOXpaHeHMA B byaywem. A 3TO 3HAUWUT, YTO YXKe CeroaHs
HeobXxoAMMO 3aK/1aablBaTb MO KUPMUUYUKY GYHOAMEHT 418 3TOM ANUTENIbHOM M OYEHb BaXKHOW PaboThbl.

KoHeuyHo, 3HaHMA U ONbIT UccnenoBaTenei, Bpayel 1 Tex CTpaH, B KOTOPbIX YKe 3anyLweHbl NporpaMmmbl
CKpuHUHra Ha CMA (a ato CLUA, Benbrus, Nepmanus, Utanma) obwMpHbI, HO HE MO BCEM BOMpocam
HageH KOHCEHCYC M cornacue, Ho ro/1I0C NauMeHTOB W NaLMEHTCKMX OpraHM3aumii ToXKe A0KeH bbiTb
YYTEH MPU NIAHNPOBAHNU U BHEAPEHNM TaKMUX NPOrPamm.
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Bonpochkl paclwmpeHna Nporpamm CKPUHMHIA HOBOPOXKAEHHbIX Ha TAXKeble 3aboneBaHna obcyxaatoTea
n B Poccun. B cepeamHe mas B ObuiectBeHHas nasata PP cocroanca Kpyrabih cton «lMporpammsi
MacCOBOrO M CENEeKTUBHOFO CKPUHMHFA Ha peakue 601e3HU, COBPeMEHHble BO3MOXKHOCTU MU
nepcnekTUBbl BHegpeHus B Poccuitckon ®egepaumm»

B nocnegHuwe roabl 6Gnarogapa pasBUTUIO TEXHONIOTMI FEHETUYECKOro TeCcTMPOBAHMA MOABUAUCH
BO3MOXHOCTU PaHHEro BbIABNEHUA AeCATKOB Hac/neACTBEHHbIX 3a601eBaHMiA U OCTpee BCTaAW BOMNPOCHI
pacWwMpeHna HeoHaTaNbHOrO CKPUHUHra. B HekoTopbix cTpaHax Esponbl, CLUA 3T nporpammbl
obcnepoBaHua BkatoyatoT ot 10 go 50 3aboneBaHuii. B Poccum B HacTosLlee BpemA HOBOPOKAEHHbIX
TECTUPYHOT TO/IbKO Ha 5 3aboneBaHUin: MyKOBUCLMAO3, raNaKTO3EMUIO, aAPEHOrEHUTA/IbHbIA CUHAPOM,
BPOXAEHHbI TMNOTUPE03 N GEeHUNKETOHYPHUIO.

B otanumm ot Poccum, 3a pybeskom co3gaHbl KOMMUTETbl, COBETbI 3KCMEPTOB, KOTOPble Onpeaenstor
NO/NMTUKY rocyaapctea B 061acTM MaccoBOro CKpuMHMHra. OHM NyBANKYIOT He TONbKO «OT4YeTbl 0 paboTe
CYLLECTBYIOWEN MpOrpamme CKPUHWHrA», HO rOTOBAT METOAMYECKME PYKoBOACTBA MO €ero
COBEPLUEHCTBOBAHWNIO, NHPOPMMPOBAHHOCTM HACE/IEHNA, @ TaKXKe Ha OCHOBAHMM ONPOCOB 3KCMNEPTHOIO
coobuiectsa, MMUPOBOTO OMbITa, MUIOTHbLIX MPOEKTOB NPUHUMAIOT PELEHNA O MOAEPHU3ALMN NPOrPamMM
CKPWMHWHrA (He TONbKO MacCcoBOro, HO M Ce/IeKTUBHOTO B CTPaHe).

B Poccuu e 3Ta yacTb opraHM3auum CKPUHUHIA B PO 3aKOHOZaTesIbHO He peanm3oBaHa. [axe sonpoc
06 MH¢OpMMpOBaHMM cemeint B C/lydae NONOXUTENIbHbIX pPe3ynbTaTOB CKPUHUPOBAHUA HUKAKMMU
AOKYMEHTAMUN HE pern1amMmeHTUnpoBaH.

OfZHOM U3 NPUYUH, TOPMO3ALLMX PA3BUTUE MPOrPAaMM CKPUHUHIA ABAAETCA nepexos ¢uUHaHCUPBOAHMUSA
3TOM BarkHelwen npoduaaKTUYECKoM nporpammbl U3 ¢ defepanbHOro Ha pervoHanbHbI YPOBEHb.
MocnepHee Bpemsa pJaxe TecTMpoBaHMe Ha 5 3abosieBaHMI B HEKOTOPbIX PErMOHAX B CBA3U C
OTCYTCTBMEM 3aKYMOK PEaKTMBOB NPONCXOANO0 C 3HAUNTENbHOMN 3a4EPHKKOM.

B P® Bonpoc 0 NO3TanHOM paclMPEeHUN CKPUHUHIA HOBOPOXKAEHHbIX BOLIEN B MepeyeHb nopyvyeHuit
MpesnageHta MMpasutenbctey PP B pamrax obcyaeHuAa «HauuvoHanbHOM cTpaTerMmM AencTsuii B
WHTepecax Aetei» B Hosbpe 2016 roga. Ho mpu OTCYTCTBMM MPO3PadHbIX KPUTEPUEB M CUCTEMDI
04,06peHNn HO30/1I0MMN-KAaHAUAATOB A4 PACLUMPEHUS MPOTPAMM CKPUHWHTA - Ae/10 CTOMT Ha mMecTe.

OAHUM M3 BaXKHbIX GaKTOPOB, BAUAOLWMNX Ha 3GDEKTUBHOCTb SleUyeHnsa peakux bonesHel, apaaeTca mx
paHHAA AMArHOCTMKa. Ona TAXKeNblX, Nporpeccupytowmx 6onesHel, TakMX Kak CNMHANbHAA MbllleyHasn
atpodua (CMA) yxe cozaaHbl NaToreHeTUYecKMe npenapaTsbl.

®oHa Cembn CMA npenctaBun B xoae obcyKaeHma notpebHocTn nauneHTos co CMA B HanpaBaeHuu
pacWMpeHNs MPOrpaMmM CKPUHMHIA U TECTUPOBAHMA LWIMPOKOM MonyaAauum Ha 3To 3aboneBaHuA u
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Mchopmau,mo o 3¢¢6KTMBHOCTM 1M npenmmyuwiecrsax TakKoro noaxoda, BK/KOYaA BO3MOMKHOCTU
HPECMMHTOMBTMHECKOﬁ naToreHeTU4YecKo TePanunn BblIAB/IEHHDbIX 60nbHbIX. JleueHne Ha 3TOM CTagnun
MOXEeT No3BoAUTb 60/1bHbIM CMA He oTAnYaThbCA B Pa3BUTUN N MOTOPHbLIX HaBblKaxX OT 340P0OBbIX.

TaKk:Ke Mbl MOJIHOCTbIO pPa3genfaem WTOroBYHO PEe30/IIoLMI0 MeponpuATUS, OTMeYas HeobXxoauMOCTb
CO3aHMA KOMUTETA NO MACCOBOMY U CENEKTUBHOMY CKPUHUHTY B PO, paclumpeHunio n GMHaHCUpPOBaHUIO
NporpaMmm MaccoBOro CKPUHWHIa Ha opdaHHble 6onesHn B PO.

Mbl Hafeemcs, YTO CKPUHWUHT HOBOPOXAEHHbIX Ha CMA - 6yaeT M 4YacTblo POCCUINCKOWM CUCTEMBI
3paBOOXpaHeHuns B byayuiem u bygem paboTtatb Hag Tem, YTOObI 3TO C/IY4MAOChH.

MAPLUPYTU3ALUA BOJIbHbIX CMA

Ona 6onbHbix CMA cBOEBpeMEHHaa AMarHoCTUKa M NogaeprKka KBaauduumpoBaHHOMO MeauLUUHCKOro
CNEeUMANNCTA 3a4acTyo PaBHA LWAHCY Ha *KM3Hb. MOCKobKY 3aboneBaHMe ABNAETCA PeAKUM, He Bceraa
CeMbe C MNEepBOro pasa MONYYAETCA HAUTU YyupeAeHWe, Ccrneumanmctbl KOTOPOrOo He TOJIbKO
nponH$opmMMpoBaHbl 0 TaKom 3abosieBaHMM Kak CMA, HO 1 FTOTOBbIM OKa3aTb CEMbE MOJIHbIN KOMMNEKC
KOHCY/NIbTAUMOHHOW U MHPOPMALMOHHOMW  NOALEPXKKM,  HEBPOJIOTMYECKYIO,  PeCnnpPaTOPHYHO,
opTONeAnYEcKyto, HYTPULIMONOTMYECKYHD, MCUXONIOTMYECKYIO W ApYyrylo Mnomolb, Heobxoaumyro
601bHOMY.

3a4acTyto Ha MOUCK Cneumanunucrtos, 3Hawwmx o guarHosze CMA n mmerowmx onbIT BeLeHMA TaKux
60/1bHbIX, TPATUTCA AParoL.eHHOe BPeMsA, CEMbA MOy4aeT HEOHXO4MMYO MOMOLLb C 334EPKKOM UK He
MOXKeT HalTU HeobXoAMMbIX CMeuMannctoB B PErMoHe MPOXKMBaAHMA U BblHYXKAEHA OTMNPaBAATbCA Ha
NMOWCKKN Bpayen B Apyrne pernoHbl.

B KoHUe anpens Haw ¢oHA obpaTuiica K opraHam rocyapcTBeHHoOW BnactTu cybbektoB PO B chepe
OXpaHbl 340pOBbA C MPOCbOOM pacckasaTb O CNEUMaNU3UPOBAHHbIX YUYPEKAEHUAX PErnoHOB,
ABNAIOLWLMXCA OTBETCTBEHHLIMM 33 Hab/loAEHWE M OKasaHMe MOMOLLM AETAM M B3POC/bIM, 6ONbHbIM
CNMUHANbHOM MblLWEYHOM aTpoduein.

B TeueHMe mas B $oHA CcTanM NocTynaTb nNepsble OTBETbl, M Mbl MNAaHUPYeEM, noarotosms 6asy
CNeumanm3npoBaHHbIX YYpPeXAEeHUM NO permoHam, UCMo/b30BaTb 3TN cBeAeHUA ANA MHGOPMUPOBAHUSA
60/bHbIX CMA 06 yuperKaeHUsax, KOTopble MOTyT OKasaTb KBanMULMPOBAHHYIO NOMOLLb, YTO NO3BOAUT
60/1bHbIM NOY4aTb NOMOLLb B MaKCUMa/IbHO KOPOTKUIA CPOK.

BbICTYN/IEHNA HA KOHIPECCAX

20-22 man B CaHKT-lNeTepbypre cocrtoanacb tobuneiHana 10-a LWWkona Muonoruu - Kypc obyyeHua no
HepBHO-MbILIeYHbIM 3ab601eBaHNAM O1a Bpayvei, KOTopbli cobpan okono 120 cneumannctos co Bceit
CTpaHbl. 3JKcnepTbl 3 ®paHuum, PuHnaHamn, Fepmanmn, Huaepnangos, CLUA n MN3panna un Poccum
06MeHMBaINCL OMbITOM W NOCAEAHUMM AOCTUKEHUAMM B 061aCTU OBLIMPHBIX HEPBHO-MbILIEYHbIX
OMarHo308..

KoHeuHo, B 0anH 13 aHen LLUKonbl obcyKaanncb BoNpocbl CNMHANbHOM MbllWeYHOM aTpodum U HOBbIX
MmeToaoB nedvenma. ®oHg Cembn CMA 6bin NpUrnalleH NpeacTaBuTb AOKAAL O TOM, YTO U3MEHMNOCH B
Poccun 3a nocnegHue 10 net B obnactu CMA. A nsmeHeHus ectb. Ecnm KpaTko - To M3 nosHoro "Huyero"
Mbl MOCTEMEHHO BXOAMM B 3MOXYy BO3MOXHOCTEM, WU XOTA ele MHOroe, O4eHb MHOroe npeacTouTt
Brnepeam, yXKe 3a/0XKeHbl NepBble KNPNUYM B GyHAAMEHT CUCTEMHOFO COMPOBOXAEHUA MALMEHTOB CO
CMA.

Ho Ham 6b110 BaXKHO TaK»Ke anennnmpoBaTtb K HEO6X04MMOCTU Ha3HAYEeHUA HOBbIX Tepanuii NaLMeHTam U
nx 3pPeKTMBHOCTM, a TaK¥Ke OTCTPaMBaHMUA CUCTEMbI MEXAUCUMNINHAPHOIO COMNPOBOXAEHMA
NaLMeHTOB COMAaCHO MEXAYHapOAHbIM CTaHAAPTAM U IYHLIMM NPAKTUKAM U KOHEYHO HEOBX0AMMOCTU
natm "pyka o6 pyKy" c BpayebHbIM coobLLeCcTBOM - BeAb MHAye NOMOLLb HWKOr4a He CMOXKET ObiTb
NOJIHOLLEHHOW.

19 mas catrenutom K LLIKone Tak)Ke npolen nauymeHTCKMn AeHb. MaumMeHTCKUn ageHb B pamKax LUKkosbl
Mwuonorun 2019 nposoamnca B [AOOPAM u coctoan w3 obueir NeKUMOHHOM 4Yactm M U3
KOHCYNbTAaUMOHHOM, rae Obln uenbih gecaHT Hawux cemeir co CMA, Bo rfnaBe € Hawumu



KoopauHatopamu K3 CaHkT-MeTepbypra, a 5 M3 HaWwWx cemel CMOIIM MONYYUTb KOHCY/bTauuu
MHOCTPaHHbIX 3KCMNEPTOB.

PEECTP CMA

Peectp 60/bHbIX CMMHANBbHOW MbIWeYHOW aTpoduelt coaepKUT uHbopmaumio o 6onbHbix CMA Ha
Tepputopun Poccuinckoit ®epepaumn. Peectp BeaeTca B LLeNAX COLENACTBMA B NPOBEAEHUN HAYYHbIX U
K/IMHUYECKUX UCC/Ie0BaHMMN, COAENCTBUA MHMLUMATMBAM B 061acT nedeHma 6onbHbix CMA, yaydlieHus
CUCTEMbI KayecTBa nNpeaocTaBAsemblX Yycayr U cuctembl nomowm 6onbHbiM CMA B Poccum,
COBEpPLUEHCTBOBAHMA ANATHOCTMKM M NOBbIWEHWNA KAYeCcTBa OKa3aHUA MeaULMHCKON MOMOLLM.

PoccuickMiA peecTp SIBNAETCA YacTblo CETU rNobasbHbIX PEeecTpPoB HEepPBHO-MbILEYHbIX 3aboneBaHui
AnbsiHca Treat-NMD. OcHoBHas 0CO6eHHOCTb 3TOM CETU, YTO AaHHble OTAEe/bHbIX PEecTPOB HMKOraa He
nepegatoTcs Kyaa-nmbo, HO B c/iydae BO3HWUKHOBEHUS HEOOXOAMMOCTM MOJIyYEHUA CTAaTUCTUYECKUX
AenepcoHaIM3NPOBaHHbIX AaHHbIX MO onpeaeneHHOMY 3ab0neBaHUIO UAM cTpaHe — Yepe3 Tput-HM/,
MOXHO HanpaBuTb 3aMPOC Ha NOJIyYEHNE AAHHDbIX.

B mae mbl NOAroTOBMIN U NPEeAoCTaBUIN AaHHble No obuwemy KoandecTsy naumeHtoB co CMA B PO ¢
pa3buBkoM no TMnam Ans GopmMpoBaHMA HayyHOro MocTepa C O6WMMM AAHHBIMU MO YUC/IEHHOCTU
CMA-perncTpos no Bcemy Mupy, KOTOpbI ByaeT npeseHToBaH Ha KoHrpecce Cure SMA B UIOHE 3TOrO
roga.

3a mait mbl nosiyuman 13 aHKeT OT cemel, HegaBHO noJsyuymBlnX amarHo3 CMA, a TaKKe OT Tex, KTo
HeJaBHO y3Han o geatenbHoctn ®oHpa. Ha KoHeu mas B peectpe — 756 60/bHbIX CMMHa/NbHOM
MblLLIEYHOM aTpoduelt co Bcelt Poccum.

Noanporpamma «ObyuyeHue u passutue»

Moanporpamma HanpaB/ieHa Ha Pa3BUTME cUCTEMbI NOMOLLM 60abHBIM CMA 1 UX cCEMbAM, NOBbILIEHUE
ee KayecTBa, BHeApeHWe COBPEMEHHbIX CTaHAAPTOB, Pa3BUTME MHOOPMUPOBAHHOCTU O 3abonesBaHuu,
NoBblWEHME 3HAHWUIA M HABbIKOB CEMEN M CNELMANNCTOB, 3aHATbIX B OKasaHMM nomoLm 6onbHbiM CMA.

KOHCY/IbTALLUM CTOPOHHUX OPTAHU3AL UM

ABnAacb cneuMannsnpoBaHHbIM Ha Npobaemax CMA, ¢oHa nosyyaeT 3anpockbl OT APYrMX OpraHU3aumin
(yupexkaeHuin 34paBoOXpaHEHNs, MegULMHCKMX cneuuanmctoB U HKO) Ha okasaHMe KOHCY/IbTaTUBHOM
NMOMOLLM NO BOMPOCAM, CBA3aHHbIM € 3abosieBaHMeM. B mae ¢poHZ 0Kazan 5 KOHCyAbTauui.

MH®OPMALIMOHHASA PACCBIZIKA NO CNELUATUCTAM

C Bonpocamun u 3a mHbopmaumein B ¢oHO ob6pawaloTca He ToNbKO cembu co CMA, HO yYacto u
MeaMLUMHCKMe chneumanncTbl. Kaxkabli pas Agna Hac - 3To 6oabwas pagocTb. [loTomy 4yTo ecau
CNPaWMBAlOT - 3HAYMT, XOTAT MOMOYb NALMEHTY. A UTO MOXKeT 6biTb Aydylle U MNO3UTUBHee, Yem
3aMHTEepPeCOBaHHbIA AOKTOP, KOTOPbIA MUWET pelweHua Ans cBoero 60abHOro? TONbKO AOKTOP, Y
KOTOpOro YyXe ecTb BcA Heobxoammasa uHoopmaumsa. [lo3ToMy Mbl  pelwunan  3anycTuTb
MHPOPMALMOHHYIO PacCbINKy AAa MEeAMUMHCKMX CNeuManuctoB M COTPYAHWKOB MOMOTraloLWmX
npodeccuin. B mae ywna nepsas npobHas paccbliKa.

Y106b! NOHATL, YTO UMEHHO MHTEPECHO M BaXKHO NOJy4aTb AOKTOPaM NO UTOry TECTOBOM PACCbIIKM Mbl
nposenn Hebosbwoi onpoc. M, 4ecTHO roBopsA, Mbl BblIM NOTPACEHbI pe3ynbTaTaMu. BoAbLIMHCTBO
Bpayei XoTAT Noay4yaTtb "Kak MOXKHO 6osblie nHdopmaumm" 1 He c onpeaeneHHon NepmogmMUYHoCTbo, a
"Mo mepe HakonneHua" M NpakTUYecKM o060 Bcem, BK/AOYas HOBOCTM ¢oHAa. A npeanonaranu
M3Ha4yaNbHO NMUCaTb TOJIbKO O MEPONPUATUAX ANA Bpayel, 0 MHOOPMALMOHHbBIX U34aHUAX U NOCNegHUX
MMPOBbIX NyHAMKaLmax Ha Temy CMA. 3anpoc oKa3anca Bbllle, YeM Mbl paccunTbiBanu. M 3To paayer.



Celtyac Mbl roTOBMM BTOPOW BbINYCK PACCbIIKM A8 MEeAUUMHCKUX CNeumanncTtoB U ecau Bbl LOKTOP U
XOTUTE NOANMCATLCA - TO 3TO MOXKHO cAenaTb no ccbiike: https://forms.gle/X4NzBmDrViZL6YpdA

WHOOPMALMOHHO-U3OATENLCKAA AEATENBHOCTb
CAUT:

MbI NOCTOAHHO oTcnexmeaem HoBoCcTM 0 CMA un nyb6anKyem Ha calite CTaTbW O TEKYLUMX KAMHUYECKUX
NccnefoBaHUAX U HOBOCTAX HayKW. [1nA Hac BaxHO, YTOObl PYCCKOA3bIYHbIE YMTATENMU, MPEKOE BCErO
CEMbU W MEAUUMHCKME CMeuManucTbl MOFIM MNOAYYUTb AOCTyn K nocaegHel uHpopmaumm o
npoucxoanAwmx cobbitmax B obnactu CMA.

B 06Lei cnoxxHocTn B mae onyb6IMKoBaHO 2 HOBOCTU:

1) KomnaHnusa Scholar Rock HayMHaeT MCMNbITaHWMA Ha NauMeHTax CO CMWHaNbHOM MbILEYHOM
atpoduelr B pamkax BTOpoM ¢asbl KAWHUYECKMX wuccnegosBaHuii SRK-015 http://www.f-
sma.ru/443.html

2) Hosble paHHble noaTBepXaatoT 3ddeKkTMBHOCTL Zolgensma® B NeYeHUU CAMHaNbHOM
MbllieyHol aTpodum (CMA) 1-ro Tuna http://www.f-sma.ru/442.htmil

Moanporpamma «MomoLb cembam»

JeatenbHocTb 6narotBoputenbHoro ¢oHaa «Cembn CMA» cocpenoToveHa Ha OKasaHMM KOMMIEKCHOWM
BCECTOPOHHEN NOAAEPKKM AEeTAM WU B3POCAbIM, OO/IbHBIM CMWHANBbHON MbileYHOM aTpoduen u
APYTMMU HEPBHO-MblLLEYHbIMK 3aboneBaHnamm. HecmoTtpa Ha 10, 4yTo CMA 1 60/AbWKNHCTBO HEPBHO-
MbllWeYHbIX 3aboseBaHM  Ha LaAHHbIK  MOMEHT HEWsfeYynMmbl BO BCEM MMUpeE, MPaBUIbHO
OpPraHN30BaHHbIN yXxo4, NPOPUNAKTMKA PA3BUTUS BTOPUYHbBIX OC/IOXKHEHNN M BCECTOPOHHAA NOALEPHKKA
nawuMeHTOB cNocobHbl 6YKBasbHO TBOPUTL YyAeca M 3aMETHO YAYULLIUTb Ka4ecTBO U NPOLOIKUTENBHOCTD
KN3HU TaKNX NalUNEeHTOB.

PEECTP CMA

3a malt mbl noayunam 13 aHKeT OT cemMeill, HeaBHO NoayuMBLUMX AnarHo3 CMA, a TaKKe OT TeX, KTo
HefaBHO y3Han o geatenbHocTn PoHaa. Ha KoHeuy mas B 6ase poHaa — 756 60/bHbIX CMMHANLHOM
MblLLEeYHOM aTpoduelt co Bcert Poccum.

WHOOPMALIMOHHAA PACCbINIKA ANA CEMEWN

Mbl  npogoKaem BeCTM perynapHyro  MHOOPMALMOHHYK paccbiiky no cembam co CMA,
3aperncTpupoBaHHbiM B peectpe ¢oHaa. Paccbiika MHPopmUpyeT cembu O NOCAEAHUX HOBOCTAX B
o6nactu CMA, cofepXuT CCbIIKM Ha nocneaHne nybavkauum n 6ykneTbl U U3[aHWA, KOTOpble MOTYT
6bITb NONE3HbI CEMbAMM, COOBLLAET O NIAHAX U MeponpuATUAX GOHAA, OPUEHTUPYET ceMbU B 061acTh
NpaKTUYeCcKnx 3HaHuit o CMA.

B mae ¢OHA nogrotosmn 1 BbIMYCK pPacCCbiZIKN ON1A HAaWKUX NO40MNeEYHbIX.
KntoueBble TeMbl PacCbI/IOK:

1. pacckas 06 yyactum npeacrasuTenelit ¢doHAa B KpynHenwem B Poccum KoHrpecce AeTcKux
HEBPOZIOrOB M O TOM, YTO AYMAET [/1aBHbI BHELITATHbIM CNeLManmucT-HEBPOIOr CTPaHbl
B.N.T'y3eBa o0 nomowm getam co CMA;

2. uWTOrM onpoca Mno pecnupaTtopHomy o060pyAoBaHUIO; Bbl y3HaeTe, Kakmum obpasom oTBevanu
pervoHanbHble OpraHbl 34pPaBOOXPAaHEHNA Ha HallK 3anpocbl Mo obecneyeHUto ceMen, a Takxke
YTO MOMKHO cAaenaTb Tem, KTo XxoTen Obl NOAy4MTb pecnupaTopHoe obopyaoBaHue oOT
rocy4apcTBa;


https://vk.com/away.php?to=https%3A%2F%2Fforms.gle%2FX4NzBmDrVtZL6YpdA&post=-99613801_3499&cc_key=
http://www.f-sma.ru/443.html
http://www.f-sma.ru/443.html
http://www.f-sma.ru/442.html

3. uHPOpMALMIO O HAaMUYUKM Ha cKnage GOoHAA PacXoAHbIX MaTepuanos U 060pyL0BaHUA, KOTOPOe
¢$boHA roToB NepesaTtb B CEMbW, I4e eCTb B 3TOM NOTPebHOCTb;

4. umHdopmauMIo O NAaHUpPYIOWMXCA obyyatowmx meponpuaTmax, Braodasa LLUkony CMA B KasaHu,
KOTOpasA COCTOUTCA yKe B Havase UIoHS;

5. npurnaweHue Ha Poautenbckmne Knybbl B mae B Mockse u KpacHogape

6. 06HOB/EHHYO MHPOPMALMIO O COCTOAHUMU MPOrPaMMBbl PAacLIMPEHHOro Aoctyna K CnuHpase B
Poccuu;

7. nocnefHue paHHble 06 apdeKkTMBHOCTU NpenapaTos Pucannnam u 3oareHcma, HaxogAaLWMXCA Ha
CTaANMN KNNHUYECKUX UCCNEA0BAHNI

MPOEKT «<AOANTALUUA»

OaHoOM M3 OCHOBHbIX 3agad, cToawmx nepeg bd «Cembu CMA» aBnsetrca KomnaekcHas paboTta c
CeMbAMM, BKAKOYaloWan B ceba NomMollb B aAanTauum K CNO0XKHOM }KU3HEHHON cuTyaummn, obecnevyeHue
MHPOPMALMOHHO-METOANYECKON NOAAEPIKKM, MOMOLLb B MOUCKE OTBETOB HAa BO3HMKAalOLWME BOMPOCHI,
CBA3aHHbIE C COCTOAHMEM 60/IbHOTO, OKa3aHWe COAENCTBMA B NMOJYYEHUU MELMULIMHCKOTO 060pyaoBaHNSA
M PacXodHbIX MaTEPMaN0B, TEXHUYECKUX CPEeACTB peabunmtaymu.

B mae poHa nposen 196 KOHCyNbTaLMI ceMelt MO Pa3IMYHbIM TeMaTMKam. Momoub Bblna oKasaHa Kak
JIMYHO, TaK M yganeHHo (TenedoH, e-mail). Huxke npueeaeHbl camble akTyanbHble BONPOCHI 32 Mali:

Tema obpalLeHuns Konuuectso
Mporpamma paclwmpeHHoro Aoctyna 40
MonyyeHne 61aroTBOPUTENIBHON MOMOLLM 33
MOHUTOPUHT COCTOAHUA 25
MapuwpyTmsaumsa 601bHbIX 21
Peectp CMA 20
KnuHuyeckue nccnenoBaHna U nekapcTaa 16
KomnneKcHasa KoHcynbTauma 10

HesatenbHocTb ®oHAa

LLIkona CMA B KazaHu

PesepBHoe o6opyaoBaHue

9
7
MepgununHcKmne Bonpocsl 7
5
3

OdopmneHne nHeanumaHoctun, TCP, UMPA

KOMMNJIEKCHAA KOHCYNbTALUA

K KOMMNEKCHbIM Mbl OTHOCMM KOHCYNbTaUMWU CEMEN, Y KOTOPbIX BO3HMKAET MHOMECTBO BOMPOCOB,
KPOME TOro, KOHCynbTauua MOXKeT bObiTb NpeaoXKeHa CemMbe, KOTOopas HeAaBHO CTOMIKHyAachb C
anarHosom CMA U ewe He A0 KOHUA MOXeT chopmyanpoBaTb BOMPOCbI CaMOCTOATENbHO, CKOpee,
3a/aeT 0AMH-eAMHCTBEHHbIN BONPOC «Y4To AenaTb?». B 3TOM cuTyaumm Ha NOMOLLb BCeraa rotoB NPUnTu
KoopAauHaTtop no paboTe C CemMbAMM M paccKasaTb O AMarHose, ocobeHHOCTAX pa3BuUTUA 3aboneBaHus,
KAMHMYECKUX MCMbITaHMAX, HeobxoamMmom ana npuobpeteHna obopyaoBaHUMM M 0COBEHHOCTAX ero
MCMNO/b30BaHMNA, O Bpayax, KOTOpble MOryT MPOKOHCY/AbTUPOBaTb 60abHOro CMA, 0 MeponpuaTUax,
npoBoAMMbIM GOHZAM M NpendHasHayYeHHbIX 60abHbIM CMA. Kpome 3TOro, KOOpAMHATOP BbIACHAET
noTpebHOCTb cembn B WMHOOPMALMOHHOM MOALEPHKKE W MOMKET NPeLoCTaBUTb CEMbE W Bpauy,
Habaogaowemy 601bHOTO MHGOPMALIMOHHbIE MaTepuasbl. Takke B npouecce becenbl BbIABAAIOTCA
NoTPebHOCTM CeMbUM U Aal0TCA PEKOMEHZALMM N0 YA0BAETBOPEHMIO 3TUX NOTPebHOCTEN.

B nepmog c 1 no 31 mana 2019 roaa 66111 NpoBeAeHbl KOMMN/EKCHbIE KOHCyAbTaumn 10 cemeln.
MOHUTOPUHT COCTOAHUA

Haw CI)OHLI, CTapaeTca OoTC/eXnBaTb COCTOAHUE 60}'IbeIX, M KOOPAUHATOpP Nnepunoanveckn ceAsbiBaeTcAa C
CeMbAMU MO COBCTBEHHOM MHUNUmMaTnBe, eCam NoOHMMaeT, YTO CemMbe MOXKeT 6bITb HY>XHa MOMOLLb. 3a



MecAL, NPoBeAEeH MOHUTOPUHT COCTOAHMA 24 6O/IbHbLIX (He BKAHOYAA KOMMJIEKCHbIE KOHCY/bTauuu).
MOHUTOPUHT NO3BOJIAET HE TOJIbKO NoAAepKMBaTb peecTp 60abHbIX CMA B aKTyaslbHOM COCTOSIHUM, HO
M NPUIATU CEMbE Ha MOMOLLb KaK MOMKHO BbiCTpee B C/ly4ae BO3HUKHOBEHMUA KaKMX-IMb60 BONPOCOB MK
npobnem.

POAUTENIbCKUN KNYB
PoautenbcKkuii Kny6 B Mockee

B Mmae coctoAanacb ouepegHas BcTpeda «PoguTtenbckoro Knyba» - paBeHaauaTb  YeslOBEK,
NpeacTaBAAOWMX AEBATb CEMEN, Npuexann Ha BcTpedvy. Cpeam HUX He TONbKO KuTenn MOoCKBbl U
MoamocKoBbA, HO U rocTu n3 Kanyxckoit obnactn n Pecnybaunkm bypatuma.

Mbl pagbl Tomy, 4yTto Haw Knyb cTan naowagKkon, KOTopadA He TONbKO MO3BONAET POAUTENAM
3HAaKOMUTbCA, OOMEHMBATbCA KOHTAaKTaMM M WHTEpPecHOW WHbopmaumen, [ennTbCA OMbITOM U
COMHEHUAMM, HO U MECTOM, FAe MOXHO 0b6CyaMTb Camble pasHble acneKTbl XW3HM, 3a4acTylo He
MMeIoLLLME HUKAKOro OTHOLEHUA K 6ONe3HM.

Poputenbckuit Knyb B KpacHogape

Haww poguTenbckme Knybbl cobupatoTca Tenepb He To/IbKO B MOCKBeE.

18 mas B KpacHogape coctoAanacb Nnepsas BCTpeyva poantenei geteit co CMA.

MepBasa BCTpeYa Npowwia NO3UTUBHO M oveHb Tenno. Cobpanncb 8 poautenelt U KaxKabli cO CBOMMM
gonpocamn. OBCy»KAannCb BOMPOCHI JIEYEHMA M MAPLIPYTM3aLMM, KAXKAbIM paccKasan O COCTOAHWUU
cBoero pebéHka B HacTosAuwee Bpems. Nomumo obmeHa MHbopmaLMen ocTanocb Bpems, 4YTOObI
otBneyvbca oT CMA 1 NpocTo NOO6LWATLCA, POAUTENN YIKE B OXUAAHUM CAeayIoWel BCTPeYM.

MPOEKT «AAPECHAA NOMOLLb»

doHA, oKasbiBaeT nomollb 60/bHbIM CO CNUHANAbHOW MblleYHOW aTpoduein U ApYyrMmu HEpPBHO-
MbllWEeYHbIMKN 3aboneBaHMAMN B NPUOBPETEHUM HEoBXOAMMOro KM3HEHHO Ba*KHOro obopyaOBaHMS,
pacxoAHblX MaTepuanax, FIMrmeHNYecKMx cpeacTs U CNeunasmsmMpoBaHHOro NMTaHMA B TOM Cay4ae, ecau
MX HeNb3A MNOoJy4YuTb OT roCyAapcTBa, 0b6OpyAOBaHWE BXOAMUT B CMMCOK 0OOpyAOBaHWE MepBOW
HeobX04MMOCTU, PEKOMEHAOBAHO BPayYOM WM €CTb MOKa3aHMA K ero npumeHeHuto. [omolb
OKa3blBAETCA, KaK 3a CYET NPUOBPETEHHOIO Ha MOMKEPTBOBAHMA, TaK U 3a CYET NepesaHHOro B GoHA
PRO-bono umyuiecrsa.

Ob6uiee KoMYeCTBO NosyyYaTenen agpecHo NnomoLLm B mae: 23 YyenoBekKa.

OkasaHa nomoLp Ha cymmy 691 584 pybns.

doHAOM nepesaHo MMYLLECTBO, NOXKepTBOBAaHHOe 6naroTBoputensamu npo 6oHo, Ha cymmy 674 974
pybneii. Ha noytoBble pacxoapl No AOCTaBKe ceMbAM 61aroTBOPUTENIbHON NOMOLM NoTpadveHo 16 610
pyb 3a cHET NOCTYNMBLUNX NOXKEPTBOBAHWN.

Momouwpb 6blna HanpaBaeHa B CeMbW, NpoXuBatolme B YensabumHckon obaactn, OMcKoit obnactu,
Huxkeropoackon obnactv, Bnagumupckolt obnactn, KpacHospckoro Kpas, pecnyb6avku Kpbim,
Mepmckoro Kpas, KpacHoaapckoro Kpas, HoBocnbupckoi obnactu.

NPEAOCTABJIEHUE PESEPBHOIO O6OPYJOBAHUA

CywecTeyowaa B ¢oHAe Nporpamma BPEMEHHOro NpeaocTaBNeHMsA pesepBHoro o6opyaoBaHMA
nossonseT obecneymBaTb CemMbWM HeOOXOAMMbIM 06OPYAOBaHMEM Ha HEMNPOAOJ/IKMUTENbHLIA CPOK,
KOTOpbIN Heobxoaum ans cbopa fAeHer v MOKyNKU UAW noaydyeHua 6ecnnatHO HeobXxoAMMOro As
60/1bHOTO MeAMLMHCKOro 0bopyaoBaHus (acnupaTtop, oTKawaveatenb, HUBJ). Mporpamma nomoraet
NoAAEP!KaTb CEMbIO B KPU3UCHOW CUTYaLMM M OKa3aTb NOSAEPKKY Ha TO BPEMSA, MOKA CEMbS He HakaeT
BbIXOZ, U3 CNOXKMBLUENCA CUTYaLMMK.



B mae, 6arogaps aTol nporpamme oauH pebeHok u3 Huxkeropoackoli 061act cMor BOCMO/1b30BaTbCA
oTKawuBatenem. OgHa B3pocsasa 6onbHasA M3 PocToBCKOW 06nacTM BOCMOAb30Basachb anmnapaTom
HWBA.

TaKe B pamkax 3Toi nporpammbl GOHA NpesocTaBAseT BO3MOMKHOCTb MPOBEAEHMA AMArHOCTMKM
AblxaTeNIbHOW CUCTeMbl MOCPEACTBOM MPOBEAEHMSA HOYHOW MyNbCOKCMMETPUU. AnnapaT Ansa HOYHOM
NY/IbCOKCUMETPUM OTHOCUTCA K paspsaay 060pyAoBaHMA, KOTOpoe HET HEOHX0AMMOCTU UMETb B IMUHOM
NONb30BaHUM KaXKOoOM cembe, T.K. OH He WCMNo/b3yeTcd HEeMnoCTOSHHO W npegHasHayeH Ans
AMarHoCTMYecKol npoueaypbl, NPOXOAMTb KOTOPYIo bbiBaeT 4oCTaTouyHO 1-2 pasa B rog,

B TeueHWe masa annapaT 414 HOYHOW My/IbCOKCMMETPUM Obln MUCMONb30BaH ANA AUMATHOCTUKKM 12
60nbHbIX U3 Pecnybaunkn TaTapcTaH.

* %k k%

CMWU O ®OHAE:

B mae onybaukoBaHo 4 ctatbu B CMW Ha Temy CMA, C KOMMEHTapUAMU COTPYAHWUKOB WU
BOJIOHTepoB poHAA, M ynommuHaHmem $poHaa:

«MuHucTepcTBo 3apaBooxpaHeHns PP pelwaet cyapby 757 rpaxaaH cBoei cTpaHbl O TOM, AaTb AN UM
NpaBO Ha »WM3Hb, Ha 340pOBbe, Ha Byayuiee. Ha pernctpauum y poCCUNCKOro perynatopa NexXuT He
NPOCTO MakeT AOKYMEHTOB Ha oyepefHOe /IeKapCTBO, a Hade4a HaluMx cemel Ha liaHc nobopoTb
bonesHb.

Y)acHO HEenepeHOCMMO AaTb peleHus WM NPOCTO HAAeATbCA Ha MOJIOKUTE/NbHOE peLleHue.
YenioBeYeCKMe U3HW M 300P0Bbe He AO/IKHbI U HE MOTYT OLEHMBATLCA AeHbramu. Mbl BEpUM B TO, YTO
Poccua, HecmoTpa Ha BCE CNOMKHOCTM - ABASAETCA COLMa/bHbIM FOCYAapCcTBOM, OCHOBHOWM mpuoputer
KOTOPOro - 340pOBbe rpasAaaH. Ho cumTaem, 4TO yKe celyac HeoBXoAMMO NPOAYMbIBATb
noc/eperucTpaLmMoHHble mogenn obecneveHma NaLMeHToB nedeHnem U GUHaHCOBblE MeXaHW3Mbl A5
obecneyeHns goctyna K goporomy opdaHHOMY npenapary.»

https://dailystorm.ru/obschestvo/minzdrav-reshaet-vopros-o-registracii-spinrazy-odnogo-iz-samyh-
dorogih-lekarstv-v-mire?fbclid=IwAR1SjRp hJne73d3nbQdDIhtK8e NoQzwrKi9EveXzJvwF 5osbt-YQ-kpnE

[eTtn ¢ TAXKenbIM ANMArHO30M He BMUCHIBAOTCA B BHOAMKET 3CTOHCKOro rocygapcrea. Heckosbko cemeld,
NPOKMBAIOLLMX B ICTOHMM, BbIHYKAEHbI HabAtoAaTb, KaK UX AETU yracatoT U3-3a peKoro 3abosesaHus,
a bonbHMYHAA Kacca pasBoAUT pyKamu, XOTA NeKapcTBO cywectsyeT. Aupektop ¢oHaa "Cembn CMA"
Onbra NepmaHeHKo pacckasana Sputnik 3cTtoHuMA, yTo B POccuM He Tak MHOFO CNeuuManmncTos, KOTopble
paboTaloT C 3TUM peaKum 3abosieBaHNEM, O4HAKO B NOC/eHee Bpemsa

https://ee.sputniknews.ru/healthcare/20190513/16202962/Deti-s-tyazhelym-diagnozom-ne-
vpisyvayutsya-v-byudzhet-estonskogo-gosudarstva.html

B Poccun OTKpbIACA NEPBbIN LeHTP KAVMHMYECKMX MccaenosBaHuin nekapets ot CMA https://www.med-
sovet.pro/jour/announcement/view/863#

Utorn kpyrnoro crona «Mporpammbl MaccoOBOrO W CEJEKTMBHOINO CKPWMHMHIA Ha peakue 6onesHw,
COBPEMEHHbIE BO3MOXKHOCTU U NMepcrneKkTUBbl BHeapeHua B PP». 15 maa B ObuiectBeHHOM nanate PO B
paMKax Kpyrioro crona «[lporpammbl MaccoBOro M CENEeKTUBHOTO CKPUHMHIA Ha peakue 6onesHu,
COBPEeMEeHHble BO3MOXHOCTM U MepcrneKkTUBbl BHegpeHUsa B PO» Beaylime sKCnepTbl, Bpauu 1 anaepbl
06LLECTBEHHbIX OpraHM3aumin  0bCy»KAanu BOMPOCbl  pacluMpeHusa nporpamm  obcnefoBaHuA
HOBOPOXAEHHbIX W NAUMEHTOB M3 TPYyNn BbICOKOrO pUCKa Ha peakue 3abonesaHus. WTtorom
MepOonpUATUA CTana Pe30oLUMA, B KOTOPOW aKcnepTbl obpatnamce B MunHsgpas 1 Ffocaymy ¢ npocbboit


https://dailystorm.ru/obschestvo/minzdrav-reshaet-vopros-o-registracii-spinrazy-odnogo-iz-samyh-dorogih-lekarstv-v-mire?fbclid=IwAR1SjRp_hJne73d3nbQdDIhtK8eNoQzwrKi9EveXzJvwF_5osbt-YQ-kpnE
https://dailystorm.ru/obschestvo/minzdrav-reshaet-vopros-o-registracii-spinrazy-odnogo-iz-samyh-dorogih-lekarstv-v-mire?fbclid=IwAR1SjRp_hJne73d3nbQdDIhtK8eNoQzwrKi9EveXzJvwF_5osbt-YQ-kpnE
https://ee.sputniknews.ru/healthcare/20190513/16202962/Deti-s-tyazhelym-diagnozom-ne-vpisyvayutsya-v-byudzhet-estonskogo-gosudarstva.html
https://ee.sputniknews.ru/healthcare/20190513/16202962/Deti-s-tyazhelym-diagnozom-ne-vpisyvayutsya-v-byudzhet-estonskogo-gosudarstva.html
https://www.med-sovet.pro/jour/announcement/view/863
https://www.med-sovet.pro/jour/announcement/view/863

PacCMOTpPETb BONPOC O MmoAepHU3aUnnM nporpamm CKpUHWUHra Ha peagkue 3aboneBaHua 1 o co3aaHunn
TemMaTn4eCKkoro mexxsegomCctBeHHOro sKCnepTHOro coseTa.

https://genetics-info.ru/news/itogi-kruglogo-stola-programmy-massovogo-i-selektivhogo-skrininga-na-
redkie-bolezni-sovremennye-vozm/

O notepAax

2 maa He ctano Unbu MakcumoBa — lMNpegcepatena lNoneuntenockoro Coseta PoHaa. MocnegHue
HecKo/IbKo neT Nnbs bbin Halwmm 601bWINM APYTOM U COPAaTHUKOM.

Y Unbu ¢ poxkaeHua bbino pegKoe Taxénoe 3abonesaHne — cnuHanbHaA MblleyHas aTpodua, HO OH
nocToAHHO paboTan: nucan ctaTbW M CTUXKM, NOMoOran Nwgam. Mnba Bcerga octaBajicA Ha CBA3M U
HecMmoTpA Ha cobcTBeHHyo 6one3Hb Bceraa HaxoAw BPpemMa M BO3MOMKHOCTb MoAAepXaTb, U CBOMM
NPUMEepPOM MOoKa3blBas, Kak MHOrO MOXHO cenaTb U A0CTMUYb, KOrAa Naellb K CBOeM Lenun, HecMoTpA Ha
BCe nperpagpl. Kaszanocs, 4to 3To 6yaeT BeuHo. Takune ntoam Kak Maba npnaatoT cun ABUraTtbea Aasblue.

Mnbe 6bi10 Bcero 39 ner.

Mbl HaBcerga 3anomMmHMm Mbio Kak camoro Ao6poro, oT3bIBYMBOrO M HageKHoro gpyra. ®oHAa npuHOCUT
camble r1ybokne M UCKpeHHUe cobonesHoBaHMA cembe MnbM M Bcem ero Apy3bAM WM 3HAKOMbIM.
3710 60/1blWas MoTepsa Ans Hac BCex.
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