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IIporpeccupytomas MpledHast auctpodus JroireH-
Ha (MJIJ1) — 3To peaKoe XpOHUUYECKOe MPOorpeccupyloliee
HAacJIeACTBEHHOE X-CLEIJIEHHOE PEelieCCUBHOE 3a0oJieBa-
HUe, BbI3BaHHOE MyTaliusiMu B reHe DM D [1-9].

B pesynabrate mytauuu B reHe DM D cHuXaeTcs BbIpa-
0oTka Oenka AucTpodUHA, SBISIOMIETOCS CTPYKTYPHBIM
CTep>KHEBUIHBIM OEJIKOM, COENUHSIOIINM ITUTOCKETIET
MBIIIEYHBIX BOJIOKOH C OKPYXAIOIIIMM €T0 BHEKJIETOUHBIM
MatpukcoMm. Hemoctatok Genka auctpoduHa MPUBOIUT
K Pa3BUTHIO XapaKTEPHOU KIMHWIECKOW KapTUHBI B BUJIE
TTOCTETIEHHOTO Pa3BUTHS MBILIEYHOM Ccl1aboCTH, perpecca
JIBUTATEJIbHBIX HABBIKOB, YTPaTe CAMOCTOSITEJIbHOM XONIb-
061 K 9,5—13,0 rogam, pa3BUTHUIO KApAUOMUONATUMN U bI-
XaTeJIbHBIX HApYIIEeHU! U CMepTU Ha 2—4-M IeCITUIeTUN
xu3Hu. [Iporpeccupytomas M1 Takke 4acTo COMPOBO-
KIAETCS KOTHUTUBHBIMU HapylieHusiMu [1-9].

Oxono 10—15% mytaumii B reHe DMD nipuxoasrcsi Ha
HOHCEHC-MYTalliK, TPUBOJISIINE K ITPEKIeBPEMEHHOMY 00-
pa30BaHMIO CTOI-KOMOHOB B KOOMPYIOIIEH OeloK 001acTi
MPHK u HapyiieHuto cuHTe3a 6enka aucrtpoguna [1-3].

Ilpenapar aTanypeH MpeacTaBisieT OO0l MOJeKyiy,
KOTOpasi TIO3BOJISIET TPAHCIUPYIOIIEH PUOOCOME CUUTATh
nHdbopManmo ¢ MPHK, conmepxaiteii nmpexneBpeMeHHbII
CTON-KOIOH, M CUHTE3UPOBaTh TOJTHOPAa3MEPHBIN OeJoK.
BoccranaBnvBass mpoayKiuio aucTpoduHa, JieYeHUe ata-
JIYPEHOM CITOCOOCTBYET COXPAaHEHMIO MBIIIEYHONW MAacChl
Y TIPOVIEHUIO (DYHKIIMY y TIAIIMEHTOB C TIPOTPECCUPYIOIIei
MJJI, oGycnoBiaeHHOH HOHCeHC-MyTauuei B rene DMD [10].

CorytacHO MHCTPYKIIUHM ITO IPUMEHEHUIO, TIpeTiapaT Mo-
JKET OBITh UCTIONB30BaH Y XOISTYMX MAlIMeHTOB cTapiie 2 JeT
[10]. OnHako UMEIOTCS JaHHbIE O MOJIOXKUTEILHOM OITbITE
MPUMEHEHUS aTaaypeHa B HeaMOyJaTOPHON cTanuu 0oJie3-
HM B peaibHOI KJIMHWYECKOU TpakThke. Tak, omyoImKo-
BaH TMO3UTUBHBIN OIBIT IPUMEHEHUST aTalypeHa y 4 HeaM-
OyJaTOPHBIX MAlMEeHTOB B ['epMaHuu, B KOTOPOM aBTOPBI
OTMEYAIOT TTOJIOXKUTEIBHOE BIMSIHUE TIperiapaTa Ha JbIxa-
TeNbHYIO0 (YHKIMIO (M0 TaHHBIM CIIMPOMETPUU), Cepaey-
HO-COCYIUCTYIO (DYHKIIMIO (IO JTaHHBIM 3JIEKTPOKAPAMO-
rpacdun), a TakKKe Ha MBIIIEYHYIO CHUJTY BEPXHUX KOHEUHO-
cTelt, xopoluit mpoduiab 6e3onacHocty [1]. DxcrnepTHBIA
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KOHCEHCYC HEMEIIKUX U aBCTPUICKUX CITELIMAICTOB PEKO-
MEHIyeT OLIEHUBATh ITPOTPECCUI0 3a00JIEBaHUS U MOCJIE MO~
Tepu aMOyJIaTOPHOCTU (OLieHKa (PYHKIUU BepXHEW KOHEeU-
HOCTH, OlleHKa (DYHKIIMU JBIXaHUST) W TTPOAOJIKATh TIPUEM
arajgypeHa U Tocje rnorepu amoynaropHoctu [8]. Cyie-
CTBYIOT peKoMeHaanmu IIIBenckoil 3KCrepTHON TPYIIIbI,
KOTOpbIe PEKOMEHIYIOT MPOIOJIKATh JIEUEHUE aTATypeHOM
JI0 CHUXKEeHMST (PYHKUUU XKUBHEHHON EMKOCTU JIETKUX Me-
Hee 30% u/vnu CHIKEHUU (DYHKLIMKM BEPXHEN KOHEYHOCTH
o mkaje bpyk (Brook scale) 1o 6 6ayi10B, 4TO IIPOUCXOIUT
MHOTO TMO3Xe MoTepu amOynaropHocTu [9]. B 2021 r. ObI-
J1 03By4YeHbI HOBbIe faHHbIe peructpa STRIDE, koTopkie
MOKa3aJiv, YTO aTATyPEeH MPOJJIEBAET BPEMSI CAMOCTOSITEb-
HOTro XOXAEHUS MallMEHTOB B CpelHeM Ha 5,4 roga (paHee
ObU10 3,5), a TakKe 3HAYMMO BJIMSIET HA COXpaHEHUE JbIXa-
TeIbHON (DYHKIIMU, YTO KpaliHe BaXXHO I HeamOyaaTop-
HbIX mauueHToB [11].

B cBa3m ¢ BeimensnoxeHHBIM 20 masg 2022 roma
COCTOSIJIOCh  OHJIaifH-3acelaHue OKCIEepPTHOTO COBETa
no MJIJI Ha TeMy «OmNbIT NPpUMEHEHMS aTalypeHa y Ma-
LIMEHTOB C MBIIIEYHON nuctpocdueii JlromeHHa B HeaM-
OyJ1aTOpHON cTanuu. AHaJIM3 aKTyaJdbHbIX JTaHHBIX». B 3a-
CeJaHUU TIPUHSIM YJYacTUe BeAyllvMe AETCKUE HEBPOJIO-
ru Poccun, Kazaxcrana, benapycu, a Takxke 3KCIepTbl
u3 Utanuu u PymbiHuu. B pamkax 3acemaHusi KCHepThl
00CYIWIN BOIPOCHI JICYEHUSI U MOHUTOPUHIA HeaMOyna-
TOpHBIX TManueHToB ¢ MJIJI, mpoaHanu3upoBaIu UMEIO-
1IKecs: JaHHbIE TUTEPATYPhl IO JAHHOU TeMe, MOASTVIUCH
umerommmcd onsiToM B ctpaHax CHT', B BoctouHoii u 3a-
nagHoii EBpone. OcoObiit ¢oKyc ObLI caelaH Ha BOMPO-
cax OLIEHKA MOTOPHOU U pecnUpaTOpHO DYHKIIMIA B 11~
HaMuKe, MpuMeHeHUu riaoKokoptukoctepouaos (I'KC)
U MaTOTeHETUYECKON Tepanuu y MalMeHTOB B HeaMOyia-
TopHoIi cranun M.

ITpumMeHeHue MaToreHeTUYECKOTo Mpenapara aTarypeH
y HeaMOy1aTOpHbIX naureHToB ¢ MJIJI ctaHOBUTCSI BCE 00-
Jiee aKTyaJIbHbIM BOIIPOCOM I10 MEPe HAKOTUIEHUSI TTOJIOXKM -
TEJIBHOTO OITBITa TPUMEHEHUS ITaTOTeHETUYECKOM Teparum
y aMOyJaTOPHBIX MAIMEHTOB. DKCHEPThl OTMETUIIU, YTO,
HECMOTPSI Ha OTCYTCTBHUE TMOJHOMACIITAOHBIX KJIMHUYE-
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CKHUX MCCICOOBAaHUI B 3TOM KOTOPTE MALMEHTOB, UMEIOILIM -
ecsl U PEeTYJISIPHO TTOSIBIISIIONIECS HOBBIE TaHHBIC peaIbHOMN
KJIMHUYECKO IMPAKTUKU TOBOPSIT O TOM, YTO IIPOIOKEHIE
NprYMEHeHUsl aTaaypeHa B HeamOynaTopHoul ctaguu M/
SIBJISIETCSI OOOCHOBAHHBIM 1 TIO3BOJISIET OJIBIIIE COXPAHSITh
IObIXaTeIbHYI0 (DYHKIMIO M (DYHKIIMIO BEPXHMX KOHECYHO-
creit. Tak, coryiacHo pe3ysbraTtaM rojocoBanusi, 91% yyacr-
HUKOB CUMTAIOT 1IeJIeCO00pa3HBIM ITPOIOIKCHIE TepaIiu
aTaJlypeHOM Y TAalIMeHTOB TOCJIe TIOTEPH aMOYJIaTOPHOCTH.
ITpu sToM 18% 13 MIPOroa0COBABIIMX JOTOIHUTEIBLHO OT-
METWJIM, YTO HauOoJblIasg 3(pPeKTUBHOCTL Tepalny aTa-
JIypEeHOM Ha HeaMOYJIaTOPHOI CTamuM OXHMIACTCS B TOM
cJIyJae, KOrma MaueHT UIMTEIbHO TPUHUMAT aTaTypeH Ha
aMOyJIaTOpHOM cTaguu 3a00JIeBaHMSI.

Okcnepramu H.JI. TlewatHukoBoit 1 U.B. Ienumnen-
KO OBLI IpeacTaBieH OMBIT IIPUMEHEHUS aTaIypeHa y MC-
XOJIHO HeaMOyaTopHbIX nanueHToB ¢ M/IJ1 6e3 npeniie-
CTBYIOLIETO MTpUEMA TAHHOTO Mperapara B aMOyJ1aTOpHOI
craguu. [1pu olleHKe MOTOPHBIX (DYHKILIMI TIPU TTOMOIIU
MEXIYHAPOIHBIX IITKAJI Bpayd OTMETUIM YCTONUIMBYIO
CTa0MIM3alIMIO, a B OMHOM CJIydae — Jaxe 3HAYUTEIbHOE
yIIy4dllleHHe COCTOSTHUS ITallieHTa, B TO BpeMs Kak 10 Ha-
yaja Tepaliiy aTaTypeHOM Y JaHHBIX ITAIleHTOB HAOJIIO-
Jajgach BhIpaKCHHAsl mporpeccus 3adojeBaHUs. DddekT
OT MCIIOJIb30BaHMS IpeTapaTa TaKKe OTMEYaIl POIUTEIN
nauneHToB. Ilo muroram romocoBanus 100% skcreproB
CUWTAIOT, YTO MPUMEHEHME TIpernapaTa aTaIypeH B HeaM-
OyJIaTOpHOM cTannu 3a00JIeBaHUS IIPUHECET MOJIb3Y Mall-
entam ¢ MJIJI. ITpu stom 82% 3KCHepTOB CUMTAIOT, UTO
MIPY PeIIeHUH BOIIpoca 00 MHUIIUAIIMY TePaITiy aTaaype-
HOM B HeamOynaTopHoii ctaguu MJIJI HeoGxoauMo y4yu-
TBIBATh TSDKECTh COCTOSIHMS MAllMeHTa, BKITIOUasi HaJTMI1e
NMEKOMITCHCUPOBAHHBIX OCJIOXHEHHMI CO CTOPOHBI Cep-
NEYHOU M JIETOUHOM (PYHKIINIA, BRIPAXKEHHBIX HAPYIICHU
IJI0TaHUSI U HYTpUTUBHOTO cratyca. Heobxomumo oTme-
THUTh, YTO TaHHBIC O IPMMEHEHNH aTaJypeHa B HeaMOyJIa-
TOPHOM CTaIWM Ha CETOMHAIIHUI IeHb orpaHn4YeHbI. COOp
TMAaHHBIX TTPOIOJDKaeTCs. Bpad mooKeH YIUTRIBATh 3TO TIPU
Ha3HaYeHMU Mpenapara B HeaMOyJ1aTOPHOM CTaauu.

OtBeuass Ha BOIIPOC, KaK MOJTO CiemyeT IIPOmOJI-
JKaTh TePaIrIo aTaIypeHOM II0CJIe TIOTepHu aMOyJIaTOPHO-
ctu, 45% BKCnepToB CUMTAIOT, UTO Tepalus aTaaypeHOM
B HeaMOYJIaTOPHOM CTaguyd HE IOJDKHA IIPEeKpaIiaThCs
HE3aBMCHMO OT TedeHMs1 3aboneBanust; 44% sKcreproB
OTBETWJIM, YTO TEPAIIMIO CJIETyeT IPOMOKATh IO CHUXKE-
HUs YpOBHSI QYHKIIMY XU3HEHHON €MKOCTH JIETKUX 00-
nee 30% u/unu oueHke 1o wkaie bpyk, paBHoil 6 Gai-
JaM (MalMeHT He MOXET IOTHECTH PYKM KO DTy, BEpX-
HUE KOHEUYHOCTH Oojiee HE BBIIIOJHIIOT TOJIE3HBIX
dbynkuumii); 11% sKcnepToB CUMUTAIOT, YTO JICUEHME aTa-
JIypEHOM JOJIXHO MPOMOJIKATHCS IO TEX IOP, ITOKA CoXpa-
HSIETCS CTAaOMIM3alLMSI COCTOSHMSI MallMeHTa (HEeT YXym-
IIeHUs] MOTOPHBIX (yHKIIMIT). [IJI9 KOPPEKTHOTO MOHM-
TOPUHTA COCTOSIHUSI MAllMEHTOB HEOOXOIMMO BHEIPHUTH
CHCTEMY OLICHKM (DYHKIIMOHAJBHOTO CTaTyca MallMeHTOB
1 00y4YMThb Bpaueit, Beaylux naureHToB ¢ M/, naHHbIM
METOIUKAM.
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O6cyxxnaincs Takke Borpoc npuMeHeHus ['KC y mamm-
eHToB ¢ MJI/I mtociie moTepu aMOy/IaTOPHOCTHU. DKCITePThI
otMmeTud, 4to Tepanust ' KC 1 maToreHeTrUecKas Teparmst
SIBJISTIOTCSI B3AMMOIOITOTHSTIOIIIMMU, MOTYT MCITOIb30BaThCS
COBMECTHO, HO HM B KOEM CJIy9ae He 3aMCHSIOT IPYT IpYy-
ra. 100% skcneproB cuutaot, yro Tepanus ['KC gomkHa
MpOIOJKAThCsl Ha HeaMOyJIaTOpHOW cTaguu 3aboJjieBa-
Hust; 78% BKCIEPTOB — YTO IIPOAOJIKATh JIeYeHIUEe HEOOXO-
MO HE3aBHCUMO OT TSDKECTH COCTOSIHUS TTAlIMEeHTa, SCIIN
He OTMeYaroTcs BhIpaXkKeHHbIE TTOOOUHBIE 2(P(PEKThI, Heaio-
mpe npuéM I'KC HeBO3MOXHBIM; 22% 3KCIIEPTOB ITPOro-
JiocoBanu 3a 10, uto npuéM I'KC nomkeH ObITh TPOIOIKEH,
HO TOJILKO JI0 Pa3BUTHS MO3AHEN HeaMOyJIaTOPHOM CTaauu
3a0o0eBaHUs (TTOKa COXpaHEHBI (DYHKIIMU BEPXHUX KOHEU-
HOCTEI 1 BO3SMOXHOCTD IOIIEPKAHUS TTIO3BI).

Bo Bpemst 3acenanus ObIJI IIpeacTaBieH 0030p METOIUK
MOHUTOPHPOBAHUS COCTOSTHYSI MOTOPHBIX (DYHKITWIA ¥ TTa-
nueHToB ¢ MJIJ1 B HeaMOy1aTOpHO¥ cTaguu 3a00JIeBaHUS.
DKCHepThl COINIACHINCH, YTO HMCITOJb30BaHUE KA IUIS
OLICHKW MOTOPHBIX (DYHKLMI B TUHAMUKE SIBJIICTCST BaXK-
HEeMIIMM acleKTOM B BeAeHUM nauueHToB ¢ MJIJI Ha Bcex
craausix 3abosieBaHus. Ilpu 3TOM y KaKgoro maiueHTa
BO BpeMsI OCMOTPOB HEOOXOAUMO UCTIO0JIb30BaTh OTHU U TE
K€ MeTombl uccienoBaHusa. ONTUMAIBHBIMU TSI OIIEHKH
MOTOPHBIX (DYHKIINI Y HeaMOyJIaTOPHBIX ITALIMEHTOB IITKa-
161 RULM/PUL cuuraror 70% skcneproB; 20% nipenrod-
M MOIM(MUUMPOBaHHYIO wWKany Xammepcmura; 10% —
mwkanel MFM-32 1 MFM-20. Illkama bpyk Takxxe Oblia
IMpu3HaHa yIOOHOH B MCITOJb30BAaHNM, OMHAKO OHA 10 CY-
T siBsiercs yacThio mKagt RULM/PUL, uto nenaet mpu-
MEHEeHHe nocieaHei 6ojiee BCeCTOPOHHUM. B To ke BpeMs
1Kajaa bpyk MoxeT ObITh UCITOJIb30BaHa JIJIsl 3KCIIPECC-0-
LIEHKW COCTOSTHUSI BEPXHUX KOHEYHOCTEH.

DKCIepThl OTMETUIIN, YTO HA CETOMHSIIHMI IeHb Bpa-
yn-HeBpoJiorn B crpaHax CHIT HemocTaTouHO perysipHO
MPOBOAAT OLEHKY MOTOPHOM M IBIXaTeIbHON (DYHKIUi
y nanpeHToB ¢ M/I/I, 4TO HeraTUBHO CKa3bIBaeTCsl Ha pa3-
paboTKe 0011Iero riaHa JIeYeHUS U peabuIuTaluuu JaHHbBIX
MalUMEeHTOB. B CBSA3M ¢ 3TUM clieayeT akueHTUPOBaTh BHU-
MaHUe Bpadyeil Ha JaHHBIX MEeTOHaX UCCIICAOBAHMUS Y TAlIM-
€HTOB C Tporpeccupymoiieitr MJIJl 1 mpoBOIUTH COOTBET-
CTBYIOIIE 00pa30BaTEIbHBIC TTPOTPAMMEI.

bbuia Takxke 3aTpoHyTa IpobJjieMa HeJOCTaTOUHOM a1~
arHoctuku MJIJI. HecMOTpst Ha TO YTO CeroaHs UMEITCS
U TIOJTHOCTBIO TOCTYITHBI BCE HEOOXOMUMBIE CPEICTBA IS
CBOEBPEMEHHOI TMAaTHOCTHKM 3TOTO 3a00JIeBaHUsI, OT MO-
MEHTa TIePBBIX CUMIITOMOB 0 ITOCTAHOBKM ITHMAarHo3a 3a-
YaCTYIO ITPOXOIUT HECKOJIBKO JieT. Kak BO3MOXKHBIM METO
ONTUMM3ALMKU CPOKOB auarHoctuku MJIJ oOcyxnancs
BOIIPOC BBEICHMSI CKPUHMHTOBOTO MCCIIEOOBAaHUS Kpea-
TruHhOCHhOKMHA3H B paMKax NWCHAHCEPU3ALUU Yy JeTeil
or 1 mo 2 ner. ITo pesyapratam ronocoBaHust 78% sKc-
IePTOB BBICKA3aJIUCh B MOMACPXKY TAHHON METOIWNKMH,
M3 HUX 56% 5KCIIepTOB CUUTAIOT BHEAPEHME JAHHOM MpaK-
THKH 0€3yCIIOBHO 00OCHOBAHHBIM; 22% 3KCIIEPTOB CUUTA-
0T BHEIpEHNE TaHHOM MTPAaKTUKU ITOTEHIIMATBHO 000CHO-
BaHHBIM, HO TIepel 3TUM HEOOXOIMMO ITPOCUUTATH COOT-
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HOLIEHUE <«3aTPaThl/3G(HEeKTUBHOCTE>; 22% 3KCIIEPTOB
CYMTAIOT MAJIOBEPOSATHOM LENeCO0Opa3HOCTh BBEACHUS
IAHHOM IIPAKTUKMU.

OCHOBHBIE BBIBOJIBI 3aCeHaHUSI DKCIIEPTHOTO COBETA:

1. ¥ manuenToB ¢ MJI/I, BbI3BaHHOM HOHCEHC-MyTa-
LIMEi, IeIecoo0pa3Ho IPONOJIKATh IATOTEHETHMYECKYIO
Teparuio aTaIypeHOM M TIOCJIe TOTepU aMOYJIaTOPHOCTH.
HMmMerommumecss maHHBIE IEMOHCTPUPYIOT 3HAYMTEIHHOE
3aMeUICHUE Pa3BUTUS ObIXaTeJIbHONM HEZOCTATOYHOCTHU
1 yTpaThl (PYHKIIMM BEPXHUX KOHEUHOCTEH y MallMeHTOB
Ha HeaMOynaTtopHoi ctanuu MJIJI npu npuéme npenapa-
Ta aTaJlypeH.

2. Y manuenTtoB ¢ MJI/I ciaeayeT mpomosKaTh TePaInio
I'KC nocne morepu aMOyJ1aTOPHOCTH.

3. HeoGxomumo perynsipHo MPOBOAUTH OLEHKY MO-
TOPHOI M AbIXaTeabHON (PyHKuMiT y mamueHToB ¢ MJI/I
C HCIOJIb30BaHNWEM IPU3HAHHBIX MEXIYHApPOIHBIM Bpa-
YeOHBIM COOOIIIECTBOM METONOB U LIIKAJ.

4. C uenblo MUHMMM3alIMA HEBEPHOM MHTEPIIPEeTaluT
PE3YJIFTATOB OLIEHKM IBUTATEIbHON (YHKINHU (ITOCTAaHOB-
Ka 0oJiee HU3KUX O0AJIJIOB) Ha (DOHE TepaIlmy aTaIypeHOM
11€JIeCO00pa3HO MTPOBOAUTH OLIEHKY MOTOPHBIX (DYHKIIUIA
MO LIKaJaM B OMHOMW U TOU € KIIMHUKE WA Y CIIEUAIIN-
CTOB, UMEIOIINX COOTBETCTBYIONIYIO KBAJIM(UKAIIHIO.

5. BHenpeHne cKpuHMHTA YPOBHS KpeaTuHMOCHOKM-
Ha3bl y neteit oT 1 7o 2 JeT B paMKax AMCHaHCcepu3aluu
MOXET 3HAYUTEIBHO YIYYIINTh PAHHIOK IHUATHOCTUKY
M/l v Apyrux HEPBHO-MbILIEYHBIX 3200JI€BAaHUIA.

*3acemanne DxcneprHoro CoseTa MPOBOAUIOCH TIPU
nopaepxkke OuodapManeBTHyeckoii Kommanum <«PTC
Therapeutics» (CLLA).
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