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Moxanyncra, npo4YTUTE OTKa3 OT OTBETCTBEHHOCTMU:

WHopmauusa n coseTbl, onybrnmnkoBaHHbIe v NnpegocTaBeHHble B « PYKOBOACTBE MO KIMHUYECKOMY
yXogy», He MOryT 3aMeHUTb BpavyebHyo MOMOLLb, a Takke 00LLeHne Mexay BpavyoM 1 NaunueHToM, U He
npegHasHayeHbl 4nsa atoro. [JaHHoe pyKoBOACTBO CrieAyeT MCMNoMb30BaTh TONBKO B MHADOPMALMOHHbIX
uensax. OTn COBEThbI CnefyeT yunTbiBaTb B AOMOMHEHME K pEKOMEHAALMAM BaLLEro fievallero spaya, K
KOTOpPOMY Bbl B NEPBYHO 0vepeab AOMKHbI 0bpallaTbCcs No BCeM BONPOCaM, KacaroLnuMcs Ballero 340-
pPOBbS, B YaCTHOCTU NPU HANMYNUN CUMATOMOB, KOTOPbIE MOTYT NoTpeboBaTb AUArHOCTUKN MU MeaULMNH-
ckon nomoLun. Jltobble Balum OencTBUSA, NpeanpuHATLIE HA OCHOBE NpeacTaBrneHHON B 3TOM bpoLutope
NMHOpMaLMK, OCYLLECTBNAIOTCA MO BaweMy ycMoTpeHnto. COOTBETCTBEHHO, €CMN Yy BaC BO3HMKAOT
ornaceHusi no noBoAy co6CTBEHHOrO 300POBbS, B TOM YMCHE MO noBoAy 3aboneBaHun, CBA3aHHbIX C
RYR1, Bam criegyeT NPOKOHCYNETMPOBATLCS CO CBOUM flevallm BpavyoM.

NocneaHee o6HoBREHMeE:
Asryct 2020 roga




Co3gaHue 3Toro pykoBoacTBa cTano
BO3MOXXHbIM
bnarogaps wenpomy rpaHTy ot

CemeunHoro boHaa Ockapa u
Anb3bl Maunep




bnarogapHocTu

®oHa RYR-1 BbipaxaeT MUCKPEHHIOK 6narogapHOCTb BCEM, KTO NPOBEPAn U
penakTupoBan aaHHoe PykoBoACTBO MO KNMHUYeckomMy yxoay. OHM BHecnu
6onblon BKNag B co3gaHue 3Toro pykosoacrtsa. Cnacun6o!
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Oco6oe npusHaHue

®oHa RYR-1 6narogaput goktopa Ockapa “XaHka” Manepa 3a ero nogaepxky, COBeTbl U
pekomMeHaumm rno cosgaHuo PykoBoacTea no knnHudeckomy yxogy. [loktop Mavep BHec
csou Bknag B ycnex ®oHaa RYR-1 BO MHOMMX OTHOLLIEHUSAX, U XO4ETCS 0COB0 OTMETUTL
ero nogaepxky B paspabotke PekomeHgaum No KNMHUYeckomy yxogy. Ero Bknag B aToT
npouecc 6bin HeoueHuM. Coobuectso RYR-1 - B gonry nepen goktopom Manepom, n Ham
OYeHb NoBe3no, YTo oH paboTtaeT ¢ Hamu. #StrengthinNumbersRYR1
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BBeaeHue

Bo3aMOXXHO, BaLL Bpa4y TOMbKO YTO COOBLMM BaMm, YTO y Bac u/unun y Bawero pebeHka
obHapyxeHo 3aboneBaHue, cBAzaHHoe ¢ RYR-1 (RYR-1-RD). 31o pykoBOACTBO

npegHasHa4yeHo Ansi Toro, 4Tobbl NOMOYb BaM MOHATb Pa3nnYHbIE CUMMATOMBI, C KOTOPbIMU
Bbl MOXETe CTOSKHYTbCH, U TUMbI YX0A4a, KOTopble MOryT NOHago0buTbCs BaM n/unuv Ballen
cembe. OTa MHopMaLUa MOXKET OKasaTbCsl MONe3HOoM BaM npu yxode 3a cobon n/mnm
YrieHaMmu Ballen ceMbM.

Baw Bpay moxeT UCnosnb30BaTb crneaywume TepMuUHbI

CCD: bonesHb LeHTpanbHOro CTepxHsi - Cm. Masy 2, "KnuHuveckne oco6eHHOCTH
RYR-1-RD".

CFTD: BpoxageHHas gucnponopumsi Tuna BosIokoH - Cm. Mnaey 2, "KnuHuyeckue
ocobeHHocTu RYR-1-RD".

CNM: LleHTpoHyKkneapHasa muonatus - Cm. Maey 2, "KnuHuyeckne oco6eHHOCTH
RYR-1-RD".

BpoxaeHHas: NpucyTcTeytowlasi C poxXaeHus.

MmD: bonesHb LeEHTParnbHOro CTepXHsi - Cm. Maey 2, “KnuHuyeckme oco6eHHOCTHU
RYR-1-RD".

MuonaTtusa: MbiweyHoe 3aboneBaHne, Npy KOTOPOM MblLLEYHbIE BOMOKHA He
paboTaloT OMKHbIM 0Opa3oMm.

3aboneBaHus, cBA3aHHbIe ¢ RYR-1: Mbiwe4yHoe 3aboneBaHne, BbI3BaHHOE
MyTauuen reHa RYR1. AHanormyHble TepMuyHbI BKOYakoT “Muonatunto, CBA3aHHYyo C
RYR-1" n “MbiwevHoe 3abonesaHne RYR-1.”

RYR1-RD - ato rpynna reHeTn4ecknx 3abonesaHui, Npu KOTOPbIX MbILLLbI HE paboTatoT AOMKHbIM

obpa3zoM. [Jpyror aKBMBarieHTHbIN TEPMUH, KOTOPbLIV Bbl MOXETE yCrbllwaTth, - Muonatus RYR-1.

Kak npaBuno, y niogen ¢ RYR-1-RD npucyTcTByeT MbllleyHas cnabocTb Un MIIOXoM MbILLEYHbIN
TOHycC. B HekoTopbix cryyasx aetam ¢ RYR-1-RD moxeT notpeboBatbcs 6onbLle BpeMeHu, AN Toro
YTOObI MOOHSTLCS M3 MONOXEHMS Nexa, Non3Tn 1 xoauTb. Y naumeHToB ¢ RYR-1-RD moryT Takke
BO3HMKaTb NPOGNeMbl C MO3BOHOYHUKOM, a3HbIMU MblLULI@MU, KEBAHUEM, TNTIOTAHUEM U AbIXaHUEM.
Kpome Toro, RYR-1-RD MOXeT BbI3blBaTb LUMPOKUIA CMEKTP CUMMTOMOB - OT fierkow cnaboctu oo
CUIbHOM crabocTn (B HEKOTOPLIX CriyYasx NpuaeTcs NpuberHyTb K UHBANUOHOW KOMACKE U NOAOEPKKE
OblXaHWs1) 40 NOTEHUManbHO CMEPTENbHOM peakunm Ha HEKOTOpbIE POPMbI aHECTE3NM, KOTopast
Ha3blBaeTcs 3nokadvectseHHas runeptepmus (MH). Hekotopble doopmbl RYR-1-RD moryT nprBecTtu K
HernepeHoCMMOCTU Tenna, TennoBomy yaapy npu usndeckon Harpyske n K Tsxenon opme MbllLEeYHOro
paccTponCTBa nof Ha3BaHMeM pabaoMuMonua.
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HekoTopble npusHaku n cumntombl RYR-1-RD

[nunHHoe, y3koe nuuo
OnyueHHble Beku (NTo3)

OrpaHnyeHHble OBMKEHUS rMa3HbIX
MbILLIL

Mblwe4vyHas cnabocTb:
JlnueBble MbILLLbl U MbILLILbI PYK U HOT

3agepkku Npuv nepexoae B cuasyee
nonoxeHue, Npu xoasoe 1 T. A.

AHKNNO3 NN CUHAPTPO3
M3ameHeHnsa popmMbl rpyaHON KNETKK
BbiBux 6egpa

TpyaHOCTU C NpUHATUEM efbl

3anyuHeHHoe OblXaHne, BKIo4vas
anHos BO CHe

YctanocTb, 0cOGEHHO B TEMNYHO NOroay

3nokavecTtBeHHasi runeptepmus (MH)

TpyOHOCTM Npu NogbeMe ¢ norna unm
co cTyna

e TennoBow ygap nNpw Harpyske

e Pabpomwnonus (Tskenasa oopma

TpyarocT npu xopbbe unm Gere MbILLIEYHOTO PacCTPONCTBA)

TpyaHOCTU Npu nogbemMe Mo NeCcTHULE

e VcTolleHne mbilL (Co BpeMEHEM
MbILLLbl CTAHOBATCS MEHbLLE)

CywecTtByeT Heckonbko TunoB RYR-1-RD. Nx TpygHO oTnuumnTb Apyr OT Apyra, u ewe
TPpyAHee OTNNYNTL OT APYrnX MblleYHbIX 3abonesannin. [na guarHoctnkn RYR-1-RD
Bpayn MOryT BbINOMHUTbL CriegyoLline AencTBUS:

 JlabGopaTtopHble TECTbI AN UCKINOYEHMS Apyrux 3abonesaHui

» Buoncus mbiwy, npu koTopoi 6epyT ob6pasel; TKaHU U CMOTPSAT Ha U3MEHEHUS!
B MbILLEYHOM TKaHWN Nog MUKPOCKOMOM

e MPT unun ynstpa3BykoBoOe CkaHMpoBaHue A5isi nogpobHOro nccnegoBaHus Mbl-
LLIEeYHON TKaHU

» [eHeTnyeckoe TecTMpoBaHue
YUTtobbl nonyuntb odumumnansHbin guarHo3 RYR-1-RD, pesynbsrarbl reHETUYECKOro
TeCTMPOBaAHUA OOIMKHbI MOKa3aTb n3meHeHna B reHe RYR1. lNpexHss TepmuHonorns,

OCHOBaHHasi UCKNOYMUTENBHO Ha BGroncum ML, (Hanpumep, 60ne3Hb LeHTparbHOro
CTEPXKHS U ApYrue), yXKe cYUTaeTcs HeJoCTaTOUYHOMN.
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B HacTosiLee BpeMsa He cylecTByeT MeTogos Tepanuu unm nevdeHna RYR-1-RD.
CraHgapTHbIX pekoMeHgauun no neveHunio RYR-1-RD He cywecTtByeT, HO 60ne3Hb
MOXHO KOHTpOnMpoBaTb. Tun yxoada v nogaepXku, KoTopble NoyynTe Bbl Uv Balll
pebeHOK, 3aBUCUT OT TSHKeCTU CMMNTOMOB. Bawuv Bpaun paspaboTatoT nnaH, OCHOBaH-
HbI Ha BalLeM reHoTune u/unu reHoTune Bawero pebeHka n KOHKPETHbIX CUMMTOMAaX.

B aTtom pykoBoactee cogepxumtca nHdpopmauusa o RYR-1-RD u ero noteHumanbHbIX
ocnoxHeHusx. B cnegytowen rmaee mbl 06¢cyamm reHeTuky u reH RYR1. B rnaBe 2

nongeT peyb 06 OB6LLMX KNMMHNYECKNX 0CoOBeHHOCTAX 3aboneBaHus. B rnase 3 ob6cyx-
[aeTcs, Kak HepBbl M MbiLLLbl paboTaloT B HOPManbHOM COCTOSIHUM, U YTO NPOUCXOAUT
npn RYR-1-RD. B nocnegytowmx rnasax onncaHbl Apyrne CUMNTOMbl U OCFIOXHEHUS,
a TaKke cnocobbl NX KOHTPOIS.

370 pykoBOACTBO He 3amMeHUT Beceapbl C BalMM BpayYoM UMK ¢ ApYrMM KBannduum-
pOBaHHbIM cneumanuctoMm. OHO He NpegHasHa4YeHo Ans Toro, YTobbl MOMOYb Bam
AMarHoCTMpoBaTh Bally 6one3Hb. BMecTo 3Toro, pyKoBOACTBO NOMOXET BaM MOHATh
6onesHb, 4ToObI Bbl 1 Ball Bpay MOIM BMecTe paspaboTtaTb BapuaHTbl KIMHUYECKOTO
yxopaa.
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I naBa 1:

l'eHeTnka RYR-1-RD

Baw Bpa4 MOXeT UCnoJsib3oBaThb crieaAyroLline TepMUHDbI

AyTocomMHO-AoOMUHaAHTHBLIW: OgHon aHoManbHoM konun reHa RYR1 goctatovHo ans
nposineHus 3abonesaHus (RYR1-RD).

AyTocomMHo-peuleccuBHbIN:[Ns Toro 4tobbl 3a6onesaHue (RYR1-RD) nposisBunocs, obe
konuun reHa RYR1 gormkHbl MMeTb MyTaumn.

MNMepeHocuuk: Hocutenb e4MHCTBEHHOW peLEeCCMBHON MyTauun, He nMmetoLwmin 3abone-
BaHus. Hocutenn RYR-1-RD moryT ObiTb NOABEP)KEHDBI PUCKY 3N10KA4YE€CTBEHHOWN rmnep-
Tepmun (MH). LLaHckl HocuTenen Ha nepegadvy ceoen MyTaunm KaxKaomy 13 CBoUX geTen
coctaBnaT 50%.

Xpomocoma: HuteBmaHas ctpyktypa OHK, Haxogsawascs B sgpe 60nbLLMHCTBA XUBbIX
KIETOK N HecyLlaa reHeTUYeCcKyo MHdopmauuio B Buae reHoB. Bee kneTku Baluero tena
NMET OANHAKOBbLI HABOP XPOMOCOM.

CoeauHeHue retepo3uroTHoe: Hanuyne gByx NNoxXmx KONUM OJHOrO U TOrO Xe reHa C
pasHULEN MO MECTOMONOXEHUIO/TUMY MyTauuKn B KaXXO0W U3 KONUKW reHa.

BnepBble o6HapyxeHHoe: HoBasa myTaumsa B nocnegosarensHoctn OHK nHanenayyma,
KoTopas He Gbina yHacneaoBaHa HU OT O4HOIO U3 poanTenen.

OHK: HacneacTtBeHHbI MaTepuan, N3 KOTOPOro COCTOST reHbl, NPUCYTCTBYIOLLNA BO BCEX
opraHuamax.

len: EguHnua unu cermeHTt OHK, onpegenstowmn ceonctsa. eHbl HECYT MHCTPYKLUK NO
co3gaHuio 6enkoB. B kaxgon XpoMOCoOMe COAepKaTcsl ThICAYN rEeHOB.

FeTepo3nroTHbIn: Hannyine ogHoNM HOpManbHOW 1 OOHOM N3MEHEHHOW KONUK reHa.
FoMo3uroTHbIN: Hanuyne AByX U3MEHEHHbIX KONWU OQHOIO U TOrO Xe reHa.
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Maea 1 - eHeTuKa

Baw Bpay MoXxeT UCNOoNb30BaTb cneaywuwme TepMUHDbI (HpO.CI,Oﬂ)KeHVIe)

MyTtaums: NatoreHHble (T.€. Bbi3biBaloLme 3aboneBaHne) N3MeHeHNs1 B NocrnenoBaTterib-
HocTn [HK reHa , koTopble BRMAOT Ha (PYHKLMIO 3TOro reHa 1 COOTBETCTBYIOLLENO eMy
Oenka (Hanpumep, reH RYR1 n peuentop RyR1).

dBonouunsa onpegeneHns TepmumHa "MyTauna”

Moxanyncrta, obpaTuTe BHUMaHMe, 4TO: Knaccmyeckumn TepMuH “MyTaumus” NOCTENEHHO MCYE3AET U3
ynoTpebneHus. Bpauun, reHeTMYeCKNE KOHCYNbTaHTbl U YYEHbIE HAYNHAIOT UCMOSb30BaTh ankTePHATUBHBIN
TEPMUH "NatoreHHbIN BapuaHT" nnn "BeposTHbLIN NaTtoreHHbIN BapuaHT" cornacHo pekoMeHaaunsam
pasnMYHbIX HaLMOHAarbHbIX NPOdeCcCnoHanbHbIX coobLEecTB. Takoe M3MEHEHNE TEPMNHONOIM NOMOraeT
TOYHEE OTpa3uTb pearlbHOCTb, MOCKOSbKY FeHbl KaX4oro YenoBeka norHel "nameHeHnn" unu "Bapuaummn”,
OONbLUMHCTBO 13 KOTOPbIX SBNATCS 4OOPOKAYeCTBEHHBIMU UMW HECYLLLECTBEHHbIMU. OgHAKO HEKOTOpPbIE
13 3TUX "BapMaHTOB" CNOCOOHLI Bbi3BaTb 3a00neBaHNE; UICTOPUYECKN Takne N3MEHEHWST Ha3biBanu
"MyTaumsMn", Ho, Kak ymOMMHanoch Bblillie, B HACTOsILLEE BPEMS MX HA3bIBAKOT "MaToreHHbIM BapuaHTom"
nnu "BepoATHLIM MaToreHHbIM BapuaHToM". [1o cux nop He yaanoch BbIACHUTL, ABMASKOTCSA NU HEKOTOPbLIE
"BapuaHTbl" npuynHoi 3aboneBaHusi. OHM Ha3bIBaOTCS "BapMaHTOM HEM3BECTHOW 3HAYMMOCTU" UMK
"VUS". NMockonbKy TEpMUH "MyTaumsa" Bce eLle LUMPOKO NCMOoNb3yeTcs, OH OyaeT Mcnonb3oBaTbCcs Aanee B

PykoBoOCTBE MO KIMHUYECKOMY yXoay.

RYR-1-RD - ato reHeTuyeckoe 3abonesaHune, a 3TO 3HA4YUT, YTO Bbl C HUM poaunnuck. RYR-
1-RD Bbi3BaH nameHeHuamu B Bawen AHK. JHK HeceT B cebe BCo Bally reHETUYECKYHO UH-
dopmauuto. OHa aBndaeTca "cxemon" onga Bawero Tena. Bea sawa AHK nnotHo ynakoBaHa
B CTPYKTYpPbI NOL Ha3BaHNEM XPOMOCOMbI, KOTOPbIE MPUCYTCTBYIOT BO BCEX BaLUUX KIETKax.
XpomMOoCoMbl NepeaaroTcsa OT poauTenen K eTAM.

leH - ato pparmeHT [JHK B Xxpomocome, KOTopbI HECET B cebe MHCTPYKUUKM AN co34aHns
onpeferneHHbIX XapakTepPUCTUK KaxKaoro nHansmngyyma. NMockonbKy reHsl coctoaT ua [HK, oHn
ABNAOTCH YaCTbio XPOMOCOM. [1eTn HacnenyT BCe CBOU reHbl OT BUONOrM4Yecknx poantenen.

MHTepecHbIn dhakT: [eH
RYR1 Haxogutcsa Ha
xpomocome 19!

Chromosome

DNA
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Ma.Ba 1 - leHeTuKa

YyeHble nogcumTanu, YTo KonNmyecTBO reHoB Y fnitogen coctasnset npumepHo 20 000. Ecnv Bbl
aymaete o [1HK kak o cxeme, a 0 Tene Kak o JoMe, TO OOAMH reH HeceT B cebe MHCTPYKLUUKM No
CTPOUTENBLCTBY OOHOM HEDOMbLLOW YacTh AoMa, TakoW Kak AbiMoxod. B 6uonorumn ata Hebonb-
Wwaa yacTb "goma" npeacraBndeT cobon mornekyny, Yacto - 6enok. 'eH RYR1 HeceT nHoop-
MaLmio O crneumdmyeckom bernke, HasblIBaeMOM PeLenTopoM puaHoanHa tuna 1 (uHorga ero
HasbiBatoT "peuentopom RyR1" unn "6enkom RyR1"; 3T TepMuHbI SIBASIKOTCS CUHOHMMaMM).
Peuentop RyR1 - 310 ocobbin BUA, 6enka, KoTopbin CnyxXuT "kaHanom" (unu "TyHHenem") ons
nepemMeLLeHns Kanbuusa BHYTPU MbILLEYHbIX KIETOK. OTO ABMKEHNE KanbLns B MbILLEYHOW KNeT-
Ke KpUTUYECKN BaXKHO AN HOPMarnbHOro oyHKUMOHMPOBaHUA Bawmnx Mblwy,. bonee nogpobHyto

nHdopmauuto o pornu peuentopa RyR1 cm. B rnase 3: Ponb kanbuusa u peuentopa puaHoauHa B
RYR-1-RD.

Kak reH ctaHoBUTCA 6enkom?

Mpouecc co3gaHusa 6enka 13 reHa B KneTkax COCTOUT U3 HECKOMbKUX 3Tanos. Bo-nepsbIx, KNETKK
KOMUPYIOT MHCTPYKUMK, cogepxawmecs B [IHK reHa, B coobLieHne, KOTopoe OHM MOTYT NOHATb.
OTOT Wwar Ha3blBaeTcs TPaHCKpUNuUuen, a coodbLieHne HasbiBaeTcss MHGhopMaLMOHHOWN (MaTpuny-
Hou) PHK (MPHK). CoobLieHne coaepXnt BaxkHble MHCTPYKLUUK NO co3gaHnto 6enka n3 cermeHToB
reHa, HasblBaeMbIX 3k30HaMu. HO MHCTpyKUMK Takke copgepxaTt cermeHTbl [JHK, HasbiBaeMble
WHTPOHaMM, KOTOPbIE HE BaXXHbl U HE NCMOMb3YOTCA ANS co3aaHus benka.

\L TpaHckpunuus l

UHTPOH MHTPOH MUHTPOH MUHTPOH MPHK

MoaTomy, 4TObbI caenatb coobueHne Bonee nerkum nst NPoOYTEHUS, UHTPOHLI yaanstoT. Cpasy
Xe nocne yganeHnsa MHTPOHOB 9K30HbI COEQUHAOTCS BMecTe, obpasys 3penyto MPHK. 3T1oT npo-
Lilecc Ha3blBaeTCs cpawmBaHmemM (CNNamcUHrom).

intron intron intron intron MPHK

Splicin g Splicin g \L/
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Ma.Ba 1 - leHeTuKa

Mocne yaaneHnst MHTpoHoB 13 MPHK kneTtka MOXeT npoyecTb COOBLEHNE U MOCTPOUTL
Benok. No4tn Kak B peuente, MPHK nepeuncnser nHrpegueHTbl, Heobxoanmble KneTke ans
co3gaHus 6enka. OCHOBHblE UHIrpeaneHThl 6enka Ha3bIBalOTCA aMUHOKMCNOTaMn. AMUHO-
KMCNOTbI ABAKTCS "cTponTenbHbiMn 6nokamn" 6enka. Knetka cuntoiaet MPHK, 4To6bI
onpenenuTb, Kakme aMMHOKUCIOTbI HY>XHO CO34aTb M B KAKOM MopsiAke nx Heobxoammo
coeanHuTb. Mpn coeanHeHN HECKONBbKMX aMUHOKMUCIIOT 0BpasyeTcsa XMMmudeckasi Lenb,
HasblBaemasi NnenTMaoM Unv nonMnenTuaomM. ATOT NPOLIECC Ha3biBAETCA TPaHCNALUEN.
HakoHeu, nenTugHas Lenb CBOpayYnBaeTcd, 1 NponucxoaaT apyrme moaudukauum, npespa-
LaloLme ee B NosiHOCTb0 CHOPMUPOBAHHBIN BENoK.

TpaHcnauusa

MonunenTtua

N3meHeHunn

Benok
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Kakoe oTHoweHue 3To umeet K RYR-1-RD?

RYR-1-RD BbizBaH myTaumen(amm) reHa RYR1. Mytauun - ato nameHenna B JHK (coaepxawyu-
ecsl B reHe), KOTopble B KOHEYHOM UTOre NpuBOAAT K aHOManbHOW CTpykType 6enka. OHn yacto
nepegaroTcs no HacneacTsy. MyTaumm - 3To OLNBOYHbIE MHCTPYKLUK, KOTOPbIE MOTYT Bbl3BaTb
npobnembl Ha ntbom atane npoussoacTea 6enka. B cnyyae RYR-1-RD, myTtauusi(n) B reHe
RYR1 npuBogaT k: 1) 6enky RyR1, koTopbii He paboTaeT AomKHbIM 06pa3oM, N/unm 2) ymeHbLue-
Huto KonmyecTBa 6enka RyR1, koTopbi BbipabaTbiBaeTCA MbILLEYHOW KNETKOW. Y4yeHble 0bHapy-
xunum 6onee 200 mytaumn RYR1, kotopble BbidbiBaloT RYR-1-RD. OT4eT, KOTOpbI Bbl NOMyyaeTe
npy NpoBeAEHNN rEeHETUYECKOro TECTUPOBAHUS, MOXET OTHOCUTBLCA K MyTauun(myTtaumsm) B Ba-
wen AHK B onpegeneHHom ak30He reHa RYR1, 4To MOXeT NnpuBeCTn K USMEHEHNIO aMUHOKUCIOT
B peuentope RyR1. Bawl pesynbrat reHeTU4eCKOro TeCTUPOBAHUS Takke MOXET OTHOCUTBCA K
"BapunaHTy HemnsBecTHon 3HadmmocTn" (VUS). VUS - ato myTaums B Bawwem reHe RYR1, HO yye-
Hble He MOryT C YBEPEHHOCTbIO YTBEPXKAATb, YTO MMEHHO 3Ta MyTauus BbidbiBaeT RYR-1-RD.

CyLecTBYyeT HECKONBbKO TUMOB MyTauui, KOTopble Yalle Bcero npucytcTteytoT npu RYR-1-RD. K
HUM OTHOCATCS:

1) MucceHc - ato mytauus B [JHK, koTopas npMBoguT K TOMY, YTO HENpaBUiibHAA aMUHOKMCIO-
Ta BKItovaetcs B peuentop RyR1. 3To MoXeT NnpnBeCTn K aHOManbHOW PyHKLMK peLenTopa
RyR1 , B pesynerarte kotopon nposasnaetrca RYR-1-RD.

2) HoHceHc - ato myTauusa B [JHK, koTopasi roBopuT KneTke npekpaTnTb NPOn3BOACTBO peLen-
Topa RyR1 oo 3aBepuieHus npouecca. B pesynsrate obpasyerca ykopodeHHas MPHK, 4yto
MOXET NPUBECTU K YMeHbLUEeHUIO padmepa peuentopa RyR1 n/vnn ymeHbLlueHnto konuyecTtea
peuentopa RyR1, npon3Boanmoro KneTkon. 3To MOXET NPUBECTU K aHOManbHOM (PyHKLUK
peuentopa RyR1, yto moxeT nocnyxutb npuymHon RYR-1-RD.

CywectByeT Heckonbko TnnoB RYR-1-RD. OHu nctopmnyeckn xapakrepmsoBanmcb Hanmunem
MbILLIEYHOW KNETKN, B3ATON NpU MbllLevyHon Bruoncmun. OaQHaKo BaXXHO NMOMHUTb, YTO Hanbonee
TOYHbIN cnocob noctaesuTb AgnarHo3 RYR-1-RD - aTo reHeTu4eckoe TectupoBaHue, n ruoncus
MbILLL, HE NOHAZoBUTCS, eCnNKn BaM yxxXe NoCcTaBun AMarHo3 Ha OCHOBE pe3ynbTaTtoB reHeTu4e-
CKOro TeCTUPOBaHUSA. ITU TUMbl 3aboneBaHnin Pa3nNUYaoTcs N0 CUMNTOMaM U CTENEHN NX TAXe-
ctn. Hekotopble popmbl RYR-1-RD aBnsatoTca BpoXXageHHbIMKY, YTO O3HAYaET, YTO KIMHMUYECKne
CYMMTOMbI MOABASAOTCA C POXAEHNS U B MnageH4vecTse. [pyrne oopMbl MOryT NpOsiBNATHCA
y AeTeun, NogpOCTKOB U Aaxe Yy B3pOCIibIX. Y HEKOTOPbLIX 300POBbIX Nogen MmeguumHckme npobne-
Mbl NMPOSABAIOTCA TOMbKO NpY OnpeaeneHHblX YCroBUsX, TakuxX Kak aHecTe3ns unm omsndeckmne
ynpaxHeHusi (Cm. Maga 4: 3nokayectBeHHas runeptepmusa (MH)). Tun RYR-1-RD, koTopbIn ecTb
y Bac, 3aBUCUT OT:

» Tuna Bawen myTtaunn(n) RYR1

» KoHkpeTHOro mecrornonoxeHua mytaunn(i) B reHe RYR1

» Cneungunyeckoro BNNsSHUS M3MEHEHUS reHa Ha CTPYKTYPY, PYHKLUMIO n/mnmn Konnyecteo 6en-
ka RyR1

14 PykOBOACTBO MO KNMHUYECKOMY yXoay



Ma.Ba 1 - leHeTuKa

Tunbl RYR-1-RD

Mo maTtepuanam MNMaTtpuka doe,
A-pa MeAULIMHCKUX HayK

3aboneBaHus,
cBsAA3aHHble ¢ RYR-1

BonesHb ueHTpanbHoro ctepxHsa (CCD)
MHorocTtepxHeBas mmonatusa (MmD)
LleHTpoHykneapHas muonatusi (CNM)
BpoxaeHHasa gucnponopuus tuna BonokoH (CFTD)
3nokayectBeHHas runeptepmus (MH)

3aboneBaHus, ceasaHHble ¢ RYR-1 (RYR-1-RD), - 310 "0606Lwatowmin” TepmMuH, KOTOpbIn
OXBaTbIBAET MblLLEYHbIE PACCTPONCTBA, BO3HUKAOLWNE B pe3yrnbrate mytauumn B reHe RYR1.

K HMM OTHOCATCA paccTponCTBa, KOTOPblE MCTOPUYECKM MOSYyYUIIM CBOM HA3BaHUSA HA OCHOBE
rMCTONAaToONOrM4YEeCcKon Knaccudgukaumm, T. €. No pedynsratam nccrieqoBaHnsa GMoncumn MbiLuL,
NnoA MUKPOCKOMOM (Hanpumep, 60nesHb LLeHTPanbHOrO CTEPXKHSA, MHOIOCTEPXXHEBAsA MMONaTus,
LEeHTPOHYKNeapHas MMonaTtus n BpoXaeHHass AMCnponopums Tmna BorokoH). Kpome Toro, Bo
MHOIMX Criyyasix 3riokavectBeHHas runeptepmus (MH) obycnoeneHa mytaumen reHa RYR1.
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Kak a1 mory yHacnepoBatb RYR-1-RD?
Bbl HacnenyeTe aBe KONUKU KaXX4oro reHa, no 04HOW OT Kaxaoro buonormnyeckoro poantens. Y
Bac ecTb ABe konun reHa RYR1.

Tunbl HacnegoBaHua ansa RYR-1-RD

Mpn ayTOCOMHO-AOMWHAHTHOM HacregoBaHUM OOHOW MyTUPO-
BaBLLEN KOMWUU reHa B KaXaon KneTke AoCTaTo4HO ANns nopa-
XeHus Yyenoseka. Bo MHormx criyyasx noctpagaBLunii YenoBek
AyTOCOMHO-AOMMHAHTHOe | HacneayeT 3T0 pacCTPOWCTBO OT NopaxeHHoro poauTens. B
ApYrux crnyyasix 3To COCTOsiHNE MOXET ObITb pe3ynsTaToM HOBOM
MyTaumm (de novo) reHa 1 BO3HUKaTb Y NOAEN, Y KOTOPbIX B
cemMelriHOM aHaMHese He BbIfo 3Toro paccTponcTea.

MNpwn ayTOCOMHO-peLIeCCMBHOM HacrnegoBaHun obe Konum reHa B
KaXxdomn KrneTke umetot mytauun. PoguTenun yenoseka ¢ ayTocoM-
HO-peLeCcCMBHbIM PACCTPONCTBOM HECYT MO OAHOW KONUU MYTU-
pOBAaBLLEro reHa, HO 06bIYHO Y HUX HE NPOSIBASIOTCS NPU3HAKK
AyTOCOMHO-PELIeCCUBHOE | 1 cUMMNTOMbI 3TOro 3a60reBaHNs. AyTOCOMHO-PELIECCUBHBIE
paccTpoONCTBA, Kak NpaBuro, He HabnaaTCA B HECKONbKUX
MOKOMNEHUSAX MOPaXEHHOW CEMbMW.

MyTauusi, KoTopasi BNepBble MPUCYTCTBYET Y OAHOTO UreHa
CeMbM (1 HEe MPUCYTCTBYET HU Y OHOTO 13 GUONOTMYECKUX POaV-
De novo Tenei), HabiBaeTcst de novo. 3Ta MyTaLusi IPOUCXOANUT N6o

B sILIEKIETKe, NGO B CiepMe MaTepy Unu oTLa UHAMBUAYYMa,
COOTBETCTBEHHO.
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AYTOCOMHO-JOMUWHAHTHOE

Pogutenu

MyTauusa

MoaBepkeHbI He nopBepx A
Oetn ]
Ha 50%
noaBepXeHbl

MopBepxeHbI MooBepxeHbI He nogBepxeHbl  He noaBepxeHbI

HekoTtopble myTaumm RYR1 nepegatotcs Yepe3 ayTOCOMHO-A0OMUHAHTHOE HacreLoBaHue.
OTO 03Ha4aerT, YTo oagHON MyTupoBasLen konun reHa RYR1 goctaTtovHo Ans nposiBneHus
RYR-1-RD. Ecnu oguH u3 pogutenen ¢ ayTocoMHO-goMMHaHTHbIM RYR-1-RD 3ayHeTt pebeHka
c poautenem, y kotoporo HeT RYR-1-RD (1 KOTOpbIn HEe ABNAETCA HOCUTESNEM peLeCCUBHON
myTaumm RYR1), BeposaTHOCTb Toro, 4To y pebeHka 6yaet RYR1-RD, coctaBnsiet 50%.

UcTtouHuk - ghr.nim.nih.gov/primer/inheritance/inheritancepatterns
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AYTOCOMHO-PELEECCUBHOE

PoguTtenu
MyTauums
MepeHocuunk epeHOoCcHUK
Oetn
Ha 25%
noaBepXeHbl
MoaBepxeHbl MepeHocuunk MepeHocuunk He noaBepxe-

Hbl

Opyrvne mytauum RYR1 nepegatotcst yepes ayTOCOMHO-peLleCCUBHbIe CXeEMbl HacnegosaHus. B aTom
cny4yae y yenoseka nposiensatotca cumntoMbl RYR-1-RD Tonbko B TOM criyvae, ecnv o6e Konuu reHa
RYR1 nmetoT myTaumm. Korga y Koro-To ectb ABe HepaboTatoLme Konuu reHa, 3To HasbiBaeTCa romMo-
3urotHocTb. Koraa y Koro-to ecTb ogHa HopMaribHas KOnNusa reHa 1 ogHa HepaboTatoLas Konus reHa,
3TO Ha3bIBAETCS FreTepPo3nroTHOCTb. [py HannumMm aytocoMHo-pereccusHom popmbl RYR-1-RD, yve-

NOBEK C TONbKO ogHON HepaboTatoLlen konvern reHa RYR1 (7. e. reTepo3nrotHocThL) He ByaeT nogsep-
*eH RYR-1-RD.

Ecnun y oByx ntogen, Kaxabln U3 KOTOPbIX HECET OAHY HepaboTatoLuyto konuto reHa RYR1 (T. e. retepo-
3UrOTHbIE HOCUTENN), eCTb PEBEHOK, BEPOSTHOCTL TOFO, YTO pebeHoK ByaeT roMO3MroTHbIM Mo MyTauun
¢ Hanndnem RYR-1-RD, coctasnsieT 25%. BeposaTHOCTb TOro, 4To pebeHok ByaeT reTepo3nroTHbIM No

MyTauun n, crnegosaTenbHo, He ByaeT umetb RYR-1-RD, coctaenset 50%; Ho aToT pebeHok ByaeT Ho-
cutenem mytaHTHoro reHa RYR1. BeposaTHOCTb Toro, 4to pebeHoK Nony4ymT HopMarbHY KOMUIO reHa

RYR1 o1 kaxxgoro pogutens u, cregoBaTernbHo, He OyaeT umeTb 3abonesaHus, coctaBnsaeT 25%; aToT
YyenoBek Takke He ByaeT noaBepPXXeH NOBbILLEHHOMY PUCKY 3I1I0Ka4eCTBEHHOMW rMnepTepMunn.
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DE NOVO
Poautenn
He nogBepxeHbl He noaBepxeHbl
HoBasa myTauus
PebeHok

L

MopBepxeH
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NHorga ayToCOMHO-AOMMHAHTHas MyTaLms NPOMCXOauT "C Hynsa" Unn CNOHTaHHO M He Hacne-
AYETCSA HWU OT OAHOrO U3 poauTenen. ATo Ha3biBaeTcs MyTaumen de novo, U HA 'y O4HOrO 13
poauTenen HeT HMYero, 4YTo Morno Obl Bbi3aBaTb M3MeHeHne nocnegoatensHocT [HK B reHe
RYR1. WaHc poautenen 3aBecTtu ewe ogHoro pedbeHka ¢ RYR-1-RD o4veHb man (He 6onee
1%). OgHako noctpagaswmin pebeHok nepenacT bonesHe ganee npumepHo 50% cBoux geTen.
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PasnuyHblie Tunebl RYR-1-RD nepepatotcs yepes pasnunyHble TUMbl HacnegosaHus. Hanpu-
Mep, pacnpoctpaHeHHoe 3aboneBaHne RYR-1-RD, kotopoe Ha3biBaeTcs 3aboneBaHMeM
LueHTpanbHoro ctepxHsa (CCD), 06bI4HO NpoABAsSETCS NPy ayTOCOMHO-AOMWUHAHTHOM TUMNe
HacnegosaHus. [Jpyron Tmn, MHoroctepkHeBas muonaTtusa (MmD), o6bl4HO nposiBnseTca npu
ayTOCOMHO-peLIeCCUBHOM TuUMe HacnegoBaHus. Tunbl HabrogaeMblXx CUMATOMOB Takke MOryT
3aBuUCETb OT TOro, ABnsgeTcs nn nameHeHne reHa RYR1 ayTocCOMHO-OOMWHAHTHBLIM UKW @yTOCO-
MHO-PELIECCUBHbBIM, XOTH BO3MOXHbI pasfnnyHble BapuaHTbI.

OCOBEHHOCTU HACJIEAOBAHUA U 3ABOJIEBAHUA

OcobeHHOCTb JomuHaHTHbIe myTauun RYR1 PeueccuBHble myTauuu RYR1

Mpu3Haku/cMMnTOMbI
BrepBble NOSABMAITCS B BCTpe‘-IaeTCFI He4yacTo BCTpe‘-IaeTCFI O4YeHb 4acTo

MnageH4yecTBe

Mpu3sHakn/cuMnTOMbBI
BnepBble NOSIBMSIOTCS B BcTpevaetcsa yacto BcTpeyaetcsa yacto

aeTcTBe

Mpu3Hakn/cuMnTOMbBI B
BnepBbie NOABMAKTCA Y CTpevaeTca Hacto BcTpevaetca pegko

B3pPOCJioro 4yesfioBeka

Bo3gencTByeT Ha rnasHble BcTpevaetca pegko BcTpeyaetcsa oveHb YacTo
MbIilWLbl

BnuseT Ha peyb, rnoTtaHue
" xeBanne BcTpeyvaeTcsa peako BcTpeyaeTcs 04eHb 4acTo

BnusieT Ha pyku
U HOMU BcTtpevaetca peako BcTtpevaetca peako
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KnuHnyeckme ocobeHHOCTH
RYR-1-RD

Baw Bpa4 MOXeT UCnoJsib3oBaThb crieaAyroLline TepMUHDbI

AHecTe3us: JlekapcTBa (fiekapcTBa), KOTopble Bbl MOnyyYaeTe Npyu NpoBeaeHnn onepa-
L1 nnn meguumHckon npouenypbl(npouenyp). Obwan aHecTe3nst norpyxaeT Bac B COH.
MecTHaa aHecTe3unsa ob6e3bonmBaeT YacTb Tena, He yCbinmss Bac.

BpoxageHHas: MpucytcTeyeT C poxgeHus.

CnabocTb AgncTanbHbIX MbiwL: CnabdocTb B MENKUX MbllLLAX KOHEYHOCTEN, Hanbonee
yAarneHHbIX OT TyfoBumLLa.

McTonaronornyeckas: Kak BbIrnsaanT MbllleYHast TKaHb Nog MUKPOCKOMOM nocre
Guoncun.

f'MnoTtoHuA: HMU3KMI MbILWEYHBbIN TOHYC - AETU C TMNOTOHWEN BbIrMAAAT “BANbIMN".
MuwonaTtusa: MbiweyHoe 3abonesaHne, Npu KOTOPOM HapyLlaeTca HopmarnbHas paboTa
MbILLILL.

HeoHaTtanbHas: OTHOCUTCH K HOBOPOXAEHHbIM.

HepBHO-MbIWeYHble 3a6oneBaHunA: 3aboneBaHne, KOTOPOE NopaXKaeT MbiLLbl, HEPB-
HO-MbILEeYHOe coegUHEHMNE U/UMN HEPBbI, KOTOPbIE X KOHTPOSTUPYIOT.
dapmakoreHeTU4YECKOEe PacCTPOMCTBO: OTO PACCTPONCTBO ABMNSETCS rEHETUYECKOM
0COBEHHOCTBIO, KOTOpasi akTUBMPYETCS NpenapaTtoM-TPUIrepoM.

MporHo3: BeposTHoe TeueHne 6onesHu.

CnabocTb NpokcuManbHbIX Mbiww: CnabocTb B MbllLAx BOKPYr Tynosuiia unm B 6o-
nee KpynHbIX MblLLaX KOHEYHOCTEN.

MT03: HaBucaHne BepxHero Beka.

KBagpuuencbl: bonbluve mblwubl nepegHen 4yactn 6egpa B Hore.

Mpu3Hak: O6bEKTUBHbIE KNMHUYECKME NPU3HaKM 3aboneBaHns, KOTopble MOryT Habnto-
Aatbca gpyrumu nogbmu (Hanpumep, NTo3, ASIMHHOE/y3Koe NNLO, OrpaHnyYeHne aBuxe-
HUA a3 u T.4.).
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Baw Bpay moxeT ucnosnb3oBaTh criegytowme TepMuHbI (MpoaosmkeHne)

Mapkaa mbiwya: Mbilwubl, KOTOPbIE Bbl HE KOHTPONMpPYeTe. 3TN MbILLLbI MOXHO BCTpeYa-
OTCS B TAKMX OpraHax, Kak >enyaokK, KULWEYHNK, MOYEBOW NMy3bipb, MaTKka U KPOBEHOCHbLIE
cocyabl.

CraTtuyeckme cMMnToMbl: CUMNTOMbI, KOTOPbIE BO3HUKAKOT NMOCTOSIHHO.

CumnTtom: CyObeKTUBHbIE NPU3HAKM 3ab60neBaHns, UCMNbITbiIBAEMbIE NAUNEHTOM (Hanpu-
Mep, ycTanocTb, 60mnb B cnvHe, 6eCnoKonNCTBO U T.4.).

RYR-1-RD Ha3biBaeTCs HepBHO-MbILWeYHbIM 3aboneBaHMeM, NOTOMY YTO OHO NopaXkaeT BaLlu
MbILWLbI. B 3TOM rmaBe OCHOBHOE BHUMaHWe yaenserTca KNMHUYeCKUM OCOBEHHOCTAM, BIUSIOLLMM
Ha Bawwm MbIWLUbl. B nocneayrowmnx rmasax 6ygyT pacCMOTpeHbl Apyrue KNnHn4eckme ocobeHHo-
ctm RYR-1-RD.

Tunbl MbiwLy

MblIWwubl, NPUKPENEHHbIE K KOCTAM. OTO MbILWLbI, KOTOpbl€ Bbl NUC-

CkeneTHble MbILLb! nonb3yeTe, Korga aBuraeteco.

MbiLwibl, KOTOpPbIE Bbl HE KOHTPOJINPYyeETE. OTN MblLWLbI NPUCYTCTBY-

MMapkue Mbiw- tOT B TAKMX OpraHax, Kak >xenyfok, KULEYHMK, MOYEBOW Ny3bIpb,
Lbl MaTKa 1 KPOBEHOCHbIE COCYAbl.
CepaeyHble MblILLLBI TBOETO cepaLa.
MbILLbI

RYR-1-RD npenmyLiecTBEHHO BNUSET Ha CKeSeTHbIEe MbILWLbI, HO MOXET TaKkxe nopa-
XaTb 1 rnagkve Mbliwubl.

B uenom, ntoamn ¢ RYR-1-RD 4acTo UCnbITbIBAKOT CTaTUYECKYH MbILLEYHYHO criabocTb; TO ecTb
CUMNTOMbI MbILLEYHOWN cnabocTn Bcerga NPUCYTCTBYHOT. OTa cnabocTb 0ObIMHO NopaXXaeT MblLL-
Ubl, pacnornoXeHHble Brivxe BCero K TyrioBuLLy (crnabocTb MPOKCUManbHbIX MbILWL), N Te, KOTO-
pble KOHTPONUPYIOT ABWXKEHUS rna3 (odTanbmonapes).
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PasnuyHble Tunebl RYR-1-RD wunpoko Bapbupytotcs no:
e Tunam cMMNTOMOB Yy nNauueHTa

. I'Iepmo,u,y nposaBneHna Nnpn3Hakos 1 CUMIMTOMOB
o TsaxkecTu NMPU3HaAKoOB N CUMINTOMOB

¢ Pesynsratam uccnenoBaHusa MblLLEYHOW TKaHK, B3ATON Npu noMoLum 6uoncum (rucrona-
TONOrMYeCcKU BHELLHUI BU/) HA MUKPOCKONNYECKOM crnanae

* Buay mytaumm RYR1 y naumeHTa

Y HekoTopbix ntogen ¢ RYR-1-RD HabntogatoTca MblleyHble cna3mMbl U 6onb. HekoTopbie He
NEepPeHOCAT Xapy UM N3bbITOK (PU3NYECKUX YyNpaxKHEHWI. Takne Npu3Haku Ha3blBaoTCa au-
Hammnyecknmm cumntomamu. MNpusHakm n cumntTomsl MHOrMx TMnos RYR-1-RD BrnepBbie npo-
ABNAKTCA B MNageH4yecTBe. [ipyrve Tunbl HAYNMHAKT NPOSIBNATLCA B paHHEM AeTCTBe, NoA-
POCTKOBOM BO3pacTe U Jaxe Yy B3POChbIX. TPETbU BO3HMKAIOT BHE3AMHO Y 300POBbIX N0OEN.
HekoTtopble Tunbl RYR-1-RD nporpeccupytoT MegneHHo, a gpyrue - BoobLue He nporpeccupy-
tOT.

Mpn RYR-1-RD moryT nposiBRsiTbCst aHOManmm ckeneTta (KocTen), BkroYvas gedopmauunto
rPyOHOM CTEHKM, CKONMMO3 1 Aucnnasuio TazobegpeHHoro cyctaea. O6eyxaeHue aTUX npo-
6nem npucyTtcTtByeT B rnase 6: Koctu u cyctasbl / OpTtoneaus.

AyTOCOMHO-AOMUWHAHTHaA U ayTocoMHo-peneccuBHaa popmMbl RYR-1-RD moryT nmets
CXOOHble KITMHUYECKME XapakTepucTukn. [1ns onpegeneHnsa sawero tuna 3abonesaHnsa npoBo-
ANTCS reHeTu4eckoe TectpoBaHue. B uenom, foMuHaHTHbIe MyTaumm RYR1 cBssaHbl ¢ 60-
nee nerkumn popmammn RYR-1-RD. PeueccuBHble myTaumm RYR1 00Obl4HO BbI3bIBaOT 605b-
Wyt cnabocTb, NpobnemMbl C ABUXKEHMEM a3, XXeBaHUEM U MNOTaHUEM.

B npownom Hannyne RYR-1-RD knaccuduumnpoBanu Ha OCHOBE rmcTonaTosiormyeckoro
BHELLHEro BMAA MblLWEYHbIX KNETOK, B3ATbLIX Npu Buoncuu, a 3ateM nccnegyembix nog MUKpo-
ckonomM. OgHaKo No Mepe Toro, Kak reHeTU4YecKoe TeCTUpoBaHMe CTaHOBUTCA Bce Bbonee pac-
npocTpaHeHHbIM, cuctemMa knaccudukaumm RYR-1-RD, ocHoBaHHasa Ha rmctonaTosiorm4eckom
nccnegoBaHum, yTpadmBaeT CBOK 3HAYMMOCTb. HekoTopble nauneHTbl ¢ AnarHO30M Ha OCHOBE
reHETUYEeCKOro TeCTUPOBaHUSA MOTYT HUKOr4a He NPOXOAUTb npoueaypy éuoncum molwy,. bo-
nee Toro, cywectsytoT popmbl RYR-1-RD, koTOpble pa3nmyatoT He Ha OCHOBE BUONCUN MbILLL,
a Ha OCHOBe KNMHUYecknx ocobeHHocTen (Hanpumep, “INpenpacnonoXeHHOCTb K 3rokaye-
cTtBeHHon runeptepmum (M3I7)”). N HakoHewu, MbIwLbl MOTYT BbIMMSAAETb NO-pPa3HOMY B pa3HOM
BO3pacTe, Npu 3TOM B O4HOM BO3pacTe MOXET HabnoaatbCa OAUH TUN rMCTONaToNIorm4yecKom
Knaccudukaumm, a B gpyrom - gapyron. Mel He npeanaraem naumeHTam ¢ RYR-1-RD npoxo-
ANTb MHOTOKpaTHY BMONCKUI0, a TOMNBbKO MblTAEMCS NoKa3aTb, YTO KOHKPETHbIN TUM NaTornornmn
nog MUKPOCKOMNOM MeHee BaXeH, YeM KIMHUYEeCKMe OCOBEHHOCTN U reHeTUYECKNe MyTaumu.

Pasnun4yHble bopmbl (OCHOBaHHbIE Ha BHELUHEM Buae Guoncmm mblwy) onncaHbl B Tabnuue
HWXE; MOMHUTE, YTO 3TO 00O0BLLEHNS, N KaXKabI OTAENbHbIN cnyyYan yHukaneH. Ewe pas,
BaXXHO NOMHUTb, YTO HE3aBUCMMO OT Knaccudumkaumm, sce gpopmbl RYR-1-RD obycnosneHsb!
myTaumen(mytaumnamm) B reHe RYR1. bonee nogpobHyto nHpopmauuio cm. B rnase 1 "leHe-
Tuka RYR-1-RD".
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Tunbl RYR-1-RD

Ha ocHoBe maTtepuanoB
MaTtpuka dos, gokTopa
MeAULMHCKUX HayK

5orne3HU, cBA3aHHbIe C
RYR-1

3aboneBaHue ueHTpansHoro ctepxHs (CCD)
MHorocTtepxxHeBas mmonatusa (MmD)
LleHTpoHykneapHas muonaTtusa (CNM)
BpoxageHHasa gucnponopuus tuna BonokoH (CFTD)
3nokayectBeHHas runeptepmus (MH)

3aboneBaHus, ceasaHHble ¢ RYR-1 (RYR-1-RD) - 310 «0606LLatowmniny TepMuH, oxBaTtbiBa-
IOLLIMIA MbILLIEYHbIE PACCTPOMCTBA, BO3HMKaoLWMe B pe3ynsrtate mytaumi B reHe RYR1. K Hum
OTHOCATCH PacCTPONCTBA, KOTOPblE NCTOPUYECKM MOSTY4MIIM CBOM HA3BaHMSA Ha OCHOBE INCTO-
naTonornyeckomn krnaccudukaumm, T. €. Ha OCHOBE BHELUHero Buaa 6ruoncum mblwy, nog Mu-
KPOCKOMNOM (Hanpumep, 60ne3Hb LLeHTpanbHOro CTEPXXHSA, MHOroCcTepXXHeBasi MMonaTtusi, LeH-
TPOHyKMneapHas M1onaTust 1 BpOXXAeHHas AMCNponopums Tuna BornokoH). Boobasok, MHorue
cnyyau 3nokadectseHHoun runeptepmun (MH) obycnosneHsl myTtaunen reHa RYR1.
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PasnuyHble ructonatonornvyeckme tunbl RYR-1-RD

Kak npaBuno, ntogn ¢ CCD ncnbITbIBalOT MbiLleYHY0 criabocTb,
ocobeHHo B obnacTtu Tasa un 6egep. etn ¢ CCD kaxyTcsa “Banbl-
MU’ U3-3a MA0X0ro MblleyHoro ToHyca. OHu, Kak npaBuno, cTan-
KMBAIOTCS C TPYAHOCTAMM B Nepexoqe B cuasdee noroxeHue,
npwv nonsaHnmn n xoabbe, HoO 06bIYHO, HA4YaB XO0AUTb, OHM CNOCO6-
Hbl NpogomkaTh xoauTb. Y nauneHToB ¢ CCD Takke nposiBns-
Horo cTepxHs (CCD) eTcsl nerkas cnabocTb N U KECTKUE UKW Crierka OHEMEBLLME
cyctaBbl. B Taxenbix cnyvasx nogn ¢ CCD MoryT 4eMOHCTpUpO-
BaTb TSXKENyr U3nNYecKkyto MHBaNMAHOCTb. HekoTopble yTpayu-
BatoT CNocoBHOCTb xo0anTb. CCD MoXeT BO3HUKATb B pesynbrate
OOMMVHAHTHbIX UK peueccnBHbIX MyTaumi RYR1.

3aboneBaHue LeHTpanb-

KnuHuyeckue ocobeHHocTn MmD BapbupytoTcsa OT nerknx Ao
yrpoxaroLwmx xumsHum gopm. MNpu knaccruyeckon chopme MmD
MbllweYyHasa cnabocTb Ha4YMHaeTCa B MnageH4YecTBe Unm B paH-
Hem getcTBe. CnabocTb Hanbonee 3amMeTHa B MblLLAX Tyro-
BMLWwa u ronosbl/wen. JTiogn ¢ MM/ nposBnsioT CKOBAaHHOCTL B
rPYAHbIX MbILILAX U MbILILAX BOKPYr MO3BOHOYHMKA. MM Takxke
TPyAHO Aguratb rmasamu. Jetn ¢ MmI kaxyTcsa BanbiMu us-3a
MHorocTepxHesas Muo- MMOXOro MblLLIEYHOro ToHyca. Vim TpebyeTcsa Gonblue BpeMeHm,

natusi (MmD) 4yTObbI CECTb, BCTATb M Ha4aTb xoapby. B Tsxenbix cnyvasx Mm[
HaumMHaeTcs ewe Ao poxaeHus. MNpu atux popmax, nnog MoxeT
MeHbLLEe ABUraTbCs 40 poxaeHus. HekotopbiM ntogam ¢ Mm[
MOXeT noTpeboBaTbCsA MHBaNMAHas Konscka Ans nepenBuxeHns
1 nogaepxka AbixaHns. MmD o6bl4HO BO3HUKAET B pe3ynsrate
peueccuBHbIX MyTaumin RYR1.

CNM moxxeT nporpeccmpoBaTb MeasieHHo. Mblwe4dHas crnabocTb
npn CNM moxeT HauaTbes B Nto60e BpeMs OT poXAeHUs 4o
paHHero getctea. [etam ¢ CNM TpebyeTca GonbLue BpeEMEH!,
YyTOObI HAa4YaTb nonsaTtb unun xoantb. Y noaen ¢ CNM Takxke
LleHTpoHyKkneapHasa Muo- pa3BuBaeTcs cnabocTb B NULEBbIX MbilLax. MasHble MbIwLbl

natua (CNM) paboTalT HegOCTaTOMHO XOpoLWo (odTanbmonapes), BO3MOXHO,
npoBMcaHne BepxHuMx Bek (NTo3). Hekotopklie nogn ¢ CNM moryT
HY>XAaTbCS B UHBANMAHbIX KOMSCKaXxX U B NOAAEPXKKE ObIXaHUS.
CNM moxeT BO3HMKHYTb B pe3yrbTaTe peLecCMBHbIX MyTaLuii
RYR1.
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PasnuyHble ructonaronormyeckue tunbl RYR-1-RD (npoaonxeHue)

Jltogn ¢ CFTD nposaBRsitoT MbllleyHyto crnabocTb B nvue 1 rma-
3ax. Y HUX 0BbIYHO 3aMETHO ANMMHHOE Y3K0oe JMLO M OMNyLLEHHbIe
BekM (NT03). Y TakMx NaLMeHTOB NPOSIBNAETCS MIIOXON MblLLEY-

BpoxaeHHaa AMCNPONOP- | i1 ToHyC 1 eCTkMe UK OHeMeBLIMe CycTaBbi. Jliogn ¢ CFTC
umAa Tuna BOJIOKOH MOryT YyBCTBOBATb MbILLEYHYIO 60Mb, TEPATH MbILLIEYHYIO CUY
(CFTD) n BbicTpo ycTaBaTb. B pegkux cnyyasx noam ¢ CFTD nmetot

bonee cnabble, yBennYeHHble CEPAEYHbIE MbILLLLbI.

Opyrue dhopmbl RYR-1-RD (onpepensieMble He Ha OCHOBe GMONCUM MbILLLY)

Jliogm ¢ M3 06bIYHO BLIMAAAT 300POBbIMKY, 6€3 MbILLEYHOM cna-
6octn. OgHako npu NonyyYeHnn onpeaeneHHbIX BUAOB obLLen
aHecTe3un ux Temneparypa MoxeT 6bICTPO NOBbILIATLCH, OHU
MOTYT UCNbITbIBaTb MbILLeYHble Cra3Mbl U yYalleHHoe cepaLie-
OveHune. Takon TN NpUcTyna, HasblBaeMbI 3110Ka4eCTBEHHOM
rmneptepmnen (MH), MmoxeT NpuBECTU K NeTaribHOMY UCXOay
npuv OTCYTCTBUU CBOEBPEMEHHON nomown. Crieqyet oTMETUTb,
4yT0 MHorre nmoan ¢ RYR-1-RD, y KOTopbIX NPUCYTCTBYET CTaTh-
Yyeckasi cnabocTb U/UIn KOTOpbIE UMEIT NepednCrieHHbIe BbIlle
BMUAbl NATONOrMI, Takke NogBepKeHbl 3r10Ka4YeCTBEHHOW rnnep-
MpeapacnonoXeHHOCTb K TepmMun. 3To ocobeHHO BepHO B oTHoweHun CCD, rae npumep-
3nokayecTBeHHoI runep- | 1o 30% naunenTos Takke umetor M3

Tepmun (M3
MaunenTsl ¢ M3l kak 1 naumeHTsl ¢ apyrumu nogtTunamm RYR-
1-RD, MoryT nposiBNATb CMMNTOMbI BbICOKOW TEMMepaTypbl,
MblLLEYHON Bonn/cyaopor n CKOBaHHOCTU, UHOMAA He CBSA3aHHbIe
¢ 3I. Takme npucTynbl nHoraa HasblBatoT "Co3HaTernbHON 3M0-
KauyecTBeHHOM rmneptepmument”. Xota TouHee 6birio 6bl Ha3BaTb
37O "TennoBbIM yaapom" unu "Tennoson 60nesHbo OT NnepeHa-
npsbkeHna (EHI". Jiioan ¢ RYR-1-RD, oco6eHHo ¢ M3r, Takxke
noaBepXeHbl pUCKy pa3suTus pabgommnonusa (ER), npyn kotopom
BO3MOX€EH pa3spbiB MbILL, BO BPEMSA TPEHNPOBKU.

B rnaBe 4, "3noka4yectBeHHas runeptepmusa (MH)", npusogutca 6onee nogpobHoe
onuncaHue MH.
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KOHTpOﬂb HepBHO-MbILLEe4YHbIX 3aboneBaHuun

Uem nomoxeT aTto pykoBoacTBO: 1) NMoHATHO 06bACHUT ocobeHHocTn RYR-1-RD n 2) nomoxeTt
BaM 1 Bawlen cembe Bbipabotatb noaxoa onst koHtpona RYR-1-RD. He Bce ctaHgapTbl npu-
MeHMMBbI KO BceM naumneHTam ¢ RYR-1-RD. NnaH yxoga, koTopbin noHagobutcs Bam n/vnu Ba-
lwemy pebeHky, 3aBMCUT OT BaLLEro KOHKPETHOro 3aboneBaHns u 0OHapy>XeHHbIX CUMNTOMOB.

O6bl1vHO ansa koHTpons RYR-1-RD npuenekatoT uenyto koMmanay cneumannuctoB. Bawwm Bpayn
yOensaT npuctanbHOe BHUMaHWe cnegyowmmM anemMeHTam:
e [103BOHOYHUK

Cwuna v aBu»keHune

[bixaHne

YKeBaHue, rnotaHue n pe4yb

MutaHune

Jliogn ¢ mytaunamm RYR1 nogsepxeHbl pucky 3rnokadyectseHHon runeptepmumn (MH). Yto-
6bl y3HaTb OonbLlie 06 3TOoM, noxanyucTta, cM. Fnasy 4 "3nokayecTBeHHas runeprepmMus

(M3)” ¢ nogpobHbIM onucaHnem MH.

MHoronpodunsbHasa nomMoLlb

MHoronpocgunbHas NOMoLLb 03Ha4YaeT, YTO BalUMM YXOO4OM 3aHMMaeTCs KomaHaa cneum-
anuncToB C OMbITOM B pasnn4yHbIX obnacTsix. B Takyto koMaHdy BXOOSAT crieayroLume Bpayn u
cneumanucTbl:

Bpau, cneunanmampyowmincsa Ha paccTponCcTBax HEPBHOW cuctembl. Cko-
pee Bcero, Bbl 3aX0TuTe 06paTnTbCs K HEBPOSOrY, KOTOPbIN cneunannsn-

Hesponor pyeTcsi Ha HepPBHO-MbILLEYHbIX 3a6oneBaHusX. [ns nonyyeHns fonon-
HUTENbHOW MHOPMaLMK O NocTaBLLMKax 06CnyX1BaHNS, CBSI3AHHOTO C
RYR-1, noxanyncra, nocetute cant: www.ryri.org/provider.
PusnortepaneBT . .
(Bpau no ¢manue- | Bpay, cneupanuavpyioniics B obnactv peabnnntalnoHHo
CKoW U peabunura- MeOULMHbI 1 OTBEYAKLLUIA 3a AUArHOCTUKY M fiedeHne npobnem,

LIMOHHOW MeAULIMHE) | cRG3aHHBIX C KOCTAMM, CyCTaBaMM U MbILLLIAMM, MOCKOMbKY OHY
BINUSIIOT HA NOABMXKHOCTL U (PYHKLIMOHMPOBAHUE.

OpTtoneaunyeckui Bpauy, cneumanuanpyowmncs Ha KoCcTdax, cyctaBax 1 Mbliwyax. Cm.
cneuunanuct MaBy 6 "Koctu n cycraBbl/OpTtoneausn”.
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MHoronpodunbsHasi nomoub (NpoaokeHue)

CnieumnanuncT, KOTOpbIl MOMOraeT KOHTPONMMPOBaTh eXeQHEBHbIe 3a4a4m 1
AeNcTBUsi, 0cOBEHHO CBSA3aHHbIE C MENKON MOTOPUKON (MyroBuLibl, MOI-

dprotepanesBT (OT) | wum, nucbmo 1 T. A.). Cm. TnaBy 7 "Mpuem NULLM, DYHKLIMK FNOTaHUA U
peun”.
CneumanucT, KOTOPbIN NOMOXET BaM CNpaBUTLCS C HAPYLUEHNAMU
dusmortepaneBT . o
(nT) ABUratesibHoNn akTMBHOCTU N NOBCeOHEBHbIX PyHKUMn. Cm. MMaBy
9 "®unanyeckasa akTUBHOCTb U cpusnortepanusa (OT)".
MynLmoHonor Bpauy, cneumanmsll/'lpyrou_mmcn Ha nerkux. Cm. Maey 5 "Ilerkue/
nynbMoHosnorusa".
r Bpau, cneumannanpyowmnincs Ha xenygke u KuwevyHuke, B TOM
aCTpozagl';eponor yucne Ha npobnemax ¢ nutaHnem. Cm. Maey 7 "lMpuem nuwm,

rnotaHue u peun".

HDedekronor-noro-
nea (SLP)

Cneuunanunct, KOTopbI MOMOraeT C peybto, A3bIKOM, YCTHbIM 00-
LeHnem u rnotaHmem. Cm. Maey 7 "lMpuem nuwm, rmotaHue m
peub".

Mcuxonor

Bpauy, cneumanmsmpyowmnmnca Ha ncuxmke U noBeaeHun.

CoumanbHbIN
paboTHUK

CneumanucT, KOTOpPbI MOMOXET BaM C coLmarnbHbIMU PYHKLNSMN
1N 06pas3oM XM3HW.

MeHeTUYeCKUIN KOH-
CyInbTaHT
(CGC)

CneunanucT, KOTOpbI NOMOraeT NioAsM U CeMbsIM NOHATbL UX Hacnea-
CTBEHHble 3aboneBaHnst U reHETUYECKUIA PUCK. [EHETUYECKNIN KOHCYMb-
TaHT MOXET NOMOYb BaM MOHSATb N MHTEPNPETUPOBaTL pesyrnbTaThbl Balle-
ro reHeTu4eckoro tectuposaHus. Cm. Maesy 1 «feHeTuka RYR-1-RD».

lMepBbIM CcneumannucToMm, K KOTOPOMY Bbl CKOpee Bcero obparturtech, byaert Ball HEBPOSOr (B HEKOTO-
PbIX CNy4yasix Bbl MOXeTe 06paTUTLCSA K rEHETUYECKOMY KOHCYNbTaHTY 40 obpalleHus K HeBponory).
Bckope nocne Toro, Kak Bbl NONy4YnTe CBOW AMarHo3, Ball HEBPOMOr NPpOBeAET ¢ Bamu beceny Ha
cnegyowme TeMbI:

e Baw gnarHos

» BeposaTHoe TeueHne 3aboneBaHus

» [eHeTnyeckmmn puck Hanmuna RYR-1-RD y geten n 6yaywmx geten

» Puck 3nokadyectBeHHOM runeptepmun (cm. naey 4, "3nokavyectBeHHas runeptepmus (MH)")
« CneunanuanpoBaHHbIN NNaH nevyeHns sabonesaHus

* Wmetowasaca nogaepxka u pecypcsbl
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KOHTPOJIbHbIE BU3UTbI

YacToTa KOHTPOIbHbIX BUSUTOB 415 KaXA0ro nauneHTa HazHavyaeTca niausmnayansHo. eten

B Bo3pacTe o 12 mecsueB 06bI4HO NOKa3sbiBalOT Bpayy kaxable 3-4 mecsaua. [leten ctapLiero
BO3pacTa 00bI4HO NOKa3bIBaKOT Bpady kaxable 6-12 mecsaues. YacToTa KOHTPOMbHbLIX BUSUTOB
TaKkKe 3aBUCUT OT TsKecTu 3aboneBanHns. [Npu KaxkaoM KOHTPOSTbHOM BU3NUTE, Bbl MOXETE Mo-

nyyYnTb MHOPMaLMIO O:

» [loppepxaHun 300pOBOro Beca

o OU3NYECKUX ynpaxkHeHUsIX

e [lpaBunbHOM NUTaHUK, BKItoMasa npuemMm ButamuHa D
o [lpmBuMBKax

MbILLEYHOW BONU

Ecnn y Bac nnu Bawuero pebeHka 60naT MbillLbl, Ball Bpay MOXET NOpeKOMEHA0BATbL Maccax
unu obesbonuneatowme, 4OCTynHble 6e3 peuenTta. HekoTopbie Bpayn, cneumannanpyowmecs
Ha RYR-1-RD 1 aHecTe3nn, HasHa4yaloT nepopanbHO AaHTPOoneH ANA fIie4eHNUs MbllLEeYHOW
6onun. 3TOT npenapart, ckopee Bcero, byaeT achdeKkTMBEH TONLKO ANSA NALUEHTOB CO Cneuu-
dryecKkMMn MyTaumsaMmn 1 KIIMHUYECKMMN CUMNTOMaMKN U MOXET yXyaLWnTb ApYrMe CUMNTOMbI,
No3TOMY €ro cregyeT UCMnonb30BaTh TOMBbKO MO PEKOMEHAALNN BpaYva, MMEKOLLETO OMNbIT KOH-
Tponsa RYR-1-RD.

HENEPEHOCUMOCTb ®U3NYECKUX YNPAXHEHUN

Ecnu Bbl nnun Baw pebeHoK He MOXeTe BbINONHATE (PU3NYECKME YNPaXKHEHUS B TEYEHNE
ANUTENbHOro BpeMEHU, Bpay MOXET NOPeKOMeHA0BaTb BaM U3MEHUTL ynpaxkHeHus. [lonon-
HUTENbHbIMKU cTpaTernsaMm 60pbObl C HENEPEHOCUMOCTBIO PU3NYECKNX YNPAXKHEHUI ABMS-
0TCS - YacToe BOCMNOSTHEHWE NOTEPU XKNOKOCTU, MHOrOYUCHEHHbIE “MUHN-NEPEPbIBLI” U OTKa3
OT PU3NYECKUX YyNpaxKHEHN B Nepunobl BbICOKMX YINUYHBIX TeMnepatyp. Bpad Takke moxet
nopekoMeHJoBaTb BaM BCrOMoOraTerbHble CpeacTBa NepeaBuXeHns - XOOYHKU, CKyTep Unm
WHBanNMOHyH KOMACKY.

HAPYLWEHUA 3PEHUA

Mpn npobnemax co 3peHnem Bam, BO3MOXHO, NpuaeTca obpatutbecs K OKynucTy (odtanbMo-
nory) Ans OUEeHKM ABWXKEHUI rna3 n/unun nto3a BepxHero Beka. MNaumeHTbl, y KOTOpbIX NpUCyT-
CTBYET HEMOJSTHOE 3aKpbiTUE BEK, Yallle NPOSBASOLEeecs BO BPEMS CHA, NOABEPXKEHbI PUCKY
NOBPEXAEHUS POroBuULbl; UM CriegyeT pacCMOTPETb BO3MOXHOCTb XUAKUX CNes3 Uinn apyrnx
dopm 3awwnThl a3 (noxanyncra, NPOKOHCYNBTUPYNTECH C BaIMM O0ddTanbMOSIOrom (OKynm-
CTOM) A4ns nonyyeHnsa Hanbonee adhPEKTUBHBIX peKOMeHOaLMN).

roCnNUTANN3ALNUA

Ecnu Bbl unu Bawl pebeHoK HyXgaeTecb B rocnutanvaaunmn, HEBPONOr AOMKEH NpeaocTaBUTb
NMHopMaLUIO O BalleM AvarHose u noTpebHoCTAX.
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UcTopusa BpeHTHHU

Korga BpeHTHM pognnack B 1993 rogy, ee poanTenu ¢ camoro poXaeHnsa 3ameTunn, Yto ¢ pebeHkom
YTO-TO He Tak. Bpauu coobLimnm ee cembe, 4TO, MO UX MHEHUIO, OHA HMKOIAA HE CMOXET XOAUTb Unn
roBOpUTb. TEM HE MEHee, Kaxabl AeHb BpeHTHM npogomkana NpPeBoOCXoauTb BCE OXUOAHUS.

Kak n mHorne gpyrvue niogun ¢ 3abonesaHusmMu, ceadaHHbiMu ¢ RYR-1, BpeHTHM nsHayanbHO noctaBmnm
HenpaBWIbHbIN guarHo3. M3-3a ObicTporo yxyaweHus eé sgoposbs B 2015 rogy oHa u ee ceMbsi cTa-
NN CKeNTUYEeCKM OTHOCUTBLCS K NepBOHaYvaribHOMY AMarHo3y U NPOBeNu reHeTuyeckoe TeCTMpoBaHue.
Tonbko B sitHBape 2016 roga B Bo3pacTe 22 net bpeHTHW nocTaBunm NpaBuiibHbIN gMarHo3 — 3abonesa-
Hue, cBasaHHoe ¢ RYR-1.

"[lo BCTpeuu c gpyrmmm 4neHamm coobliecTtea
HecmoTpsa Ha Bonpockl 6e3 oTBeToB 1 6ec- RYR-1. HUAKTO HE MOr NOMHOCTbIO MOHSTH
YMCNEHHble HasHa4YyeHus Bpayeun, bpeHTHU 1 ’ ’

ee ceMbsi MO-MPEXHEMY MOSHbI ONTUMU3MA, Yyepes 4To 4 npoxoausia...3a 31o 4 OeCKOHEeYHO

SHEeprin 1 NPOAOIKaIT HaaeaTbea Ha nyd-  BnarogapHa'.
wee. 6 masa 2016 roga bpeHTHM OKOH4YMNa
TexHmndecknn konneox Trident co cteneHbo
topucTta. XoTa Ha 3TOM NMyTW BO3HUKANN
cepbesHble Npobnemsbl, CBsI3aHHbIE CO 340POBbLEM, BpeHTHM HMKoraa He YyBCTBOBarna cebsi gemopa-
nunaoBaHHOW. OHa OOCTUITa BaXKHOW BEXU B CBOEW XXN3HWN, KOTOPYHO HUKTO M HUKOr4A HE CMOXET Y Hee
OTHATb.

BPEHTHWU, CTPAOAIOLLAA 3ABOJIEBAHUEM,
CBA3AHHbLIM C RYR-1.

CTtaB y4acTHukom nepsov MexagyHapogHou cemerHon koHdepeHuumn no RYR-1 B 2016 roay, bpeHTHH
Ha cebe owyTnna ueHHocTb hoHaa RYR-1. “OTkpbiB gnsa cebsa doHa RYR-1, 4, HakoHew, nonyyuna
BO3MOXHOCTb B3aMMOAENCTBOBaTbL U BCTPEYATbCS C NI0AbMU, KOTOPbIE NPOXOAMIN Yepes Te XKe CNoxX-
HOCTM, Yepes KoTopble Npoxoanna s", - 06bACHAET BpeHTHM.

[na npocmoTpa Buaeo "ctopusa BpeHTHU", noxanyicta, nepenante no agpecy: www.ryri.org/
brentney




I naBa 3

Ponb Kanbuusa n peuentopa
punaHoauHa B RYR-1-RD

RYR-1 n ckeneTtHble MbILLbI

PeuenTtop puaHoguHa tvna 1 (RyR1) urpaeTt ueHTpanbHyto posrib B onpegerieHu BpeMeHu U
KONMM4ecTBa Curbl, BbipabaTbiBAeMOW CKENETHbIMU MblLLLIAMKW, KOTOpas Heobxoauma ans no-
BCEAHEBHOWN OeATENbHOCTU, BKNOYast Xoabby, nepemelleHne n nogbem npegmetoB. Cokpalle-
HWe MbILLL, 3aBMCUT OT MOHOB KarnbLus; Oonbluee KONMYeCcTBO KanbLusa NpuBoanT K BbipaboTke
GonbLuero KonnuyecTsa cusbl. BHYTpy MbILLIEYHOM KNETKN, KOTOpas HaxoanTCa B COCTOAHUM
MOKOS, KanbLUun XpaHUTCS B OTCEKe Nof HasBaHMEM capKornasmaTudeckum petukynym (SR).
RyR1 - aT0 npuBpaTHUK, OTBETCTBEHHbIV 3a BbICBOOOXAEHNE NOHOB KanbLMsa U3 OTCeKa ans
XpaHeHus SR B MOMEHT, Korga nponucxoauT cokpalleHne mMbliwy,. OyHKUMA npuBpaTHUKA Karb-
una RyR1 mexaHunyeckn KOHTponupyeTcst ApyrMm Genkom, KOTOpbI HasbiBaoT AUrMApONnpu-
AanHoBbiM peuentopom (DHPR). Korga ckeneTHble mblwibl paccnabnersl, DHPR yaepxusaet
6enok RyR1 3akpbITbiM, MO3TOMY Kanbuun ocTaetcs B oTceke Anst xpaHeHms SR. Cm. PucyHok
3.1.

Korga Mbl pellaemMm nepeMecTuTb YacTb HaLLEro Tena, Mo3r NochbifaeT AfekTpUYeCckun nm-
nynbCc, NnepegaBaembii N0 HepBaM CKeneTHbIM Mblwam ("HepBHbIM curHan"). HepBHbIn curHan
nobyxgaet DHPR notsHyTb npuBpatHuka RyR1, 4Tto6bl 0TKpbITE KaHan RyR1 n no3sonutb
MOHaM Kanbuus Tedb U3 oTceka xpaHeHus SR yepes kaHan RyR1 BO BHYTpeHHIO0 YyacTb
Knetkn (umMtonnasmy). oHbl kanbuma, KOTopble nepemMeLlatoTcs B umtonnasmy knetkm (M3 SR
yepes kaHan RyR1), nony4yatoT cnocoBHOCTb CBA3bIBATLCA C KOMMNOHEHTAMM MblLLLbl, KOTOPbIE
3acTaBNAT MbILLY COKpallaTbCa U BbipabaTtbiBaTb cuny. Yem Gonblue kanbLumsa BbicBOOOXAA-
eTcs, TEM CUIbHee cokpalleHue, n Tem bonblie BolipaboTka cunbl. Cm. PucyHok 3.2.
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Maga 3 - Kanbuuii n peuentop pnaHoguHa

PACCIABJIEHHAA MbILULA COKPALWEHUE MbILUL

Muscle Cell Muscle Cell

Calcium ° Calcium
® o o ® o ° C. e © ° o
[ [
SR ® ° ® e ¢ SR
RyR1
Cytoplasm Channel Cytoplasm Channel
| CLOSED P OPEN
DHPR orer A
® o o
o ©°%

PucyHok 3.1 - A. Mbiwua B paccrnabneHHOM, PucyHok 3.2 - A. Mbiwua B COKpaLeHHOM CO-
He cokpalleHHOM cocTtossHuu. B. Ha yBenu- crofiHuun. B. Ha yBenuyeHHOM n3obpaxeHuun
YeHHOM M300pakeHU MbILLEYHOMN KNETKU B MbILLEYHOM KINEeTKU B COKpaLLeHHOM COCTOSIHUN,
paccnabneHHOM COCTOSHUU, UOHbI KanbLuus MOHbI Kanbuusa BbiWnu u3 SR n tenepb HaxoaAT-
HaxogATcs B capKomnfa3MmaTtu4eckoM peTuky- csa B uutonnasme. C. Ha yBennyeHHoM usobpa-
nyme (SR), Ho He B uutonnasme. C. Ha yBe- xeHuun cteHkn SR, DHPR aktuBupoBaH, 1 peuen-
nuyYyeHHOM usobpaxeHun cteHkn SR DHPR He TOop RYyR1 nepexoauT n3 3akpbITOro COCTOAHUA
aKTUBUPOBaH, a peuentop RyR1 3akpbIT Ans B OTKpbITOE. ATO NO3BOSIAET MOHAM KanbLUA
npeaoTBpaLleHUs Bbixoaa Kanbuus ns SR m BbIxoauTb U3 SR n nonagartb B uutonnasmy. MNo-
nonagaHusa B LMTOMMIasmy. nagas B UMTONasMy, KanbLuum MOXET NepenTn K

crefyrolwen CTaaum COKpaLLeHUsA MbILLLY.

33 PykoBOACTBO MO KMMHUYECKOMY YXO4y



Maga 3 - Kanbuuii n peuentop pnaHoguHa

OTOT nNpouecc aHanornyeH cMbiBy B yHMTa3e. 10 3TON aHanorMm yHUTas - 3710 BHYTPEHHASA
YyacTb KNeTku (unTtonnaama), 6adok - aTo oTCeK Ans xpaHeHus Kkanbumsa SR, a Boga npeacras-
nsaet cobon noHbl kanbumsa (Ca2 +). B npouecce cmbiBa yHMTa3a Boga (MOHbI KarnbLmsi) BbICBO-
boxgaetcsa u3 pesepsyapa anga xpaHeHusi (SR) B yHUTa3 (BHYTPEHHIOK YacCTb KNETKU UNn
umTonnasmy). Becb npouecc KoHTponupyeTcs pyvkon yHuTasa (DHPR), TaHyLien 3a 3acCnoHky
yHuTasa (RyR1), koTopas oTKpbIBaeT KaHan, YTobbl Bofa BbiTekNa U3 6ayka gnsa XxpaHeHus B
yHuTas. Cm. PucyHok 3.3. YenoBek, KOTOPbI TSHET 3a py4Ky, aHanormyeH «HEpBHOMY CUrHa-
ny», sactaensawwemy DHPR oTkpeiBaTh kaHan npmBpaTtHuka RyR1. [locne pbiBKa 3a pyyky
(DHPR) oTkpbIBaeTcs 3acnoHka (RyR1), 4tobbl BbinyCTUTL BOAY (KanbLumii) U3 pesepByapa Ans
xpaHeHus (SR) B yHuTas (umtonnasmy). Takmm obpasom, cMbiB NpeacTaBnsier cobon NnoToK no-
HOB KanbLMsa U3 oTceka xpaHeHns SR B uutonnasmy, Heo6XoaUMbIN AN COKPALLEHUS MbILLLL U
npon3BoACTBa CUSbI.

Uem 6onblue BOAbI BbIAENSETCA 3a OAWH pa3, TeM CUibHEE CMbIB (CoKpalleHne MblwwL). Kor-
Aa Mbiwue Heobxoanmo paccnabuTtbes, nogadya HEPBHOMO curHana npekpawaercs, DHPR
3aKpblBalOT KaHanbl-npuBpaTHKK kKanbumnsa RyR1, a gpyron 6enok nepekadnBaeT KanbLnn na

uuTonnasmbl obpatHo B SR ans xpaHeHus (onepauusi NpoMcXoauT aHanorMyHo NOnosIHEHNIO
3anacos BOAbl).

EC Coupling is Analogous to a Toilet CmbiB

N SR RyR1

pHPR-T \NTI/E=S ) Ca?* Stored in SR

! Ona npocmoTtpa BUgeoponu-
Mechanical o w Cytoplasmic Ca?* KoB ¢ goktopom Po6eptom T.
Coupling L OupkceHOM, paccKa3biBalo-
wem o peuentope RyR1, Ha-
XXMUTe Ha nsobpaxxeHue creBa
WUIM NnoceTuUTe CanT:
www.ryr1i.org/ccg-calcium

PucyHok 3.3 - UctouHuk: PobepT T. [inpkceH, aokrop cdunococpuun. "Ponb kKanbumsa B MmmonaTum
RYR-1 npoctbimu cnosamun”. [peacrtaBneHo Ha MexayHapoaHoOU ceMenHoOM KOHcepeHLmn
RYR-1, Bantumop, MapuneHga, 2016 r .: www.ryr1.org/conference2016
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Mag.a 3 - Kanbuui n peuentop punaHoguHa

Kakune nameHeHus npouncxogat npm RYR-1-RD?

MyTaumm B reHe RYR1 BbI3biBaloT npobrnemsbl ¢ peuentopoMm RyR1, KOTOpbI BAUSIET HA HOPMaIibHYHO
YHKUMIO cKeneTHbIX Mblwy,. MyTaunn B reHe RYR1 mMoryT npuBoanTb K LUMPOKOMY CMEKTPY MbILLIEYHbIX
npobnem, BKNtoYas MbllEYHY0 CriabocTb, MbILLEYHYH0 60b, pa3pyLlieHne MblILL, U NoTeHUnansHo da-
TanbHYIO peakumto Ha onpeaerneHHble opMbl aHecTe3un («3rnokavyecteeHHas runeptepmmnga (MH)»).

[Mpn HekoTopbIX MyTauunax npuspatHMk RyR1 HauMHaeT npotekaTb. Kanbuun BbIXOAUT 13 OTCEKa ANa Xpa-
HeHWs B uMTONNasmy, NnogobHO TOMY, Kak MPOMCXOAUT NPU CTEKaHUN BOAbI B YHUTA3 13 Bayka npu HapyLue-
HUW repMETUYHOCTM 3aCNOHKW. OTO NPUBOAUT K TOMY, YTO NPU CMbIBE B Gayke MOXET OKasaTbCsl MEHbLLE
BOAbl (4TO NPMBOAMUT K «cnabomy» cMbiBy). o aHanoruu, ytedkn RyR1 npuBogat Kk Tomy, 4to B SR coxpa-
HSAETCSA MeHbLUE Kanbuusa Ang nogaepXKkm CokpalleHnst Mbllil, (YTO NpuBoanT K «bonee cnabomy» cokpa-
LeHuno). [lpyrne myTtaumm MOryT NpUBECTM K TOMY, YTO KNneTka He obpalyeT 40CTaTOMHOro KonmyecTsa
kaHanoB RyR1, 4To npuBOAMT K MEHbLLUEMY KONMYECTBY MOHOB KarbLMsl, CNOCOBHbBIX MPOHUKATb B LUTO-
nnasmy, u, cnegosaTenbHoO, k 6onee cnabomy cokpalleHuto. MNpu apyrnx mytauusax, KaHanbl-npuBpPaTHUKK
RyR1 He no3BonsatoT noHaM Kanbuusa nerko nepemeLtarbcs U3 otceka ansg xpaHeHus SR B uutonnasmy,
4YTO TaKkKe NPMBOAUT K MEHbLLUEMY KONMUYECTBY KanbLus, Bbi3blBalOLLLEMY COKpaLleHue, 1, cnegoBaTtesibHo,
K CHUXXEHMIO BbIpaboTKM Ccunbl (M B pesynbrarte K MbILEeYHON crnabocTn).

il 100% -

MOME  ABOUT  PATIENTS&FAMILIES  HEALTHCAREPROVIDERS  RESEARCH  DONATE  RYR-1INTERNATIONAL FAMILY CONFERENCES

FOUNDATION

Clinical Care Guidelines
What Patients and Families Need to Know About RYR-1-Related Diseases

Chapter 3: The Role of Calcium and the Ryanodine Receptor in RYR-1-RD
Additional Resources

VIDEOS

@ Role of Calcium in RYR-1 Myopathy

Clinical Care Guidelines
What Patients and Families
Need to Know About RYR-1-Related
Diseases

Chapter 3: The Role of Calcium and
the Ryanodine Receptor in RYR-1-RD
Additional Resources

VIDEOS

Onsa Toro 4To6bI 03HAKOMUTLCA C AONONHUTENBbHBIMU pecypcaMu U NPOCMOTPETb JNeKLUI0
«Ponb kanbuua B mmonatum RYR-1 » HaxXMmuTe Ha nsobpaxeHue Bbille U NOCETUTE CaUT:
www.ryri.org/ccg-calcium
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| naBa 4

3r10Ka4yecTBeHHasa runeprtepmus
(MH)

Baw Bpa4 MOXeT UCNoJib30BdTb ClieAyrLline TepMUHLI

O6uwasn aHecte3na: MeanumHckne npenapaTtbl, KOTOpPbIE Bbl NONy4YaeTe BO BPEMS XMpPYp-
rMYecKkon nnn meguumHckon npoueaypbl. O6wan aHecTesns Norpy><aeT Bac B COH.
Minepmetabonunyeckninn: AHOManbHO BbICOKNIA METabonM3m opraHmamMa.

MecTHasa aHecTe3ua: MeauuunHckme npenaparbl, KOTOpble Bbl NOfly4aeTe BO BPEMS XU-
pypruveckon nnm meguumHckon npoueaypbl. MectHasa aHecTesns o6e3bonmBaeTt YacTb
Tena, He ycbInnss Bac.

Muanrua: Mbiwe4yHas 6onb.

PapmakoreHeTU4ECKOE COCTOSIHUE: [[eHETMYECKUI NPU3HAK, akTUBMPYEMbIN fekap-
CTBEHHbIM TPUTTEPOM.

Pa6gomuonus: [mbenb MbileYvHbIX BOMIOKOH, KOTOpas BbICBOOOXAAET UX COAEPKUMOE B
KPOBOTOK.

NMepemeHHasa neHeTpaHTHOCTbL: MyTauusa unyv BapMaHT UMEET LUMPOKUIN CMEKTP NpusHa-
KOB M CUMNTOMOB, U CUMMATOMbI HE BCErAa NPOsBNSOTCA.

3nokavecTtBeHHas runeptepmus (MH) - 310 peakums, Npu KOTOPOW Balle Tero NeperpeBaeTcs A0 Takon
CTENEHN, YTO BalUM MbILLLbI pa3pyLUaoTCs B OTBET Ha ONpeAeneHHble aHECTETUYECKNE (NeKapCTBEH-
Hbl€) TPUITEPbI; MPU TaKOM COCTOSIHUM TpebyeTcs HEOTNOXHAsE MeauUMHcKas nomolb. MNpu Hecso-
€BPEMEHHOM OKa3aHuu NoMoLn nauneHTy ¢ MH runeprepmus MOXeT NpUBECTM K MOYEYHOW HELO-
CTaTOYHOCTU, NOBPEXAEHNIO TONIOBHOIO MO3ra, OCTaHOBKE CepALa, 0Tkasy ApYrmx OpraHoB U Aaxe K
cmepTn. MH knaccuyeckn 3BEeCTHO Kak (papMakoreHeTU4eCcKoe pacCTPOMCTBO. DTO O3HAYAET, YTO Y
Yyenoseka NPUCYTCTBYET reHeTMYeCcKas NPEAPACNONOXEHHOCTb K HEMY (M3-3a MyTaLMKN B FTEHE), HO HET
npuctynos/kpuaunca MH, ecnu ero/ee He nogBepratoT BO3OENCTBUIO aHECTETUYECKNX (NEKAPCTBEHHBIX)
TpuUrrepoB. ATO YacTo Ha3bIBaKOT "lMpeapacnonoXXeHHOCTLIO K 3nokavyecTBeHHou runeptepmun (MHS)".
CyLLecTBYOT 1 Apyrne cMMNTOMbI, KoTopble ntoan ¢ MHS moryT ucnbiTbiBaTb B OTBET Ha ApYrne BHELL-
Hue Tpurrepbl (HaNpUMep, PU3NYECKYHO HarpysKky), Takme Kak paégomMuonus (paspyLleHne M),
CUIbHbIE MbILLEYHbIE CMa3Mbl U CKOBAaHHOCTb, @ Takke HENEPEHOCUMOCTb Tenna.
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aga 4 - 3nokavectBeHHast runeptepmus (3N)

B HekoTopbix cniydasx M3 moxeT BO3HMKATb NpK OTCYTCTBUM MbILLEYHOW criaboCcTu; gpyrMMmmn crioBa-
mMu, nogm ¢ N3 MmeroT HopmarnbHYH (MK AaXe NOBLILIEHHYH0) CUIY, N X €OUHCTBEHHbIM "CUMMTO-
MOM" SIBNiSieTCA BOCMPUMMUYMBOCTL K peakunam 3I. U, HaobopoT, M3l Takke MOXET BO3HMUKATL Y Naum-
eHToB ¢ RYR-1-RD ¢ TMnn4HbIMK Npr3HakaMmm 1 CUMNTOMaMn MyonaTum (MbllievHasi cnabocTtb) (CMm.
Maey 2 "KnuHunyeckne oco6eHHoctn RYR-1-RD").

Tpurrepbl ona MH BknoyaoT onpeaeneHHble npenapathbl, KOTOpblE UCMONb3YHTCS NS obLwen aHecTe-
3UKn, Korga naumeHTa "norpyarT B COCTOAHME CHA", 06bIvYHO nepep onepaumen. ObLiasa aHecTesuns
NCNONb3yeTCsl B CaMblX Pa3HbIX YCNOBUSX, BKIOYAsi ONepaumoHHbIe, OTAENEHNSI HEOTIIOXKHOW MOMOLLM
n otaeneHust uiteHcmeHom Tepanun (OUT). Cneundumyeckme npenapatbl, KOTOPbIE, Kak M3BECTHO,
BbI3blBalOT MH, BKMOYAIOT: CYKLMHWUIXOMWH (BBOAMMBIN BHYTPUBEHHO) U MHIaNsILMOHHbIE ra3oBble aHe-
CTETUKM (Hanpumep, nsodnypaH, ceBodnypaH u aecdrnypaH), KOTopble BBOASTCA Yepe3 AblXaTeNbHYy

TPyOKYy.

MeHeTUKa NpenpacnonoXeHHOCTH K 3riokavyecTBeHHou runeptepmun (M3r)

leHeTuka M3l cnoxHa. B 60MnbLUMHCTBE CryvaeB 3TO SBNSAETCA ayTOCOMHO-A0MWUHAHTHbLIM MpuU-
3HaKoMm. OTO 03Ha4aerT, 4To npu Hannyum N3l y Bac, BeposTHee Bcero, N3N ecTb y KOro-To 13 BaLumx
poauTenen. ATo Takke 03HAYaET, YTO BEPOATHOCTb HacnegosaHus M3l y kaxxgoro 13 Ballmx geten
coctaBngeT 50%. OgHako BcTpeyatoTcs pegkue cnydau, npu kotopblx M3l y nayneHTa saensetca de
Novo, a 3TO 03HAYaEeT, YTO NAUMEHT - NEePBbI B CEMbE, Y KOTOPOro BO3HWKMNA Takas npeapacronoXeH-
HocTb. Bpauu Tarke Habntoganu 3l y nogen ¢ ayTocoMmHo-peLeccuBHbIMU MyTaumsmmn RYR1.

CyLiecTByeT MHOXECTBO M3BECTHbIX MyTauun RYR1, koTopble, kak ynomMuHanock, BbidbiBatoT M3
BonbLUMHCTBO M3 HUX SIBNSAIOTCA ayTOCOMHO-AOMUHAHTHBIMU MyTaunsamu. Y GonbLUMHCTBA fogen ¢
M3l HeT 3amMeTHOM MbilweYvHon cnaboctn. OHKM KaXKyTCA 340POBLIMU U AaXe CUMbHLIMU, MPU 3TOM OHM
He NepeHoCcAT Xapy 1 / U ynpaKHEeHUs!, UM UCMbITbIBAOT CKOBAHHOCTb MbILLL, MPWY O4EHb HU3KMX
Temnepatypax. HesaBmcmmo ot 3T10ro, Bce naumeHThl ¢ [N3I7 4omkHbI NpoXoanTb MPOBEPKY Ha Hanmuune
myTauun RYR1. Kpome Toro, crieqyet yunTbiBaTb, YTO BCE NALMEHTbI C MyTauusMu / BapuaHTamm reHa
RYR1 nogeepeHbl pucky 3r.

MyTtaumm RYR1, cBA3aHHble ¢ 3I, EMOHCTPUPYIOT NepPeMeHHYI0 NeHEeTPAHTHOCTb. OTO 03HAYaET, YTo
YyernoBeK MOXeT 0e3 Tpyga nogBepraTbCsa TPUrrepam HECKOSbKO pas, 40 TOro Kak BnepBble Npoun3omn-
net peakums 3l Ewe 6onblie 3anyTbiBaeT TOT akT, YTO M0an C OQUHAKOBOW MyTauunen (Bkmwoyas
YSIEHOB OOHOW CEMbM) MOIYT UMETh Pa3Hble KIMHUYECKNE OCOBEHHOCTU: HEKOTOPbIE MOTYT MMETb MO-
BbILLUEHHY YYBCTBUTENBHOCTL K TEMNSY, Y APYIMX MOrYT NPUCYTCTBOBaTb peakumn 3l Ha aHecTesnto, y
TPETbUX NPU PUBNYECKUX YMPAKHEHUSX MOXKET BO3SHUKHYTb pabaomMmnonuna, a y 4eTBepTbiX 3T hakTopbl
He BbI30BYT HMKAKNX PACCTPONCTB.
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aga 4 - 3nokavectBeHHast runeptepmus (3N)

3I, cBAAI3aHHaA ¢ aHecTe3uen

Knaccuyeckoe onpegenenuve 3l npegnonaraet runepmeTadbonuyeckyro peakumio (Hanpumep,
BbICOKasi TeMneparypa, BbICOKMUI YPOBEHb YIMEKNCOrO ra3a B BblgblXaeMOM BO34yxe, yvalleHHoe
cepauebueHre n pabgommonns) Ha onpeaeneHHble Buabl obLen aHecTeanm u / unm KOHKpeTHoe
nekapcteo. «MecTHas» aHecTe3nsi B BUAe NOAKOXKXHON UHBeKUuMM 06bl4HO He Bbi3biBaeT 3I. Cyle-
CTBYET [Ba TuMna npenapartos, UCNOMb3yeMblX Npy 0bLLen aHecTe3nmn, KOTOpPbIX BaM crieayeT nsbe-
raThb:

* Bpabixaemble rasbl: K HUM oTHOCATCA nsodoniypaH, cesodurypaH, aHdnypaH, acup, ranotaH,
MeToKcudrypaH u gecdrypaH.

e CYKUMHUNXONUH: OTO BHYTPUBEHHOE NEKAPCTBO, UCMOMb3yemMoe A5 BPEMEHHOro napanuya
MbILLLL, KOTOPOE 0ObIYHO UCnonNb3yeTcst Ansa obLen aHecTe3ann 4O U BO BpeMsi onepauumn unum B
9KCTPEHHBbIX cny4vasix. [penapat HeMeaneHHo napanuayeT Baluy MbilLbl, 1 0O6bIMHO ero aewn-
CTBUE BbICTPO NPOXOAMT.

Mpn BBegeHum Takoro Tuna npenaparoB naumeHty ¢ 3lM-accoynmnpoBaHHon mytauuen RYR1,
npoucxoaut peakuusa 3I, peuentop RyR1 octaetcsi OTKpbITbIM U NPOMNyCKaeT CINLLKOM MHO-
ro Kanbuusa B MbILLEYHYH KIeTKy. OTO NPOoAfieBaET COKPALLEHNSA MbILLbI U Bbi3blBAET pabao-
MMOMN3, NPU KOTOPOM MbILLIEYHbIE KNETKM CXUratoT BCKO CBOKO SHEPTUI0 U ymupatoT. Pabgommnonua
BblaensietT Tenno. OH Takke BbICBOOOXOAET B KPOBb BLICOKMA YPOBEHDb Kanus U MbllLeYHoro 6enka
nog HaseaHnem MunornobuH. Bcneagcteme aToro mova npnobpeTtaeT TEMHbIN LBET. N30bITOK Kanus u
MUOrnoburHa B KPOBU MOXKET MPUBECTU K CEPLE3HBIM M OMAaCHbIM ANSA XU3HW NOBPEXAEHUAM APYrmX
OpraHos.

Kak npaBuno, y 4yenoBeka, UCMbITbiBatOLLEro peakuunio 3I, NposiBNATCS cneaywmne CUMNTOMbI:

« OnacHo BbICOKas Temneparypa Tena

* YvauieHHoe cepguebueHune

* YyalleHHoe ablXxaHue

e CKOBaHHOCTb CKENEeTHbIX MbILLUL, N0 BCEMY Teny
» Pabgomuonus (paspyLlueHne mMbilil,)

* BblCOKMM ypoBEHb KUCIOThI B KPOBU

» TemHasa moya

Korga Bo3HukaeT peakumsa 3I, Bpaum JOMKHbI HEMEeOTEHHO NPEKPaTUTh ra3oByt0 aHeCTe3nto 1 Noa-
AepXuBaTb aHECTE3UI0 C MOMOLLLIO NpenapaTos, He coaepXalmx Tpurrepos. MauyneHTta Heobxoam-
MO OXJ1TaAnTb 1 YBENUYNUTL Nogady BAbIXxaemMoro kucnopoga. Bpadyam Takke He0OOXOAMMO NOSTOXNUTb
nauneHTa nog KanernbHuLUy C NIeKapcTBOM 4151 AKCTPEHHOrO NPUMEHEHUS Mo Ha3BaHMEM AAHTPO-
neH. lNocne okoH4YaHMS Kpusnca naumeHT obbIYHO NOCTYNaeT B OTAeNeHne MHTEHCUBHOW Tepanuu
(OUT). B OUT naumeHTy MoryT AONOSTHUTESbHO HA3Ha4YUTb AAHTPOSEH, U Bpadn ByayT cneanTs 3a
naunMeHToM Ha nNpeaMeT OCITOXKHEHUI, TaKNX KaK NOBPeXaeHNe opraHoB 1 TPOMObI.
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Anesthesia Equipment

Patient

Monitors
Anesthetic Agent

Vaporizers

Anesthesiologist

Mechanical
Ventilator

Breathing
Tubes

Carbon
Dioxide
Absorber

UnnocTpauus, nokasbiBaloLlas nayMeHTa B onepauuoHHON, nony4varoLwero
obLlyro aHecTe3unto OoT aHecTe3aunonora. NMaumeHTbl ¢ MmyTaumamu RYR1 noaBep-
X€Hbl PUCKY 3roKayecTBeHHOW runeprtepmumn (3IN), noTeHUMaNbLHO cMepTeNbHOMN
peakuum Ha obLLyH0 aHecTe3uo.

UcTounuk: JAMA. 2005;293(23):2958. doi:10.1001/jama.293.23.2958
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aga 4 - 3nokavectBeHHast runeptepmus (3N)

Kak pnarHoctupyetcs MN3r?

AnarHoctnposaHue M3l 3aBuCUT OT:

+ CeMeNHbIM aHaMHe3: bbinv N y ogHoro nu3 poautenen n/wnn 6para unm cecTpbl
NPU3HaKN UM CUMNTOMBI, yKasbiBatowwmne Ha M3l (Hanpumep, npuctyn 31" n/unu pab-
aomuonunsa)?

* Baw nu4yHbIn aHamHe3: Bbinv N1 y Bac NpM3Haku unm CUMNTOMbI, yKasblBatoLLmMe Ha
M3r (Hanpumep, npuctyn 3 1 / nnu padgommnonusa)?

« leHeTnyeckoe TectTupoBaHue: [poxoannu nNun Bbl UMM YSeHbl Ballen CEMbU FreHEeTU-
yeckoe TecTupoBaHue Ha myTaumm RYR1 (a Takke Ha gpyrve mytaumm, CBs3aHHbIE C
Mna3r)?

MHorga reHeTu4eckoro TecTMpoBaHus HegoCcTaTouHo. VIHorga reHeTuyeckoe TecTnpoBa-
HWe JaeT oTpuuaTenbHbIn UM HeybeauTenbHbIn pesynbsraTt. B cutyaumm, npm KOTopon He
NCKITHOYAOTCS KIMHMYECKNE NOAO3PEHUS Ha TO, YTO y YernoBeka MOXeT 6biTb M3, mo-
XeT notpeboBaTtbes cneumansHas buoncusa Melwy,. Takasa cneunansHas buoncus Mbiy,
Ha3bIBaEeTCs TECTOM Ha KOHTpaKTypy kodeunHa v ranotaHa (CHCT), n aTo 301n0ToM CTaK-
aapt ans anarHoctuku M3l B CeBepHont AMepuKe eCTb TONbKO NATb LIEHTPOB, B KOTOPbIX
NpoBOAUTCSA TECTUPOBAHME TaKoro Tmna:

» BbonbHMua obuwero npoguna TopoHTo, I. TopoHTOo, KaHaga

* YHuMBepcuTET MEeQULMHCKMX HayK, I. beTtecaa, wrat Mapunena, CLUA
« KanudopHuimnckun yHneepcuter, r. densuc, wtat KanudgopHua, CLUA
e YHuBepcutet MuHHecoThl, r. MnHHeanonuc, wrat MuHHecota, CLUA

o BbanTtuctcknin meguumnHcknin LeHTp Yank dopecT, r. YUHcToH-Cennem, wrtat CeBepHas
KaponuHa, CLUA

Cnuncok eBponemncknx LEeHTPOB, BbINOSTHAOLWMX 3TOT TECT, yKka3aH Ha Beb-canTte EBponen-
CKOW rpynnbl 3nokavdecTtBeHHon runeptepmun: www.emhg.org/mh-units-map.

ECJIN MHE NOHAOOBUTCA XUPYPITUYECKAA OMEPALNA?

Bce aHecTes3nonorm 4omkHbl MICXOAUTE U3 TOro, Y4To BCe ntoaun ¢ myTaumnamm RYR1 nogeepxeHbl pu-
cky 3I". Ecnn Bbl coobLumnTe CBOEMY XMPYPry 1 aHECTE3MOorory o Hanudmm y Bac mytauum RYR1 n/vnn
M3I, Bpaun cMoryT NpuHATL Mepbl NPESOCTOPOXHOCTU 1 nogobpath gpyron, 6e3onacHbIn Ansi Bac BU4
aHecTeTuKa.
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4YTO HYXKHO UMETb B BULY:

* [lpnobpeTtnte N HOCUTE MEANLMHCKOE YOOCTOBEPEHNE NIMYHOCTM C MHApOPMaLMEN O TOM, YTO Bbl
noasepxeHbl pucky 3I, Ha cryvan Ype3Bbl4anHON CUTyaLum

e CoobwmTe cBoeMy xmpypry M aHectesnonory o Hanuyum y Bac mytaumii RYR1 u M3 3abnaroepe-
MEHHO, 324050 A0 AHsS onepaummn (4Tobbl y Bpaden 6b1n0 BpeMsi Ha MOArOTOBKY COOTBETCTBYHOLLE-
ro obopyaoBaHus, NekapCTBEHHbIX NPenapaToB U NPUHATUE MeP NPEegOCTOPOXHOCTM)

» Bam He HyxHa [03a AaHTporieHa nepesa onepauuvei
e Bam He HyxHa Groncusa MbilL, nepeq onepaunen
e Bam He Hy)HO ocTaBaTbCsi B 6onbHMLE AOMbLUE, YEM APYIMM NauueHTaM rnocre onepaumm

e Bac moryT oTBe3Tu B Ty e NocrneonepaumoHHyto nanaTty, 4To 1 gpyrux naunmeHToB (6onbHULbI
XOpPOLLO NPOBETPUBAIOTCH , NOITOMY B BO34yXe NPAKTUYECKM HET ra30BOr0 aHeCTeTMKa, Bbi3blBato-
wero 3IN)

"Co3HaTtenbHaa" 3I

B peakux cnyvasx y naumMeHTOB MOXET BO3HUKHYTb peakuusi, noxoxasi Ha 3, 6e3 aHecTe3uu.
HWKTO TOYHO He 3HaeT, YTO e€e BbI3bIBAET, HO B HEKOTOPLIX CryYasX TPUITEPOM MOXET CTaTb CO-
yeTaHue cTpecca, PU3MYECKUX YNPaKHEHUN, apbl 1 6onesHn. "CosHaTenbHan" 3l - gocTaTouy-
HO CMOPHbIN TEPMUH, NOTOMY YTO B KITACCUYECKOWN TPaKToBKe TepMmHa rosoputcs, 4to 3l - ato
peakumsa Ha aHecTe3nto. [10aTOMy HEKOTOpbIE Bpayn He UCMONb3YT TEPMUH "co3HaTenbHas" 31
N NpeanoynTalT anbTepHaTMBHOE Ha3BaHWe, Takoe Kak "3IM-nogobHas" peakuus.

Pa6gomuonus npu domsnyeckomn Harpyske (ERM) nunm tennoBoe 3abonesa-
Hue npu cpusnyeckomn Harpy3ke (EHI).

JTroan, noaeeprasLumecd npuctyny 3 unu nmetowme 31 B ceMenHOM aHaMHe3e, TakKe MOryT NposiB-
NATb YYBCTBUTENBHOCTD K XKape U akTUBHbIM hmnanyeckum ynpaxkHeHusm. bonee toro, guarHoa M3
MOTyT NOCTaBUTb 30OPOBOMY YENOBEKY, €Cr OH/OHA HE NEPEHOCUT Xapy Unv nogsepranncb NpUCTy-
ny ERM wnu EHI. o 30% npuctynos pabaomuonusa npy ou3n4eckon Harpyske CBA3aHo ¢ MyTauus-
M RYR1. CywecTtsyeT koppensauusa mexay 3 n paégommonnsom (ERM) / TennoBbim 3aboneBaHnem
(EH) npu donandeckon Harpyake, HO HUKTO HE 3HAET, HACKOMNbKO CUSTbHA 3Ta Koppensiuums.

Pa6gomuonua (ERM) /TennoBoe 3abonesanne (EH) npu pmsnyeckon Harpyske noxoxu Ha 3rokade-
CTBEHHYI0 runeptepmuio (3I7), 3a UCKMOYEHNEM TOFO, YTO STOT TUN peakLmm NPOMCXOANT B OTBET Ha
u3myeckne ynpaxxHeHUs, CUIbHYHO Xapy Unv Npy codeTaHum oboux pakTopoB, a He Ha MHransILnoH-
HYI0 aHEeCTe3nto 1 / NN NpueM CyKUMHUNXonuHa. K apyrum Tpurrepam OTHOCSITCA HapKOTUKKU 1 Bones-
HUW, TaKkne Kak BUpycHas nHdekuusa. Bo Bpemsa nogoOHbIX MPUCTYMNOB MblLEYHbIE KIETKN YMUPAKOT U
BbICBOOOXJAKT CBOE COAEPKMMOE B KPOBOTOK. YenoBek YyBCTBYET CUSbHYIO MblLeYHY0 6onb. Moua,
B KOTOPYIO NonagatoT npoaykTel pabgomuonuaa, npuodpetaeT TEMHbIN LBET. B kpoBU BO3MOXEH
BCMneck 6enka nog HasBaHMeM kpeatuHdocdoknHasza (CK). OTkas ot nevenms npu ERM/EHI moxeT
NPUBECTU K NOYEYHOWN HeJOCTaTOMHOCTM, 0O6pa3oBaHMI0 TPOMBOB, apUTMUK BNOTb A0 NETanbHOro
ncxoga.

Mpwn Bo3HUKHOBeHMM ERM/EHI Bpaun ocmaTpuBaloT nauMeHTa u peLlatoT, Kakon Bug nedeHnsa emy/en
nogomnaer - ambynaTopHoe NneyveHne Unu yxoa B OTAENEeHUN NHTEHCUBHOM Tepanuun. PelleHne 3asu-
CUT OT CTEMEHUN TAXKECTUN peakunu.
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maBa 4 - 3nokadectBeHHada runeprepmus (MH)

Ecnu Bbl npoxoanTte ambynaTopHoe neveHune, Bpayn MoryT NopekoMeHA0oBaThL BaMm:

e OT1oblx

e [11Tb MHOrO BOAbI

e Bblcbinarbcs

* W3beratb xapbl

* B TeyeHmne HeKOTOPOro BpemeHn nsberatb 3aHATUIA CNIOPTOM

e W3beraTb NpuemMa nekapcTs, KOTOpPbIe MOrYT CNPOBOLMPOBATL CreayoLwuiA NpucTyn (06s3aTenbHO
npoynTanTe 0 BO3MOXHbIX MOBOYHbIX 3ddhekTax Mobbix NekapcTs, KOTOPbIE Bbl MPUHMMAETE)

e He ynotpebnaTb kodeunH

e [lpyMHMMaTbL BaHHY CO Nbaom (Hanpumep, pyToonMCTbl U T.4.)

Ecnun cteneHs ERM/EHI goctaTtouHo cepbesHa, U Bac NOMECTUNKN B OTAENEHNE MHTEHCMBHOW Tepanuu,
BaM MOryT Ha3Ha4nTb:

e JleyeHne gaHTponeHom

e BHyTpuBEHHOE BBEAEHME XMUOKOCTU

e [lvanu3 npu HapyLeHnn yHKLMM NoYeK N MOYeoTaeNeHns

e PekomeHaauus nsberatb npuema rniekapcTs, KOTOpble MOryT CPOBOLMPOBATL €Le OAMH NPUCTYN

e OxnaxpgeHuve Tena (XonoAHble BHYTPMBEHHbIE XUOKOCTU 1 OXNaxKaatoLee oaessno)

Mocne Toro, kak npuctyn ERM/EHI npongeT, Baw Bpad NpOKOHCYNLTUPYET Bac HACHET BO3BPaLLEHUSA
K CNOPTUBHLIM U APYrMM 3aHATUAM. Bam He HyxHO nsberatb nobon unsnyeckon akTMBHOCTU, €CNK B
BalLLeM aHaMHe3e HET TenoBbIX yoapoB unu pabgomunonusa. PekomeHgyeTca NpuHATL cnegytowme
Mepbl NPeaoCTOPOXKHOCTH:

» [loroBopuTe CO CBOMM Bpa4oM, Npexae Yem Npuctynatb K (on3NYeCcKUM yrpaxKHeHUsIM Unn cnop-
TUBHOI Nporpamme.

* W3berante CUNbHON Xapbl UK Xornoaa.
e W3berante 4ypeaMepHO NHTEHCUBHbIX YNPaXXHEHUI N NPUCIYLLUMBANTECH K CBOEMY OpPraHu3my.
e 3BeranTe TPEHNPOBOK Ha Npeaerne COOCTBEHHbIX BO3MOXHOCTEN / UCTOLLEHMS.

e He 3aHMMaiTeCh (PM3NYECKUMU HArpy3Kkamm B CUMbHYHO XKapy UK Xornof, eCniu Bbl GonbHbI UK
HeaaBHO yNoTpebnany HapKOTUKN UMK anKorosb.

e |3berante 06e3BOXMBAHNSA BO BpeEMST (OM3NHECKNX 3aHATUN.

e Hocute ycTpoOMCTBO BbI30BA 3KCTPEHHOW MeauLMHCKOM nomoLum, Hanpuvep: MedicAlert, SOS-o-
Xepenbe nnu 6pacner.

e Yb6eauTech, YTO y Bac UMeeTCcs oxnaxaatollee CpeacTso.

e He ncnoneaynte HIMBI (Hanpumep, acnupuH, nbynpodeH) Ansa nevyeHnsi ronosBHom 6onun, gpyrnx
BMAOB 6onNn nnun ansa CHWXeHWUs TemnepaTypbl nepeq TeM Kak 3aHATbCcA cnopTom. Ecnum Bbl 3a60-
nenw, JOXANTECH BbI3AOPOBMEHNS.
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Uctopua Koau

Kak nrpoky, 3aHsaswemy 10-e mecTto B 06LLEM 3a4eTe MO PENTUHTY
apadpta HXJT 2008 roga, Kogn XogxcoHy ceeTuno bnecrtsiee by-
aywee B HXJ1. 3a cBoto wectuneTHow kapbepy Koam BeicTynan 3a
"BaHkyBep KaHakc", "baddano Cenbps" n "Hawsunn MNMpegatops".
XoTa Kogun ncnbiTbiBan MbilLeYHble cra3Mbl BCHO CBOI »KMU3Hb, OH He
npugasan UM CEpPbEe3HOro 3HaYEHUs!, cYnTast X HOpManbHOW COCTaB-
nsawLwen Kapbepbl NpodeccrnoHanbHoro crnoptcmeHa. Ho nocne Toro
Kak ero cumnTombl cTanu 6onee cepbe3HbiMU B Nepuog npodeccmo-
HamnbHbIX UrP, OH BCNOMUHAET: "A MOHSAM, YTO MHE HyXXHa MeauLMHCKas
nomoLlb". Y Hero 6b1510 MHOMO TPEBOXHbBIX MPU3HAKOB M CUMMNTOMOB,
TaKuX KakK: 3aTpygHEHHOE OblXxaHue, cepaeyHas apuTMusl, MOHMKEHHoe
KpoBSAHOE faBreHne BNoTb 40 "NoTepn Co3HaHUA", a Takke Moda LBe-
Ta Yas. TshkecTb 3TMX CUMATOMOB NpuBesia K rocnutanusauumn B 2015
rogy, Korga Bpadv guarHoCcTMpoBanu y Hero pabgoMmonms, Tshkenoe u
noTeHUManbHO CMepPTENbHOE COCTOSHME, CBA3AaHHOE C aHOMaITbHbIM
paspyLleHneM MbILLL,.

S

Bo Bpems ce3oHa 2015-2016 rogos B "Hawsunn MNMpegatops”, Koan

Hanpasunu kK goktopy Lenne Praswn, aHectesnonory n ogHomy
13 BegyLmnX MMPOBbIX 3KCMEPTOB NO 3110KaYECTBEHHOW runepTep-
MUK, PacCTPONCTBY MbILLL, YaLle Bcero obycrioBneHHoMy myTa-
umen reHa RYR1. Joktop Puasu, yneH Hay4yHoO-KOHCYNbTaTUBHO-
ro coeeta ®oHga RYR-1, 6bICTpO NOHANA, YTO MHOTOUYUCTEHHbIE
TpaBMbl Koau, Tsxenble CMMNTOMbI M NPUCTYNbI pabgoMuonuaa,
BEPOATHO, ObINN BbI3BaHbI 31I0KAYECTBEHHOW runepTepmMmen,
cBazaHHon ¢ RYR-1. OHa notpeboBana npoBeCcTn reHeTuyeckoe
TecTupoBaHue 1 6MoNcuo MblLlL, KOTOpble NOATBEPAWUNN Ana-
rHO3.

Koau (cnpaBa) Ha MexxagyHapogHOn ceMenHomn

KoHdepeHumn RYR-1 2018 roga c JlnHacu
FonpGepr (cresa) u Gpatom Koau, KneittoHom OnpegeneHne gnarHosa goktopoM Prasu npuHecno Koam orpom-

(nocepeauHe). Hoe obneryeHue. "Tbl TepNULLL MHOTO TPaBM, U 3TO HAHOCUT
duraundecknin yepb Bo Bpems Urpbl B XOKKeNR, - rosoput Kogu,
- HO KOraa Tbl He YBEPEH, YTO MMEHHO C TOBON NPOUCXOANT, 3TO
nyraet no-Hacrodwemy".

HokTop Puasn coobwmna Kogn o ®oHge RYR1 n nosHakomuna ero ¢ npe3ngeHtom doHaa, JOKTOPOM
Mankrnom MNongbeprom. Nocne BcTpeun ¢ goktopom Mongdeprom B Havane 2018 roga v nonyyeHns go-
nonHUTeNbHoM MHdopMaumm o pabote doHaa RYR-1 Kogu ckasan:"Hagetocb, PoHg RYR-1 1 a cmo-
K€M NMOMOYb He TOJNIbKO Pa3BUTUIO CTPATErnm sie4eHUs, HO U NOMOYb poaUTensaM, NauueHTam u
CeMbfiM, NOCTpagaBLUMM OT TAaKOW MyTaLMu, YTOObI OHM CMOTTIM Jy4lle NMOHATb CBOE COCTOsAHME,
NPUHATbL COOTBETCTBYHOLME MepPbI NPeAOCTOPOXKHOCTU U NOSTYYUTb AOCTYMNHOE JieyeHune".

Ona npocmoTpa Bugeo "Uctopua Kogu", noxanyncrta, nepengure no agpecy: www.ryri.org/
cody
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Mory nu 51 BepHyTbCA B CNOPT?

[MoroBopuTe CO CBOMM BpayoM O BO3BPaLLEHMM K CIOPTY M CneaymTe ykasaHuam Bpaya
npv nocnegytowmx noceweHusax. Jlrogu, y kotopblx cnyvaetca npuctyn ERM/EHI, o6bl4HO
NnocTeneHHO MOryT BEPHYTbCS K cnopTy. Kak npaBuno, B Te4eHne onpeaeneHHoro ne-
puoaa BpeMEHN UM NPUXOANTCA 3aHUMATbCS NerkumMu ynpaxHeHusmu. Npu oTcyTcTBUK
cumntomoB ERM/EHI MOXXHO BEPHYTbLCA K 3aHATUAM criopTom. OYeHb BaXKHO criefoBaTtbh
pekomeHgaumam Bpadya. Cnegyet obpatuTbCs K Bpady, ecrnv y Bac NOSIBATCA Takue CUM-
NTOMbI, KaK MblLLeYHasa crnabocTb, Cyaoporu, oTek unm 6oneb.

CtaTuHbI

CTaTuHbl NPMHUMALOT NPU BLICOKOM YpoBHe xonectepuHa. Y 10% - 29% nogen, npuHuma-
OLLIMX CTaTUHbI, NOABASOTCA NOOOYHbIN 3dEKT No4 HAa3BaHMEM CTaTUHOBAas MUONAaTUA.
K cumnToMam ctaTMHOBOW MMONATUN OTHOCATCS:

* MbiweyHas cnabocTtb
» Cynoporu

e Bonun B mbiluax

e OTeK MbiLL,

WccnegoBaHua nokasanu, 4To u3-3a npuemMa cratnmHoB peuentop RyR1 moxeT ocTa-
BaTbCS OTKPbITbIM. OTO NPUBOAUT K YBESTIMYEHUIO KONMYECTBA Kanbuus B UuTonnasme
MbILLEYHbIX KNeToK. B 6onbWNHCTBE cnyyaes aTo He BNMSET Ha paboTy mMbiwl,. OgHako y
HEeKOTOpbIX M0AeN, CTpadarLwmx CTaTMHOBOW MUONaTUeNn, Takke NPpUCyTCTBYET MyTauus
RYR1. B ogHOM 13 nccnegoBaHumM Ha XMBOTHbIX Npenapat CumBacTaTuH Bbi3Ban 3[-no-
AO6HbIV npucTyn y Mblwen ¢ myTaumen RYR1. [1na Toro 4Tobbl ny4yiue noHATbL CBA3b
mMexay ctatnHamu, mytaumamm RYR1, mrmonatmein n M3I, Heobxoanmbl 4OMNOAHUTENBHbIE
nccrnenoBaHus. [10aToMy, ecnv y Bac BbICOKUI YPOBEHb XONecTepuHa, Bbl A0SMKHbI CO06-
LWKNTb CBOEMY Bpayy 0 Hannymm mytaummn RYR1, gns toro 4to6bl BamM Mornun nogodpatb
Hanbonee onTuMarnbHble NS Bac fiekapcTea.
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Pecypcbl Ha Temy 3I

Accouunauuns 3nokadyectseHHou runeprepmun CoeaguHeHHbix lWtatoB (MHAUS) npe-
AOCTaBnseT nHopMauuio Ang nauynmeHToB U ux cemen: www.mhaus.org.

CeBepoamMepuKaHCKUN PerucTp 3510Ka4eCTBEHHOU rMnepTepMmumn OTCrEXNBAET io-
aen, y kotopbix 6binun npuctynsl 3. OH Takke NnpegoctaBnseT JaHHbIE U MHopMaLnio
nccnegosatensam, 4Tobbl oHM Mornu nogpobHee nayuntsb 3l Ecnun y Bac 6611 317 1 Bbl He
3aperncTpupoBaHbl, nocetTute Beb-cant opraHmsaunmn: www.mhreg.org.

EBponenckas rpynna 3nokayecTBeHHOM runepTepMmmn NoaaepXxmBaeT nccrnegoBaHns
no 3. Mpynna Takke NoBblWaeT UHPOPMUPOBAHHOCTb NALMEHTOB U UX CEMEN: WWW.

emhg.org.
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I naBa 5

INerkue/llynbmoHonorus

Baw Bpa4 MOXeT UCNoJib30BdTb ClieAyrLline TepMUHLI

OuuncTtKa gbixaTeNbHbIX NyTeN: YaaneHne crnmsn n pyrmx BelecTs U3 ferkmx.
Ovadparma: OcHoBHas MbilwLa Booxa.

Kndo3: AHoManbHbI n3rnb No3BOHOYHUKA Ha3ag («ropb»).

TN®: TecT nero4yHon yHKUUN.

Pecnupauumsa: [bixaHue.

ObixaTenbHasa He[OCTaTOYHOCTb: [lbixaTenbHble MbIlLbl HE MOryT obecneunTb gocTa-
TOYHOrO KONMMYeCcTBa K1CNopoha U B JOCTAaTOMHON Mepe M3baBuUTbCS OT YrNEeKUCIoro rasa.
Ckonuno3: AHomanbHoe 6GOKOBOE UCKPUBMEHNE MO3BOHOYHMKA.

AnHO3 BO cHe: PaccTponcTeo, npu KOTOPOM Balle AbiXxaHue "npepbiBaeTca 1 BO30OHOB-
nsaetcsa" BO CHe.

FpyaHas kneTka: [pygHas CTEHKa 1 BEPXHAS YacTb kuMBoTa. KoCTHasa YyacTb rpygHon
KNEeTKM - 3170 pebepHbIin Kapkac.

Bce Halum KneTkn HyXaatTcs B KUCIOpoAe ANns BbipaboTkm aHeprmn. B npouecce BbipaboTku
SHEeprum KneTku BblipabaTbiBaloT Yriekucnbii rad. [ibixaHne NpMHOCUT KMCNOpOoa B HaLl opra-
HM3M 1 N36aBNSET ero OT YrNeKUcnoro rasa.

Ownadhparma sBnserca OCHOBHOW AbiXxaTesribHOM Mblwwilen. Korga mbl Babixaem, anadparma
CXXUMAaETCH N OBUXKETCS BHU3, a rpyaHasa CTeHKa paclumpsietcs. Bosayx BTsarmBaercs Yepes pot
1 Hoc. Bosgyx npoxoguT no AbixaTenbHOMY ropny (Tpaxee) B Nerkue 1 B KpOoLUeYHble BO3AYLL-
Hble MELLUOYKWN, Ha3blBaeMble anbBeonamMmn. CTEHKM anbBeOsT HACTOSbKO TOHKME, YTO NO3BONS-
0T KMcrnopoay nepemeLyaTbCcs U3 anbBeos B KpoBb. KpoBb HECET KUCIOPOA KO BCEM HALLMM
opraHam u Knetkam.
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BAOOX BbIAOX

air inhaled air exhaled

diaphragm
relaxes

—— diaphragm

diaphragm
contracts

MpuHuMNManbHaa cxema, UNKCTpUpyoLWas posb auadparMmbl U TPYAHON CTEHKU BO BpeMA
BAoxa (“BAbixaHue”) n Bbiaoxa (“BblgbixaHue”).!

Yrnekucnbln ra3 Takke MOXeT nepemMeLlaTbCA U3 KpoBU B aribBEOIbI. Korga Mbl BblgbiXxaem,
;wlad)parma paccna6nﬂeTc;| N BO3BpallaeTCqa BBEPX, a rpyaHasda CTeHKa ABMXETCA BHYTPb. I'Ipw
BblOXe BO3adYyXa N3 J1erkunx, yrnechnb||7| ra3 nokngaeT Teslo. }Zl,macbparma nomoraeTt Ham BAbl-
XaTb, a MbILLLIbI )KNBOTA NOMOIraroT HaM BblAbIXaTb.

CnabocTb B /J,Vlacbparme N MbllWLAX XXMBOTA MOXET 3aTPYAHUTb OYUCTKY AblXaTellbHbIX nyTe|7|,
NOTOMY 4TO CTaHOBUTCA TpyaAHO FJ'Iy6OKO BObIXaTb U BblAbIXaTb NPUHYAUTENTBHO U B NMOJIHOM
obbeme. |_|pl/l npocrtyae Harinm4ume cnabbix AbIXxaTenbHbIX MbILUIL, MOXET npmuBecTn K NHEBMOHUN.
OTO MOXET npmuBeCTU K eLle B6onblen MblwevHon cnabocTn, a Takke K elle 6onbLWnMm npo-
Gnemam ¢ O4YMCTKOW OblXaTeribHbIX nyTe|7|.

MpyoHasi cteHka v GproLLHasi NonocTb M3 rpyAHON KneTku. Ecnu rpyaHas cteHka cnaba,
rpyaHasi KneTka npu BOOXe MOXET ABUraTbCsl BOBHYTPb, @ HEe HapyXXy. OTO 3aTpyAaHsieT rny6o-
kit Boox. Korga rpyaHas cTeHka cTaHOBUTCS criabee n MeHbLUe ABUFaeTcsl, OHa MOXET CTaTb
»ecTko. CKOBaHHOCTb B FrpyaHON CTEHKe eLle Gonblue 3aTpyaHSET ryOoKuin BOOX.

"UcTtouHuk: wetcake/DigitalVision Vectors/Getty Images; HangeHo B pasgene [bixaHue:
OnpepgeneHue u Tunbl. Mo coctosHUIo Ha 17 c¢heBpana 2020 r. Ha canTte: www.thoughtco.
com/respiration-definition-and-types-4132422
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CnabocTb B rpygHOM KNeTKe Takke MOXET NPUBECTU K HECTabUTbHOCTM MO3BOHOYHMKA. OTO MO-
XXET NPUBECTUN K UCKPUBIIEHUIO MO3BOHOYHMKA, YTO BbI3biBAET KMh03 unu "ropbatocTb" CrvHbI.
Nnn 310 MOXET NpUBECTU K UCKPUBIIEHUIO NO3BOHOYHMKA B CTOPOHY, YTO BbI3bIBAET CKOSINO3.
OTO MOXET OrpaHUYnNTb ABUXKEHUE rPYOHON CTEHKM BO BPEMS ObIXaHWUA, YTO 3aTpyaHSET rnyobo-
KU BOOX U YMEHbLUaeT 06beM nerkux.

BmecTe 3T npobnembl MOryT NPUBECTM K CUTYaLMK, KOraa AblxaTeNbHble MbilwLbl paboTatoT
HegoCTaTO4MHO XOpPOoLOo, YTOObI 06ecnevnTb NOCTYNNEHNE KUCNOpoaa U N3baBUTLCSA OT YrieKnc-
noro rasa. 310 Ha3blBaeTCs AbIXaTeNlbHOM HeAOCTAaTOYHOCTLIO.

TUNbl RYR-1-RD: PECMTUPATOPHbLIE OCOBEHHOCTU

Tun CtaHpgapTHble pecnMpaTopHble 0COGeHHOCTH

3aboneBaHune UEHTPANLHO- | (Opy 1o nerkas popma B Txenbix Cryuasx Yernoseky Tpeby-

ro CTepXHA eTcsa OOMNOoNHUTENbHaga NOMOLLb, YTODbI AbllaTh
(CCD)
MHorocTepxHeBasa MUONA- | Tayenas hopma, B HEKOTOPBIX CIYUasX MOXKET
1A (MmD) ObITb ONacHOW Ans XU3HU

U‘EHTPOHyKneapHaH Muona- I'Ip06r|eMb| C AblXaHNEM BapbUPYKOTCA OT JNNIETKUX

Thsa (UIHM) [0 TSPKEnNbIX opM
BpoxaeHHasn B HekoTopbIX cnyyaax Tsxenas dpopma ¢ gblxaTerbHOM He-
aucnponopuus Tuna Bono- [OCTaTOYHOCTLIO BCTpPeYaeTca ¢ poxaeHus B gpyrux crnydaax
koH (CFTD) MOXET noTpeboBaTbCA NoAAepKKa AblXxaHWUS B HOYHOE BPeEMS

RYR-1-RD un gbixaHue

Kak n B cnyyae ¢ gpyrumum cumntomamu, snmsHme RYR-1-RD Ha gbixaHue pasnuyaeTcs no cteneHu
TsbkecTU. Y HekoTopbix nogen ¢ RYR-1-RD moxeT He ObiTb NpobnemM. Y HEKOTOPbIX MOryT BO3HUKaTb
nerkue npobnembl, Npu KOTOPbIX TpebyeTcsa NOMOLLb B AblXaHUM BO BPEMSI CHA UK BO BpeMSA 60nesHu.
B taxenbix cnyvasx naumeHtam ¢ RYR-1-RD moxeT noHagobutbea BEHTUNATOP A5 NOMOLLM B AblXa-
HUW.

Ecnu y Bac nnn y Bawero pebeHka obHapyxeHa RYR-1-RD, Bpaum 06bI4HO perynspHo NpoBepsitoT Abl-
xaHue. Mpu myTtaumsax RYR1 ¢ HU3KMM pUCKOM nnn nNpu Hanu4mm nerkov oopmbl 3abonesaHnsi Nposep-
Ka MOXeT NpoucxoanTb oauH pas B rod. [na nogen ¢ mytaunen(mytaumsamm) RYR1 ¢ BbICOKMM puckom
nnun 6onee Tsxkenon oopmor 3aboneBaHNeM, 3TO MOXET NPOMCXOANTb pa3 B nonroga. [Ansa naumMeHToB
cTaplle natu net, TectupoBaHue pyHkumm nerkux (PFT) - 370 BO3MOXHOCTb A58 NyfibMOHOOra oLle-
HUTb HanNUuue, TN U CTeneHb TAXKECTU Npobnem C AblxaHWeM y naumeHTa. Bac Takke MoryT nonpocuTb
nNpoBecTn "nccnegoBaHme cHa", B X04e KOTOPOro Bally Bpayu OLEeHUBAIOT Balle AblXaHue BO BpeMs
cHa. ccrnegoBaHue cHa NO3BOMSET U3MEPUTL, HACKOSTbKO XOPOLLO Bbl BAbIXaeTe KUCNopoa U Bblabixae-
Te YrNeKNCnbIv ras, ycTaHOBUTb Hanu4ume y Bac 06CTPYKTMBHOMO anHo3 BO CHE (BPEMEHHOE Ui MOSTHoe
3aTpyAHEHUE ObIXaHWsi BO BPEMS CHA) UIK AblXaTeNbHOMW He4OCTaTOYHOCTM (HECMOCOOHOCTL BAbIXaTb
[0CTaToO4HOE KONMUYECTBO KMCNOPOoaa 1 BbiabIXaTb AOCTAaTOMHOE KOMMYECTBO YIMEKUCIOro rasa).
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YTo Takoe OGCTPYKTUBHOE anHO3 BO CHe?

OBCTPYKTUBHOE anHO3 BO CHE - 3TO pacCTPOMCTBO, NPU KOTOPOM Balle AblxaHue "npepbiBaeTcs
1 BO30OHOBMSETCA" N3-3a 3aKyNOpPKN BEPXHUX AblxaTenbHbIX NyTen. [Npu 06CTPYKTUBHOM anHO3
BO CHE MbILULbI FOpria MOTyT CIAMLLKOM CUITbHO paccnabnaTbCa U Bbl3blBaTb CYXXEHUE UMK 3aKpbl-
Te BEPXHUX ObIXaTenbHbIX NyTen. Korga ato npomcxoaunT, CTAaHOBUTCA TPYAHO MU HEBO3MOXHO
Oblwath. [Mpy 3TOM BO3MOXHO NMOHMKEHUE YPOBHSA KACIIOPOAA B KPOBU. Y Bac MOXET MOSIBUTLCA
xpan, yaywbe nnu ogplwka. NMogobHoe moxeT nponcxoguTsb oT 5 go 30 pas B 4ac. Moar 4yBCTBY-
€T 9TO U HeHaJonro ByauT Bac, YTOObI Bbl CMOIMM CHOBA OTKPbITh AblXaTeribHble NyTU. JTO O3Ha-
YaeT, YTO Bbl HE CMOXETe A0CTUYb rMyBOoKOoN, CNOKONHON dhasbl CHA.

CMMNTOMbI anHO3 BO CHE BKNKOYaKoT:

e [pomkui xpan e HapyweHuna cHa

e Cnyyau OCTaHOBKM AblXaHUS BO BpeMsi CHa ¢ [lHeBHasi COHNUBOCTb

« CyxoCTb BO PTYy, KOraa Bbl NpoCbINaeTech » PacctponcTso BHUMaHUA
* YTpeHHsAs ronoBHasa 6onb » PasgpaxuTtenbHoCcTb

A) HOPMAJIbHOE ObIXAHUE BO

BPEMSI CHA -
\ 4 f\ "‘*‘V/_ g\

B) OBCTPYKTUBHOE ANMHO3 BO CHE

‘*nl'j_

Hard palate Blocked airway

Soft palate

a) Mpwn HopManbHbIX 06CTOATENbLCTBAX,
AblXaTenbHble NyTU (M30rHYTble CUHUEe
CTpernku) B 3agHen 4acTu pTa u ropna
OCTalOTCH OTKPbITLIMU BO BpeMsi CHa.
9710 ob6ecneunBaeT 4OCTATOUYHbIN NPU-
TOK KMCIopoaa B JNlerkue u B KPOBOTOK.

0) Mpu 06GCTPYKTMBHOM anHO3 BO CHe
MbILWLUbI 3aaHen YacTu pTa u ropna pac-
cnabnsarTcAa Ao TakoWu cTerneHu, YTo ya-
CTUYHO GNOKMPYIOT AbIXaTerbHble NyTHU
(M30orHyTble CUHME CTperiku). ATo npe-
NATCTBYET JOCTAaTOMHOMY NOCTYMJIEHUIO
Kucnopoga B nerkme. 3To B KOHEYHOM
uTOore NPMBOAUT K CHUXKEHUIO YPOBHS
Kucnopoga B KpOBMU.

UcTouyHuk: PoHA MeanuUMHCKOro obpasoBaHus u uccnegosaHunm Mano. Mo cocTosiHMIO Ha
17 dbeBpans 2020 r. no agpecy: www.mayoclinic.org/diseases-conditions/sleep-apnea/

symptoms-causes/syc-20377631
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YT0 npoucxoamnTt BO BpeMsA UccrieqoBaHusa cHa?

WccnegoBaHne cHa NpoOMCXOAMT HOYbO. Bbl npoBeaeTe HoYb B GONbHULIE UMK LIEHTPE CHa.
Bbl MoxeTe B3aTb ¢ CO60M NMYHbIE BELLM, Heobxoaumble s cHa. MoXHO HageTb CBOH
COBCTBEHHYIO NKamy.

Baw Bpa4 nonpocuT Bac rpuexartb nNpMMepHO 3a ABa 4aca A0 CHa. Bbl nongete B TEMHYIO
7 y,D,O6Hle 04 CHa KOMHarty. I'Ipe>i<,1:|,e 4YeM Bbl 3aCHETEe, TEXHUK YCTAHOBUT AaT4yUKN Ha
BalLIen rosioBe 1 Ha Tene. Bam MoOXxHO 6yp,eT nepenoBuUraTbCA. TexHuKn MOTyT NOMO4b BaM,
€CIM1 BaM HYXHO 6yp,eT NMOWNTM HOYbLO B BaHHYK KOMHaATy.

Moka Bbl CNUTE, TEXHUKK CreaaT 3a Bawmm cHoM. OHM Takke N3MEPALIOT:

o [lBUxXeHwue T
ABwxeHvie rnas e Yacrtorta gpixaHus

* YpOBHM K1Cnopoaa B KpOBK - Xpan

* YpOBHM yrnek1cnoro rasa . [BUXeHMs Tena

o CepaeyHbint putT™m

lNocne uccnepoBaHnsa Ball Bpad aHannsnpyeT gaHHble, CO6paHHbIe cneunanuctamu. Baw
Bpa4y O6CyLI,I/1T BCe aetanu ¢ BamMmu o TeJ'Ie(bOHy nnn BO BpeEM4A nocnenyruiero Bnusnta.

JleyeHue HapyLleHUs1 AblXaHUA

He cylwiecTByeT cTaH4apTHOrO nraHa nevyeHust npobnem ¢ abixaHmem, cesadaHHbiX ¢ RYR-1-
RD. NnaH 3aBucuT ot TskecT cumntomoB. OgHaKo B BOMbLUMHCTBE CryYaeB Bbl NOny4uTe
COBETbl HacyeT:

* BakuuH npoTus rpunna 1 NHeBMOHMM » MeTogoB, obneryaroLmx O4UCTKY Crm3un

* MeTogoB, nomoraroLmx npwn Kawune e JleyeHns anHos BO CHe

OYUCTKA ObIXATENbHbIX NYTEA—MNOMOLLb NPU KALUNE
Kawenb coctouT 13 Tpex as:

* Bbl genaete FJ'Iy6OKI/II7I BAOX, YTOObI HANOMHUTbL NEerkue
* Bbl BblabIxaeTe, HO BalLW rofioCOBbLIE CBA3KU 3aKpbIBakOTCA (STO co3paeT AaBJieHne B pr,D,I/I)

» [onocoBble CBA3KK OTKPbIBAKOTCA, U Bbl BbITallIKNBaeTe OOnbLLIOWN NOTOK BO34yXa CO CJIN3biO
n apyrmMmm 4actmuamm

CyLLI,eCTByPOT cTparermi nomMmoLn npun Kawrie, KoTopble MOrytT noMo4b BaM caenatb FJ'Iy60KI/II7I
BOOX, BblOOX UJTN N TO, N OpYyroe.
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AKKYMynupoBaHue AbiXaHUsi NOMoraeT Bam BAbIxaTb. [1py akkyMynmpoBaHUK ObiXaHWsi Bbl
HaZeBaeTe MacKy Ha poT 1 HOC, KOTopasi NO3BONSIET BaM BAbIXaTb, HO He BblabIxaTb. Bpay
MONPOCUT Bac BAOXHYTb TakK, YTOObI Kak MOXXHO GorblLUle HanoNMHWUTL NerkMe, NOBTOPSS BOOX He-
CKOJbKO pas, Noka Bbl He CMOXETe BAbIxaTb Oonblue. 3aTemM Macka CHUMaeTCs, U Bbl Bblblxa-
eTe CTONbKO, CKONbKO MoxeTe. Ecnu Bbl He MoxeTe 3ahekTUBHO BAbIXaTb CAMOCTOSATENBHO,
Bbl MOXXETE UCMONb30BaTb YCTPOMUCTBO, KOTOPOE NOMOXKET BaM AenaTtb rny0bokuii BOOX.

MexaHu4yeckas noMoLb NOMOraeT Bam BblabixaTb. [1pyM MexaHM4eckon NOMOLLN Bbl 1OXN-
Tecb. KTO-TO KnageT pyku Bam Ha rpyab WUIv XXMBOT U AAaBUT BHU3, YTO NOMOraeT Bam Bblabl-
xaTb. YenoBek, noMmoraroLwmn BamMm BbiabliXaTb, AOKEeH NPOUTU cneuunanbHoe odyyeHue,
YTOObI NPAaBUITLHO BbINOMHATL 3Ty Npoueaypy.

Bbl MmoxeTe coyeTtaTtb aKKyMyrinpoBaHue AblXaHunsa C MEXaHNYEeCKOM NOMOLLbI, CUNBHO Ha-
JaBJinBad Ha rpyab U XUBOT, YTOObI MOMOYb BblJOXHYTb C YCUITUEM.

MHorue ntoan ¢ RYR-1-RD ucnonb3ytor Annapat Cough Assist® B noMmolyb npu Kawune.
OTOT annapart UMUTUPYET Kallerb. Ero MoXHO HacTpouTb Tak, YToObl MOMOYb BaM BAbIXaTb,
BblAbIXaTb NN COBepLUATb M TO, K gpyroe. Bbl MoxeTe ncnonb3osatb Annapat Cough Assist®
B MOMOLLb NPW Kallune Tak YacTto, kak Heobxoanmo. Kak npasuno, 3agoposbie noan ¢ RYR-1-
RD ucnonb3aytoT Annapat Cough Assist® B nomoLLb Npu Kalune ABa pasa B AeHb. Ecnu Bbl
3aborneerte, Bbl MOXETE UCMOMb30BaTb €r0 KaXAbl Yac UInu vatle.

OYUCTKA ObIXATENbHbLIX NYTEA—MOBUNU3ALUA CNN3N

Mobunusauusa cnmsm obnerdyaeT oTkalunmeaHue cnmsm. Mobunmnsaums cnuam cama no cebe He
OYMCTUT BalUW AblXaTefbHble NyTWU. OTO AenaeTcs Npu NoOMoLK Kawwns unm annapata Cough
Assist®, ncnonb3yemoro B nOMoLLb Npu Kawune. Ytobbl MoOUnn3oBaTth Crinab, Bbl MOXETE:

» Vcnonb3oBaTtb yCTPOWCTBO, KOTOpOE BUOPMpPYET B Ballen rpyamn - 3T0 0CBOOOXAAET Cnusb
n obneryaet ee O4YMUCTKY

« [lpnHnmaTb nekapctea (nog HabnogeHnem Bpaya):

[Ns CnMWKOM ryCTon Criusam MOXHO MPUHATL KOHLEHTPUPOBAHHbBIN OU3NONOrNYeCKUim
pacTBOp MUK fiekapcTBO No4 Ha3BaHueM [ynbmo3nm® (qopHasa)

I'Ip|/| N30bITKE CIIOHbI Bbl MOXETE npuHMMaTb JiekapcTBa, nomMmorarvwmne yMmeHblLWNTb €€
KONnm4ecTBO

[Mpu anneprum MOXHO NPUHMMATb aHTUTMCTaMUHHbIE Npenaparhbl
Mpwn ractpoa3sodareansHom peduntokce ("naxora") MOXHO NPUHMMaThL aHTaungbl
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BEHTUNAUUA

IMopsam ¢ RYR-1-RD yacTto HeobxogvMma noMoLLb B AbiXaHUU Npu noMoLum annaparta BiPAP
("OByxypoBHEBOE MONoOXUTenbHoe aasneHne B abixatenbHbix nyTax") unu CPAP ("Henpe-
PbIBHOE MONOXMUTENbHOE AaBneHNE B AblXaTenbHbIX NyTsx") BO BpeMsi cHa. Annapat BiPAP
obecrneymBaeT BbICOKOE JaBrneHne BO BpeEMS BAOXaA U HA3KOE aBfieHne BO BpeMs Bblaoxa u
rnomoraeT Bam AbllaTh ryoxe Ang nevyeHnsa gpixatenbHon HegoctatodHocTn. OH oTnvyaeTcs
oT annapata CPAP, koTopbIin HENnpepbIBHO NOAAEPKUBAET AaBneHune, 4Tobbl NnogaepxmnBaTtb
BEPXHME AblXaTeNbHble NYTWU OTKPbITbIMU NPU OBCTPYKTUBHOM arnHO3 BO CHE; OH He noMoraet
BaM JpblwaTh rmybxe, ecnu y Bac AbixaTterbHasg He4OCTaTOYHOCTb.

[ns 6onee cepbe3Hbix NPObGNeM, TakMx Kak AblxaTernbHas HeJoCTaTO4YHOCTb, BAM NOHAA00UT-
CS annapaT UCKYCCTBEHHOW BEHTUNALNN Nerknux. BeHTUNSATOP MOXET NOCTaBNSATLCA C MaCKOW
ANs Hoca, Mackol Ans nuua UM HoCoBbIMY 3aTbldkaMin. Bbl MoOXeTe ucnonb3oBaTb Macky Ans
Hoca UM Macky Ans nviua Houbto, Noka Bbl CNUTE, a 3aTeM MYHALITYK B TedeHue gHs. MNoka Bbl
cnuTe, BaM MOXET NOoHaA00MTbCS peMeLLoK Ans nogbdopoaka, YTobbl poT He oTKpbiBarcs. B
NPOTUBHOM Crly4yae BO3ayX OyaeT BbIXOAUTb, U BEHTUNATOP He OydeT okasbiBaTb BaM HEOOXO-
AVMYIO NOAAEPXKKY.

B oueHb Tspkenbix cnyyasx, ecnv BeHTunsaumnsa BiPAP He paboTaeT, BaMm MOXeT NoHagobuteca
AbixaTenbHas Tpybka ans uHBasnBHOW BEHTUNALMMK. Korgaa aTo npomcxoguT BO BpeMst MH(PEK-
UMM unn gpyron 6onesHun, oxxXmaaeTcs, YTo AbiXxaTenbHy0 TPYOKy B KOHEYHOM uUTOre yoepyr,

N Bbl BEPHETECH K TOMY YPOBHIO NOAOEPXKKM AbIXaHUS, KOTOPbIN UCMONb3oBanu 4o 6onesHu.
Ecnn Bam TpebyeTcst UICKyCCTBEHHAA BEHTUNALMS NErKMX Yepes AbiXxaTenbHyr TPyoOKy B Teve-
HUe ONUTENbHOrO BPEMEHU, BAM MOTYT MOPEKOMEHAOBATbL TPAXeoTOMUIO, NPU KOTOPOW B Tpa-
xee pgenaetcs otBepcTme ("gbixatensHoe ropno"). Ho Takasa npouenypa AomkHa NpoBOAUTLCS
TONMbKO C YETKMM MOHMMaHWEM TOro, 3a4eM 3TO HeobBXoaMMOo, 1 Nocrne Toro, Kak ByayT paccmo-
TPEHbl BCE OCTallbHblE BapUaHTbI.

Heckonbko cnoB o 6one3Hu

MNomHuTe, YTo RYR-1-RD MOXeT ocnabutb gbixaTernbHble MbllLbl. OTO 03HAYaET, YTO Aaxe
nerkas pecnvparopHasi MHPeKUMS, Takas Kak NpoCcTyada, MOXET NPUBECTU K CEPbE3HBIM MPO-
obnemam c gbixaHnem. BupycHble nHdekumnmn Takke MOryT NpUBECTM K BakTepuanbHbIM UH-
dekumsam, KoTopble MOryT NPeacTaBnNATb Yrpody Ans xu3Hu. Ecnu Bel 3aboneete, Baw Bpay
NPOBEPUT HaNMuYne NHEBMOHMU, HN3KOFO YPOBHS KMCIIOpOAa B KPOBU U BbICOKOIO YPOBHS yrie-
KMCIOro rada. Baw Bpad Takke MOXET Ha3HaunTb BaM aHTUOMOTUK ANA NPOUIakTukn nnm
neyeHus baktepmanbHbIX UHEKLUNA.

Ecnu BbI Hy>XOaeTecCb B rocnutann3aunmn, BaXKHO MMETb MJj1aH OKa3aHMA MOMOLLNM C AbIXaHNEM

[0 TOro, kak oHa BaM noHagobutcs. Ecnv Bam npeactont onepaumsi, Bpadm MoryT NpUHSTb
Mepbl NPEAOCTOPOXHOCTM, YTOObLI MOMOYL BaM AblllaTh A0 U Nocrne onepauuu.
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O3HaKOMMUTbLCS C AOMNONHUTENBHbLIMU PecCypcaMy MOXHO NPU HaXaTUuW Ha U30-
GpaxxeHue Bbille UNKU nocelleHumn camra: www.ryri.org/ccg-pulmonology
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Koctn u cyctaBbl / OpTonegus

Baw Bpa4 MOXeT UCnoJsib3oBaThb crieaAyroLline TepMUHDbI

KoHTpakTtypa: XXecTtkne nnm oHemeBLIMe cycTaBbl 6€3 NoNHOro AnanasoHa ABUXEHUS
CrubatenbHas KoHTpakTypa: CyctaB 3acTpsifl B COrHYTOM NOMOXeHUM
PyHKUMOHaNbHas uenb: [lenctene, KOTOpoe Bbl XOTUTE BbINOMHUTL

dPyHKUMOHaNbHOe orpaHuyeHue: [lenctene, KOTopoe Bbl HE MOXETE BbINONHATb
BbiBux 6eapa: begpeHHas KoCcTb Bbilwna n3 cyctasa

MoBpexaeHue: MNMpobnema ¢ PyHKUNAMU N CTPYKTYPOKN OpraHnama

Kndo3s: AHomanbHOe UcKpuBneHne No3BOHOYHUKA Ha3ag ("ropbyH")

INoppo3: AHomarbHOe UCKPUBIIEHME NO3BOHOYHMKA Bnepes ("BbirHyTas crnvHa')
OrpaHunyeHue: HecnocoBbHOCTb BbINONHUTL eNCTBUE

Ckonuno3s: AHomanbHoe 60KOBOE MCKPUBMEHUE MO3BOHOYHUKA

CoBMecTHOe NpuHATHE pewleHun: [pouecc, Npu KOTOPOM Bpaydn 1 NaumeHTbl NpuH1Ma-
0T peLleHNs O NeYeHN COBMECTHO

CuHapoM TopakanbHOW HeAO0CTaTOYHOCTU: PacCcTponcTBO, Npu KOTOPOM rpyaHast CTEH-
Ka He cnocobHa nogaepuBaTb HOPManbHY YHKLMIO Nerknx
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JleueHue opToneanyeckmx ocrioxxHeHun: Ob6LWwan KapTuUHa

Bawa mHoronpoduneHas komaHga, ckopee Bcero, OyaeT BknoyaTb B cebsa cneumanucra-op-
Tonega. Cneumnanuctbl-opToneabl ABNATCA 9KCnepTaMmmu B 06nacTn KOCTen, CycTaBoB U
MbILL,. Kak 1 ocTanbHble cneumanucTbl B Ballen fevallen kKomaHae, optones nofHOCTbO OC-
mMaTpuBaeT nauuneHTa. Kaxgbin yenosek ¢ RYR-1-RD yHukaneH, noatomy ans kaxgoro nogoo-
HOro nauueHTa nogdbupaeTca nHaMBMayanbHas nporpaMmma yxoaa.

B Mupe optoneann cneunannctbl XOTAT 3HATb:

KTo Bbl - KakOB Ball ANarHo3 n Kakas Yy Bac MyTaLI,VIFI?

Kak nporpeccupoBana Bawa 60ne3Hb?

Kakumu BMaammn 0eatenbHOCTU Bbl XOTUTE 3aHMMaTbCA?

Kakumu Bugammn 0eaTenbHOCTU Bbl HE MOXETE 3aHUMaTbCA?

MaumeHTbl, cEMbM 1 cieunanucTbl-opToneabl paspabaTbiBaloT pelleHna coBmecTHo. Cneyu-
anucTbl-opToneabl pacckasblBatoT O KIMHUYECKNX Npobnemax u cnocobax nx pewenus. MNa-
LMEHTbI N UX CEMbM FOBOPAT O TOM, KaK O0Ne3Hb BNUSIET HA HUX N YEro OHM XOTAT AOCTUYb.
BmecTe nayneHThbl, 4nieHbl CeEMbU U CneunanucTbl-opToneabl CTaBaT nepen cobon pasymHyto
(PpyHKUMOHaNbHYO Uenb. TO eCTb NPUHUMAKOT peanmnucTuyHoe peLleHme 0 BO3MOXHOCTU
3aHUMaTbCsa TEMU BUAAMU OEATENBHOCTU, KOTOPbLIMW XO4YET 3aHMMAaTbCA NaumeHT. Kak TonbKo
nauuneHT, ero pogHble U cneunanncT-opTones yCTaHOBAT OYHKUMOHASbHYIO Lenb, cneyma-
NUCT-opTONen CMOXET NOPEKOMEHA0BaTb fiedeHme. 3ateM nauneHTbl U UX CEMbU BMECTE CO
CBOMM CrneunanmncTom-opToneaomM, COBMECTHO NPUHUMALIOT pelleHne o nnaHe nedeHus. MNpu
COBMECTHOM NPUHATUN PeLleHNn NpeanoyTeEHNA N LEHHOCTM NauMeHTa TakK Xe

BaXHbI, Kak 1 onbIT cneumanucta. Nomuute, 4to Kaxabin Yenosek ¢ RYR1-RD yHukaneH. Cne-
AoBarteribHo, TO, YTO NOAXOAUT OAHOMY YENOBEKY, MOXET He NOAXOAUTb APYrOMY.

NMocTaHoBKa (hyHKUMOHaNbHbIX Leneun

Koraa Bbl 1 Baww optoneq ctaBute nepen cobon PyHKUMOHANbHYHO Lerb, Bbl CTaBUTe Lenb
AN pofa 3aHATUN, KOTOPbIMU Bbl Bbl XOTENW 3aHMMaTbCs. Llenb 3aBMCUT OT crneayroLmnx
¢bakTopoB:

» HapyLwweHuns unmn npobnembl B CTPOEHMM opraHMama 1 cnocobbl ero ¢pyHKLMOHNPOBa-
HUS

e OrpaHuyeHus unm Bnabl 3aHATUN, KOTOPbIMU Bbl HE MOXKETE 3aHMMATbLCS.
» To, YeM Bbl XOTUTE 3aHMMATbLCSH

e [lpenaTtcTBusa co CTOPOHbLI HAPYLLEHUA U OrPaHUYEHUI

» PeanbHble BO3MOXHOCTU
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NMocTaHoBKa (hyHKUMOHaNbHLIX Lenen (npoaoxkeHune)

[ns HekoTopbix ntogen ¢ RYR-1-RD uenbto MOXeT BbITb 4TO-TO BpoAe: «H Xo4y 3aHu-
MaTbCsa cnopToMy. [nga apyrux uenb MOXeT ObITb Takon: " Xxo4y MMeTb BO3MOXHOCTb
cuaeTb Unun ctoaTh". [nga TpeTbux NauneHToB Lenb MOXET ObiTh: "A Xo4y MMEeTb BO3MOX-
HOCTb ogeBaTbCcsa 6€3 NOCTOPOHHEN NoMOoLLM".

O6wue warm B o6nacTm opronegmnyeckoro 3gopoBbA
B Liesiom, optoneamny4eckoe 3aopoBbe 6y/:|,eT cocpenoTOo4eHO Ha crefyuwnx selax:

e 3popoBbe KocTen: Bawa nevawas komaHga MOXeT NOPEKOMEHA0BATL exXeqHEeBHbIE 406aBKK
ButammnHa D. OHn moryT npoBepsATh Bawl ypoBeHb BuTamuHa D pas B rog. Komanga MOXeT Takke
pekomeHOoBaTb BaM NogaepXnBaTb PEKOMEHOYEMbIN eXeAHEBHbIN YPOBEHb KanbLng C MOMOLLbLIO
no6aBok, MMOO C MOMOLLbIO ANETHI.

e [1NOTHOCTb KOCTHOM TKaHW: Bawa koMaHaa MOXeT pekOMeHA0BaTb eXeroqHoe CKaHMpoBaHue
DEXA anst Konim4eCcTBEHHOW OLIEHKM MSTIOTHOCTU KOCTHOW TKaHU. B HEKOTOpbLIX criydasax npenaparbl
MOryT BBOOUTBLCSA NepopanbHO UM BHYTPUBEHHO ANSA yIyYLleHUs NAOTHOCTU KOCTHOW TKaHW.

e duanyeckas akTMBHOCTb: Balla koMaHga MOXET NopekoMeHa0BaTh NPOBOAUTL GonbLle BPpEMEHM
cTosi. Bam moryT Takke nopekoMeHO0BaTb perynspHblie YNpaxxHEeHUst Ha CUMy U BbIHOCIIMBOCTb.
B0o3MOXHO, BaM NOPEKOMEHAYIOT AOMOMHUTENBHO YNPaXXHEHWST HA PACTSKKY ANS YBENNYEHUS
BaLlero gmanasoHa ABXeHUN. MonCK MHTEPECHBIX 3aHATUIA MOXET MOMOYb BaM BECTU aKTUBHbIV
06pas XKnsHu.

e TexHonoruu: Bam moryT noHagobutbca opToneanyeckme NpucnocobrneHns, BepTukannsaTopsi,
NHBanuAHbIE KOMSICKN UM OpTe3bl, KOTOPbIE NOMOrYT BaM HOpMasibHO CTOATb U ABUraThCS.

o (Obe3bonuBaHue.

i I'IpeAOTBpaLu,eHme /:l,ecbopmau,mﬁ KOCTEN Unn nx ncnpasrneHne, ecrnun 3To HeO6X0}J,VIMO.

O6wue opTonegunyeckne ocob6eHHoctu RYR-1-RD
Hanbonee pacnpocTpaHeHHbIMM OpTOoNeanYecknMn HapyLweHnammn cpeam nogen ¢ RYR1-RD aengtoTes:

e CnabocTb
e KoHTpaKkTypbl
e BbiBMx 6egpa

e Ckonuos u/unu gpyrue gedopmMaumm Nno3BOHOYHMKA

NeyeHne KOHTPaKTyp ¥ BbIBUXOB Beapa MOXET ObiTb CHIOXKHLIM. BapuaHTbl nevyeHust 3aBUCAT OT BaLLUX
OrpaHu4eHui, Balnx Lenen u opyrux MeAULMHCKUX HapyLLEHWUIA, KOTOPbIe MOTYT y Bac NpUCYTCTBOBATD.

JleueHune ckonuosa n gpyrnx gedpopmarimi No3BOHOYHMKA 3aBUCUT OT LUMPOKOrO CrnekTpa (hakTopoB, Kak
OMMCaHO HUXE.
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TUMNbl RYR-1-RD: OPTONEANYECKUE OCOBEHHOCTH

Tun O6wme opToneanyeckne oCo6eHHOCTHU
3aboneBaHue
CKOHVI03, BbIBUX Geupa npun poxgeHmn, nerkme KoH-
UeHTpPaJNIbHOro CTepXxHs TDAKTVDbI
MHOI‘OCTep)KHeBaSI

MuonaTusi (MmD) Mporpeccupyowmin ckonmos

LleHTpoHyKneapHas

MmuonaTtusa (CNM) Ckonuo3s

BpoxaeHHas aucnponop- | g, o,y Oenpa, KOHTpakKTypbl, AedopmaLmm CTonbl,
LU TMNa BOJIOKOH CKONWO3, NIOPAOo3
(CFTD)

KOHTPAKTYPA

KoHTpakTypa o3HayaeT, YTo CycTaB UMEET OrpaHMYeHHbI AnanasoH OBMKEHUI, COOTBET-
CTBEHHO, NPUCYTCTBYET HEMOABUXHOCTb UMM CKOBaHHOCTL CycTaBa. B GonblUMHCTBE cryyaes
3T0 crubaTtenbHas KOHTPaKTypa. DTO 03HAYaET, YTO CycTaB 3acTpsAN B pa3orHyTOM UIu Co-
FHYTOM MOMOXEHUN U HE MOXET BbINPAMUTLCS.

KOHTpaKTypa MOXET BO3HUKATb MO HECKOJIbKMM NMPUYnNHaM:

e Mbiwuya cnmwkom crnabas nnu CnunwkKom KopoTKas
e MbllWLa 3aMEHSETCA XKECTKON COEANHUTENBHOM TKaHbHO
» EcTb Nnpobnembl ¢ cycTaBHOW Kancysiomn

I'Ipe>|<,1:|,e 4YyeM crneymnanncTtbl-opTonenbl CMOryT onpenenmnTb, Kak Jiydlle BCero Jie4nTb Ui KOH-
TpONMpoBaTb KOHTPAKTYpPy, OHX OO0JKHbI onpenefinTb TOYHYH NMPUYNHY €€ BO3HUMKHOBEHUA.

ane)qualou.me nnn npeBeHTUBHbIE MEeTOObl HarpaslieHbl HaA TO, 4YTOObI B nepeyro o4vepenb
npengoTBpaTtnTb BOSHUKHOBEHME KOHTPAKTYPbI. K Taknm meTogam oTHOCATCS:

e [MosnumoHupoBaHue: KoppekTnpoBaHue NonoXxeHus cyctasa

o ®usnotepanus: Buabl ynpaKHeHUN, KOTOpble MOMOryT BaM noaaepXunsatb HopMaribHbIn
AnanasoH OBUWXeHUS

. OpTOI'Ieﬂ,I/I‘-IeCKI/Ie I'IpVICI'IOCO6J'IeHVIFIZ LUnHBbI nnn yCTpOIZCTBa Ond yoep>xaHuda cyctaBa Ha
MecTe
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Ecnu atn meTogbl He paboTatoT, opTonea MoOXeT NOpeKkoMeHAoBaTb XMpypruyeckoe BMmeLla-
TEeNbCTBO AN BOCCTAHOBIEHUSA AnanasoHa ABWKEHUIN cycTasa. [1pn HEKOTOpbIX BUAax one-
pauun, korga opTtones YAnNUHAET MblLLy, CyLeCTBYET PUCK TOro, YTO MNauUMEHT yTpaTuUT PyHK-
LUMOHaNbHOCTb 3TOM MblwUbl. [Mpy BCcex onepaumsax CyLecTBYET PUCK TOrO, YTO KOHTpaKTypa
MOXET BEPHYTbCS. B BOMnbWIMHCTBE Cry4YaeB BaXXHO, YTOObI YeroBek Hayan ABUratbCs Kak
MOXHO ckopee nocrie onepauuun. CneunanucTtbl-opToneabl Takke MOryT nopekoMeH40oBaTb
LWMHbI UK Apyrne yCTPONCTBa AN1A noaaepKaHusa pesynsrata onepawuumu. Y3HaTb A0MOHuU-
TenbHY MHpopMaLmo 06 onepaunn n pucke 3nokadectseHHon runeptepmun (31N y naumeH-
ToB ¢ RYR-1-RD, moxHo B 'maBe 4, "3nokayectBeHHasa runeptepmus (3IN)".

BbIBUX BE[PA
BbiBux 6eapa o3Havaert, 4to 6egpeHHas KOCTb

BbILLIIA M3 CyCTaBa UNu U3 CyCTaBHOWM BMaguHbI. N\
He cyliectByeT cTaHAapTHbIX NpaBui feYeHuns \
BbIBMXOB Geapa y nioaen ¢ HepBHO-MbILLEYHbIMY S I

3aboneBaHuamMu. JleyeHne 3aBUCUT OT: -

« Bospacta nauneHTa

e JlocTaTo4YHOro KOHTPONS MbILUL, U CUITbI ANS
nogaepxkm 6egpa

e OOHOCTOPOHHErO NN ABYCTOPOHHEIO BbIBMXA \
* Brnunanus BbiBMXa Ha yHKUMN NnaumeHTa ‘f
e Hanuuyma Takmx cMMnTOMOB Kak 60nb 1 |

[na geten ¢ BoiBMXamu 6egpa neveHne Moxet ‘\ /
HayMHaTbCs ¢ peMHen NaBnuka (Mnn aHanorn4yHo- ‘ \ “
ro LWMHMpyroLwero yctponctea). Ecnu He yaactcs \ ‘
CNpaBUTbCSA C BbIBUXOM, CNeUManmncTbl NogHMMa- \ [ |
0T BONpoc 06 onepauun. [Ina geten crapwiero

BO3pacTa, Y KOTOpbIX MMeeTCH BbiBUX Beapa npu

OTCyTCTBUM BONKM, CTaH4APTOB HE CyLlecTBYeT. B

3TUX CryYasx cneumanucTbl-opToneabl, Kak NpaBumno, NpeanovymTaioT He OnepupoBaThb, UCKITHO-
YeHWs1 COCTaBMSOT BbIBUXM CEPbE3HON CTEMEHU TSHXKECTU U Hannyme 6onun. B 6onblumHcTBe
cny4aeB BbIBMX 6epa He MeLLaeT YernoBeKy XOOUTb.
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CKOIMMO3/QE®OPMALUN MO3BOHOYHUKA

CKOMnKno3 - 3TO UCKpMBEHNE NO3BOHOYHMKA BOOK. Kuho3 03HavaeT, YTO MO3BOHOYHUK CANLLI-
KOM CuIbHO BbirmbaeTtcsa Hasag, («ropbyH»). Jlopao3s o3HayaeT, YTO NO3BOHOYHUK CIIULLKOM
CUnbHO BbirmbaeTcs Bnepen («BbIrHyTas CuHa).

i '/
. N
|
| |
|
| |
|
| |
: [
| |
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OObIYHbIN Ckonunos
: ol '/
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OOGbIYHbIN Kudpo3s Noppos
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311 gechopmaumm MOryT NPUBECTM K TOMY, YTO FpyaHasi CTEHKA CTaHET CIIULLKOM Y3Koi. OHK
Takke MOryT NOBNUSTb Ha nerkne n agnadgparmy. ledopmauum No3BOHOYHNKA TaKkKe MOryT
HapyLlaTb:

» PaBHoOBecue Yyenoseka

» CnocobHOoCTb NoNb30BaTbCH pykamu

» Kak obneruntb yxoa n 3ab0Ty O Takom YenoBeke
» KayecTBO XM3HU Takoro Yyernoseka

» Oxupaemas NpoaomMKNTENbHOCTb XU3HU

BepOFITHOCTb yXyalweHuna /J,ecbopmau,mm NMO3BOHOYHWMKaA 3aBUCUT OT:

» Bospacta yenoseka
e Tuna nckpmeneHusi
o CTeneHn NcKpmBreHus

OpToneabl MCNOMNb3yT Noaxoa "6anTenbHOro oxmaaHmsa”, ons KOHTPons HeBOMbLIMX UCKPK-
BMEHMI NO3BOHOYHMKA, COCTOSAHME KOTOPbIX MNPy BMU3yaribHOM OCMOTpPe He yxyalwaetcs. OHu
OCMaTpMBalOT NO3BOHOYHUK YenoBeKa NpU KaXK4OM NOCELLEHMM U AeNatoT peHTreHorpaMmmy
("peHTreH") npumepHo pas B rod. CneumanncTbl Takke MOryT UCMOMb30BaTb MSATKYHO CKOBY nnm
WHBaNUAHYI0 KOMNACKY, YTOObl COXPaHUTbL NO3BOHOYHMK B HY>KHOM MOSTOXEHUM.

Xupypruyeckun nogxog o6bI4HO NOMOraeT CnpaBUTLCS C NPOrPECCUPYIOLLIMM UCKPUBIEHUEM.
OpHako xmpypruyeckoe BMeLLaTeNbCTBO MOXET NpuHecTn bonblue Bpeaa, Yem nosib3bl Mo-
noAabiM NaumeHTam, NOCKOMbKY MOXET NOBMNUATb Ha (PyHKUMIO nerkux. CUHApoOM rpyaHom
HeAOoCTaTOYHOCTM - 3TO PACCTPOMCTBO, NPU KOTOPOM rpyHas KneTka He MOXET NoaaepXu-
BaTb AbIXaHWe UNn pocT Nerknx. ATo Takke Bbl3blBa€T 03ab604EHHOCTb, MOCKOMbKY HEPBHO-Mb-
LweYvHble 3abonesaHus, Takne kak RYR-1-RD, Takke MoryT npensiTcTBOBaTb AbIXaHWO 13-3a
cnabocTtu gbixatenbHbIX Mblwu(cm. naBy 5 "Jlerkue/llynbsmoHonorua™). Ecnv notpebyetcs
XMpypruyeckoe BMeLlaTenbCTBO, XMpypru-optoneabl cHadana ybegaTcs, YTo nerkue u rpygHas
CTEeHKa JOCTaTOYHO pa3BuThl. Jlerkne ysenuyartcs B pasmepax 1 o6aBaT HOBoOe BO34YLLHOE
NPOCTPaHCTBO, Ha3blBaeMoe aribBeofiaMn, B KOTOPOM KMCHopo NOoCTynaeT B KPOBb, a yrre-
KMCNbIW ra3 BbIXOAWUT, B Bo3pacTe Ao 18 ner.

[lns 6onee monoabIx NaUNEHTOB XMPYPr MOTYT UCMOMb30BaThb PacTyLLMe CTEPXKHU, KOTOpble
[EeNCTBYIOT KaK BHYTPEHHSS ckoba. OTW CTEPXXHU He NpensaTcTBYIOT pocTy pebeHka. Ecnu ge-
dhopMauusi NO3BOHOYHMKA HAYMHAETCS MO3XKe UMK Yy B3POCHOro YenoBeka, XMpypru MoryT npo-
BECTW CMOHAWIOAES, B pe3yrbTaTe KOTOPOro Merkmne KOCTu B MO3BOHOYHUKE cpacTatoTes. Kak
BCeraa, Kaxablil NaumMeHT YHUKanNeH, U peLleHnst 0 XMpYpPrvyeckoM feveHnn ckonmosa AOSKHbI
NPUHMMAaTLCS NOCcne TECHOW KOHCYNbTaLuy cneumnanucTa-optoneaa ¢ naumeHToM.
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Ons Toro 4To6bl 03HAKOMUTLCSA C AONMONMHUTENBHBLIMU pecypcamu, Noxanymcra, Ha-
KMUTe Ha usobpaxeHue Bbile unu nocetute cant: www.ryri.org/ccg-orthopedics
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Mpuem nuwM, rNoTaHne U peyb

Baw Bpa4 MOXeT UCNoJib30BdTb ClieAyrLline TepMUHLI

Acnupauus: NonagaHne MHOPOAHBLIX Ten/BeLwecTs (HanpumMep, MUK N XXUAKOCTU) B Obl-
XarenbHble NyTU Yepes rofiocoBble CBA3KM ("'ronocoBble ckrnagku™).

HononHsaowan u anstepHatMBHaa KoMMyHukauma (AAC): OxBaTbiBaeT LUMPOKUI
cnekTp HeBepbanbHbIX METOAOB KOMMYHMKALMK, OT A3blKa XXECTOB U JOCOK C KapTUHKaMM
A0 NPUNOXEHN AN MOBUIBbHBLIX YCTPOUCTB U BbICOKOTEXHOMOMMYHbIX CNeumann3npoBaH-
HbIX YCTPOWCTB, reHepupyrowmx pedb (SGDs)

Bynbb6apHbin cuHapom: MNpobnemsbl ¢ xeBaHMEM, IMOTaHMEM U PeYblo U3-3a craboctu
OynbbapHbIX MbiLLL

Bynbb6apHblie Mbiwubl: Mbiwubl n1ua, pta 1 ropna

OusapTtpua: HeBHATHas nnn meaneHHas pedb, KoTopas MOXeT 3aTpyAHUTb NMOHUMaHue
FacTpoaHTepornor: Bpay, cneunanmsvpyowmnncs Ha Xenyake n KUWLEeYHNKe

OuneTtonor: OkcnepTt B 06nacTy NULLEBLIX NPOAYKTOB Y NPaBUITbHOIO NMUTaHUSA
JQprotepaneBT (OT): BKcnepT, KOTOPbIN MOMOXET BaM YNyYLUUTb N COXPaAHUTb HaBbIKK,
ncrnonb3yemble B NOBCEOHEBHOWN XN3HN

NMpoHukHoBeHue: Korga nuiwia unv XnakocTb nonagaeT B AblXxaTernbHble MyTU, HO He Npo-
XOOUT Yepes rorilocoBble CBA3KU

MynbmoHonor: Bpay, cneunanmsnpyrowmincsa Ha fierkmx

PecnupatopHbin: CBA3aHHbIN C AbIXaHWEM UK JIETKUMU

INoronep-pedekronor (SLP): 3kcnepTt, KOTOPbIN OLEHUBAET, AMarHOCTUPYET U NeYnT
HapyLLeHWsi, CBA3aHHbIE C OBLLEHMEM U TMOTaHUEM
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ag.a 7 - Npuvem nuwy, rmotaHue un peydb

Bynb6apHble MbiWLbI - 3TO MbilLbI LA, pTa ¥ ropna. MbilWubl pTa U YencT NoMoratoT
BaMm nepexeBblBaTb nuLy. Korga Bbl rnoTaeTe, MbilLbl BO PTY M roprie NpoTankMBarT NULLY B
ANVHHYK TpyOKy, HasbiBaeMyto nuwesogomM. OTTyaa nuLLa nocTynaeT B Xenyaok Ans nepesa-
pvBaHus. MbiWwLbl B ropne Takke NpensTcTBYOT NonagaHuio MUK B AblXxaTenbHOe ropro (Tpa-
Xer) 1 B nerkve. B HopmanbHOM npoLlecce nepexeBbiBaHUS U MMOTaHMS y4acTBYHOT 26 MblLUL,.

A. MOUTH AND CHEEK ANATOMY B. INGESTION

Hard palate 3
—— Soft palate

Epiglottis

Esophagus

Trachea

A. MpuHuMnuansHas cxema, ageMoHcTpupyowasi g Bo Bpemsi npuema nuwm Mblwubl NULA, pTa u
aHaToOMMIO pTa U ropna. ropria HanpaBnAKT NULy (KenTasa cTpenka) B
HanpaBreHMM NULEeBoAa, B CTOPOHY OT Tpaxeu.
Mpn HanNMuyMu MbiWeYHOW cnabocTun nNuua, pta
n/vnu ropna, Takom npouecc rnoTaHMA Hapylia-
eTCsl, YTO NPUBOAUT K NONagaHUIo NULLU U/ Unu
XUAKOCTU B HOC UJUN Tpaxelo.

Tatkke nuuesble 1 BynbbapHble MbILLLbI UICNONb3YIOTCH B pedn. Korga Bbl pasroBapusaeTte,
MbILLLbI BaLLEro nuua (4entocTb, A3blk 1 rybbl) paboTatoT BMecTe, obpasys cnosa. Bawa gua-
parma, nerkue 1 ronocoBow annapar (roptaHb) paboTatoT BMecTe, YTobbl n3gaBaTth 3BYK.

CesasaHHaga ¢ RYR-1 cnabocTb B nuueBbIX U BynibbapHbIX MbILLL@X MOXET MPUBECTU K NPO-
Bnemam ¢ npyemMom NULLK, rmoTaHMeM 1 peyblo. Bpaun HasbiBaloT 9TO 6ynb6apHbIM CUHAPO-
mom. Kak n gpyrne cumntombl RYR-1-RD, 6ynb6apHbii CUHOPOM MOXET OTNMYaTbCA NOATU-
NMOM M TSKECTbo 3aboneBaHus. B uenom, aytocoMmHo-AoMUHaHTHbIe myTaumn RYR1, kak
npaBumo, CBs3aHbl CO cnabo BblpaXXeHHbIMU CUMATOMaMn. AyTOCOMHO-peLieCCUBHbIE MyTa-
umm RYR1, kak npaBuno, cBa3aHbl ¢ 6onee pacnpoCTpaHEHHbIMU U TSHXKENbIMU CUMATOMaMM.
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TUNbl RYR-1-RD: BYJIbBAPHbIA CUHAPOM U APYITME OCOBEHHOCTU

Twvn Bynb6apHbIi CUHAPOM U Apyrue 0COGeHHOCTH

3aboneBaHue LUeHTparnbHO- B TsKenbiX Criyyasx
ro ctepxHsi (CCD)

MHOFOCTep)KHeBaﬂ MuonaTuA Psagoson

(MmD)
LleHTpoHykneapHasa MMONATUA | Byicokasi apka B HEGe
(CNM)
Bbicokasi apka B HEGe
BpoxaeHHas aucnponop- Cky4eHHoe nonoxeHvie 3y6os
LIS TUNa BONOKOH TpyaHOCTY € rnoTaHMeM BO3HUKaIOT NPUMEPHO Y
(CFTD) 30% mopen ¢ CFTD

PeweHune npobnem ¢ npnemMom nuLLm 1M rmoTaHMem

IMogen, nmetowmx Npobnemsbl ¢ XeBaHMEM U IMOTaHUEM, Kak NpaBuno, BbiAENAT creaylume
0OCODEHHOCTU:

o CrniroHoTEYEHME
e [nuTenbHOCTb Npuema nuLLn
« [lonagaHune NUWM 1 APYrnMX MHOPOAHBLIX TEN B AblXaTernbHble NyT (acnmpaums)

OTn NpobremMbl MOryT NPUBECTU K 3aMeIEHMIO POCTa, KUCNOTHOMY pedritoKCy U YacTbIM
pecnvpaTtopHbIM UHAEKUUAM. Takke MOXET NOSIBUTCH NIULIHUIA BEC, NOTOMY YTO CBA3aHHasA C
RYR-1 cnabocTb B ApyrMx mMbillLax MOXET NPUBECTM K Npobrnemam ¢ nepenBmxeHnem. oato-
MY Bpadu OOSMKHbI yAENSATb CTOMbKO XXe BHUMaHUS NMUTaHUIO Y MPUEMY MULLK, CKOMNbKO U OBU-
XXEHUI0, MO3BOHOYHUKY U ObIXaHWIO.

Kakn B OPpYyrnx acriektax sawero rie4eHn4d, MHOFOI'IpO(bI/IJ'IbHaFI KOMaHAa NnoMoXeT C HapyLle-
HUAMU MUTaHUA N PEYN. B KOMaHA4y MOryT BXoAuTb cneunanmcTbl cregyrowmnx TUrnos:

e HyTtpuumnonor unu guetonor: ATOT cneunanucT paccka)XeT BaM O Kanopusix 1 nuTtartenb-
HbIX BELLIEeCTBaXx , KOTOpble Bbl UMW Ball pebeHOoK nornyvyaeTte Ans noaaepXKaHns 300poBbs
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CBO€ero opraHn3ma. Ecnn BO3MOXHO, 3TO AOMKHO nponcxognTb Npun KaXXgom noceleHnmn
KIMNMHUKN.

« Cneunanuct, KOTOpbIN NpoBeaeT aHann3 nuTaHus (06bl4HO AedhekTonor-norones , cneuma-
NN3NPYIOLLINACSA Ha NUTaHUK U rMoTaHnn). B paMmkax aHanmsa MOXeT NpoBOAUTLCS OCMOTP:

BHyTpeHHen yacTu pTa
Cwunebl, cKOpOCTU U AnanasoHa ABMXEHUI MbiLL, BO PTY Y BOKPYT HErO.
Cnocoba npnema nuLm 1 XUOKOCTWU Y Bac 1 Bawlero pedbeHka

e MynbmoHonor: 3T10T cneumanuct yaeTt cneanTb 3a Ballen AbiXxaTenbHOW CUCTEMON U
dyHKUMEN abixaHus. [TynbMOHOOr MOXET NPOBECTU PeHTreHorpaduio rpyaHoON KrneTku
("peHTreH"), 4yTobbl yBUAETL, BANAIOT NN NPOONEMbI C XXeBaHMEM U MNTIOTaHMEM Ha Jerkume.

» Jloronep-pecpekronor (SLP) u/vnn aprotepaneBT (OT): OTn cneumnanuncTbl NPOBEPSIHOT,
€CTb N1 y Bac npobnemsl ¢ rnotaHnem (gucdarns) npy ynotpedbneHnm pasnnyHbix NpoaykK-
TOB MUTAHUSA U XNOKOCTEN, U NOMOratoT onpeaenuTb Kypc nevyeHuns. Ecnmn ectb onaceHus,
4YTO MMLLA W XXMAOKOCTb NonagatoT B BalLM AblXaTenbHble NyTU (acnupauus), Bpaym MoryT
Ha3Ha4YMTb UCCneaoBaHME C NpornartbiBaHnemMm mogmduumposaHHoro 6apusa (MBSS). MBSS
- 9TO TecCT, B Xo[e KOTOPOro nosny4yatT peHTreHOBCKNe CHUMKK ("peHTreHockonua™), noka
NaumeHT eCcT 1 NbeT NPOAYKTbl Pa3NNYHON KOHCUCTEHLMW. DTO NO3BONSAET foroneny-gedek-
Tonory (SLP) u/vnun aprotepanesty (OT) onpegenntb puck acnvpaummn n 6esonacHbie ans
ynoTpebneHns Buabl NPoayKTOB.

» lactpoaHTeponor (Gl): 3TOT cneynanucT MOXET NPOBECTUN UCCIefOBaHMeE rMoTaHus n/nnu
ncnonb3oBaTtb kamepy ("aHgockon") AN nccrnegoBaHUSA BEPXHUX OTAEMNOB Xenyao4HO-KN-
weyHoro TpakTa (XKKT) (1. e. nuweBoaa, kenyaka, n y4actka TOHKOW KULLIKK).

KAK PELLAIKOTCA 3TU NPOBJIEMbI?

Ecnn y pebeHka ¢ RYR-1-RD Bo3HMKalOT NpobnemMbl C NPUEMOM NULLM, KIMMHUYECKas rpynna
MOXET NPeaAnoXuTb Bam crneayroLlee:

» CkoppekTnpoBaTb nonoxeHne pebeHka npu NuTaHnm

« Cpenatb cMeCb Unu rpygHoe Mosioko 6onee rycteiMu

» cnonb3oBaTb HakNagky Ansi COCKOB, YTOObI NOMOYb pebeHKy 3aKkpenuTbes
» [lpnobpectu cneymanbHble ByTbINOYKM C COCKaMmn

[lns peTtein ctapLuero Bo3pacTta KOHTPOSb 3a NMTaHNEM OCYLLECTBSIETCS fevallei KoMaHaoM.
OHW JOMmKHbI NPOBEPUTL POCT U BbICOTY pebeHka. TepaneBT Takke MOXET MOMOYb AETAM Mo-
4yBCTBOBaTb BKYC, TEMMEepaTypy 1 TEKCTYPY NULLK, YTOObI OHU He OTKa3blBanuch oT eapl. Ecnn
peGeHoK He MOXET NoNy4YnUTb HeobXxoanMble My Kanopun U3 CBOEro paLMoHa, Bpay MOXeT
nopekoMeHAoBaTb TPYOKY AN KOPMIIEHUS.

Ona nony4vyeHus fononHUTENbLHOW MHOpPMaUMKM NOCeTUTE CanT:
www.feedingtubeawareness.org/education-materials/
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Bpauu Takke SOMKHbI M3MEPSATb YPOBEHb Kanbuus U BuTammHa D y Bac unu Bawwero pebeHka
npUMepHO pas3 B roA.

» KucnotHbin pecntoke: K cumntomam KMCNOTHOro pedrtokca OTHOCATCS 6onb B rpyam u
/ vinun xenyake (4yBCTBO XOKEHUST), pBOTa / CpbIrMBaHWe, YacTble pecnnpaTopHble NHMEK-
unn 1 acnupauus. MNMepopaneHble NpenapaTbl U KOPPEKTUPOBKA ANETbLI MOTYT NOMOYb Bam
CrpaBUTLCS C KUCMOTHBIM PedSTOKCOM.

« 3anop unu 3agepxka onopoXHeHUA xenyaka: Ybeoutecb, Y4TO YenoBek NbeT 4oCTaTou-
HO€ KONMYeCTBO XUOKOCTU. PasMsrymTenu cTyna unm criabutenbHble npenaparbl Takke
MOryT noMoub. Balua komaHaa MoXXeT NOCOBETOBATb, B KAKOM NOSIOXKEHUN BaM M/Unu
Ballemy pebeHKy nyylle NpUHUMaTb NALLY.

« CnioHoTeuyeHme: CnabocTb MbILLL, NNLIA U OKPY>KHOCTM pTa MOXET 3aTPyAHUTb 3aKpbITHe
pTa 1 rnoTaHue croHbl. Balla komaHaa MoXeT NpeanoXnTb 0TCOC B NMOMOLLIb NP Crto-
HOTEYEHUU, UNK Tepanuio, MPOBOAMMYIO NOroneaoM Ui 3protepaneBToM, AN TOro YTobbl
NMOMOYb AETSIM KOHTPONMPOBaTb, YMEHbLUATb UIN YCTPaHSATb X CIOHOTEYEHME.

Yxopn 3a nonocTbio pTa U cTomartosniorums

Y HekoTopbix ntogen ¢ RYR-1-RD BcTpevaetcs geopmauums nuua, 1 MOXeT OTNimyaTbCsa pac-
NONOXEHNE BEPXHUX U HKHUX 3yDOOB. OTO MOXET MPUBECTU K HAPYLUEHUSIM TMIMEHbI MOMNOCTH
pTa.

MoaopocTkM 1 B3pOCIble OOMKHLI PEryNApHO noceLarb ctomaTonora. Pogutenu OomkHbl Ym-
CTUTb 3yObl CBOUM AeTAM [Ba pa3sa B [ieHb, KaK TONbKO NosiBUTCA nepsbin 3y6. Ecnn pebeHok
OY€eHb YyBCTBUTENEH K YNCTKE 3yDOB, eMy MOXET MOMOYb cTomaTtornor. [leten Heobxoammo noka-
3aTb AETCKOMY CTOMAaTosnory K Tomy BpeMeHu, Korga um ucnonHutcs rog. deten ¢ RYR-1-RD,
BO3MOXHO, NoTpebyeTcsi noka3atb OPTOAOHTY AS1S OLEHKM npobnem ¢ BblpaBHMBaHMEM 3y60B.

Peub n oOweHune

HekoTopble ntoan ¢ RYR-1-RD moryT ucnblTbiBaTh TPYAHOCTU C PeYbO MU3-3a:

e Cnaboctn mbiwy pTa (rybbl, A3blk, HE6O).

» Cnaboro ronoca

e [1Tpobnem c KOHTpoONem AbiXxaHus

e AHOManun CTpoeHns opraHoB POTOBOW MOSIOCTU

Y HekoTopbix ntogen ¢ RYR-1-RD mbiweyHas cnabocTb NpUBOANT K TOMY, YTO BO BPEMSI PEYN
N3 HOCa BbIXOAMT CAIMLLKOM MHOMO BO3dyxa. 3BYK BO3yxa, NPOCavMBaloLLErOCHa Yepes HOC

BO BpeMsi peyu, OKasbIBaeT XxapakTepHoe BNNAHME Ha Ka4eCTBO peyum 1 HasbiBaeTca "rmnep-
HasanbHOCTb". Y apyrux nauneHToB ¢ RYR-1-RD moryT 6biTb Npobnembl ¢ HEBHATHOW U
MEeANEeHHON peybto (An3apTpus).
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C atumm npobnemamu MoXeT noMoub AedekTonor-norones. Jedekronoru-noroneabl MoryT
NMOMOYb BaM Hay4YMUTbCA KOHTPONMPOBaTh CBOE [blXaHWe U roBopuTb YeTko. [pu 6onee cepbes-
HbIX HapPYLUEHUSX MOTyT NOMOYb ApyrMe CpeacTBa KOMMyHMKaL MK, B TOM Yucrie [lononHsto-
waa v anstepHatuBHaa kommyHukaumsa (AAC). [edekronorn-noronegsbl NOMOryT Hay4YnTb
BacC A3blKY XXECTOB, XXeCTUKYNALUN, MUCbMY, UM NPeasioKUTb BaM UCMNOMb30BaTb YCTPOMUCTBO
NN KOMMYHUKAUUOHHYIO nniaTy, 4ToObl NOMOYb B OBLLEHUN 1 COXPaHEHUN CBOErO rofnoca.
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Y10 KacaeTcs WKOnNbI

Baw npoBangep MoXeT UCNOMb30BaTh ClieAylolmne TePMUHbI

MpepocTaBneHue ocobbIX yCNoBUM: ViameHeHne cnocoboB ycBanBaHus matepuana
yyawmmcs

BecnnatHoe o6sa3aTenbHOe rocyaapcTBeHHoe obpa3soBaHue (FAPE): becnnaTtHoe
obsa3arenbHoe rocyaapcTBeHHOe obpa3oBaHme

GEP: NnaH obuwero obpasoBaHus

IDEA: 3akoH 06 o6pa3oBaHUM N1, C OrpaHUYeHHBbIMN BO3MOXHOCTSIMMN

IEP: NhomBuayanbHas obpasoBaTtenbHasa nporpaMmma

LRE: Cpena ¢ HauMeHbLUIMMW OrpaHNYeHnsIMun

Moaudukaumsa: VismeHeHne matepuana, KOTOpomy 00y4aroT ydaLllumMxcs, Unu npeabasna-
€MbIX OXXnaaHUN

SDI: CneuunanbHo paspaboTaHHasa MHCTPYKUNS

Mnan 504: MNnaH ansa wkon, npegycMaTpuBaloLwmi NOAAEPXKKY ydallerocs ¢ orpaHnYeH-
HbIMW BO3MOXHOCTSAAMWU N yCTPaHEeHWe NpensiTCTBUIN Ha NyTU K 0By4YEHUIO; OH OTNn4yaeTca
oT HanemayanbHon obpasoBaTenbHOM nporpaMmmMbl OTCyTcTBMEM CneumanbHo paspabo-
TAHHOW MHCTPYKUUKN AN YOOBNETBOPEHUS YHUKaNbHbIX NOTpebHocTen pebeHka B 0by4ye-
HUK

3AKOH Ob OBPA30OBAHWU Nl C OrPAHUYEHHBIMU BO3MOXXHOCTSAMM (IDEA)

B cooTtBetcTBMM C TpeboBaHMssMM 3akoHa O6 obpa3oBaHMU NUL, C OrpaHUYEHHbIMU BO3-

MoxxHocTAAMM (IDEA) rocynapcTBeHHble LWKombl 0653aHbl NpefocTaBnaTh cneumnansHoe obpa-

30BaHMe N CBSA3aHHbIE C HUM YCMYrv y4allMmMcsl, MMEeILMM Ha 3TO NpaBo. OTOT 3aKOH BKoYa-
eT TpeGoBaHue "lMounck pebeHka", B COOTBETCTBMMU C KOTOPbIM BCE LLKOMbHbIE OKpYra AOMKHbI

M}J,eHTVId)I/ILI,I/IpOBaTb, HaxoauTb M OLEeHMBAaTb BCEX OETEN C I'IO)J,TBGp)K}J,GHHOVI nnn npeanonara-

eMOW UHBANUAHOCTLIO, AN4 TOro YToObl onpeaennTb NOTpebHOCTL B yenyrax. MangaT "lMouck

pebeHka" pacnpoCcTpaHseTCa Ha Kaxaoro pebeHka, He3aBMCUMO OT TOro, B KaKOW LLKOSE OH

YYUTCA, B TOM YUCIIE Ha:

68 PykoBoaCTBO MO KIMHUYECKOMY yXoay




MaBa 8 - YTto kacaetcs LKonbl

» [leten ot poxageHus ao 21 roga

« [leTen, nocewaroLmx rocyaapCTBEHHYH0, YaCTHYHO, MPUXOACKYHO Un Nobyo APYryHo LWKO-
ny

« [leten, koTopble ABNAKTCSA 6€300MHbIMU UINN HE UMEKOT NMOCTOSAHHOIO MECTa XUTENbCTBA

o [eten-murpaHToB

o [leTten, HaxoOsLWMXCS NOA, ONEKOW LTaTa

LLIkonbHbIe OKpyra JOSMKHbI BbISABMASATbL BCEX AETEN C OrpaHNYeHHbIMU BO3MOXHOCTAMN. OBbIY-
HO ON1S NoMCKa TakuxX AeTen MCNOonb3yT 0bLLMA NpoLecc CKpUHUHIa. [eTu, ele He nocellato-
LMe LWKony, MoryT 6bITb HanpaerneHbl B 60MbHULY, K Bpayy U B Apyroe yuypexaeHue, oKkasbl-
BatoLwlee nomoLlb. Pogutenn moryT o6patntbca 3a noMmoLbio B ntoboe Bpems. LLkonbl yacto
HanpaenaT O6LLMIA NPU3bIB CEMbAM B COLMANbHOW cpeae, Ansi TOro 4Tobbl AeTer NpuBoANN
Ha NPOBEPKY 3pPEHUs, Criyxa, pedn 1 a3blka, a Takke coumnaribHO-3MOLMOHarNbHbIX HAaBbIKOB
OOVH unu ABa pasa B rog. Kak Tonbko pebeHok npuxoguT B LLKOAY, LUKOMbl Y3HAOT O AETHAX C
OrpaHMYeHHbIMY BO3MOXHOCTSIMU NPU NOMOLLIY YHUBEPCAlbHbIX YCTPOWUCTB OCMOTpPa, OTYETOB
yunTtenen n poautenen. Kak Tonbko wWwkona onpegenut pebeHka 13 rpynn pucka, NpoBOAMUTCS
AarbHEeNLWnn CKPUHUHT U odomumnarnbHas oLeHKa.

[MpaBo Ha y4acTne onpeaernseTcs nocne KOMrIeKkCHOW Ncuxororo-neaarorn4eckon OLEHKH,
npoBeAeHHON MHOronpoubHON KOMaHAoW CreunanmcToB LLKOSIbl. QTOT aHanu3 pacnpo-
CTpaHsieTca n Ha poguTenen. Ytobbl nonyynTb NpaBo Ha cneunansHoe obpasoBaHue, "MHBa-
NMAHOCTL" AOMKHa "HeraTMBHO ckasbiBaTbCcA" Ha ycneBaeMocTn pebeHka B wkone. Obpartute
BHMMaHue, YTO BbIiBNEHE HapyLleHus y pebeHka He 03HavaeT BblaeneHue y Hero obpa3oBa-
TenbHoM "MHBannaHocTtn". PebeHok nony4aeT npaeBo Ha "crneumanbHoe obpa3oBaHue" TONMbKO
nocne Toro, Kak LUKOfMbHas KoMaH4a cneunanucToB onpeaenuT, YTO pacCcTponcTBo pebeHka
HeraTMBHO BIMSIET Ha €ro ycneBaemMocTb B chepe obpasoBaHus; "ycneBaeMocTb B cdepe 06-
pa3oBaHNA" B LUMPOKOM CMbICIE OXBaTbIBAET HE TOIbKO YCNeBaeMocCTb (T. €. OLEHKM), HO Tak-
Xe coumarnbHble OTHOLIEeHMS 1 aganTaunio. BaxxHo oTMeTUTb, YTO pebeHOK MOXET MonyyYnTb
npaeo Ha "cneyunanbHoe obpasoBaHne" gaxe 6e3 ouLmanbHOro AnarHo3a paccTponcTea npu
HanU4MM oTpuLaTenbHOrO BITUSHUA HapyLLUEHWU Ha "ycrneBaemMocCTb".

ITobon 13 poguTtenen MoxeT NOA4aThb 3anpoc Ha OUeHKy cBoero pebeHka. OgHako LwKona
MOXET OTKa3aTb NPW OTCYTCTBUN O4EBUOHbBIX NPOBEM C yCNeBaeMOCTbIO; LUKOMa AOSMKHa
NMCbMEHHO NOATBEPANTL CBOE peLleHne poauTenam. Ecnun pasHornacusa mexagy pogutensamm
N LLKOSIOM B OTHOLLEHUN HEOBXOANMMOCTM cneumanbHoOro obpasoBaHNsA COXpaHATCSA, CyLle-
CTByeT obmumManbHbI NPOLIECC pa3peLLEHMS CMOPOB, KOTOPOMY MOTYT CneaoBaTh LUKOMbI U
poauTenu.

CornacHo Tpe6oBaHuam IDEA, ana toro, 4tobbl pebeHok nonyyunn cneumansHoe obpasoBa-

HWe, Ha ero ycneBaemMoCTb B LLUKOSEe AOMMKHO "oTpuLaTensHO NOBNUATL" Hann4ne HBanuaHo-
CTV B OOHOW (MW HECKOIbKNX) 13 criegyowmx 13 kateropui:
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KATETOPUU MHBAJNTMOAHOCTU B OBJIACTU CNEUMNAJIBHOINO OBPA30OBAHUA B COOT-
BETCTBUM C IDEA

KaTteropwus OnpepeneHue

Bnusiet Ha cnocobHoCTb pebeHka untatb, NMcaTtb, CrywaTthb,
rOBOPUTb, paccyxaaTb UM 3aHUMaTbCA MaTEMaTUKOMN.
Bkntoyaet (HO He orpaHn4MBaeTcs):

» bBasoBble HaBblkK YTEHMS

e [loHnmaHue Ha cnyx
Mpo6nema c e MatemaTtunyeckne Bbl4MCIEHNS
KOHKPE€THbIM e PelueHne matematmnyecknx 3agad
HaBLIkoM (SLD) * YCTHOEe BbIpaxeHue
e [loHMMaHue npoYnTaHHOro
» HaBblku Gernoro YteHus

e [lucbmeHHoe BbipaxeHue
K opyrum ncnonb3yembiM TepMUHAM OTHOCATCA: OUCTEK-
cvs, AMCKanbKynus, aucrpadus.

OrpaHu4dmBaet cuny, 3Hepruo nnNn 6anTeNnbHOCTbL pebeH-
ka. Bkntoyaet xpoHn4eckme nnm ocTpble Npobnemsl co
300poBbLEM (MOMUMO MPOYEro):

* Actma

» CuHapoMm aeduumnTa BHUMaHUS
o CuHapoMm aeduumnta BHUMAHUS U TMNepakTUBHOCTU

[pyrve HapyLLueHUs o [unabet

3popoBbs (OMC) * Onunencus
» CeppaeyHoe 3aboneBaHne

e [emodunusa

e OTpaBneHne CBMHLOM

« Jlenkemus

o CepnoBuaHOKMNETOMHAsA aHEMUS
e CuHgpom TypeTtTa

HapyLueHne pa3Butusi, KOTOPOE BNUSIET HA coumarnbHoe
B3anmopgencTemne, sepbanbHoe n HeBepbarnbHoe obLeHme.
Mpobnembl 06bIMHO NOABNAIOTCA B BO3pacTe 4O TPEX NET.

AyTusm
paccTpoOMCTBO CneKkTpa
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KATEFrOPUU UHBANTMOHOCTU B OBJTACTU CNELUUAIIBHOINO OBPA30BAHUSA B
COOTBETCTBWUU C IDEA (npoaomnxeHue)

KaTeropus OnpepeneHue

PaccTpoicTBo, Npy KOTOPOM NPOSABNAETCA OAHA UM HECKONbKO
13 crnegyroLmnx XxapakTepucTuk B Te4eHe AnuTensHOro nepuoaa
BPEMEHM 1 B 3aMeTHOW cTeneHn. BknoyaeT (HO He orpaHuyvBea-
ercs):

e HecnocoBHOCTb K 0ByYeHNI0 HE MOXET BbITb OOBbACHEHA
WHTENNeKTyanbHbIMU, CEHCOPHbLIMU hakTopamu unmn akTo-
pamu 340pOBbS

OMoLuMOHanbLHoOe paccTpoun-

CTBO

e HecnocobHocTb CTPOUTb NN nogaep>xmeatb yaooBrieTBOPU-
TeJlbHbl€ OTHOLUEHNA CO CBEPCTHUKAMWN U YyHUTENAMMU

e HenopgobatoLlee noBegeHNe Nnm YyBCTBa NpU HopMarbHbIX
obcToaTenbcTBax

i O6u.|,ee ne4vyaribHoe HacCTpoeHune nnmn genpeccud

e CKIJTOHHOCTb UCMbITbIBATb cbvlawqecme CMNTOMbI UJTN CTpa-
XN , CBA3aHHbIE CO LWKOJMbHbIMU UIMN NMUYHBIMW npo6nemaM|/|

TpyAHOCTU C peyblo Unn A3blkoMm. BkntovaeT (HO He orpa-
HU4YMBaeTCcs):

HapyweHune
Py * f3blkOoBasi 3agepxKa

peuun unm Asbika
o 3auvkaHue

HapyLweHus 3peHus, BNusoLmMe Ha ycneBaemMocTb B y4ebe,

Aaxe nocrie nx koppekuuun. BkniovaeT (HO He orpaHn4MBa-
HapylweHue 3peHus, etcs):

BKJ1rHO4as crenoty . CnenoTta

* YacTtuyHoe 3peHune

HapyweHus B 06paboTke NMHIBUCTMYECKOW MHOopMaLmn

NOCPencTBOM Criyxa, C UCMONb30BaHMEM ycuneHus nnm 6e3s

MyxoTa Hero. BkrntoyaeT (HO He orpaHnymMBaeTcs):

» HecnocobHoCTb cnblwaTb Bce Ui 60MbLUINHCTBO 3BY-
KOB, Aaxe C MOMOLLbIO ClyXOBOro annapara

Tskenas notepsi cnyxa, Tak u 3peHUs O4HOBPEMEHHO;
Cnenornyxora notpebHocTn pebeHka He yOOBNETBOPSAOTCA NPorpaMmMamMmm
NCKIIOYUTENBHO ANS MYXUX UK CRenbIX.
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KATETOPUU MHBANNOHOCTU B OBNACTU CNEUNATIbHOIO OBPA30OBAHUA B COOTBET-
CTBWMU C IDEA (npogomxkeHue)

KaTeropus OnpepeneHue

HapylweHue gBuratenbHbiX OYHKLMIA UM CNOCOBHOCTEN Opra-

HU3Mma.
OpTtoneaunyeckune Hapywe- | BkntoyaeTt (MOMMMO Npoyero):
Hus* » BpoxgeHHble muonaTtum (Hanpumep, RYR-1-RD) n auc-

Tpodumn (Hanpumep, 6onesHb [oweHHa)
*Hanbonee NpMMeHu-

o [IpnobpeTeHHble 3aboneBaHuUs, TakMe Kak NnofIMoMUEnnT
Mo k RYR-1-RD probp

o [pyrue: Oetcknin uepebpanbHbii Napanuyd, amnytauum
U NocTTpaBMaTU4eckmue paccTpomcTea

OT0T TepmuH BonblLue He HasbiBaeTcs "yMCTBEHHOWN OTCTa-
noctblo".

3HaunTenbHO CHMXaeTca obLias nHTennekTyanbHasa pa-
60TOCNOCOBHOCTb, OAHOBPEMEHHO NPUCYTCTBYET AeULMT
afanTUBHOIO NOBEAEHMUS, YTO OTpULATENBbHO CKa3blBaeTCcs
Ha ycneBaemocTu pebeHka B y4ebe. BknoyaeT (mMomMmumo
npoyero):

e CuHgpom [layHa

YMCTBEHHYIO0 OTCTanocTb

TpaBMy rofOBHOIO MO3ra, BbI3BaHHYIO BHELLHUM dn3nye-
HepenHo-mosroByio CKM BO3JENCTBMEM (Hanpumep, TPABMOW), KOTopasi MPUBO-

Tpasmy (YMT) [MT K OYHKLIMOHANBbHON MHBANWOHOCTU, YMCTBEHHO OTCTa-
NOCTN UMK K MCUXOCOLMANbHBIM HapYLLIEHUSIM.

MHOXeCTBeHHasi Bonee ogHOro 13 BbienepeyYncrieHHbIX PpacCTPONCTB OAHO-
WHBaNUQHOCTb BPEMEHHO (B OOHO 1 TO Xe BpeMmsl).

B BblweykasaHHbIX kaTeropusax "dpyrue HapyweHns 3aoposbs” 1 "OpToneanyeckne HapyLeHus'
aetn ¢ RYR-1-RD moryT nony4ntb npaBo Ha cneumanbHoe obpa3oBaHume B NEPBYO odepeab.

MHONBUAYAJIbHAA OBPA30OBATEJIbHAA MPOIMPAMMA (IEP)

Kak Tonbko 6ygeT yctaHoBMNEeHO, YTO pebeHOK MMeeT NpaBo Ha creumnanbHoe obpa3oBaHue,
cnegyowmm warom éyaet cosgaHe UHanBnayanbHom obpa3soBaTesibHOW NporpaMmmbl
(IEP). IEP - 9TO NUCbMEHHBbIN IOPUANYECKNIA OKYMEHT, KOTOPbIV rapaHTUPYET, YTO Ball pe-
OeHok nonyunT 6ecnnaTtHoe obsA3aTenbHOe rocyaapcTtBeHHoe o6pa3oBaHue (FAPE) B
cpeae ¢ HauMeHblWwKMU orpaHnyeHusamm (LRE). Ecnn pebeHok npusHaH nmerowmnm npaso
Ha crneumanbHoe obpasoBaHue (kak onpegeneHo IDEA), oH nnu oHa nmeet npaeo Ha |IEP B
TevyeHne 30 gHen ¢ MOMeHTa 0dOpMIIEHMST NEPBOHAYanNbHOro 3akndeHns. Kak n B gpyrnx
acnekTax nedenus RYR-1-RD, komaHga |IEP sBnsetca mHoronpodunbHon. PoguTtenu Bceraa
SABMSAKTCS YacTb KOMaHAbI.
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Kto BxoauTt B komaHay IEP?

B Bawen komaHae IEP gomkHbl 6bITb cneaytowme niogu:
e OauH 13 poauTenen unm 3akKoHHbIA ONeKkyH

« [lpeacraButens WKOMbl (HAaNpUMep, AMPEKTOpP, 3aMecTUTerNb AnpeKkTopa u T.4.)
o OOuH nnNun HeckonbKko yumTenen obuiero obpasoBaHms
o OOuH NnNn HECKONbKO yYnTenen cneyunanbHoro obpasoBaHms

» Yenogek, KOTOPbIA MOXET MHTEPNPETMPOBATL pPe3yrnbTaTbl OLEHKM (HanpuMep, LWKOSMb-
HbI NCUXONOr)

o [pyrue cneumanucTtbl, obnagatoLlmne s3HaHUSMU UK ONbITOM, HEOBX0AUMbIMKW OIS OKa-
3aHuMs NoMoLLM BalleMy pebeHKy (Hanpumep, norornes, aprotepanesT, U3noTepanesT,
LLUKOMbHasA MeacecTpa U T. A.)

» PebeHok (B 3aBMCMMOCTM OT BO3pacTa)

Bbl moxeTe npuriacnuTb Opyrnux nuuy (a,EI,BOKaTOB, BaLlero spada unn apyrnx SKCI'IepTOB),
€CJIn codTEeTE 3TO HeO6XO,D,I/IMbIM.

KpaiHe BaxxHO, 4TOObI Nnporpamma |IEP oTBevana nHamMeuayanbHbIM NOTPEOHOCTAM BaLlero
pebeHka. MHamBuayanbHasa obpasoBatensHasa nporpamma (IEP) gomkHa 6biTb paspaboTtaHa
A0 Havyana obyyeHus B LUKOMeE, 1 BCe yumTens Bawlero pebeHka 6yayT pykoBoACTBOBATLCA
COCTaBIeHHON nporpammoin. B cootBeTcTBumM ¢ TpeboBaHnammn 3akoHa rpynna IEP gomkHa
npoBoauTb cobpaHne He pexe ogHoro pasa B rog. OgHako nobor YneH KomaHabl, BKYas
poauTenemn, MoXeT nogaTtb 3asBKY Ha NpoBeaeHne cobpaHusa B noboe Bpems.

Kakne KoMnoHeHTbI BXOAAT B nporpammy IEP?

NuanenayanbHasa obpasoartensHas nporpamma (IEP) gormkHa oxBaTbiBaTh Bce obnacTu,
HeobxoaMMble Ans TOro, YTo6bl NOMOYb pebeHKY AOBUTLCSA ycnexa, BKIo4Yas UCrnonb3oBa-
HMe COOTBETCTBYHLLUMX YCAYT (HANpUMep, KOHCYNbBTMPOBAHNE, NOAOEPKKA B BOCMMTAHWM,
TpaHCNOPT M T.4.) ANs AOCTMXEHNA pebeHkoM obpasoBatesnbHbIX Lenen. B IEP Heobxoau-
MO BKITHOUUTb:
1. OTYeT O TeKyLleM ypOBHe ycneBaemMocTn pebeHka 1 ero pyHKUMOHaNbHbIX BO3MOX-
HoCTsIX. Heo6xogmMMo paccMOTpeTb creayoLme Bonpochl:
a) Kak nHBanmaHocTb pebeHka BnusieT Ha ero yyactme B obLieobpasoBartenb-
HOWM nporpamme?
6) HeobxoomMmo BKIHOYNTL OTYET O "HbIHELLHMX YPOBHSAX" pebeHka:
1) KakoBbl ycnexu pebeHka B LLKkone cenyac?
2) Kak MHBanuaHoCTb BNNSET Ha ero nim ee ycrneBaeMocTb B Kracce?
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Kakne komnoHeHTbl BXoasaT B IEP? (npoaonxeHue)

2. O14yeT 00 M3MepuMbIX rogoBbIX LIENSX:
a) Kak Tonbko notpebHocTn pebeHka onpeneneHsl, komaHaa |IEP HaunHaeT paspabaTtbl-
BaTb COOTBETCTBYIOLLME akageMnieckme n yHKUMoHarnbHble Lenen ans yaosneTsope-
HWUA 3TUX NoTpebHocTen. B rogoBbix Uensx onpeaenstoT, YTo pebeHoK AormkeH caenaTtb
N YeMy OH [OIMKEH Hay4uTbCA B TeveHne 12 mecsues.
1) KoHTponbHble nokasaTenu unmn KpaTtkocpodHble Lienu:
1. TpebyeTcsa TONbKO ANs yYalLMXCsl, KOTOpble CAaloT anbTepHaTUBHbIN 3K3a-
MEH, COrnacoBaHHbIN C anbTepHATUBHbIMU CTaH4apTamMun yCrneBaeMOoCTM!.
2. Vicnonb3yeTcs, ecnu y yyallerocsi ectb onpefeneHHble akagemmyeckue
uenun n3-3a ero ycneBaemMoCTU HUXe CPeLHEro YPOBHS.

3. OnncaHme cnocoboB oLeHUBaHNA nNporpecca pebeHka B JOCTUXKEHUN eXEroaHbIX Lienen
N UHTEPBasiOB OLEHNBaHMS.

4. OTyeT 0 cneumanbHOM 0bpasoBaHNN N CBA3AHHLIX C HAM yCryrax, Kotopble 6yayT npego-
cTaBrieHbl pebeHky:

a) NamepeHune nporpecca n OTYETHOCTb MO HEMY
1) B nporpamme |IEP gomkHO cogepxaTbCsi onmcaHue Toro, Kak byaeT namepsitb-
CH nNporpecc, u Kkorga 0 HeM NPOVHMOPMUPYIOT poanUTENEN:
1. KTo cobupaet gaHHble?
2. Kak nx cobupatot?
3. Kak yacto?
4. Kak 6yayT pacnpoCcTpaHaTbCsa AaHHble cpeaun y4acTHUKoB rpynnbl 1EP,
BKNtovasi pogntenen?
6) ConyTcTBYIOLLNE YCIYTN:
1) O6nacTu, B KOTOPbIX y4aLLEMYCH MOXET noTpeboBaTbCa JOMNONHUTENbHANA No-
MOLLb:
1. PeueBo-a3bikoBasi natonorus (SLP).
2. Oprotepanusa (OT).
3. ®usnotepanus (PT).
4. KoHcynbTauMOHHbIe YCIyrn.
5. TpyooBas peabunuraums.

5. IameHeHnsa nporpaMmmbl Unun cpeactaa NoaaepXkn, NCNornb3yeMble LUKOMNbHbIM NepcoHa-
nom, Ans Toro 4tobbl NoOMoYb pebeHKy NpoaBUraTtbCs K rO40BbIM LEeNsaM; BKoYas Takme
BELUU, Kak y4acTne B AOMOSTHUTENbHbIX Y4EOHbIX M BHEYYEOHbIX MEPONPUATUSAX.

6. YTOuHEHME, B Kakon cTeneHn pebeHok He ByaeT yyacTBOBaTb B LLUKOSTIbHOWM XXM3HU MO
CpaBHEHMIO CO CBEPCTHMKAMU, HE UMEIOLLMMWN NHBANUAHOCTW.
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Kakne komnoHeHTbl BxoaaTt B IEP? (npoaomkeHune)

7. OT4yeT 00 npegocTaBneHHbIX MHANBUAYANbHbLIX YCIIOBUSX, HEOBXo4MMbIN AN n3me-
PEHUs akageMnyeckux 1 pyHKUMOoHanbHbIX Nokasartenemn A5s OLEeHOK LwTaTa u okpyra.

8. JononHuTenbHbIe BOMNPOCHI Afst paccMoTpeHust: KakoBa npegnonaraemas garta Ha-
Yyana npegocTasneHus ycnyr? oe 6yayT npegoctaBnaTbCa aTM yenyrn? Kak gonro
Byoet onuTbcsa yyebHoe Bpema?

Kak coctaBuTb ronoByto Uenb?

Llenn IEP gomxHbl ObiTb:

1. KOHKpeTHbIMU:
a) bbITb HanpaBnNeHHbIMN Ha akageMUYECKYHO U PYHKLMOHANbHYO yCNeBaemMoCTb.
6) BkntoyaTb YeTKOEe onucaHne 3HaHUM 1 HaBbIKOB.
2. NamepumbiMu:
a) O3Ha4vaerT, YTo pesynsraT MOXHO NocyYUTaTh UM 3adPUKCMpPOBaTb.
6) Mo3BONATL POAUTENSIM U YYUTENAM Y3HaBaTb, KAaKon Nporpecc 6bin JOCTUTHYT C
MOMEHTA NOCNeAHEro N3MepPEeHUs.
3. Vicnonb3oBaTb crioBa-4enCcTBUA:
a) Ncnonb3ysa Takme gpasbl, kak "PebeHok cmoxer..."
6) Uenu IEP cogepxaTt 3 KOMNOHeHTa:
1) HanpaeneHune noBegeHus (yBenumyeHne, yMeHbLLEHNE UM COXPaHEHNE).
2) O6bnactb noTpebHOCTM (UTEHME, CouMnarnbHbIE UCCeA0BaHMs, nepexoa, 06-
LLeHne n 1.4.).
3) CteneHb OCBOEHMS (K BO3pAaCTHOMY YPOBHIO, 6€3 NOCTOPOHHEN NMOMOLLM).
4. PeannctnyHbIMm:
a) YuntbiBaTb YHUKasnbHble NOTPEOHOCTM yyallerocs, BO3HUKLINE BCNeaCcTBUE ero
nnun ee nHeanugHocTtun, a HE B cootBeTcTBMM C y4ebHbIMM NporpaMmmamm okpyra
/ wTata unu apyrumm ctaHgaptamu.
5. OrpaHu4eHne no BpeMeHH:
a) YUTo gomkeH 3HaTb M YMETb AenaTtb pebeHoK nocne 3aBepLUEHNS OAHOro roga
cneumanbHoro obpasoBaHuns?
6) OrpaHunyeHne No BpeMeHN NO3BONSAET OCYLLECTBSATbL KOHTPOSb Yepes perynsp-
Hbl€ MPOMEXYTKN BPEMEHM:
1) Mo mecsauam, no kBapTanam, No cemecTpam, no y4ebHbIM rogam.
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CraplueknaccHukam noHagobsTcs nnaHbl, KOTopble MOMOryT UM YCMELHO afanTupoBaThb-
CS B )KM3HW NOCIIe OKOHYaHUSA CTapLuen LWKofbl. Takoe nrnaHMpoBaHue AOMKHO HaYnHaTb-
cs, korga Bawemy pebeHky ncnonHutea 14 net. B nporpammy IEP BHOCAT "nnaH nepexo-
Aa" K Tomy BpeMeHu, korga Bawemy pebeHky ncnonHutea 16 nert. lNnaH nepexona AomKeH
3aTparnBaTb BCce NOTPeOHOCTN Neproaa nocne OKOHYaHUA CpeaHewn LKOSbI, BKMYas To,
Kak Baww pebeHok ByaeTt coaBaTb 3K3aMeEH MO LUKOMbHOM oueHke (SAT), TecT ona amepu-
kaHckunx konnepxken (ACT) nnu gpyrme ctaHgapTHble BCTYNUTENbHbIE 3K3aMeHbl B KOS-
negx.

Koraa pebeHky Tpebyetcs IEP, WwKkonbHaa kKomaHaa cneumannucToB NOATBEPXKAAET, YTO
pebeHky HeobxoauMo NpeaBapuTenbHOE cneuuranbHO pa3paboTtaHHoe o6y4veHue (SDI)
Ans npuobpeTteHuns 3HaHu B obpasoBatenbHon cpeae. Mo nporpamme SDI 06bl4HO 3aHK-
MalTCs C yumTenamm cneumanbHoOro obpasoBaHus (MU C NOCTaBLLMKOM COOTBETCTBYO-
wmx ycnyr). OgHako B COOTBETCTBMM C MaHOATOM MO NpefoCTaBneHnto ycnyr obyyeHns B
cpefe C HaMMEeHbLUMMM OrpaHUYEHUSIMU CEMbW, BEPOSTHO, CTONIKHYTCHA CO CreayoLwmnmMm
MOMEHTaMMU:

1. CnekTp obpasoBaTenbHbIX NIaHOB COBMECTHOro obyyeHns (obLuee n cneumnanbHoe
obpasoBaHuMe npenogaBaemMoe COBMECTHO)
2. Push-in (yuuTens cneumanbHoro obpasoBaHusa npuxoasT B obieobpasoBaTtenibHyo
KOMHaTy, YTOObl NOMOYb AETAM C MHBANUOHOCTbIO)
3. PebeHok, KOTOpOro BbIBOAAT M3 OOLLEro Knacca Ha HEKOTOPbIV Nepnoa BPEMEHU eXe-
AHEBHO:
a) PerynspHoe noceueHne: 20% unm meHee BpeMeHu
6) OJononHutenbHo: oT 20% o 80% BpemeHu
B) Yuutens ¢ nonHown Harpyskon: 80% n 6onee BpemeHu

Oco0Oble 1 U3MeHEeHHbIe YyCnoBuUs

Kpome Toro, Lwkona paccMoTput Heo6XoaANMOCTb NPEAOCTABEHMS OCOObIX 1 U3MEHEH-
HbIX YCIIOBUW.
Korga pebeHok nony4yaeTt ocobble ycnoBus, MeHsieTcst cnocob ero obydeHus. MNMpumepsi
0COObIX YCMOBUI BKITHOYAKOT:

» Baw pebeHOK MOXeT caaBaTb TECTbl B TUXON KOMHATe

e Yuutensa obssaHbl valle NMPOBEPATD, 4YTOObI BaLL pe6eHOK ycBauBari I/IH(bOpMaLl,VII-O
npu 06y‘-IeHI/II/I KNMO4YeBbIM MOHATUAM

¢ YpOK NpoBOANTCA MHA4e
e Ycnyru, noMmorarowmne pebeHky pasBuTb onpeneneHHble HaBbIKK
o [lopaepxky B peLLEHNN 3MOLMOHANbHbIX UM coLManbHbIX Npobnem
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Oco6ble 1 U3BMeHEeHHbIe ycrnoBus (NpoaomkeHue)

B oTnuunmn ot ocobbix ycriosuin, moandukauma namMeHseT y4ebHbIn matepman unm Konm-
4YecTBO Matepuana, KoTopoe AOMmKeH YyCBOUTb pebeHoK. MNMprmepbl UI3MEHEHHbIX YCITOBUI
BKIIOYAIOT:
e YMeHbLUeHMe obLLero konmyecTtsa MaTeMaTMyeCcKkMx BONPOCOB Ui opdporpadunde-
CKMX CrloB

* WM3ameHeHMe Temna BbINOMHEHUS y4eGHON NporpaMmbl
« OGyyeHue Ha ypoBHe criocobHocTel pebeHka, a He Ha YpoBHe knacca

OnAa nonyvyeHna AonNonMHUTENbLHOW MHOPMaLUM NoceTUTe CanT:
www.understand.org/en/learning-thinking-differences/treatments-approaches/
educational-strategies/the-difference-between-accommodations-and-modifications

Bce 310 MOXeT ObITb MCNONB30BaHO B nporpamme |1EP.

MNpaBo Ha cneunanbHoe obpa3oBaHVe Takke NPeaoCcTaBnsaeT ceMbsiM npoLueccyanbHble
rapaHTMM U NpaBa Ha Hagnexalyr npaBoByto npoueaypy. [poueccyanbHble rapaH-
TUn obecneyvmBaloT NpaBo AeTen 1 X ceMen Ha nonyyeHne 6ecnnatHoro oba3arenbHOro
rocygapctBeHHoro obpasosanusa (FAPE) n 3awmwaiot nx ot gucCkpummHaumm. 3Tn rapaH-
TN Takke NPefoCTaBnsAOT HECKOMNBbKO BapMaHTOB yperynmpoBaHusi COPOB MEXAY LUKO-
namun n cembamu. lNpoueccyanbHble NpaBa rapaHTUPYIOT, YTO YENOBEK MMEET NpaBo Ha
crnpaBeanuBoe npumMeHeHue 3akoHa. OHM CoOQenCTBYIOT NPUHATUIO HaANeXalumx peLue-
HUA N NPeLOCTaBEeHUIO YCNYr AN AeTeN C OrpaHNYEeHHbIMY BO3MOXHOCTSIMMU.

Yr1o Takoe nnaH 5047

Pasnen 504 3akoHa o peabunutauum 1973 roga HanpaeneH Ha To, YTOObl MOMOYb POANTENSAM
1 LWIKONaM COBMECTHO paspaboTtaTb obpasoBaTenbHbIN NaH A5 OKa3aHUsa MOMOLLM AETAM C
orpaHuyeHHbIMU Bo3MOXHOCTSAMU. MnaH 504 onpegenserT, Kak yuntensa SOMMKHbI NoA4epXKu-
BaTb y4YyeHuka B knacce. NnaH 504 n nporpamma IEP npecnenytot ogHy 1 Ty e uenb: obecne-
YeHne BO3MOXXHOCTU MOCELLEHUS LWKOSbI 4518 pebeHka ¢ orpaHNYeHHbIMU BO3MOXHOCTAMM.
O6a obecneunBatoT becnnatHoe obsizaTenbHoe rocyaapcTBeHHoe obpasosaHue (FAPE). Oa-
Hako [NnaHbl 504 oTnuyatoTca oT nporpamMmmel IEP Tem, 4To OHM He npefocTasnsaloT npensapu-
TernbHoe cneuunanbHo paspabotaHHoe obyyeHune (SDI) ans yooBneTBopeHus MHANMBUAYanNbHbIX
notpebHocTen pebeHka B 06y4HeHUN.

He cyuiecTByeT yCTaHOBMEHHbIX NpaBuni AN TOro, Kak AOSMKHbI BbIrNaaeTb nnaHbl 504. Kak
npaBsuno, Baw pebeHok obyyaeTcs B obueobpasoBaTenbHOM Knacce 1 nonyyaet ycnyru, oco-
Oble ycrnoBus 1 y4ebHble nocobus. B pegkux cnyvasax nnaH 504 MOXeT BKIto4aTb U3MEHEeH-
Hble YCIOBMUA.

Mpouecc nony4veHunsa nnaHa 504 B pasHbIX LWKOSIbHbIX OKpYyrax oTnn4yaeTcs. B HEKOTopbIX crny-
Yyasax poauTenun 3anpawmsaroT nnaH 504 yepes KoopAnHaToOpa LUKOMbHOIo okpyra. B apyrmnx
cny4yasx nnaxbl npegnaratoT Wwkonbl. Lkonbl fgaxe MoryT npeanoXunTb Takon nNnaH ansa geten,
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KOTOpble He NMEIOT NpaBa Ha cneynanbHoe obpasoBaHue, HO HYXXOarTcsa B Apyrnx Bugax ob-
wen nogaepxkn. dopmansHoe oueHMBaHue ansa nnaHa 504 He aBnaeTcsa 0b6a3aTerbHbIM.
Cpaasy e nocrne nonyyeHus 3asBkui Unu npegnoxeHus nnada 504 wkona nposoant cobpa-
HWe, YTOObI ONpeaenuTb, B KaKkon nogaepke HyxaaeTtcs Baw pebeHok. BonbLUMHCTBO LIKON
BOBMEKalT poauTenen B pa3paboTKy nnaHa, HO 3TO He BXOAUT B obsA3aTenbHble TpeboBaHus.
B cootBetrcTBUM ¢ 3akoHOM 0 peabunutaumm 1973 roga, cemMby MMEKOT NPaBoO Ha yBegomIie-
HWe, ecnn y nx pebeHka BbIABMAIOT MHBaANMAHOCTbL. PoauTtenu Takke UMEOT npasBo NpocMma-
TpMBaTb UCTOPUIO CBOEro pebeHka. Poantenu MoryT He cornalwuartbCsl, eCriv Y HUX BO3HUKHYT
COMHeHWUS Mo noBoay npotecca nraHnposaHna 504.

YTo Takoe obLweobpa3oBaTenbHbIA NfaH?

Poantenun n gOmKHOCTHbIE Nua LIKOMbLI MOryT pa3paboTaTh obuweobpa3oBaTesibHbIN NfaH
(GEP). o cpaBHeHuto ¢ nporpammont IEP u NnaHom 504, GEP cuutaeTcs HaumeHee oomum-
anbHbIM. YacTo 37O cornalleHe Mexay yuyumTtenem, JUPeKkTopoM u cemben. MNpenmyliectsa
GEP B TOM, 4TO €ro MOXXHO Ha4yaTb peaniM3oBbIBaTb HEMEASIEHHO, B 3aBMCUMOCTU OT NOTpe6-
HocTel Bawero pebeHka. Bbl MoxeTe paspaboTaTb 3TOT TUM NfaHa B npouecce pa3padoTku
nporpammbl |IEP nnu Mnana 504. "MpoTtokon cotpsiceHns mo3sra" asnsietca npumepom GEP,

N OH NO3BONAET YYNTENSAM Cpasy Ke MOHATb, YTO HYXXHO AenaTb 4SS coaencTBmst 0by4eHumto
pebeHka.

3awuTa nHTepecoB Bawero pebeHka

Kak poautenb nnm onekyH, Bbl SBAsIETECb €CTECTBEHHBIM 3aLUUTHUKOM CBOero pebeHka. Bbl

- NepBbIN y4nTenb ceoero pebeHka. Bbl HeceTe OTBETCTBEHHOCTbL 3a Bnaronony4mne cBoero
pebeHka. Bbl AencTByeTe B Hauny4LLMX MHTepecax cBoero pedbeHka 1 3HaeTe cBoero pebeHka
nydiue, Yem KTo-nnbo apyron. Y Bac eCctb BO3MOXHOCTb BNUATbL Ha pelueHnsa 06 obpasoBaHum
BaLuero pebeHka.

Kak 3awunTHuK Bawero pebeHka, y Bac €CTb HECKOJSbKO LieNen:
e YBeaouTtbcs, YTO LWKOMa npegocTaBnsaeT 6ecnnartHoe obsi3aTenbHoe rocyaapcTBEHHOE
obpasoBaHue (FAPE)

e OnpepgenuTb TUMbI NSIAHOB NOAAEPXKKM, HEOBXOAMMbIX AN YAOBNETBOPEHNS YHUKANbHbIX
notpebHocTen Bawwero pebeHka

e [locTpouTb 300pOBblE OTHOLLEHNSA CO LLKOSTON

BoT HekoTopble BeLn, O KOTOPbIX CTOUT NogymMaThb:
» Kakue gonrocpoyHbie Luenu Bbl CTaBuTe nepen cBonum pebeHkom?

» KakoBbl CUIbHbIE CTOPOHbI Bawlero pebeHka?
e Yemy gomkeH HayunTbcsa Baw pebeHoK, YTOObl 4OCTUYb 3TUX Lenen?
« B kakux ycnyrax n nogaepxke Hyxxgaetca Baw pebeHok?
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Y10 A Mory npeanpuHATbL KakK 3allMTHUK cBOero pebeHka?

o Cobupante gakTbl U HGOpMauuto. NogroToBeTe AOKYMEHTLI. ATO MOMOXET BaM B
cny4yae
pasHornacuin co LLKOSTON.

» BeauTte nucbMeHHble 3anmcn. [JoKyMeHTbI - 3TO KoY K yCnexy.
» 3apaBaniTe Bonpocbl. BHMMaTenbHO BbiCnyLIMBanNTe OTBETHI.

* Onpepgenute npobnemsbl. [MOCMOTPUTE HA HUX CO BCEX CTOPOH.
e [lpegnarante pelleHus.

e Y3HanTe Oorblle 0 CBOEM MECTHOM LLKOMbHOM OKpyre. B kakmx ycnyrax oHu xopoLum?
KakoBa penyTtaums ydpexaneHus
B NpeaocTaBneHum ycnyr?

« 3HanTe cBOM Npasa.

e [MToMHUTE, YTO NO 3aKOHY Ball pebeHOoK JOrmKeH nonyynTb "obssaTtensHoe" obpasoBa-
Hue. OTO He O3HaYaEeT «iy4llee obpasoBaHne» Unm «obpasoBaHne, KOTOPOE MaKCu-
MaribHO pacKkpbiBaeT NOTeHUnan sawero pebeHka.

» BbiacHuTe, Kakne npouenypbl Bam He06Xxoanmbl ANs 3alnThl Balmx Npae 1 npas
BaLLero pedeHka.

UcTouHuk: .PanT 3awmrta nHTepecoB Ballero pebeHka - Hayano padotsl. Mo cocTtosiHMio Ha 19
despans 2020 r. no agpecy www.wrightslaw.com/advoc/articles/advocacy.intro.htm

Kyna obpatutbcsl 3a noMoLbo?

Bam He 06si3aTenbHoO Aenatb 370 B oANHOYKY. CyLLEeCTBYOT NHOAM U PeCypCbl, KOTOpble MOTyT
BaM MOMOYb.
» HenpodeccroHanbHble NpaBo3aLlUTHUKM UCNOMb3YT CBOU crieunann3mpoBaHHble 3Ha-
HMS 1 ONbIT, YTOObI MOMOYb POAUTENAM PELUNTL NPOBNEMbI CO LLUKOaMMU.

 [MpaBo3aWwnTHMKN B 06nacT o6pas3oBaHnsi OLEHMBAIOT AETEl C OrpaHUYEHHbIMU BO3MOXK-
HocTamu. OHKM fatoT pekomeHgauum o6 ycnyrax, nogaepke 1 cneumanbHbix obpasosa-
TenbHbIX NporpaMmmax.

e MHorve yuntens n nocTaBLUMKN CrieunanbHOro obpasoBaHnsi cumMTatoT cebs npaBo3aLnT-
Hukamn. OgHaKo OHM MOTYT NPEAOCTaBMATb OrPaHUYEHHbINA CNEKTP YCIYT, NOCKOMbKY camu
SIBMSAOTCA COTPYAHMKAMU CUCTEMbI LLKONbHOrO 06pa3oBaHusl.

e [loroBopute ¢ HaMbOMbLUMM KONIMYECTBOM ft0AeN, KOTOPblE 3aHMMAalOTCS 3TUMK BOMNpoca-
MU. B KaXkgow LKone ecTb WKOMbHbIA ncuxornor. [Npu HeobxoanmocTu, Bbl MOXeTe obpa-
TUTBCS K HEMY 3a MOMOLLbHO.
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B Bawem wtaTe unu permoHe MoryT A4encTBoBaTb ropsiine JIMHAM U NOCPEAHUKM, KOTOpble No-
MOryT BaM Mosny4nTb ycryrn, Heobxogumble BaleMy pebeHky. MNMpoyne GecnnaTtHble pecypchbl
BKJTHO4AIOT NPaBO3aLLUTHUKOB LLKOMbHOMO crneumanbHoro obpasoBaHus, OHNanH-aaBoKaL Mo U
poauTenbckue opraHusaumn. MNpyu HeobxoaMMOCTH, MECTHbIE afBOKaTCKue GIopo 1 NpaBo3a-
LWMTHbIE rpynnbl TakKe MOryT MOMOYb, HO TaKMe YCIyrn YacTo SABMSOTCSA MaTHbIMW.

Pecypchbli

Pantcnoy/Camoagsokauus: www.wrightslaw.com/info/self.advocacy.htm

Pantcnoy/lNatb owmnbok, koTopble coBepLuatroT poantenn (M Kak Ha HUX yYnTbCA):
www.wrightslaw.com/info/advo.five.mistakes.htm

Understood.org: www.understood.org

3apybexHble LWKOorbl, NpeanaratoLlmne nogaepXky AeTsiM ¢ 0cobbiMn NoTpebHOCTAMN B
2017-2018 ropgax:
www.state.gov/wp-content/uploads/2019/08/2017-Special-Needs-List.pdf

3awmTa yyawmxcsa ¢ orpaHmyeHHbIMn Bo3amoxxHocTamu: www2.ed.gov/about/offices/list/
ocr/504faq.html

CoBeTbl No o6LweHuo ¢ Bawumm Bpayom

e 3anuwuTe CnMcok BOMpocoB 1 Npobnem 4o BM3uTa kK Bpady. Cnpocute npeacraButenei
LLKOMbI, €CTb JI1 Y HUX BOMPOCbI, KOTOPbIE Bbl MOXETE B35ATb C COOOM.

» 3apgaBaliTe BONPOChI, YTOObI yOeauTbes, YTO Bbl NOHMMAaeTe cneunduky amarHosa u neve-
HUS.

° CI'IpaLIJVIBaIZTe O cMMnNTOMax, Ha 4YTo OHN MOTYT ObITb MOXOXM N KaK OHU MOTryT USBMEHUTb-
CA.

« 3apaBaniTe BONPOChl O CNOCOBHOCTSX N OrpaHMYeHusX Bawero pebeHka.

° CI'IpOCI/ITe, KaK Bbl MOXETE NOoNy4nTb OOCTYMN K MEANLIMHCKAM 3arncAam N oTCneXxmBaTtb
nnaHbl NevYeHnaA, nekapcTtea, N AOKYMEHTbI, KOTOPbIE Bbl MOXETE NMpeaoCTaBUTb B LLKOJ1Y.

¢ 3anpocuTe KOHTaKTHYI0 MHPOPMaLMIo Bpadya U camblil ONTUMarbHbI cnocob cBaA3n ¢ HAM/
Hen, Ha cry4an, ecnu LKorne notpebyeTtcsa AononHuTeNnbHaa nHgopmavms.

« Cnpocute, ecTb N1 B kabuHeTe Bpaya YeroBek A1 CBA3M CO LLKOMOMN.
« BepguTe 3ameTky Unu nonpocuTe YneHa cembu UNu Apyra BECTU 3aMeTKM.

« Ob6si3aTenbHO NpegocTaBbTE MMCbMEHHbIE PACMOPSKEHNSI BaLLIEro Bpaya LUKOSIbHOMY
nepcoHany. 3To OTNNYHbIN cnocob NpuBneYbL BHUMaHWE K He06X0aAMMON MEANLIMHCKOM
nogaepxke.
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OO0yyeHue B LLKOMax NpoBOAMTCA KOMaHAOMN, B KOTOPYHO BXOASAT POAUTENN U yYaLLMECs.
Mpw obLLEeHUN co LKOMNoW paboTaiTe Haa AOCTUXEHMEM cornacusa B kKomaHnae Ans AoCTu-
)KEHUS KenaeMblX pe3yrbTaToB.

CoBeTbl No obuweHuro ¢ Bawen wkonon

o [MOMHUTE, YTO Bbl SABNSIETECH KCMEPTOM MO CUMbHBLIM CTOPOHAM U NOTPEOHOCTAM Ballero
pebeHka

» [lpn BO3MOXHOCTN, 4O Ha4yana y4ebHOoro roga BCTPETbTECh C YYUTENAMM, NOMOLLHUKaAMMN U
napanpodeccuoHanamm , Kotopble byayT paboTtaTb C Bawmm pebeHKoM

» OO6bsacHuTe, Kak RYR-1-RD Bnusiet Ha Bawuero pebeHka - npegocrtaBbTe NoapobHble 06b-
ACHEHMA ¢ MHGopMaumen o ToM, kak RYR-1-RD BnvsieT Ha Bawero pebeHka, 1 0 KOHKpeT-
HbIX NOTpPebHOCTAX Ballero pebeHka

» [lpegocTtaBbTe UM pekoMeHAaUMnM O TOM, Kakyto NOAAEPKKY OHU MOryT OKasaTb
» [losBonaunTe LWKONLHOMY NepcoHarny 3agasaTb BOMNPOCHI
« 3annaHunpynte perynspHbole obLeHns nnm BCTpeym B TeveHne yyebHoro roga

[oroBoputecb 0 NpegnoYTUTENBHOM crnocobe obLLeHNs (ANEKTPOHHAas NoYvTa, TEKCTOBbIE
coobLeHns, TenedOHHbIN 3BOHOK, NIUYHbIE BCTPEYU U T.4.)

[oroBoputecb 0 TOM, Kak 4acTo Bbl Oyaete obiatbca
Cnenute 3a nporpeccom Bawlero pebeHka
o [epxuTte yuntenen B Kypce
ByabTte rotoBbl paccka3aTtb 0 BO3MOXHOCTSAX M OrpaHNYeHuaX Ballero pebeHka

OGbsACHUTE, KaKknx Npobrem CToMT oxuaaTtb, U 06CyanTe BMECTe, Kak OHU MOTYT Bbi3BaTb
npobrneMbl B Knacce MUnm Ha cneumanmanpoBaHHbIX YpoKax, Takux kak douskynbTypa, uc-
KYCCTBO WM My3blka

O6cyaute nekapcTtsea, KOTOpble BalleMy pebGeHKy Hy>KHO OyAeT NPpUMHUMATL B LLKOe
MpeaoocTtaBbTe yYUTENIO KpaTKoe U3NoXeHUe nctopum 6oresHu Ballero pebeHka

Coobwunte yyqyuTernto 06 oxmagaemblx nponyckax, CBA3aHHbIX C Jie4eHnemM CMMNTOMOB U
noceLweHnem Bpada

YKkaxunte B NUCbMEHHOM BUAE, C KEM OHU MOTYT AenuTbCa MHoOpMaunen
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Oco6ble coobpaxeHus ana geten ¢ RYR-1-RD

LLIkonbl AOMKHbI 3HaTb O KOHKPETHbIX nposaBneHnax RYR-1-RD y Bawero pebeHka. B Tom
yncre pebeHKy MOXeT NoOHaao0buTbCA AONONHUTENBHOE BpeMs ANd OTAbIXa U3-3a NOCTOSAHHOW
yCTanocTtu. YunTbiBas, 4TO HEKOTOPbIE AETU UCMbITLIBAOT HENEPEHOCUMOCTb Tenna, MOXeT
BO3HUKHYTb HEODXOAMMOCTb MPUHATL MepPbl ANA KOHTPOSA U NOAAEPXKKN Haanexallen remne-
paTtypbl B knacce. [pyrum getam MoxeT notpebosatbecs napanpodeccrmoHanbHasa nogaepxka
1:1. K MOMeHTaMm, KOTopble crnefyet pacCMOTpeTb, OTHOCATCS:

KIACC

nﬂaHMpOBaHMe TOro, KaK BaLl pGGGHOK CMOXeT OonyCTUTbCA Ha MNMoJ1 1 BCTaTb O6paTHO.

nﬂaHMpOBaHMe anbrepHaTuBHbIX BapnaHTOB CMOEHUA U rpa(bvn(a CMeLleHNnA Beca, ecrin
BaLl pe6eHOK HaxoOuUTCA B MHBANMOHOW KONSICKe.

BHegpeHuve cneumannanpoBaHHoOro obopyaoBaHus B knacc (Hanpumep, npucnocobne-
HVe Ans NOMOLLM NP BCTaBaHUK, YCTPOMCTBO AN TPEHUPOBKN (PyHKUMI X0abObLI, Apyrue
BCMOMoOraTernbHble YCTPOMUCTBA).

AHanns noteHumanbHbIX NPENATCTBUM B KaXXaoM Kracce. [poBepbTe pasmelleHne Lwkad-
YMKOB UMW 3anMparoLLMXCs LWKadUYMKOB, KPHOYKOB AN NanbTo U POK3aKoB, KNacCHbIX NapT,
CTOJIOB U CTYNbEB, MYCOPHbIX 6akoB, U T. 4. PaccmoTpuTe Bce MecTa obLuero nonb3oBa-
HUS 1 O6LLME NPUHAAMNEXHOCTM, BKIHOYAs HaYLLIHUKK, TOYMIKM ANS KapaHaalen , y4eoHu-
K1, MOYTOBbIV ALLMK, CXEMbI NOBEAEHWS, LLKOMbHbIE NPUHAANEXHOCTU U T.A.

Hanuune aByx KOMNNeKToB y4eOGHNKOB, OAHOIO ANs Knacca v ogHoro Ans AoMa; 3To nsba-
BUT Ballero pebeHka oT He06X0AMMOCTM HOCUTb TSXKENbIN PIOK3aK.

TYANET

YbepnuTtecn, 4YTo TyaneTbl 060opyaoBaHbl AN HyX4 Bawero pebeHka. PaccmoTpuTte yHUTas,
PaKOBUHY, 403aTOP Mblfla U ByMaXkHbIX MOMOTEHEL, a Takke TMn obopyaoBaHMs, KOTOpOe
MOXET NoHagobuTbes BaleMy pebeHKy Ansi MICNonb3oBaHMA TyaneTa (Hanpumep, cneum-
anbHOe CMAEHbe ANs YHMTa3a, pa3aBuKHas 4OcKa, bonblioe TyaneTHoe NoMeLLEHNE U T.
a.).
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ABTOBYCbI

MogymanTe, Kak Bawl pebeHOoK OyaeT BXOAUTb U BbIXOAUTb N3 aBToOyCca - CMOTYT S OHK
6Ge3onacHO NoAHMMAaTBLCSA NO NECTHULE U UM NoTpebyeTca BOCNONb30BaTbCA NOAbLEMHU-
KOM?

YKkaxute, ecnv B aBT06yCG n0Tpe6yeT0ﬂ NMOMOLLb AOMNOJTHUTESIbHOIoO nepcoHana.

Ecnun Baw pebeHOK HaxoauTcs B MHBaNMAHON Konsicke, ybeamtech, YTO NepcoHar 3HaeT,
Kak npaBunbHO PUKCMPOBaTb MHBANUAHbLIE KOMSICKN.

nﬂaHVIDOBaHVIe noe3okK C KIitaCCcoMm.

KA®ETEPUM

O6ecneveHune Toro, 4Yto Ans Bawero pebeHka B Krnacce ecTb JOCTYMHble MecTa.
MpoBepka gocTtyna aAnga Bawero pebeHka K ouepean, eae u kacce.

Opranusauunsa goctyna ang Bawero pebeHka B nobon aBepHon npoem (Hanpuvep, B
Knacc, KageTepuin n Ha NEPEMEHbI).

AYOUTOPUM

[MpoBepka NoOMeLLEHMS, B KOTOPOM pa3MeLlaloT Knacc Bawlero pebeHka BO BpemMs MOTUBaA-
LUMOHHbIX cOopoB, cobpaHuii.

YKaxuTte, CMOXET N1 BaLl pe6eH0K nepegBuraTbCAa no yieCtHnue Ha Tpm6yHax.

MogroToBka K nobomy criyyato, korga Bo3HMKaeT HeOOX0AMMOCTb cuaeTb Ha nony. Moxet
nn Baww pebeHoK caMoCToATENBHO NOAHATLCA C nona unu emy Tpebyetca nomowb? Ecnu
Aa, TO KTO OKaXeT 3Ty NOMOLLb?

BE3OMNACHOCTb

Y4yeHus no 6e3onacHOCTU B LWKOMax (noxap, TopHago, 3Bakyaums, yKpbITUe Ha MecTe):

O6cyxaeHve nnaHa aBakyaumm Co BCEX Yronkos wwkonbl. O6ecneyeHne npucnocobneHnn
B LUKONE A8 nepemMeLleHns niogen Ha MHBanuaHbIX KOnsickax, ecriv 3To Heobxoaumo.

lMnaHnpoBaHue Toro, kak 6yayT BbINONMHATLCA y4eHMsa no 6e30nacHOCTH, B TOM YNUCIIE KTO
Oyoet nomoraTth Ballemy pebeHky.
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KOPMAOOPDI

» [1naHupoBaHue gocTyna Bawero pebeHka k naHgycam n nepunam.

 [lnaHnpoBaHuMe Toro, Hackonbko 6nn3ko Baww pebeHok ByaeT HaxoauTbCsl K CBOEMY LuKadp-
4UKY.

» Yb6egute Bawero pebeHka nonb3oBaTbCs IMPTOM BMECTO NECTHULbI.

« OnpepgeneHne Toro, HYXkHO N Ballemy pebeHKy A0NoNHUTENbHOE BPEMS AN OpUeHTaumm
Mo Kopuaopam.

NOTEHUWAJIbHbIE UBMEHEHWUA

LLikone Takke MoXxeT NnoTpeboBaTbCA U3MEHUTb KONMYECTBO 1 BPEMS 3aHATUN, YTOObI yMEHb-
WKTb pabouyyto Harpysky Bawlero pebeHka. Hanpumep, Bawemy pebeHky MoryT notpeboBaTtbcs
N3MEHEHHbIE YCIOBUSA ANA yYacTus B ypokax cunskynetypbl (PE). Bawemy pebeHky Takke mMo-
XeT noTpeboBaTbca cBOGOAHOE NoceLleHne 3aHATUIA, MPU KOTOPOM OH Nofy4aeT kak obuuee,
Tak u gomalHee oby4veHne. JT1o obecnevnTt Bawlemy pebeHKy OoCTyn K 06pa3oBaHuio, aaxe
€CIN1 OH He CMOXEeT noceLaThb LUKONY.

NMcuxuyeckoe n counanbHoe 3A0poBbLE

Hetn ¢ RYR-1-RD Takke MOryT uMeTb NCUXONormyeckne n coumnarbHble noTpebHoCTH, no-
CKOMbKY UM MpUXoanTCst CNpaBnaTbCA ¢ O0ME3HbIO B LLKOME U B APYTUX COLManbHbIX CUTY-
aumsx. Noatomy Bam HyxxeH nnaH 6opbObl CO cTpeccom/TpeBoron. NoroBopute Co CBOMM
pebeHKOM O TOM, YTO OH/OHa AyMaeT u Kak oH/oHa oTHocuTcsa K RYR-1-RD. Bbl Takke moxeTte
NMOroBOPUTL CO CBOUM peBEHKOM O TOM, Kak OTBeYaTb Ha BONPOCHI APYrMX YYEHUKOB.

MNoowwpsanTe cBonxX OeTeN:
e OTCcnexuBaTb CBOM CUMMTOMbI

* He 6oatbcsa roBoputb 06 X NOTPEBHOCTAX, KOr4a OHM Haxo4ATcs B Knacce
o 3aboTtutbca o cebe
» Obneryatb XpOHMYECKYIO YCTANOCTb UMM UCTOLLEHNE

yI'IOMFIHyTbIe BbllLE€ peCYypCbl MO 3alnTe MHTEPECOB TAKXKEe MOTYyT NMNOMOYb BaM C NMCUXNYECKUMUA
n counaribHbIMK I'IOTpe6HOCTFIMl/I.
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Pecypchbli

Pantcnoy/Camoagsokauus:www.wrightslaw.com/info/self.advocacy.htm

Pantcnoy/lNate owmnbok, koTopble coBepLuatoT poantenu (M kak Ha HUX y4nTbCs):
www.wrightslaw.com/info/advo.five.mistakes.htm

Understood.org: www.understood.org

3apybexHble LWKOorbl, NpegnaratLmne nogaepXKy 4eTsMm ¢ ocobbiMm noTpebHocTaMU B
2017-2018 rogax:
www.state.gov/wp-content/uploads/2019/08/2017-Special-Needs-List.pdf

3almTa yyalmxca ¢ orpaHmyeHHbIMN Bo3MoxHocTamu: www2.ed.gov/about/offices/list/
ocr/504faqg.html
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dusnyeckasd akTMBHOCTb U
dounsnotepanus (PT)

dunsnyeckasa akTMBHOCTb BaXkHa A5 TOro, YTOObl Bbl COXPaHANM CNOCOOHOCTL ABUraTbCA U
COXpaHsNM CBOK He3aBUCMMOCTb. O6GLLee 3aknYeHue 0 BPOXKOEHHbIX MMONATUAX PEKOMEH-
AYEeT perynsipHoe BbINOSTHEHNE ad3pPOOHbIX YNpPaXXHEHWIA, €CNN 3TO BO3MOXHO, HE pexe ABYX
nnun Tpex pas B Hegento. MNpu onpefeneHHbIx o6cToATeNbCTBaX, a3pOobHbIe YyNpaXKHEHUsT MOTyT
ObITb NONE3HbI NOASAM C BPOXAEHHBIMU MUONATUSMU. ITO MOXET yNyyLunTb Balwy msmye-
ckyto oopmy. C 3TUM OOLUMM 3aKITHOYEHUEM MOXHO O3HAKOMUTLCS HUXeE:

Published in final edited form as:
J Child Neurol. 2012 March ; 27(3): 363-382. doi:10.1177/0883073812436605.

Consensus Statement on Standard of Care for Congenital
Myopathies

Ching H. Wang, MD, PhD', James J. Dowling, MD, PhD?, Kathryn North, MD, FRACP3, Mary
K. Schroth, MD*, Thomas Sejersen, MD, PhD®, Frederic Shapiro, MD®, Jonathan Bellini,
BS', Hali Weiss, MD', Marc Guillet, PT7, Kimberly Amburgey, MS2, Susan Apkon, MD?,
Enrico Bertini, MD®, Carsten Bonnemann, MDC, Nigel Clarke, FRACP, PhD?, Anne M.
Connolly, MD'", Brigitte Estournet-Mathiaud, MD'2, Dominic Fitzgerald, MD3, Julaine M.
Florence, DPT'!, Richard Gee, PT, MS', Juliana Gurgel-Giannetti, MD, PhD3, Allan M.
Glanzman, PT, DPT, PCS'4, Brittany Hofmeister, RD', Heinz Jungbluth, MD'5, Anastassios
C. Koumbourlis, MD, MPH '€, Nigel G. Laing, PhD'7, Marion Main, MA, MCSP8 Leslie A.
Morrison, MD'?, Craig Munns, MD?, Kristy Rose, PT2, Pamela M. Schuler, MD??, Caroline
Sewry, PhD'8, Kari Storhaug, DDS, PhD?!, Mariz Vainzof, PhD?2, and Nanci Yuan, MD'

www.ncbi.nim.nih.gov/pmc/articles/PMC5234865/pdf/inihms831819.pdf
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MaBa 9 - dusunyeckasa akTMBHOCTb U huanotepanus (PT)

BoT HekoTophble BeLLM, O KOTOPbIX crieayeT NOMHUTL!

» WN3beranite BOOB CnopTta C BbICOKOW oTAa4Yen. A3pobHble ynpaXXHEHUS C HA3KOW OTAadewn
BKMNtoYaloT B ceba: xoabby, nnaBaHve,  TaHubl U €38y Ha Bernocunege. [Ans aspobHbIx
ynpaxXHeHUn HeobXo4MMO KOHTPONUPOBATL Takme hakTopbl Kak MyrnbC, CTENEHb Harpys3Kku,
NPOAOIKUTENBHOCTb TPEHUPOBKU N YaCcTOTy TPEHUPOBOK.

» [enanTe 310 ¢ yaoonbcTBnem! Monpobynte urpbl BUPTYanbHOM pearbHOCTU, KOTOpble
BKNtoYvatoT nepemelyeHne (Hanpumep, Nintendo Wii, Xbox, PlayStation u 1. g.). Bkntouute
0300pPOBUTENbHYIO AeATENBHOCTb B CBOW MaH ynpaxXHeHWN.

» Ecnu Bbl He MOXeTe 3aHMMaTbLCS CMOPTOM, MOTOMY YTO BbICTPO yCcTaeTe, NnogyManTe o
CMeHe Buaa akTUBHOCTU, KOTOPbIM Bbl 3aHMMAaETECS.

« Bce niogu pasHble. YnpaxHeHus, KoTopble paboTtatoT ans koro-to gpyroro ¢ RYR-1-RD,
MOryT He NOAONTM BaM UNK Ballemy pebeHky. Bbl MoxeTe 0BHapyXuTb, YTO HEKOTOPLIE
ynpakHeHMs1 MPUHOCAT BGornbLle Bpeaa, Yem nonb3bl. PusmnotepaneBT MOXKET MOMOYb BaM
HaMTK cnocobbl 3aHMMaTbLCsl CNOPTOM Ha noaxogswiem ypoBHe. Kak Bcerga, Bam He06-
XOOAUMO MPOKOHCYBTUPOBATLCS CO CBOMM BPa4voM, 40 TOro Kak Bbl HAYHETE BbIMOMHATb
no6Oor KOMNMEKC YyNPaXXHEHUN.

[axe B cnyyasix Tskenon muonatnum omsmnveckass akTMBHOCTb UMEET BaXKHOE 3HadeHue. EcTb
HECKOIMNbKO cnocob0B ocTaBaTbCHA aKTUBHbLIM:

» Beptukanusaropsl

e [Tomowpb npu xoobbe

e VIHBanugHble KONSACKM

e Onopbl 4Nga pyk

» bBaHHble NpUHaaNEeXHOCTK

» 3axBaTHble npucnocobneHus
* Cobakun-nomMoLLHMKN

N3berante I'Ipe6bIBaHVI$I B NOCTENN B TEYEHUE ANIUTENBLHOIO nepuoga spemeHn. Ecnv sam
BCe-Takn HeobxoauM NoCTeENbHbIN pexum, ynpaxxHeHne Ha conpoTuerieHne C Bm6paumel7|
MOXET NOMOYb NOAAEPXKUBATL MblLLLbI. YIPaXXHEHUA Ha COMPOTUBNEHME 3aCTaBNAKT MbILULbI
COKpaLLaTbCA NPOTUB BHELLHErO CONPOTUBIIEHNA. BOT HECKOMNBKO NPUMEPOB BHELLHETO COMNpOo-
TUBINEHUA

e OnacTu4yHble NeHTbI
e [upn
o Baw cobcTBeHHbIN Bec Tena
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Be3onacHoCcTb U NageHus

Bam MoryT I'IOTpe6OBaTbCFI M3MEeHEHNA AOMa, B LLUKOJ1E UJTN Ha pa60Te, 4YTOObI npeaoTrBpaTuTb
nageHus. K Takum nameHeHHbIM yCnoBUAM MOXHO OTHECTU!

» [laHaychl

e [lepuna

o Crynba gns gywa

e JleCTHUYHbIE penbChl

e JlndTbl N1 NOAbEMHBbIE YCTPOUCTBA

» [lopy4Hu BO3ne Tyaneta u B AyLle/BaHHe

» [1BepHble Npoembl, KOPUOOPbI, CTONELLHWULBI, BbIKIOYaTENM CBETA, NPUCMNOCOONEHHbIe NS
WMHBaNUAHbLIX KONACOK

NeyeHne KOHTPaKTyp 1 BbIBMXOB Bepa MOXET oka3aTbCs CNOXHBLIM. PeLleHnst o nevyeHun 3a-
BMCSIT OT BaLLMX OrPaHUYEHUI, BalLMX Lienen u Apyrux MeauLmHCkux npobnem, Kotopble y Bac
MOTYT BO3HUKHYTb.

JleyeHune ckonmnosa n gpyrux geopmMaunin NO3BOHOYHUKA 3aBUCUT OT LLUMPOKOro cnekTpa dakTo-
poB (noxany#ucta, cm. Maey 6 "Koctu u cyctaBbl/OpTonegus”).

B nononHeHwne k aTumM nameHeHusam noam ¢ RYR-1-RD gomkHbI Nyylle oco3HaBaTb ONAacHOCTb
CMOTKHYTbCA (Hanpumep, 0 AeKopaTUBHbIE HarMorbHblE KOBPUKWU, CTYNEHU ABEPHbIX NPOEMOB,
mebenb, AOMAaLLHMX XUBOTHbIX U T.4.). YTOObI CHM3UTbL PUCK NadeHWs], OnacHble MecTa, rae MoX-
HO CNOTKHYTbCS, CrieayeT YyCTpaHUTb n/unu nsberatb.

YT106bI CHM3UTL PUCK NEPENOMOB B Criyyae nageHui, BaXHO UMETb Kpernkue, 300poBble KOCTU.
Ecnu Bbl cunTtaeTe, 4TO y BaC MOXET BbITb PUCK HANU4Ms XpYnKMx KOCTen (Hanpumep, octeone-
HMsi/ocTeonopos), noxanymncra, 06cyamTe BO3MOXHbIE BapUaHTbl JIe4EHUSs CO CBOUM BPayOM.

®dusnotepanus (PT)
dusnoTtepanus aBnseTca BaxHoM YacTtblo neveHnst RYR-1-RD. OHa MOXeT:

» [Momoub NpenoTBPaTUTL KOHTPaKTYpPbI
e YMeHbLNTb 6051b, ycTaBaeMoCTb U NPo6reMbl C BbIHOCIIMBOCTbIO

° yJ'Iy‘-ILIJI/ITb q)yHKHMOHaﬂbHyD MOOUNBHOCTb (Hanpl/lmep, nepemMeLlleHune, nepeaBmxeHune,
npeopgorneHne J'IeCTHI/ILl,)

 [loBbICUTb CEpOEYHO-COCYANCTYIO N MbILLEYHYIO BBIHOCIIMBOCTb

« 3amennutb nporpeccupoBaHue 3aboneBaHns

e [lomoyb Bam HavaTb ABMraTbCHA NOCNe OPTONEANYECKON onepaunm
« [lomoyb Bam NpaBusbHO NCMONbL30BaTb CPEACTBA NepenBMkKeHus
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He cywecTByeT cTaHAapTHbIX pekoMmeHaauumn no pusmnyeckon tepanum npu RYR-1-RD.
Bawemy Bpayy 1 chusnorepaneBTy Heob6xoamumo GyaeT pa3paboTaThb niaH, KOTOpbIN

nyduwe Bcero noaxoauT AnsA Bac.

RYA-I

ATION

CELEBRATING
FIVE YEARS

FOUNDED 2014

PATIENTS S FAMILIES  MEALTHCAREPROVIDERS ~ RESEARCH  DONATE  RYR-1INTERNATIONALFAMILY CONFERENCES  VID

Clinical Care Guidelines
What Patients and Families Need to Know About RYR-1-Related Diseases

Chapter 9: Physical Activity and Physical Therapy (PT)
Additional Resources

ic Access

Envico Bertn, MO, Carsten Bonnermann. MO’ NigelClrks. FRACP. PRO?. Ancs

8 orion

(N D]
sy 7 "\ﬁ
FOUNDATlON

Clinical Care Guidelines
What Patients and Families
Need to Know About RYR-1-Related
Diseases

Chapter 9: Physical Activity and
Physical Therapy (PT)
Additional Resources

[ns nonyyYyeHus 4ONONMHUTENbLHbLIX PECYPCOB, NOoXanynucra, HaXKMUTe Ha U3o-
GpaxeHue Bbille UK NoceTuTe canuT: www.ryri.org/ccg-pt
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' nasa 10

CyuwiecTByeT fnu rie4eHue oT
RYR-1-RD?

Baw Bpa4d MOXeT UCnoJJjib3oBaThb clrieayrouine TepMuHbI

KnuHunyeckoe ucnbitaHme: KnnHnyeckme UCnbiTaHUS - 3TO UCcneaoBaHus, NpoBoaMMble
Ha Ngax U HanpaefeHHble Ha OLEHKY MeQULMHCKOro, XMPYPrudeckoro unv noBeaeH-
4YeCcKoro BMeLlaTernibcTBa. ATO OCHOBHOW CNOCOO, C MOMOLLIbIO KOTOPOro uccnegosarenm
BbISICHSIIOT, ABNSAETCH NN HOBbIN KypC NeYeHnsi, Takon Kak HOBOE fiekapCTBO, ANeTa unm
MeLVLMHCKOE YCTPOMCTBO (Hanpumep, KapamoctTumynsatop) 6esonacHbiM 1 3chdeKkTnB-
HbIM ANS Noaen.

A dekTnBHOCTL: CNOCOBHOCTL BMeLLaTenbCTBa (HanpmMmep, IeKapCTBEHHOMO cpea-
CTBa, MeMLIMHCKOro YCTPOMCTBA U T.4.) paboTaTb Tak, Kak 3agymaHo.

Ex vivo: 3kcnepuMeHT, NnpoBOAMMbI B Nabopatopun Ha KneTkax unm gpyrom marepuane,
KOTOPbIN He NoaBeprasncs CyLweCTBEHHbIM MOAUMUKALMAM.

FeHHasa Tepanusa: SKCNepUMeHTanbHbIN METOA, UCNOMb3YOLWMI reHbl ANA NeYeHnsa nnm
npodunakTukn 3abonesaHui. B Byaywiem, aToT MeTo MOXET NO3BOSMUTL Bpavyam NeyvnTb
paccTpOMCTBO NyTeM BBEAEHUS reHa B KIMETKN NaumMeHTa BMeCTO UCMONb30BaHUA ne-
KapCTB U XMpypruyeckoro BMeLlaTernbcTBaa.

In vitro: OkcnepuMeHT, NpoBoAMMbIN B labopaTtopun Ha KneTkax unm gpyrom Mmoanuum-
poBaHHOM martepuarne.

In vivo: OKcnepuMeHT, NpOBOANMbIN Ha XXMBOM OpraHuame (Hanpumep, Ha nabopaTopHOM
XXMBOTHOM WU YeroBeke).

Hykneotugbl: CtpoutenebHble 6riokn AHK, B ToM yucne: ageHuH (A), untosmH (C), ryaHuH
(G) n TmmH (T).

Be3onacHocTb: Puckn, cBsiI3aHHbIE C 9KCNepUMeEHTarbHbIM BMeLIAaTeNbLCTBOM (Hanpu-
Mep, fiekapCTBEHHOE CPeaCcTBO, MEANLUHCKOE YCTPOMUCTBO U T.4.), BKIto4Yas Nnobo4vHble
addeKTbl N NoTeHUMarbHbIM Bpes.

MepeHocumocTb: CTeneHb, B KOTOPOW NaUNEHTbl MOryT NepeHoCnTb No6oYHbIE adhdek-
Tbl OT BMeLLaTenbCcTBa (Hanpumep, COHNMBOCTL OT fleKkapcTaa).

Bektop: Monekyna-HocuTens, ncnonb3yemas aAng BBe4eHUsa reHa npu reHHon Tepanuu
(Hanpumep, BMpYyC).
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Ma.a 10 - CywecTtByeT nn nedeHune ot RYR-1-RD?

B HacTosLee Bpems He cyllecTByeT ogobpeHHbix FDA mMeTooB neyeHust, cneunduydHbix gng
RYR-1-RD. OgHako y4eHble akTUBHO M3y4atoT HECKOSTbKO NOTEHLUMANbHbLIX MOAXOO0B K JIEYEHMIO
RYR-1-RD. PaspaboTka metogoB nedeHus noboro 3abonesaHus, sknodad RYR-1-RD, asnset-
CSl CITOXHbIM NPOLIECCOM, KOTOPbIN 0BbIYHO 3aHUMAET MHOTO NET U CTOUT MUSFIMOHbI JOS1apoB.
B Tabnuue Hmxe onucaH cTaH4apTHbIN npouecc pa3paboTku nekapcTs.

PA3PABOTKA KITMHNYECKUX NEKAPCTBEHHbBIX CPEACTB

Kak Tonbko noTeHuunanbHble nekapcTBa 0GHapyXaTcsi, OHU NPOXOAAT HECKOMbKO 3Tarnos,
npexae Yem MoryT nonyynTtb ogobperHne FDA ona perynsipHOro npMMeHeHus y niogen.

ﬁ\/‘
Preclinical Phase | Phase Il

LTI (cells, animals) (safety) (large study) FDA
Discovery Appproved

Studies in humans

Ha goknuHmnyeckon ctagum uccregoBaTenu TeCTUPYHOT npenapaTbl MeTogoM in vitro (B
nocyae) n MetoaoMm in vivo (Ha XXMBOTHbIX MOAENsX), a He Ha noaax. [pu nccneposa-
HUSX in vitro, uccnegosarenu MoOryT NpPoOBEPUTL, AENCTBYET iU Npenapart Ha MblLLey-
Hble kneTtkn nauyneHToB ¢ RYR-1-RD. OHK Takke MOryT NpoTecTMpoBaThb fiekapcTBa Ha
KneTkax, KoTopble Oblfn CKOHCTPYMPOBaHbI ¢ MyTaunamm 3abonesaHna RYR1. B uccne-
AOBaHUAX in vivo, nccrnegosartenu NpoBepstoT, AENCTBYET N Npenapar Ha XXMBOTHbIX C
RYR-1-RD mnnu Ha 3aboneBaHus, aHanornyHble RYR-1-RD. B 60nblUMHCTBE Cry4aeB 3Tu
Moaenu 6binM CNPOEKTUPOBAHbI TakMM 06pa3oMm, YTOObI HECTU CENEKLMOHHbIE/cneundgun-
yeckne mytaumm RYR1. Cywectyet 6onee 15 mogenen moiwen gns RYR-1-RD, mHorve
N3 KOTOpbIX coaepaT MyTaumm, KoTopble Habnganucs y nogen (cm. www.ryri.org/
mice). CyLuecTByeT Takke Moaenb pbibok-3e6p, KOTopas Ha3bliBaeTCS "OTHOCUTENBHO

paccrnabneHHon" moaensblo.

Kak Tonbko nccrniegosatenu nonyyarT 4OCTaTOMHO JoKas3aTenbCTB 3¢h(peKTUBHOCTU U
6e30nacHOCTM B X04e AOKIMNMHUYECKMX NCCNEeaOBaHUIN, OHM MOTYT Nony4nTb ogobpeHue
FDA Ha npoBegeHue KNMHUYECKNX UCMbITaHU Ha ntoasx. CywecTBYeT Tpu aTana KnuHu-
YECKNX UCTIbITAHUN:

« ®@a3za | npoBepsieT, 6e3onaceH nu npenapat
« ®@a3a Il nposepsieT, paboTaeT nu npenapat (3PEKTUBHOCTD)

» ®asza lll npoBepsaeT ahPeKTUBHOCTbL N Be30NacHOCTb Npenaparta y COTEH U ThiCAY
noaen

Q70T npouecc 3aHnMaeT HECKOJIbKO 1eT N CTOUT MUITTTMOHbI O0111apoB. Tonbko HebOMb-
LIOM NPOLEHT O6Hapy)KeHHbIX JIEKApPCTB yCneLwHo npoxoanT BeCb 3TOT npoLecc.
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Bo3MOXHble JIeKapCTBeHHbIe npenaparTtbl

B HacTosiLee Bpema pa3pabaTbiBaeTCsl HECKOMNBbKO NpenapaTtoB B KA4eCTBe NOTeHLUNarbHbIX
meTonoB nedeHns RYR-1-RD. HekoTopble 13 aTux npenapartoB y>xe ogobpeHbl Ans nevyeHus
Apyrux sabonesaHui. ViccnegoBarteny NpoBepsOT, MOTryT S OHU NepenpouiMpoBaTb 3Tu
npenapatbl 4ns nevyeHns RYR-1-RD. HekoTopble n3 npenapaTtoB HaueneHbl Ha cam peuenTtop
RyR1. [pyrue HaueneHbl Ha KOHKpPETHbIe XapakTepucTukn n cumntombl RYR-1-RD. Mpexae
YyeM NMPUHUMaTb Kakue-nmbo nekapcTBa, Bbl AOTKHbI MPOKOHCYILETUPOBAaTLCA CO CBOUM
Bpayom.

N-ALUETUNLUUCTEUH (NAC)

OpHon n3 ocobeHHocTenn RYR-1-RD saBnsieTcst okmcnuTenbHbIn cTpecc, ancbanaHc mexay
cBOOOOHBLIMU paguKanaMmm N aHTUOKCUAAHTaMM, KOTOPbIA BCTPEYAETCS Y BCEX HAc, HO MOXeT
NposiBNATbL Natonormyeckme cesonctea npu mytaumsax RYR1 ¢ yteukon. Cnvwkom 6onbLuas
yTedka KanbLms NPUBOAUT K OKUCIIUTENBHOMY CTPECCY, U 3TO NPUBOAMUT K TOMY, YTO peuenTtop
CTaHOBUTCHA MeHee repMeTuyHbIM. ViccnenoBaHua Ha pblibax-3ebpax nokasanu, yto N-aue-
TunuuctenH (NAC) cHMXaeT OKUCITUTENBHbIN CTPECC M yryyllaeT yHKUMo Mblwy,. B Hauwmo-
HanbHbIX MHCTUTYTax 3gpaBooxpaHeHus (NIH) 6b1no 3aBepLUeHO KNMHNYECKoe nccregoBaHne
dasb! /1l gna nayyvenuns N-auetnnuuctenHa y nogen ¢ RYR-1-RD. B anBape 2020 roga ony-
GnuKoBaHHbIe pesynbTaThl 3aBEPLLUEHHOIO NCCneaoBaHUsa coodwmnu, 4To N-aueTunumncTenH,
K COXareHuio, He YMeHbLUWI NOBbILEHHbIN OKUCIIUTENbHBIN cTpecc. B uccnegosaHum takxke
coobLanocsk, 4to N-aLeTUNUUCTENH He yryyLunn BO3MOXHOCTN YHaCTHUKOB NOCe MPOorynku
B T€YEeHMe 6 MUHYT (BbIHOCIMBOCTL/YTOMNAEMOCTb). C 3TOM cTaTben MOXXHO O3HAKOMUTLCS
HUXe:

Randomized controlled trial of N-acetylcysteine
therapy for RYRI-related myopathies

Joshua ). Todd, PhD, Tokunbor A. Lawal, PhD, Jessica W. Witherspoon, PhD, Irene C. Chrismer, RN, Correspondence
Muslima S. Razagyar, BA, Monal Punjabi, PharmD, Jeffrey S. Elliott, MA, Fatoumata Tounkara, BS, Dr. Meilleur
Anna Kuo, BA, Monigue O. Shelton, BS, Carolyn Allen, DNP, Mary M. Cosgrove, MS, Melody Linton, BS, meilleurk@mail.nih.gov

Darren Michael, PhD, Minal S. Jain, DSc, Melissa Waite, MSPT, Bart Drinkard, MSPT, Paul G. Wakim, PhD,
James ). Dowling, MD, PhD, Carsten G. Bonnemann, MD, Magalie Emile-Backer, PharmD, and
Katherine G. Meilleur, PhD

.’\h’un:ulogyO 2019;00:1-11. doi:10.1212/WNL.0000000000008872

PUKANDbI

Kak obcyxpanock B TnaBe 3 «Ponb Kanbuusa u pyuaHoamHoBoro peuentopa B RYR-
1-RD», yHKUMNA MbILLL, 32BUCUT OT NPOXOXOEHNA HOPMAribHOMO NOTOKa Kanbuus Yepes
peuenTtop RyR1. Mo aHanormm ¢ yHutasom Mbl JymaeMm o0 KanbLuu Kak 0 "Boge", capko-
nnasmarmyeckom petukynyme (SR) kak o "6adke", untonnasme kak ob "yHuTtase", a o pe-
uentope RyR1 kak o "3acnoHke". lNomHute, 4to RyR1 He oTKpbiBaeTcs 1 He nponyckaeT
Kanbuun o Tex nop, noka curHan He aktusmpyet DHPR, koTopbin gencrByeT kak "cny-
CKOBasi KHonka" Ha yHuTase. B HopmanbHbIx ycnosusx RyR1 Takke B3anmogencTsyer ¢
Bernkom, Ha3blBaeMbIM KanbCTabuHOM, KOTOpbI cTabununanpyet RyR1 B ero 3akpbITom
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cocTosiHUMW. [pyrnmun cnosamu, KanbCctabuH
nomMoraert "3acfioHKe" CoOXpaHATb repMeTny-
HOCTb, YTODObI MPefoTBPaTUTb YTEUKY Kallb-
ums. Hekotopsle mytaumm RYR1 npensart-
CTBYIOT cBA3bIBaHMIO RyR1 ¢ kanbctabuHom.
B pesynsrate, RyR1 ctaHoBUTCA Herepme-
TUYHBIM. TOYHO TaK e, Kak HerepMeTu4Has
3acrnoHKa No3BoNseT BbIXOAUTb BOAE, Herep-
MeTn4YHbIN RyR1 nossonseT kanbuuo noku-
Aatb SR. 310 npMBOAMT K TOMY, YTO MbILULbI
He (PYHKUMOHMPYIOT AO0MKHBbIM 06pasom.

EC Coupling is Analogous to a Toilet CMbIB

RyR1
Ca?* Stored in SR

Cytoplasmic Ca?*

Ons nonyyeHus 6onee nogpo6bHon MHcopmauum
o ponu Kanbuna B RYR-1-RD, noxanyucra, cm.
Masy 3 "Ponb Kanbuusa n peuentopa pnaHogmHa
B RYR-1-RD".

Pukanel - 3TO HOBLIN Kracc npenapaTtos, KOTopbIn cTabunuanpyet peuentop RyR1 3a cyet
ynydweHuns ceasbiBaHna RyR1 n kanbctabuHa. 910 BOCCTaHaBMMBaET YMOTHEHNE, YTOObI
npegoTBpaTUTh YTEUKY Kanbuus. Viccnegosatenu nokasanu, YTo fiedeHne pukanamm BoccTa-
HaBNUBAET MbILLIEYHYO (PYHKUUIO Y MbILIER in VIVO U B MbILLEYHOW TKaHW YeroBeKa ex Vivo.
B yacTHOoCTW, HegaBHee uccrnegoBaHMe Nokasasno, YTo pukarnbl YNyyLlwunm cBA3biBaHUE Karb-
ctabuHa c peuentopomM RyR1 B MbIlWEYHbIX KNeTKax, B3ATbIX B Xoge dbroncum y nayneHTos ¢
RYR-1 (co ctatben 06 3TOM MOXXHO O3HAaKOMUTbLCS HUXE).

Acta Neuropathologica

I https://doi.org/10.1007/500401-020-02150-w

ORIGINAL PAPER )

Intracellular calcium leak as a therapeutic target for RYR1-related
myopathies

Alexander Kushnir'? - Joshua J. Todd® - Jessica W. Witherspoon® - Qi Yuan' - Steven Reiken' - Harvey Lin' -

Ross H. Munce' - Benjamin Wajsberg' - Zephan Melville' - Oliver B. Clarke® - Kaylee Wedderburn-Pugh' -
Anetta Wronska' - Muslima S. Razaqyar® - Irene C. Chrismer® - Monique O. Shelton? - Ami Mankodi® -
Christopher Grunseich® - Mark A. Tarnopolsky® - Kurenai Tanji’ - Michio Hirano® - Sheila Riazi® - Natalia Kraeva® -
Nicol C. Voermans'® - Angela Gruber'" - Carolyn Allen® - Katherine G. Meilleur® - Andrew R. Marks'?
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WccnepoBatenu Takke nokasanu, 4To fie4eHne pukanamm yrnyyaeTt MbllLeYvHyo cuny n ousu-
Yeckyto paboToCnOCOBHOCTb Yy MbiLLEN C MblLlEeYHOM ANCTpodmen. Ha MOMEHT HannucaHnsa aTon
rnasbl B cepeanHe 2020 roga, NpoBOoAMNOCh KNMHUYECKOE UCTbITaHWE pUKarioB Ha Noaax ans
OLeHKM ero 6e3onacHoOCTU 1 nepeHocMMocTu. Kpome Toro, B 9TOM KITMHUYECKOM MCCrieqoBa-
HUKM ByaeT OLEeHEeHO BNUSHMUE PUKAroB Ha MblLLEYHYH/ABUratenbHyo yHKLMIO N yCTaBaeMOCTb.
[ns nony4yeHnsa oononHUTeNbHON nHdopmaumm 06 3TOM UCNbITaHUK, NoXanynucTa, nepengurte
no agpecy: www.clinicaltrials.gov/ct2/show/NCT04141670.

OAHTPOJEH

[aHTponeH senserca mmopenakcaHToMm. B csoen BHyTpuBeHHom (IV) hopme - aTo eanH-
CTBEHHbIV BapnaHT neyvyeHns, ogobpeHHbIN AN OCTPbIX MPUCTYMNOB 3MOKaYeCTBEHHOMW runep-
Tepmun (MH) Ha cdboHe obien aHecTe3nn. Bbinn HeEKOTOpblE COOBLLIEHNSA O TOM, YTO opalb-
Has (NpuHMMaemMas B BUAe TabneTok Yyepes poT) hopMa AaHTPONEeHa YMEHbLIAET MbILLEYHYIO
6onb 1 cygoporu y nogen ¢ onpeaenedHsiMm Tunammn RYR-1-RD. OgHako, npenapat ouum-
anbHO He usy4dancsa ansg nedeHna RYR-1-RD. [na nonyyeHus JononHUTeIbHOM MHGopMaLmnm
O JaHTponeHe, noxanyucrta, cMm. Mnaey 4, "3nokavyectBeHHas runeptepmua (MH)". Ewe
pas, noxanymcra, NPOKOHCYNbLTUPYNTECb CO CBOMM BpayvoM nepes npuemMom nrodbix
nekapcTB, BKIllo4as JaHTPONEH.

CAJIbBYTAMOIN/ANbBYTEPON

Canbbytamon 1 anbbyTeposi OTHOCATCA K Knaccy npenapartos, KOTOpble Ha3biBaloT "beTa-a-
roHuctamn”, n obbl4HO ncnonb3yoT Ana 6opbdbl ¢ acTmon. OHKM noBbIwalT GocuHTE3 Berka
(SERCA), koTopbIf nepekaymBaeT Kanbuum obpaTtHO B capKoniasmMmaTU4ecKkum peTuKkynym
U3 LIMTOMNMa3Mbl; CHUXEHUE YPOBHS KarnbLuWs B UMTONnasme nomMmoraeT yMeHbLUUTb OKUCTIN-
TeNnbHbIN CTPECC B MbILEYHbIX KrneTkax. OHW, No-BUANMOMY, TaKKe YBENUYNBAIOT 06bEM MbILLILY
1 yKpennawT cuny. B nunotHom nccrnegosaHum, nposognmMoM B BenvkobputaHum, B KOTOPOM
yyacteoBanu niogn ¢ RYR-1-RD, neyeHne canbbytamonom ynyymno gbixaHne v MbllledHble
cokpalleHuns." B Tematnyeckom nccnegoBaHuMm Takke coobLanoch, 4To anbbyTepon ynyywmn
ABuraternbHble YHKUMM 1 OblXaHue Y 9-neTHero Maneymka.?

'C.MeccuHa, J1.Xaptnun, M.MenH, M.KnHanu, X.FOHrényT, ®.MyHToHN, E.Mepkypu. MNMunoTHoe nccne-
AoBaHue canbbytamorna npu 3aboneBaHnAX LIEHTPANbHOMO CTEPXKHS U MHOTOCTEPXXHEBON MUOMATU.
Hewnponeanatpus. 2004;35:262-266.

2J1.T.B.Wpenep, M.B.I"Huaxyuc-saH nep CaHaeH, A. ne Xanp, lMetepc, C.BopTmanH, J1.A.Bok, E.Mo-
paBa. YcnewHoe npuMmeHeHne anbbyTtepona y naumeHTa ¢ 3aboneBaHneM LLEHTParbHOMo CTEPXHS 1
MUTOXOHApPWaneHOM ancdyHkumen. J YHacned. metabonnyeckme 3abonesanusa 2010;33 JononHeHne
3:5205-S209.
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UcTtopua HonaHa

Bpaun HonaHa 3ameTunm, 4To C HUM YTO-TO He TO, KaK TONbKO OH poaurncs. Ero cnaboctb npu
poOXaeHUn Gbina HaCTONbKO CUNBbHOM, YTO HonaHy noTpeboBanocb HECKONbKO Heaenb, YTOObI
Aaxke OTKPbITb [Masa unu nowesennTb Nansuem. [NepsBble ABa Mecsla CBOen Xu3Hu HonaH
nposen B 6onbHMUe. MaHan, maTb HonaHa, BCMOMUHanNa, Kak CIoXHO OHa nepeHocuna ytpaTty
TUNUYHOIO ONbITa CONMXEHNST MaTepPU N HOBOPOXAEHHOIO, NOCKONbKY OHAa He Morna 3abpatb
HonaHa gomon, 4to6bl NPpOCTO "NooBGHMMAaTbLCA Ha AnBaHe".

HonaH - MmaneHbknii Manes4umk, cTpagaroLwmi 3abonesannem, ceasaHHbiM ¢ RYR-1. XoTta cuna
HonaHa HecKomnbKo yny4ywmnnack C MOMEHTa POXAEHUSA, B HAcTosILLee BpeMsi OH HE MOXET
CaMOCTOATENbHO CUAETb, NOOHUMATb FOSIoBY, €CTb UNKN YOnpaTb CritoHy. OTO NOABEpPraeT ero
PUCKY MHOTOYUCHEHHBIX MEANLNHCKUX OCINOXHEHUI, BKIOYas OMacHble A5151 XXN3HU UHAEKUUN.

Korga poautenun HonaHa y3Hanu o poHae RYR-1, oHU 6binuy LIOKMPOBaHbI TeM, YTO CyLLEeCTBY-
eT opraHusauusi, cneyunanbHO Co3AaHHas Ana okasaHusa NoMoLLM Nogsam ¢ peakum 3abone-
BaHneM HonaHa. Korga ee cnpocunun o muccumn ®oHga RYR-1 no nogaepkke nccrnegoBaHum
3aboneBaHun, cBasaHHbIXx ¢ RYR-1, MaHau ckasana: "BaxHee ans meHsa Hu4yero HeT. Ecnu Obl
Mbl MO NOMYYNTb TONBKO OAHY BELLb B XXM3HWU, 3TO ObINOo Obl ieYeHne unv nekapcTeo Ans
Honana".

Ctpemscb yckopuTb TeMMbl uccnegosaHum, JinHacu, Teta Honaxa, opraHnsoBana cbop
cpencts "Moxon komanabl HonaHva", kotopein cobpan 6onee 11 000 gonnapos Ans doHaa
RYR-1. l'oBops o ®oHae RYR-1 n "lMoxoge komaHasl Honana", MaHau rosopuT: "Korga Ham
coobwmnn anarHo3 HonaHa, Mbl Jaxe He MedTanu, 4To fieyeHme Bo3MOXHo. NocneaHune go-
CTMXeHMs B 0b6nacTn reHHOM Tepanun 3acTaBrnsaoT HAaC BEPUTb, YTO 3TO Bornee Yem BO3MOXHO,
N Mbl Hageemcs, 4To Gnarogaps pabote PoHaa RYR-1 HonaH korga-Hnbyab cMOXeT coBep-
WNTb 3TOT NOX04 BMEcTe co cBoen teten JlnHacun".

YTto6b1 nocmoTpeTh BUAeo "ctopus HonaHa", noxanyincra, nepenante no agpecy:
www.ryri.org/nolan
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[dpyrne Bo3MOXHble CTpaTerMm nevyeHns HacneacTBeHHbIX reHeTUYeCKUX
3aboneBaHuMn

MeHHas Tepanusa: eHHas Tepanua neyvnT 3aboneBaHue, BO3,D,eI‘/'ICTBy$I Ha caMm reH. [eHHadq
Tepanna MOXET BBECTU TeH, nomoraroLmm 60pOTbC$I c 6onesHbto, 3aMeHNTb MyTaHTHbIIZ reH,
oTpeaakTnpoBaTb MyTaHTHbII‘/'I reH nnun yoanntb MyTaHTHbIﬁ reH. TeOpeTI/I‘-IeCKI/I reHHaa Tepanuna
npeanaraet noteHunan gna noJsiHoro n3nevyeHund, a He rnpocTo NevyeHn4.

PEOAKTUPOBAHUWE FTEHOB
Kak ynoMmnHanocb Huxe, "neyeHune nytem 3aMmeHbl JedeKkTHbIX reHOB" BBOAUT HOBYIO pabouyto
Konuto reHa. PegakTupoBaHue reHoB - 3TO 4pYrov Noaxo[, HanpasreHHbI Ha BHeceHue bonee

TOYHbIX W NMOCTOSAHHbIX N3MeHeHuN. [pun "pegakTMpoBaHnUM reHoB" Lerib COCTOUT B TOM, YTOObI MC-
NpaBuUTb UNn "oTpeaakTMpoBaTh" TONbLKO HEBOSbLUYIO YacTb reHa.

PepaktnpoBaHue reHoOB

7 Normal gene P Gene with a mutation ” Chromosome

Nucleus
Gene
é
Cell An enzyme cuts  After gene editing,

out the mutated  the mutated portion

DNA from the of the gene has been

gene removed, and the
gene now contains
the normal DNA

Z DNA with mutation Z Normal DNA 7% DNA-cutting enzyme

NEYEHWE 3AMEHOWN OE®EKTHbLIX FTEHOB

[Mpn nevyeHnn sameHon aedeKkTHbIX reHOB Bpay BBOAUT MOSIEKyry noj Ha3BaHWeM BEKTOp,
KOTOopasi HeceT HopMarsbHY KOMuIo reHa. Bektopammn 06bI4HO ABASIKOTCA BUPYChI, MOTOMY YTO
OHW MOTYT NPOHUKaTb B kKNeTky. OgHaKo, 3TN BUPYCbl CKOHCTPYMPOBaHbI TakuM 06pasom, YTo-
Obl He BbI3bIBaTb y Ntogen 6onesHen. HekoTopble YacTo UCNoNb3yeMble BEKTOPbI No4 Ha3Ba-
HMeM ageHo-accoummpoBaHHble BUpYchl (AAV) nepeHOCAT HopMarbHbIN reH B S4P0 KINETKU.
3ameHuB aedeKTHbIN/MYTUPOBABLLMIA reH HOBOW, HOPMaribHOM KOMUeW reHa, KrneTtka tenepb
nNpon3BoauT HopMarbHbIM 6enok, a He aHoMarnbHbIM 6enokK, Bbi3biBatoLmi 3aboneBaHne (ang
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nony4YeHnss 4ONONHUTENbHOM MHpopMaLmmK o reHax 1 6enkax, noxanyucra, cmoTpurte [nasy
1 "l'eHeTnka RYR-1-RD)".

JleueHne 3ameHoOM JeEKTHLIX FEeHOB C UCMOMb30BaHNEM CTaHOAPTHOrO BUPYCHOIO BEKTOpa
B HacToswee Bpems HeBO3MOXHO aAns RYR-1-RD, nockonbky reH RYR1 cnivwkom Benvk ans
YyNakoBK/ B CTaHAAPTHbIE NCMNOSb3yeMble BUPYCHbIE BEKTOPLI. JleyeHne 3ameHon aedeKTHbIX
reHOB MOXET CTaTb BapnaHTOM fneyveHuns B Byayuiem, korga 0yayT OTKpbIThl ApyrMe BeKTOopbl
ANA JOCTaBKM reHoB Unn Korga dyayT nsobpeTeHbl COBEPLUEHHO HOBbIE METOAbI.

JleyeHue 3ameHoOM AedeKTHbIX reHOB

I Normal gene
Nucleus

P Gene with a mutation

” Chromosome
@ Virus used for
Cell

gene therapy
The cell has a normal gene

and a gene with a mutation

A virus “infects” the cell

ﬁ@q and replaces the mutated

gene with a normal gene

/
v
. With gene therapy, the
chromosome now has two
normal copies of the gene
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MoMHUTE, YTO reH - aTo cermeHT [QHK, Koa MHCTPYKUMIA O TOM, Kak co3aaBaTb BaXkHble Dernku.
AHK - 370 o4eHb AnvHHasa AByXxuUenoveyHas MoneKkyna, MMerLasa 3akpyYeHHyYH crnvparnbHyo
dopMy, NOXOXKYH Ha BUHTOBYO nectHuly. CtpouTtenbHble 6nokn JHK HasbiBaloTCA HyKneoTu-
Aamu. CyliecTByeT YeTblpe Tuna HykneotTnaos: ageHuH (A), untosuH (C), ryaHmH (G) n TUMKUH
(T). BaxkHO NOMHUTb, 4YTO NocregoBaTenbHOCTbL HYKNeoTnaoB (A, C, T u G) - 3TO MHCTPYKLMS,
KOTOPYHO BalUM KNEeTKN MCNONb3YIOT ANg npon3soacTea 6enkos. B 6onblUMHCTBE criyvyaes T4-
Xenble reHeTnyeckne 3aboneBaHns Bbl3BaHbl O4HON OLIMOKOM B HANMCaHUKM 3TOro KoAa - Ha-
npumep, y Bac ctout bykea "A" Tam, rae gormkHa 6biTb Oykea "™. Takne ownbkm B koge OHK
MOryT noMeLlaTb BallMM KreTkaM Npon3BeCTN BaXHbI BENoK Nnn BMECTO 3TOro co3aatb ero
nnoxyt Bepcuio. Llenb peaaktMpoBaHnsa reHoB COCTOMT B TOM, YTOObI HaBceraa UcnpaBuTb 3Tn
N3MEHEHNS, N3MEHMB NnocrefoBaTenbHOCTb Balwlen coocteeHHon [OHK. NpeacraBere ncnosb-
30BaHWe nacTuka v kapaHgaila, Ans Toro 4tobbl ucnpasnTb opdorpaduyeckyto owmnobky B
HanMCaHHOM OT PyKM nNucbMe. B npuHumMne, 3To 3ByYMT NPOCTO, HO BO3MOXHOCTb cAenaTtb 310
npaBuIibHO, 3P EKTUBHO 1 6E30MaCHO B KaXKA0OW KNeTKe NO-NPeXXHEMY OCTAETCs CNOXHOM
3agadven.

BonbLUIMHCTBO COBPEMEHHbIX MOAXOA0B K peAaKTUPOBaAHUIO rEHOB BKIIOYAOT UCMONb30BaHUe
OernkoB, Ha3blBaeMbIX Hykrieazamu, kotopble paspesatoT [JHK B onpegeneHHbix mecTtax. B
obuem, paspesatb AHK cnegyet TonbKo Ha HENPaBUITbHOM HYKIEOTUAE UIU PSAOM C HAM.
MpencrasbTe, YTO BaM HY>XHO NOSIOXUTb NACTUK TOYHO Ha TO CMOBO, KOTOPOE BaM HYXHO nepe-
nucatb. Paspesatb [JHK B opyrux mectax - 310 nnoxasa naes, noToMy YTo 3TO MOXET NpUBECTU
K oracHbIM OLLIMBKaM, KOTOpble U3MEHST CMbICIT Koda 1 NpuBeayT K HenpaBuUibHOMY (PYHKLIMO-
HUPOBAHUIO BaLLMX KIETOK.

Hanbonee yacto ncnonb3yemMomn Hykrneason A5ns peaakTMpoBaHus reHOB SBNSIETCA cucTemMa
CRISPR/Cas9. OHa coctouT 13 asyx yacten: Cas9, kotopas sBnsetca 6enkom, obHapyXeH-
HbIM Yy 6akTepuin, n Hanpaensawen PHK. Cas9 n Hanpasnsowasa PHK o6beguHsatoTes, 06-
pasys akTUBHYIO HyKreasy, KOTOpPY Bbl MOXETe NPeACcTaBUTb Kak NacTuK Ansa pyKOnMCHOro
nncema. AT HOXHULUBI ByayT cBasbiBaTbesa ¢ [JHK Ha ocHOBe nocrenoBaTenbHOCTU Hanpas-
nawowen PHK. YyeHble MOryT nameHaTb nocregoBartensHOCTb Hanpasnsatowen PHK no mepe
HeobxoanmocTu, 4TobbI BblpesaTb npakTudecku nwobyto nocrnegosartensHocTb AHK, ¢ HekoTo-
pbiMu orpaHnyeHnsmn. MNocne paspesanusa [JHK oHa 6yaeT BocctaHoBneHa knetkon. KoHTponb
npouecca BocctaHoBneHus AHK onpegenser, kakne nameHeHna mbl Mmoxxem BHectn B [1HK. B
OTNNYME OT TOYHOTrO PefakTUPOBaHMS PYKOMMUCHOIO NMCbMA, Y Hac eLle HET NOSTIHOMO KOHTPOnNs
Hag TeMm, Kak byaeT BbIrMsaeTb U3MEeHeHHas nocneaoBaTenbHOCTb. HeKOTopble TUMbl U3MeHe-
HWA OCYLLECTBUTb NErko, B TO BPEMS Kak Apyrve boree CnoXxHbl U MeHee npenckasyemsi.

B nononHeHne k CRISPR/Cas9 v apyrum Hykneasam ansi pegakTupoBaHus reHoB (Hanpumep,
LUMHKOBbLIM narnbuam), B pa3paboTke Takke HaxoasaTcs MHoroobellarolime HoBble MHCTPYMEH-
Tbl. "BasoBble pegakTopbl" - 3T0 MoanduumnpoBaHHble Bepcumn cnuctembl CRISPR/Cas9, koto-
pble He MOMHOCTLIO paspesaloT AByxuenodeyHyto monekyny [JHK. BmecTo aToro oHu paspesa-
tOT TONbKO OAHY Lenb U XUMUYECKM MEHSAIOT OOMH HYKeoTua Ha ApYyron B onpeaerieHHOM OKHe
penaktupoBaHus. [NpencraBste M3ameHeHne cumeona "I" Ha "T", nytem gobasneHnsi ropmu3oH-
TanbHOro WTpMXa B PYKOMUCHbIN AOKYMEHT. JTacTuk He TpeboBarncs, Tak Kak ata Bepcus Cas9
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He nonHocTtbto paspesaet AHK. Takum obpasom, pnck nponycka croB CBOAUTCS K MUHUMYMY.
OpHako no-npexxHemMy TpyaHO BbiOpaTb UMEHHO Ty BYKBY, KOTOPYIO Bbl XOTUTE U3MEHUTb, U
€CI Bbl XOTUTE N3MEHUTb HENpPaBuUIlbHO HanncaHHoe croeo "buller" Ha "butler", BMmecTo aToro
Bbl MOXETE UCNonb30oBaTh CrioBo "butter”, KOTOpoe Bce paBHO ABNSETCA HEBEPHbIM. Dddek-
TMBHOCTb 6a30BbIX peAaKkTOPOB MOBLILLIAETCS, NPY 3TOM OHU 06nafalT 3HAaYNTENbHBIMU Npe-
UMYyLLIECTBAMU ANSA KOPPEKLMMN U3MEHEHUI OTAENbHbIX HyKrneoTnaos. OgHako NpeacTouT ele
MHOro paboTbl Hag, NOBbILLIEHNEM UX TOYHOCTMW.

Camoe nocnegHee gonosiHeHne K Habopy MHCTPYMEHTOB AN peAaKTUPOBaHUA FrEHOB - 3TO
[MepBocTeneHHoe pegakTupoBaHue. [NpenmyLuecTso [epBOCTENEHHbIX pegakTopoB COCTOUT B
TOM, YTO OHM MO3BOSISAKT HAM UCMPaBUTb NpakTUyeckn nbon Tmn Hebonbwmnx owmnbok B AHK,
YTO B HacToslLLiee BpeMsi HEBO3MOXHO BbINOMHUTL ¢ 6a30BbIMK pedakTopamu. Hanpumep, Bbl
MOXeTe M3MeHUTb Nobyto BykBy andasuta Ha nobyto Opyryto, a He NpocTo npeobpasoBaTb
"I"B "T" (kak B npegbiayLliem npumepe). OgHako Tpebyetca ropasgo 6onblue paboTbl, YTOObI
NPOAEMOHCTPUPOBATL, YTO OHWN Be3onacHbl, 3PPEKTUBHBLI U HAOEXKHBbI.

MogBoasa NTor, MOXHO CKa3aTb, YTO pedakTMPOBaHME reHOB - 3TO OMEeHb 3axBaTblBatoLLas
TEXHONOrNs, KoTopas crana BO3MOXHOW TONbKO HEeaBHO, B MEPBYHO ovepeb B YCrOBUAX
nccneposaTenbckon nabopatopun. B oTnvyme ot TpaanLMOHHOW reHHOW Tepanuu, Lenb Co-
CTOUT B TOM, YTOBbI TOYHO M3MEHATL cobcTBeHHY [HK nauneHTa B KaXxaon KreTke nopaxkeH-
HOWM TKaHW. OTO rapaHTMpoBano 6bl, YTO N3MeHeHMst obecneyvaT TOUHbIA N NOCTOSAHHbIN Habop
nHcTpykunn OHK, kotopble 6yayT AencTBOBaTb B TEYEHME BCEN XM3HU. XOTS 3Ta obnacTtb
NMeeT OrPOMHbIE NMEePCNEeKTUBDI, CYLLECTBYOLLNE NHCTPYMEHTLI BCE eLLe UMEIT Cepbe3Hble
orpaHnyeHmns. OgHMM 13 cambliX CEPbE3HbIX OrpaHUYEHNn ABNSETCA nepegada MexaHnsma
pefakTMpOBaHNA reHoOMa LierieBbIM KNeTkaMm B opraHuame nauueHTa. pyrum BaKHbIM MOMEH-
TOM SIBNSAETCS CcMArdyeHne nobon MMMYHHOW peakuuu, YTobbl NpeaoTBpaTUTL aTaky opraHusMa
naumeHTa Ha MHCTPYMEHTbI pegakTupoBaHus reHoB. Kpome Toro, Tpebyetcst 6onee Bbicokas
TOYHOCTb KOHTPOMS TUMNOB M3MEHEHWNIA, BHOCUMbIX Ha NpeanonaraemMbiin y4acTok (Lenesoe
penakTMpoBaHUE), a Takke BO u3bexaHme owmnbok B apyrmx ydactkax JHK nauneHTa (Heuene-
BOE pefakTupoBaHue). HecMoTpsi Ha 3TU CNOXHOCTH, Byayllee pegakTMpoBaHUs reHos obe-
LLIaeT cBeTMble NepcnekTUBbl, KOTOPbIX CTOUT OXMAaTb B Grivkaniume rogb.

FeHHas Tepanus / PegaktnuposaHue n RYR-1-RD

Bbino npoeegeHo HebomMbLLOE KONMYECTBO NpeaBapuUTerbHbIX UCCNEeaOBaHUN, N3YYatoLwmx
noTeHUMarbHy TepaneBTUYECKYI0 porib pegaktupoBaHus reHoB B RYR-1-RD. 310 6bicTpo
pasBuBatoLLadacsa obnacte, n PoHg RYR-1 Byget npogormkatb nogaepxmeaTb NccnegoBaHus B
aTon obnacTu.

99 PykoBOACTBO MO KIMMHUYECKOMY YXO4y



Mag.a 10 - CywecTtyeT nun nedyeHne ot RYR-1-RD?

il = 100% -

CELEBRATING
FIVE YEARS

g NG
FOUNDATION

Clinical Care Guidelines Clinical Care Guidelines
What Patients and Families Need to Know About RYR-1-Related Diseases e foated
Diseases

PATIENTS &FAMILIES  HEALTHCARE PROVIDERS DONATE  RYR-1 INTERNATIONAL FAMILY CONFERENCES

Chapter 10: Is There a Treatment for RYR-1-RD?
Additional Resources Chapter 10: Is there a Treatment for
RYR-1-RD?

Additional Resources

VIDEO

POF ARTICLES

[nsa Toro 4To6b1 03HAKOMUTLCA C AOMNOSNTHUTENbHLIMU PECYpPCaMU, HAXXMUTE Ha
n3obpaxxeHue Bbille Unu nepenauTte no agpecy: www.ryri.org/ccg-treatments

100 PykoBOACTBO MO KNMHUYECKOMY yX0ay



MpeomMeTHbIN yKa3aTenb

Index

#

504 PIan ... 68, 77,78

A

Accommodation ............coovniiiii 68, 74, 75, 76, 77
e Lo I =Y i L1 ) 64, 66
AdENINEG (A) .o ——————————————— 90, 98
AIrway ClearancCe ......... ... 46, 50, 51
Anesthesia........................ 7,14, 22, 27, 30, 34, 35, 36, 37, 38, 39, 41, 94
ASPITate ... 62, 64
Augmentative and Alternative Communication (AAC) ............cccevvvvvivvviinnnnnns 62, 67
Autosomaldominant.................coooiiiii i 10, 16, 17, 19, 20, 24, 37, 63
Autosomal reCcesSiVe............ooooiviiiiiiii 10, 16, 18, 20, 24, 37, 63
“AWAKE” IMH ... e eaana 27,41

1 2 52
Bulbar involvement ...............o o 62, 63, 64
BUIDAr MUSCIES ..o e e e e e e e eaaas 62, 63

Caffeine Halothane Contracture Test ..., 40
Calcium............c.oooooi . 5,12, 32, 33, 34, 35, 38, 44, 56, 66, 92, 93, 94
CardiaC MUSCIE ... ..o e e e 23
CCD ... 7,15, 20, 25, 26, 27, 48, 57, 64, 94
Central core disease (CCD) ...........cccoeevevvvvennnnnnnn. 7,15, 20, 25, 26, 27, 48, 57, 64, 94

101 PykoBOACTBO MO KNMHUYECKOMY YXOaYy



MpeomMeTHbIN yKa3aTenb

Centronuclear myopathy (CNM)................ccoiiiii i, 7,15, 25, 26, 48, 57, 64
04 = 1 B SRR PPRRRR 7,15, 25, 27, 48, 57, 64
0 o L O P 40
(03 o1 ¢4 Lo T o] 1 4 [T 10, 11
Clinical Trial .........ccooo i e 90, 91, 92, 94
CNIM e 7,15, 25, 26, 48, 57, 64
Compound heteroZYGOUS ...........coooiiiiiiii i e e 10
Congenital..................ooooiiiiiiis 7,14, 15, 22, 25, 27, 48, 57, 64, 72, 84
Congenital fiber type disproportion (CFTD) ......................... 7,15, 25, 27, 48, 57, 64
CoNSHIPAtION.........ii 66
080T 011 = To3 (1 (=Y 40, 54, 56, 57, 58, 88
Cough @SSISTANCE.........coooiiiiiii e 50
0 L PP 52
CytoplasmM ... 32, 33, 34, 35,44, 92,94
(03 Y4 o= 1 o 1= () OSSP 90, 98

D

DaNtrol@ne......... ..o 30, 38, 41, 42, 94
D@ NOVO ...t e e e e e eeaeeaa 10, 16, 19, 37
DHP R .. ——— 32, 33, 34,93
Diagnosis .........ovviiiiiiiiiiii e 2, 8,14, 29, 30, 31, 43, 55, 80, 95
Diaphragm...... ... 46, 47, 60, 63
Dihydropyridine receptor (DHPR)...........ccccooi i, 32, 33, 34, 93
Distal muscle Weakness ............ooouuiiiiiiiiii e 22
DN A e ————- 10, 11, 12, 14, 19, 90, 98, 99
Dysarthria.............ooooiiii 62, 66

102 PykoBOACTBO MO KNMHUYECKOMY yX0ay



MpeomMeTHbIN yKa3aTenb

E

EffiCaCY ... ————— 90, 91, 98
EHI o e 27,41,42, 44
BRIV ... e e e aaaaaa 27,41,42, 44
EXerciSe........cccoovviiiiiiiicce 14, 24, 27, 30, 37, 41, 42, 56, 86, 87, 94
Exertional Heat lllness (EHI).............cccciiii e 27,41,42, 44
Exertional Rhabdomyolysis (ERM)...............cooooiiiiiiiiiii e, 27,41, 42, 44
g = 1 F= 11 o o 47
3o o 1R 12, 14
TG Y/ T 90, 93

FA P ... oo e aaaanaaaa 68,72,77,78
FIeXion CONTraCture ...........cooeniiii e 54, 57
Free and Appropriate Public Education (FAPE) .........................c.o.. 68,72,77,78
Functional goal...............ooo e 54, 55, 56, 74
Functional lImitation ... e 54

G

Gastroenterologist ..............ccoooi i 29, 62, 65
Gene... 7, 8,9, 10, 11, 12, 14, 15, 16, 17, 18, 19, 20, 24, 25, 35, 36, 37, 43, 90, 95, 96,
Gene (continuUed) ... 97, 98, 99
Gene Editing ... 96, 98, 99
General anesthesia...............ccooouv i 22, 27, 36, 37, 38, 39, 94
General Education Plan (GEP) ............coo oo 68, 78
7Y oI I 4 L= - T o )R PTRTR 90, 95, 96, 99
GENELIC COUNSECION. ... ..ot e e e 11, 29
Genetictesting............ooooviii i, 8,14, 24, 29, 31, 40, 43
G P ... e eaaans 68, 78

103 PykoBOACTBO MO KNMHUYECKOMY YXOaYy



MpeomMeTHbIN yKa3aTenb

GUANINEG (G) ..o e e e e e e aaaaeaaan 90, 98

H

HeterOZYQOUS ... .o e e e e e e e e e e eaa s 10, 18
Hip dislocation...................oooiiii e, 8, 54, 56, 57, 58, 88
HistopathologicC ..., 15, 22, 24, 25, 26, 27
HOMOZYQGOUS ... 10, 18
HypermetaboliC............cooo e 36, 38
HYPOtONIA ... s 22

IO U o e aaan 37, 38, 41, 42
DD E A .. e —————————— 68, 69, 70, 71, 72
Impairment ... 54, 55, 69,70, 71, 72
Individuals with Disabilities Education Act (IDEA) ........................ 68, 69, 70, 71, 72
INhalation............ e 47
INhAled QASES.......cooee e 38
Intensive Care Unit (ICU) .........coooiiiiiii e 37, 38, 41, 42
14 o o 1 12,13
T 1 { o 7 90, 91

K

KYPROSIS ... 46, 48, 54, 59

L

Least Restrictive Environment (LRE) ... 68,72,76
LOCaAl @NEStNESIA....... ... 22, 36

104 PykoBOACTBO MO KNMHUYECKOMY yX0ay



MpeomMeTHbIN yKa3aTenb

o Y o o 1= £ 54, 57, 59
I 68, 72, 76

Malignant Hyperthermia (MH).................... 7,8,10, 14, 15, 25, 27, 28, 29, 35, 36, 37,
Malignant Hyperthermia (MH) (continued).................... 38, 39, 40, 41, 44, 45, 58, 94
Malignant Hyperthermia Susceptibility (MHS)................... 24, 27, 36, 37,40, 41, 44
Mature MRIN A et e e e e e e e e e e e 12
MediCal ID..... ..ot 41
Messenger RNA (MRNA) ... ..o 12,13, 14
MH................. 7, 8,10, 14, 15, 25, 27, 28, 29, 35, 36, 37, 38, 39, 40, 41, 44, 45, 58, 94
MHS e 24, 27, 36, 37,40, 41, 44
MM .. 7, 15, 20, 25, 26, 48, 57, 64
Modification ... 13, 66, 68, 74, 76, 77, 84, 88
M RN A e a e 12,13, 14
Multi-minicore disease (MMD)..................coooiiiiiiiieene, 7,15, 20, 25, 26, 48, 57, 64
Muscle BioPSY ... 8, 14, 24, 27, 40, 41, 43
Muscle contraction...............oooiviieiii i 32, 33, 34, 35, 94
Mutation7, 10, 11, 14, 15, 16, 17, 18, 19, 20, 24, 25, 26, 28, 30, 35, 36, 37, 38, 39, 40,
Mutation (continued)......................ccciii 41, 43, 44, 48 55, 63, 91, 92, 93
MY algia ... s 36
Myopathy...........ccciii 7,15, 22, 25, 26, 34, 35, 37, 44, 48, 57, 64, 87

NEONQALAl ... e 22
NeUIrolOGiSt. ... ..o e 28, 29, 30
Neuromuscular diSEASE..............ovvniiniieieee e 22, 23, 28, 58, 60
NUCICORIUES ... e e e 90, 98
[\ L0 8 1 o] o 1 =3 62, 64

105 PykoBOACTBO MO KNMHUYECKOMY YXOAYy



MpeomMeTHbIN yKa3aTenb

O

Occupational Therapist (OT) ...........coiiiiiiii e, 62, 65, 66, 73
Orthopedic Specialist.................ooiii i, 55, 57, 58, 60

P

Pathogenic variant ... 1"
Penetration ... ... 62
P T e —————————————————————————— 46, 48
Pharmacogenetic condition ...................cccoooi i 22, 36
PhysSiatrist ... 28
Physical Therapist (PT)..........ccooiiiiiii e 29,73, 87, 89
POlyPeplide ... ..o e 13
Preventive ... 57
Proactlive ... e 57
oo g o X = 22
ProxXimal MuUSCIe WEAKNESS ............oovniiiiii e 22, 23
PSYChOIOGISt ... ..o 29,73,79
PrOSIS ... ————————————————— 8, 22, 23, 26, 27
Pulmonary Function Test (PFT) ... 46, 48
PUlmonologist..............ooooii e 29, 48, 62, 65

Q

L@ F: Lo [ o= o XSRS PSPPI 22

R

Radiograph (“X-ray™)......cooooiiiii e 60, 65
Rehabilitation Physician ... 28
Relaxed MUSCIE ... e 33

106 PykoBOACTBO MO KNMHUYECKOMY yX0ay



MpeomMeTHbIN yKa3aTenb

ReSPIratioN .. ... e 46, 47
Respiratory..........ooiiiiii 46, 48, 50, 52, 62, 64, 65, 66
Respiratory failure................ccooo oo 46, 48, 52
ReSIIICHION ... .o e 54, 55, 56, 88
Rhabdomyolysis............ccccciiiii i, 7,8, 27, 36, 37, 38, 40, 41, 42, 43
RYRT channel..... ... 32, 35
RYR1 gene............. 7,8,9,10, 11,12, 14,15, 16, 17, 18, 19, 20, 24, 25, 35, 37, 43, 97
RYR1 mutation..... 14, 17, 18, 20, 24, 26, 28, 37, 38, 39, 40, 41, 44, 48, 63, 91, 92, 93
RYR-1I myopathy ... e 7,34
RYRT Protein .. ..o 12, 14, 32

RYR-1-RD .7, 8, 9, 10, 11, 12, 14, 15, 16, 17, 18, 20, 22, 23, 24, 25, 26, 27, 28, 29, 30,
RYR-1-RD (continued).... 32, 34, 35, 37, 48, 50, 51, 52, 55, 56, 57, 58, 60, 63, 64, 65,
RYR-1-RD (continued)........... 66, 72, 81, 82, 84, 87, 88, 89, 90, 91, 92, 93, 94, 97, 98
RYR-1-related diSeases.............cooouuiiiviiiiiiiiii e 1,2,7,15, 25, 31, 95

Saf Y ... 83, 88, 90, 91, 94
Sarcoplasmic reticulum (SR)..........cccoooiiiiii e, 32, 33,92, 94
SCOlIOSIS ..o 24, 46, 48, 54, 56, 57, 59, 60, 88
ST 0 ] PSP 68, 76, 77
Shared deciSion MaKING .............ouiiiiiiiii e 54
SigN..oe 8, 16, 20, 23, 24, 36, 37, 40, 43, 62, 67, 90
SKkeletal MUSCIE............ e 23, 32, 35, 38
SIEEP APNCA.......coeeieee e 8, 46, 48, 49, 50, 52
SIEEP STUAY ... 48, 50
SMOOtN MUSCI@..... .o 23
SOCIAI WOIKET ... e 29
Specially Designed Instruction ...................ccooooiii e, 68, 76
Speech-Language Pathologist (SLP).............cccooooiiiiiiiiiinnnn. 29, 62, 65, 66, 67,73
8 o1 T3] 4 T PP 12

107 PykoBOACTBO MO KNMHUYECKOMY YXOay



MpeomMeTHbIN yKa3aTenb

S R e 32, 33, 34, 35, 92, 93
Static SYMPLOMS .. ..o 23
Statin myopathy.............o i ————————— 44
SUCCINYIChOlINE ... 37, 38, 41
Symptom ... 2,7, 8, 9, 14, 16, 18, 20, 23, 24, 27, 28, 30, 36, 37, 38, 40, 43, 44, 48, 49,
Symptom (continued)...............ccccoiiiiiiiiiii 50, 58, 63, 66, 71, 80, 81, 84, 92

T

The European Malignant Hyperthermia Group.........................cccceee 40, 45
The Malignant Hyperthermia Association of the United States (MHAUS) ........... 45
The North American Malignant Hyperthermia Registry...................iii 45
LI e = T3 Lo o= T 46, 47, 48
Thoracic insufficiency syndrome ................ccccco 54, 60
TRYMINE (T) oottt e e e e e e e e e e e e e e e e e e e e e e e e e e eeeeeeeeeeeeeeeeenennnennnnnnes 90, 98
Toilet bOWI @NAlOQY .........ooiii e 92
Tolerability...... ..o 90, 94
TraNSCHIPLION.. ... ettt e e e e 12
TranSIatioN .. ... e 13

\'

Variable Penetrance.......... ..o 36, 37
A=Y Lo o 90, 96, 97
Ventilation ... 52

108 PykoBOACTBO MO KNMHUYECKOMY yX0ay



RYR-1 CCG
CnuncokK cnpaBoOYHbIX
MaTepuanosB

YTo6b1 nONyunTb gocTyn K 6ecnnatHon meamumHckon nutepatype o RYR-1-RD oHnaiiH,
nepengute rno agpecy: www.ryri.org/medical-literature.
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MexayHapogHbin cemuHap ENMC: Muonatum, ceasaHHble ¢ RYR1, HaapaeH, HugepnaHabl, 29-
31 anBapsa 2016 roga. XKXypHan "Neuromuscular Disorders™. 2016;26:624-633.
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Mag.a 1: N'eHeTnka RYR-1-RD
K.AmByprn ABBYKA RYR1. MNMpeactaeneH Ha cemenHon koHgepeHuun RYR1.
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www.lanl.gov/about/_assets/images/timeline-19.jpg.
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