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BPEMSA MNEPEMEH

[letn, KoTopbiM AMarHo3 «MuoancTpodus [olweHHa» CTaBuTCs
CerofHs, YXe XUBYT No-Apyromy, nyyiie u Aoablie, Yem Te, K10
poaunca ¢ MAZ 10-20 net Ha3aa. PaspaboTaHbl, onyGa1KoBaHbl
N nepeBefeHbl Ha PYCCKNI A3bIK MeXAyHapoaHble CTaHaapTbl
0KAa3aHMa MeaUUMHCKOW MOMOLLM, HakonneH OONbLOW OnblT,
NO3BONSIOLLNIA COXPaHUTL 3L0POBbe PebeHKa 1 npesynpeanTtb
Pa3BUTHE TAXKENBIX OCNOXHEHWIA 3a001€BaHNSA, NPOAUTb aKTUB-
Hble rofbl. Ha ropu3oHTe — reHetnyeckas Tepanus Ha ageHoac-
COLMMPOBAHHbIX BUPYCHbIX BEKTOPAX, KOTOpas MoAoAaeT MHO-
TMM, HECKONIbKO MasblX MOMEKY/, 3aMeaNstolmnxX XO4 TeveHns
3a00/1€BaAHNS N COXPAHSAIOLLNX MbILWLbI. YXe ceryac AOCTYnHbI
NATb NATOreHeTNYeCKNx NpenapatoB Ans onpefeneHHbIX MyTa-
Unit reHa guctpoduHa (6onee 200 nauMeHTOB NONYYatoT CoBpe-
MEHHYI0 reHoTepanuio Yepes GoHa «Kpyr nobpa):
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O ®OHAE «rOPAEN»

BnarotBOpuUTENbHBIN GOHA PA3BUTUS CUCTEMHON MOMOLLW NaLu-
eHTam ¢ muoanctpodmen [ioweHHa «fopaei» Co3naH CeMbel,
B KOTOPOI PacTeT KOCMUYeCKuiA fopaein — Manbyuk ¢ MMOAUCTPO-
Oven [oweHHa. Hawa muccna — COBEPLIEHCTBOBAHWE BCEX
BMWAOB MOMOLIM NauueHtam ¢ [oWweHHOM U X cembam. Mbl
3HaeM, YTo Aenatb B NepBylo O4Yepefb, rae HauTn MHGOPMaLmo
1 NOMOLLb.

®oHp «fopaeiy 06benHAET YCUANS BCEX 3aUHTEPECOBAHHbIX
CTOPOH: POANTENbCKOrO CO0BLIECTBA, BpaUei, rocyaapcraa, na-
LIMEHTCKUX OPraHn3aLMi 1 GpapMaLeBTUUECKIX KOMMAHWIA, YTo-
Obl HaLLM 0COBEHHbIE MANbUMKN XK AOMbLLE 1 AyuLle:
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Mbl pa3BuBaem [etckuii
BbICOKOTEXHOOMMYHbIN

HENPOMbILEYHbBIA LEHTP
LIKB YnpaBneHus nenamu
[pesupenTta PO
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Mbl yuacTsyem
B pa3paboTke
CTaHAAPTOB BEAEHNS
nauuenTos ¢ MA[

3

Mbl OTCTaNBaEM
WHTEpPEeChl NaLMEHTOB
¢ MO 8 doHpe «Kpyr
nobpa»

Mol 06y4yaem cembu 1
MeAVLMHCKNX CNeunanicToB
NpUHUMNAM W NyYLLUM
npakTKaM OKa3aHus
NoMoLLM
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NNCTOBKA ANd poautenen




KOTAA AYET BETEP NEPEMEH,
CTABb HE CTEHbI, A lTAPYCA

Bawemy pebeHKy TOMbKO UTO TEeHeTUYeckn NOATBepaMAN au-
arHo3 «mmoanctpodusa  [ioweHHa/bekkepa». Mol 3HaeMm, Ka-
KOBO 3T0: rOAbl NOAO3PEHMIA «HaM MOKa3anoCb WM He Noka-
3a10Cb?», 3anpefenbHble 3HayeHus KOK B CbIBOPOTKE KpOBY,
PACTEPAHHOCTL Bpayuen, Mecslbl OXWAaHUS W OfHa CTpaHWua
reHeTNYeckoro Tecta, Kotopas M3MeHuna Bce. M BHe3anHo, 3a
CYTKW PYXHYBLUMIA MUP, @ 10 3TOr0 — HW TPEBOrU, HU NOA03PEHWIA,
a 6e3MATeXHan 1 CYaCTIMBas XN3Hb, NONHASA NNAHOB, KOTOPYIO Te-
nepb He BEPHYT.

HWKTO M3 HaC He BbIGMPAN 3T0T MyTb, HIKTO HE BUHOBAT, Tak MoMy-
YMA0Ch. NepexnTb Takoe NOTPACEHNE U 3aHOBO BbICTPOUTL XM3Hb
— 60MbLLIOE eN0, B KOTOPOM HET MEIOYEN, 0UeHb BaXHbl 3HAHNA 1
noanepxka. ®oHz «fopaei» NOMOraeT ceMbaM afanTMPoBaThCa U
YUuT poanTeneit NpaBunbHO 3a60TUTbCS O CBOEM GECLIEHHOM KOC-
MUYECKOM MafbyiKe.

CUNA CEMbU

HecMoTps Ha Cepbe3HOCTb AMArHO3a, CEMbR MOXET MHOroe. Pery-
NAPHble Yekanbl C NPUBEYEHNEM KOMaH/bl CNeunanucTos, NOHM-
MaHne 0COOEHHOCTEN HeNpPOPa3BIUTUS U NOBeaeHUs pebeHka, Npo-
FYNKKU, UFPbl U NONOXUTENbHBIE SMOLNKM, NPaBUABHO NOAOOPaHHas
[03a KOPTUKOCTEPOWAOB W KOHTPOMb YPOBHS BUTamuHa D B cove-
TaHAN C EXEeAHEBHBIMI YCUANAMU poauTeneli (0acCeitH, PacTaxKy,
«yrONOK», TYTOPbI) B AONFOCPOYHON NEpCneKkTUBe CO3Aa0T KONOC-
CaNbHYI0 PasHuLy B GU3MYECKOM U MCUXONOMMYECKOM COCTOSHUM
pebeHka ¢ [loWweHHOM 1 06aBNFIOT KAUeCTBa XIN3HU BCEW CeMbe.
B TeuyeHne HeCKOMbKKX NeT Nocne NOCTaHOBKM AMarHo3a — Moka
pebEeHOK XOAUT — Bbl MOXETE 3a10XNTb NPOYHBIN QyHAAMEHT 0O-
nee L00POKaYECTBEHHOrO TeyeHns 3a60NeBaHNs 1 3aMeAnnTb ero
NpOorpeccupoBaHue.

LUKONA AN POAUTENEN Q

Mocne NoCTaHOBKM AMarHo3a peberky y poauTeNneit BO3HUKAET
MHOXECTBO BOMPOCOB, OTBETbI HA KOTOPbIE BaXHbI 1 419 npa-
BUIbHOTO YXOAA@ 3a MasIbuikoM, U A5 MOPaNbHOro ayxa ero
pogutenei. LLkona ang poautenei BHOBb AUArHOCTUPOBAHHbIX
NAaLMEHTOB C MuoancTpodueir [iolweHHa co3aana cneumanbHo
AN poauTeneid, KoTopble y3Hann o AnarHose pebeHka MeHee
rofa Hasag.

Hawa 3apaya — BOOPYXWTb B3POCAbIX 3HAHUAMU U UHBOP-
Malyein, 4tobbl NOMOYb MPAaBWABHO OPraHM30BaTb yXod 3a
pebeHKoM, 1 NCUXONOrnYeckn nopaepxatb poauteneit. Wkony
BeayT YeTbipe CneumnanucTa: IKCnepT no Ho3010rMKu, HEBPONOT,
peabuautonor, ncuxonor. B pamkax Lkonbl Mbl onvpaemcs Ha
[0Ka3aTeNbHYI0 MEAULMHY, MEXAyHapOAHbIe CTaHAapTbl yXoaa,
MUPOBON HaYUHbIA 1 KNWHWYECKIA ONbIT, NHOOPMUPYEM POaK-
Tenei o 3abonesaHni, NOAPOOHO pa3bupaem Tepanuio «30M10-
TbiM» CTAHAAPTOM (CTEPOW/bI), PacCcka3biBaeM O (GU3MYECKOI
Tepanui, peabuanTaumun 1 NekapcTBEHHOR Tepanuu, NoMoraem
AydLle NOHATb 0COBEHHOCTN HEMPOPa3BUTUS 1 NOBEAEHMUS Ha-
LIMX KOCMUYECKNX MaTbUNLLIEK.

Hawa LWkona — 310 60nblwe, yem MHGOPMALMS N 3HAHWS: 3TO
noafepxwuBaroLas, CNOKOMHas W yBaxutenbHas atmocdepa,
BO3MOXHOCTb 3aAaTb BOMPOCHI, MOYYBCTBOBATb CeOSN YacTbio
0ONbLIOrO W CNNOYEHHOr0 COOOLLECTBA, NOAYUYUTb NOAAEPXKKY,
NOHATb, Kak 60POTLCH € 6ONE3HBIO 1 COXPaHUTL pebeHKa.
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[na 3anuck Ha Lkony
ncnonb3yite QR-kop

BE3OMACHbIN
W BbICOKOTEXHOOMMYHbIN PETUCTP

Peructp ¢oHpa «fopaei» cospaH npw noapepxke Parent Project
Muscular Dystrophy n World Duchenne Organization.

3a4eM BHOCUTb JaHHble pPeOEHKa B Peructp nauueHToB (poHaa
«foppein»?

10 penaet pebeHKa «BUANMBIMY: Mbl CMOXEM CBOEBPEMEHHO
NHOOPMMPOBATL POANTENEN O BHOBb Pa3palbOTaHHbIX BapuaHTax
YHWBEPCANbHOW U TAPTreTHOW NaTOreHeTYeckor Tepanin.

3710 nonesHo: BHECA faHHble B PErucTp, Bbl Gyaete noaydaTb
NPUrNaLleHna Ha BCe 3aKpbiTble 06pa30BaTe/bHbIe MEpPONPUATAS
doHaa «fopaei» 6e3 perncTpaumn, NonyyaTb YHUKanbHbIE Nones-
Hble MaTepuanbl 1 BIUACOYPOKM, KOHCYNbTUPOBATLCS C SKCMepTaMm
OHAA N0 NHTEPECYIOLIMM BONPOCAM.

1o BaxHo: OoHp «fopaen» NPeAcTaBNSET MHTEPECH POCCUICKIX
NalUMeHToB B MeXAyHapoAHbIX OpraHM3aunax, npu B3aumoaei-
CTBWV C rOCYAaPCTBOM, GapMaLEBTNYECKUMI KOMMAHUAMM, GOHAOM
«Kpyr pobpa» (yupeantens GoHaa «fopaen» n mama lopaes — Onbra
pemsaKoBa — ABNSETCA YIEHOM 3KCNepTHOro coseta GoHaa «Kpyr
n06pa»). Peructp nomoraer Ham Aenatb 370 ellé 3QGeKkTuBHee.

910 GbICTPO: BaM NOHAZOOUTCSH BCErO 5 MUHYT 1 OAUH JOKYMEHT B
3NEKTPOHHOM B/e (FEHeTNYECKNI TecT).

10 yAOGHO: NaHHble MOXHO BHECTW C Nboro yCTpOVICTBa —
CMaqu)OHa, nnaHwerta, HOyT6yKa, CTAUMOHAPHOro KOMMbKOTEPA, HE
HY>XHO pacneyvatbiBaTb ¥ NOANUCbIBATb AOKYMEHTbI, BECb Npouecc
NPONCXOANT B 3/1IEKTPOHHOM BMe.

970 6€30NaCHO: JaHHbIe 3aWMPPOBAHDBI N XPAHATCH Ha Cneunans-
HOM 3aLLMLLEHHOM 00NauHOM CepBepe Ha Tepputopun PO. Vix Oy-
[OyT BUAETb TONBKO COTPYAHVKYM GOHAA CO CneumanbHbiM A0CTYNOM.

O B peructp ucnons3ynte QR-koa:

[nsa BHeceHns JaHHbIX




