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BBeaeHue. MbiweyHas auctpotus [ioweHHA — HAacNeACTBEHHOE, CLeNIEHHOE C X-XPOMOCOMOIA, MPOrpeccupytoLee nH-
Banuansupylolee 3abonesarune. O4HUM U3 BO3MOMHbLIX NAaTOrE@HETUYECKMX METOLOB JIeYeHUs AaHHOro 3abosneBaHus
ABNAETCA NPEenapar aTanypeH, AeNCTBYIOWMIA Ha 3Tane TpaHcaALMK Genka B pubocome U NO3BONAIOLUMIA CYATLIBATD UH-
dhopmauuio ¢ MPHK, HecMoTps Ha Hannyue B Heil NpeXAEBPEMEHHOTO CTON-KOLOHA, U, KaK CNeACTBUE, — CUHTE3UPOBATh
6enoK [UCTpouH.

Llenb uccnepoBaHmnA — OLEHUTb ANHAMUKY TEHEHMA MbIWEYHON AUCTPOdGUM [lioWeHHA Y NALMEHTOB, NONYYAOLWMX HAA-
NeXallyo MeAUKaMEeHTO3HYI0 U HEMeAMKAMEHTO3HYI0 Tepanuio, M NaLWEeHTOB, NOYYaIoLMUX NATOreHETUYECKYIO Tepanuio
npenapaTom atanypeH.

Marepuanbl u metoabl. Hamu 6bi10 06cneaoBaHo 38 NaLUEHTOB C reHeTUYECKN NOATBEPKAEHHON MbIEYHON AUCTPO-
¢ueit. N3 Hux 11 nauMeHTOB C reHeTUYECKM NOATBEPKLEHHOW HOHCEHC-MYTALMEN, NONYYAOLWMX NATOFEHETUYECKYIO Te-
panuio aTanypeHoMm, 1 27 NaUWeHTOB C APYrUMU MYTALUAMU B TeHe AUCTPOdUHA B rpynne cpaBHeHUs. Bcem 6onbHbLIM Ha
MCXOLHOM YPOBHE MpPW AUHAMUYECKOM HAGMIOAEHMN NPOBOAMANCH 6-MUHYTHBINA TecT X0AbObl U TecTbl Ha BpeMa Ans
oLeHKM NoGoYHbIX 3((HEKTOB NpU NpUemMe atanypeHa.

Pesynbrarbl. [py AMHaMUyYeckom HabnoaeHnM 3a 12 mec 6bina BbifBNEHA CTATUCTUYECKU JOCTOBEPHAA NONOXUTENbHAS
LAVHAMWKaA NPU OLEHKe LUCTAHLMM B paMKax 6-MUHYTHOTO TecTa xoAbbbl (p <0,01) 1 TecToB Ha nogbem c nona (p <0,05)
v 6er Ha guctaHumio 10 m (p <0,05) B rpynnax nauueHToB, NPUHUMABLLMX aTaNYPEH W NONYYABLINX CTAHAAPTHYIO MeaMKa-
MEHTO3HYIO TEPANUIO C NEPBUYHBLIM HAYaNOM KypCa perynspHbix GuUanyeckux ynpaxHeHui. [pynna KOHTPONs xapakTepu-
30Banacb OTpULATENbHOW LUHAMUKON B NOKA3aTeNAX TECTOB HA CKOPOCTb.

BbiBoAbl. TakuM 06pa3om, Npu NpueMe atajypeHa B CTaHAAPTHOW PEKOMEHAYEMOi 103€ Y NaLWUEeHTOB C HOHCEHC-MyTa-
LMeit 0TMEYANUCh CHUXKEHWE CKOPOCTU NPOrpeccupoBaHuns 3abonesaHuns 1 ynyylieHne nokasarenei CKOPOCTU U BbIHOC-
nusocTu. MepBrYHOE Ha3HaYeHUe PerynsapHbIX a3pobHbIX yNpaXKHeHUi 6e3 oTATOWeEHUA Ha PaHHUX aMOyNaTopHBbIX CTa-
AMAX MbllWeYHON ancTpodum [JoweHHa TaKKe XapaKTepM30BanoCh yayylleHMeM ABUraTENbHbIX HABLIKOB.
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Background. Duchenne muscular dystrophy is a hereditary, X-linked, progressive, disabling disease. One of the possible
pathogenetic methods for treating this disease is the drug ataluren, which acts at the stage of protein translation in
the ribosome and makes it possible to read information from mRNA, despite the presence of a premature stop codon in
it, and, as a result, synthesize the dystrophin protein.
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Aim. To evaluate the dynamics of the course of Duchenne muscular dystrophy in patients receiving appropriate drug
and non-drug therapy and patients receiving pathogenetic therapy with ataluren.

Materials and methods. We examined 38 patients with genetically confirmed Duchenne muscular dystrophy. Of these,
11 patients with a genetically confirmed nonsense mutation receiving pathogenetic therapy with ataluren and 27 patients
in the comparison group with other mutations in the dystrophin gene. 6-minute walk test and timed function tests was
done at baseline and during follow-up. Ataluren side effects were assessed.

Results. Statistically significant positive dynamics were revealed during follow-up at 12 month when assessing the distance
of a 6-minute walk test and tests for getting up from the floor and running 10 meters in groups taking ataluren and receiving
standard drug therapy with the initial initiation of a course of reqgular physical exercise. The control group was charac-
terized by negative dynamics in speed tests.

Conclusion. Thus, when taking ataluren in the standard recommended dosage, patients with Duchenne muscular dys-
trophy with a nonsense mutation shows a decrease in the rate of disease progression and an improvement in speed and
endurance. The initial prescription of regular non-weightbearing aerobic exercise on the early ambulatory stage is also
characterized by an increase in motor skills.
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BBepeHue

Mpbieunas auctpodus diomenHa (MJIJ1) — Hacnen-
CTBEHHOE, CIIETUICHHOE ¢ X-XpOMOCOMOI, IIPOrPeccUupy-
Iolllee MHBAJIMIU3UPYIOIIee U HeM30eKHO (paTajbHOE 3a-
ooneBanue. Pazsutue M1/ cBsI3aHO ¢ MyTallsIMU B T€HE,
KonupyloleMm 6enok auctpoduH (reH DMD), KoTopblie
MPUBOMIAT K OTCYTCTBUIO MJIM HEIOCTATOYHOM (DYHKIIUM
6enka. PacnipocTtpaHeHHOCTh 3a00JieBaHUs, 110 JTaHHBIM
pa3HbBIX UCTOYHUKOB, cocTasister 1:3600—1:6000 xuBo-
POXIEHHBIX MaJIbYMKOB [ 1]. beslok nucTpodrH BbIMOIHS-
eT 3allMTHYIO DYHKIIMIO; BCJEACTBUE CHYKEHUS WM 1071~
HOTO OTCYTCTBUSI €r0 CMHTE3a CKEJICTHBIC MBIIIIIBI IIPU
(busznyeckrx Harpy3Kax moaBEPXKEeHbI N30BITOYHOMY I10-
BPEXIEHUIO, YTO MPOBOLIMPYET LIMKJIbI BOCITAJIEHUSI, pere-
Hepaluy U B KOHEYHOM UTOTe — (PUOPO3HO-KUPOBYIO
nereHepainuio. IlocnenHsisi, B CBOIO o4yepelnb, IPUBOAUT
K IIPOTPECCUPYIOIICH MBIIIEYHOMI C1ab0CTH U aTpOdUsIM
MbImI. Kak ciiecTBue, NalueHThl TePSIOT CIIOCOOHOCTh
CaMOCTOSITEILHO NIEPEIBUTATHCS, Y HUX Pa3BUBAETCS CKO-
103 U (HOPMUPYETCS cepledHast M IbIXxaTeJbHas Heoo0-
CTaTOYHOCTH [2].

C MoMeHTa oTKpbITUsI TeHa DM D B 1987 1. 6bL10 onpe-
JieJieHo 0oJblIoe KoaudecTBo ero myrtanuii [3]. 1o gaH-
HBIM OTHOTO U3 CTATUCTUYECKUX aHAIM30B, BKIIOYABIIETO
naHHble 7149 namueHntoB ¢ MJIJI, ObLIO TTOKa3aHO, YTO
pacpoCTPaHEHHOCTh KPYITHBIX JeJIeIii cocTaBser 68 %,
KpYHHBIX aymiukanuii — 11 %, a ocraBimecst 21 % co-
CTaBJIAIOT MaJIble MyTalllM, TTOJIOBUHA M3 KOTOPBIX — HOH-
ceHc-myTtauuu B reHe DMD [4]. TlocaegHue npuBOIST
K MOSIBJICHUIO TTPeXaeBpeMeHHOro cTol-KogoHa B MPHK,
B pe3yjibTaTe 4ero HapyllaeTcsl MPOLECC TPAaHCKPUITLIUU
1 00pa3yeTcsl YKOPOYECHHBIN He(PYHKIIMOHAIBHBINA OeT0K
JUCTPODPUH.

Hnst maneHToB ¢ M1/ «30J10THIM CTaHAAPTOM», BHE
3aBUCHMOCTH OT TUIIA MYTalLlH, SBJISICTCS TepaIys TJIi0-
kokopTukoctepougamu (I'KC) cucreMHoro neicTBus.

B cooTBeTCTBMM ¢ MEXIyHApOAHBIMU PEKOMEHIALIMSIMU
JaHHYIO Teparulo ClieayeT Ha3HayaTh J0 Havyasa Iporpec-
CHUPYIOIIETro YXYAIICHUS IBUTaTeIbHbIX (YHKIIUM, KOraa
€CTECTBEHHOI'O Pa3BUTHUSI MOTOPHBIX (DYHKIIMIA y pebeHKa
oosblie He oTMedaeTcs (dasa maaTo) [5]. Pesynbratsl nc-
clieloBaHUI MoKa3alu TMOoJoXUTeIbHBIN 3¢ ekt 'KC
3a CYeT UX IMPOTHBOBOCHAINTEILHOTO AeCTBY [6, 7]. On-
Hako Tepanust 'K C He 103BoJIsIeT MOJTHOCTHIO OCTAHOBUTh
MPOrpecCUpOBaHKE 3a00JICBaHMS 1 COMNPSIKEHA C OOJIBIIIMM
KOJIMYEeCTBOM MOOOYHBIX 3ddekToB. He MeHee BaxKHBIM
SIBJISIETCS COOJTIONEHNE TOCTATOYHOTO JABUTATEILHOTO pe-
JKMMa, PeryJIsipHOE BHITTOJIHEHHE JO3MPOBAHHBIX a3POOHBIX
(u3nIecKrx Harpy3ok 0e3 OTSTOILIEHMS, YTO TaKXKe I10-
3BOJISIET 3aMEIUIMTh TeUeHUe 3a001eBaHus. OTCYTCTBUE WU
M30BITOYHOE TO3MPOBaHUE (PUIMISCKUX HATPY30K MOXET
MPUBECTH K ITPOrPECCHPOBAHIIO 3a00JIeBaHMsI, HApaCTAaHUIO
KOHTPAKTYp U CKeJIETHbIX AecopMmanuii |8, 9].

IMomumo tepanuu 'KC cucremMHoOro aeicTBus, B Ha-
cTosIIIee BpeMs TaKKe CYIIECTBYIOT METOMIbI TAaTOr¢HETH -
YECKOT0 JICYCHUST, KOTOPBIE 3aMEUISIOT IPOLIECC ITPOrpec-
cupoBaHus 3aboneBaHus [10]. B Poccuu BO3MOXHO
MpUMeHEHNE HECKOIBKUX IMaTOT€HETUYECKMX TIPEIapaToB,
HaIpaBJIeHHBIX Ha IPOITYCK 3K30HOB U IPOYUTHIBAHME
CTOI-KOJOHA, OJHAKO HE BCE U3 HUX MMEIOT PETUCTPALIMIO
Ha TEPPUTOPHMU CTPaHBI. ATaJypeH — IepBBIi IperapaT
175 nedenust M/11, BbI3BaHHOI HOHCEHC-MYTallMeil B re-
He nucTpodrHa, y MalMeHTOB cTapiile 2 JeT, CIIOCOOHbBIX
K CaMOCTOSITeJIbHOMY TTepeaBikeHu0. [Ipenapar 3aperu-
crpupoBaH B Poccuu B 2020 . [11].

ATajlypeH IEMCTBYeT Ha 3Talle TpaHCIIIUU Oeka
B pubOCOMe U IMO3BOJSIET CUUTHIBATh MHOOPMAIIUIO
¢ MPHK, HecMoTps Ha HamuuKe B Hell mpeXXaeBpeMEeHHO-
T'O CTOIT-KO/IOHA, U, KaK CJICACTBUE, — CHHTe3UPOBaTh Oe-
JIoK [12]. DpdhekTuBHOCTh U 0€30I1aCHOCTh TEparvu aTa-
JIypeHoM cpeaud mnauueHToB ¢ MJI/l, BbI3BaHHOU’
HOHCEHC-MYyTallMeil, ommucaHa B psaae MeXIyHapOIHBIX
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KJIMHUYECKMX UCCIIEOBaHU, IPU TOM UTO MpeNCTaBICHME
peaybHOTO KJIMHUYECKOTO OIBbITA JICYSHUS TallUeHTOB C
TaKUM PEIKUM 3a00JieBaHUEM OCTAaeTCsl KpailHe aKTyajlb-
HbIM. K HacTosiIieMy BpeMeHM Teparivsi IIperapaToM aTa-
JIypeH IIMPOKO Ha3HavaeTcs nmanyeHtam ¢ M/1J1, BeI3BaH-
HOIl HOHCEHC-MYyTalleil, a ONMMcaHue KIMHHYECKOTO
OIbITA ITO3BOJIUT PACIIMPUTh 3HAHUE Y TTIOHMMaHue 3D deK-
TUBHOCTU 1 6€30IIaCHOCTH JAHHOTO BUIA Tepanuu. B aToit
ITyOJIMKAITMY MbI TIPUBOIMM OITBIT PEaTbHON KIIMHUYIECKOM
MPaKTHUKY JICUEHMS TIperapaToM aTalypeH Cpeny HalueH-
ToB I. Cankt-IleTepOypra.

Iens uccaenoBanuss — OLIEHUTh TUHAMUKY TCUCHUSI
M/I/] y nalimeHTOB, MOJyJarollnX HalexXallylo MeIuKa-
MEHTO3HYIO Y HEMEIMKAMEHTO3HYIO Tepamnuio, 1 MarueH-
TOB, ITOJIyYalOIMX ITATOreHeTUYECKYIO TepaIuio Iperapa-
TOM aTajJypeH.

Marepuanbl u metopbl

HccnenoBanue npoBoaunochk Ha 6aze Cankr-Ilerep-
OyprcKoro rocyiapCTBEHHOIO MeAMaTPUIECKOro MeIUIIMH-
CKOT'O YHUBEpPCUTETa, 0N00PEHO 3TUYECKUM KOMUTETOM
(mpotokoi Ne 1/2 ot 16.01.2017). Becero 6bu10 06¢1€10BaHO
38 mauMeHTOB C reHeTUYecKU MoarBepxkaeHHor MJIJI.
W3 aux 11 mammenTo ¢ M/IJ1 B Bospacte 6,0 = 0,5 roma ¢
TeHETUYECKU MMOATBEPXKICHHOI HOHCEHC-MYTallUeil B TeHe
DM D, nonyJarolyx rnmaToreHeTUYECKyIo Teparnuio aTaaype-
HOM €XeTHEBHO B COOTBETCTBUU C OPUIIATbHON NHCTPYK-
uueit, — B no3e 40 mr/kr/cyt (10 mMr/kr yrpom, 10 mMr/kr
JHeM, 20 MT/KT BeuepoM) (Hanee — rpynma 1). JaHHas rpyri-
T1a MalMEeHTOB TakKxKe IoJTyJyasla CTaHIApPTHYIO MEAUKaMEH-
TO3HYIO U HEMEIMKAMEHTO3HYIO TEPAITUIO.

Taxke B McclieqoBaHUY Haboaaauch 27 MaiueHToB
B Bo3pacrte 7,2 £ 0,7 roma ¢ TeHETUYECKU MOATBEPXKIEH-
HBIMU MyTalMsIMU B reHe DM D (nenenuu v TyTauKauuu
CO CABUIOM paMKW CUMTBIBAHUS U TOYEUYHbIE MYyTallWH,
3a UCKJIIOYEHMEM HOHCEHC-MyTaluii). B cBoio ouepenp,
OHU JIEJIWJIACh HAa KOHTPOJIbHYIO IPYIIILY (Jajee — rpymmna 2),
cocrogiyio u3 10 mauueHtoB B Bo3pacte 7,7 £ 0,9 roxa,
KOTOpBbIE MOIyJalr TOJbKO CTAaHAAPTHYIO MEIUKAMEHTO3-
HYIO Tepallvio, ¥ TpymiTy u3 17 ImanneHToB B Bo3pacTte 6,8 +
0,9 ronma, mojy4yaBIIMX CTAHAAPTHYIO MEAMKAMEHTO3HYIO
Teparuio U BIIepBbIe MPUCTYIMUBILINX K BHITTOJTHEHUIO Kyp-
ca jeueOHoM (hU3KynbTypHI (Hanee — rpymnmna 3). [1pu cra-
TUCTUYECKOM aHaJIW3€e Pa3HUIIbl BO3pacTa MallMeHTOB
¢ nmpumeHeHueMm U-kputeprst MaHHa—YUTHU 7151 HE3aBU-
CHMBIX BEIOOPOK BBISIBJIEHA CTATUCTUYECKU TOCTOBEPHAS pa3-
Huia Mexy rpyrmnamu 1 1 2 (p = 0,01) 1 He ObLIO BBISIBJICHO
JIOCTOBEPHBIX pa3nuuuit Mexxay rpyrmnamu 1 u 3 (p = 0,378)
u rpyrmamu 2 u 3 (p =0,127).

CraHgapTHas MeAMKaMEeHTO3Hasl Tepalusl BKiIoJaia
exxenHeBHbIN MpueM ['KC (mpenHu30510H) B peKOMeHIyeMoit
nose 0,75 Mr/kr/cyT. PeabuinTaliioHHbIE MEPOIPUSTUS
BKJIIOYAJIM €XeTHEBHbIC YIPaKHEHUS Ha pacTsITMBaHUE
MBI BEPXHUX M HUXKHUX KOHEYHOCTEM, MbIXaTeJIbHYIO
1 a3pOOHYI0 TMMHACTUKY 0€3 OTSTOLIEHUS B 3aJie JIeyeOHO
(U3KYABTYPBI C UTHCTPYKTOPOM B COYETAHUM C 3aHATUSIMU

Ha BeJIOTpeHaXepe ¢ HU3KMM CONPOTURIIeHUEM. JUTMTeIbHOCTh
TPEHUPOBKY COCTaBIsIIa 45 MUH 2—3 pa3a B HeeJo.

BceM manmeHTaM Ha UCXOTHOM YPOBHE MPU JUHAMM-
YeCKOM HaOJIIOACHUY TTPOBOAMIIMCH TECT Ha 6-MUHYTHYIO
XOIB0Y, TeCTBI Ha BpeMs (ITOITbeM C T10J1a, OeT Ha JMCTaHITUIO
10 m). Bce manyeHThI HAOJIOJATIMCh BpaYOM-HEBPOJIOTOM,
MIPOIICIIIIMM IOATOTOBKY IO IPUMEHSIEMbIM CTaHIAPTU3H -
POBaHHBIM MeTonaM (PYHKIIMOHAIBHOW OIIEHKU. Bpauom
Ha KaXXJIOM BU3UTE OLICHUBAJIMCh HEXeIaTeJIbHbIC SIBJICHUS
TIPU IIpYeMe MaTOTeHETUIECKOM TepaIliy aTaTypeHOM.

CTaTUCTUYECKUI aHAIN3 BBIOIHSJICS IIPY MOMOIIN
nporpaMMHoro obecrieueHust Microsoft Excel u IBM SPSS
Statistics v. 26.0. IIpoBoguicsT pacyeT CpeIHUX 3HAYEHUI
U JOBepUTEIbHOTO MHTepBaia npu o = 0,05, paccuuThi-
BaJICsI ITApHBIN #-KpuTepuii BUIKOKCOHA /15T 3aBUCUMBIX
COBOKYITHOCTEH ITPY CPaBHEHUU JTaHHBIX HCXOTHOTO YPOB-
Hs ¢ 6 1 12-M MecsiaMu HaOTI0eHUS.

Pe3synbrathbl

B 1-i1 rpyniie malMeHTOB, MPUHUMABIINX aTalypeH,
CpeIHWEe 3HAYCHUS MPOXOXKACHUS TUCTAHIIMKA 6-MUHYT-
HOTro TecTa Xoab0bl cocTanasin 487,5 £ 22,0 M Ha ucxon-
HoM ypoBHe, 510,5 + 32,4 M uepe3 6 mec (p <0,01)
u 529,9 = 29,7 M yepes 12 mec (p <0,01) HabmOnEHUS
(puc. 1). CKopocTh mogabeMa ¢ ToJia coctanisiia 3,7 £ 0,6 ¢
Ha McXomHOM YypoBHe, 3,1 £ 0,4 ¢ yepe3 6 mec (p <0,05)
un 3,2 10,5 cuepes 12 mec (p <0,05) (puc. 2). CkopocTh Oera
Ha muctaHumio 10 M cocrapnsia 4,0 = 0,4 ¢ Ha MCXOTHOM
ypoBHe, 3,7 & 0,4 ¢ yepe3 6 mec (p <0,05) u 3,8 = 0,4 ¢ yepe3
12 mec (p <0,05) (puc. 3).

B KOHTpOJIbHOI IpyIine MalueHToB (2-51 rpyIina) cpe-
HUE 3HAYCHUS MPOXOXIACHUS TUCTAHIIMK 6-MUHYTHOTO
TecTa XoIbpObl coctaBisin 432,0 £ 33,3 M Ha UCXOAHOM
ypoBHe, 425,0 £ 36,8 M uepe3 6 Mec 1 416,2 £ 47,2 M uepe3
12 mec HabmoaeHust. CKOpOCTh MOIbeMa C oJia COCTaBIsI-
ma 5,7 = 1,3 ¢ Ha UCXOTHOM YpOBHE, 6,5 % 1,4 ¢ yepe3 6 Mec
(p <0,01) m 6,1 = 1,7 c yepe3 12 mec. CkopocTh Oera Ha
ngucranuio 10 M coctasisiia 5,3 + 0,7 ¢ Ha UCXOAHOM YpOB-
He, 5,3 £ 0,9 cuepe3 6 Mec u 5,7 = 0,8 c uepes 12 mec.

B 3-i1 rpynmne manueHToOB, MOJyJYaBIIUX CTAaHAAPTHYIO
MEIMKAMEHTO3HYIO TePaITiio W MPOXOAMBIINX peaOuTHi-
TalMOHHBIN KypC, CpeIHUE 3HAYSHUS ITPOXOXKIESHUS TUC-
TaHIMY 6-MUHYTHOTO Te€CTa XOAhObI cocTaBlism 452,7 £
24,6 M Ha UICXOTHOM YpoBHE, 466,8 = 35,0 M yepe3 6 Mec
(p<0,01) 1481,8 £ 34,1 muepes 12 mec (p <0,01) HabIO-
nJeHust. CKopocTh mombeMa ¢ roJjia coctabisiia 4,0 £ 0,6 ¢
Ha UCXOIHOM YpoBHe, 3,5 + 0,5 ¢ yepe3 6 mec (p <0,05)
n 3,6 £ 0,6 ¢c yepe3 12 mec (p<0,05). CkopocTh Oera Ha
muctaHuuio 10 M cocrtabistia 4,6 £ 0,4 ¢ Ha UCXOTHOM
ypoBHe, 4,2 + 0,4 ¢ yepe3 6 mec (p <0,05) 14,2 + 04 c
yepes 12 mec (p <0,01).

HexenarenbHble siBJieHHs. 3a Mepuod HAOIIOIEHUS
IPYINbLI NAalUMEHTOB, MPUHUMABILKUX aTadypeH, ObLIO 3a-
perucTpupoBaHo 18 HexelaTeIbHbIX SIBIeHUM (CM. TabJIM-
1Iy), 3 HAX 5 CIydaeB TUIIEPTPUTIALIEPUAESMUH, 2 CIydast
TONITHOTEHI, 4 ciTyJast 0oJieil B SKUBOTE M CKJIOHHOCTH K 3a-
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Puc. 1. Jlunamuxa noxazameneii 6-munymnozo mecma xo0b0b! 8 pA3HbIX 2PYNNAX NAYUeHmMoe 3a 6 u 12 mec HabawoeHus

Fig. 1. Dynamics of the 6-minute walking test in different groups of patients over 6 and 12 months of observation
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Fig. 2. Dynamics of the timed function tests (stand from supine) in different groups of patients over 6 and 12 months of observation
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Fig. 3. Dynamics of the timed function tests (10 meters distance run) in different groups of patients over 6 and 12 months of observation
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HepBHo-mbiweyHbie 5OJIE3HH

[lobounvie agpghexmot, 3apecucmpuposantvle npu NpUMeHeHUU npenapama
amanypex

Adverse events registered during ataluren therapy

Adbverse event Number of cases, n (%)
FI/IHeprI/IrJII/_IL[epmeMI/IH 5(45,5)
Hypertriglyceridemia
TonoBHas 60716 0
Headache
ApTepuanbHasi TUIIEPTECH3US 0
Arterial hypertension
Karrenn 0
Cough
HocoBbie KpoBoTEUeHUS 0
Nasal bleeding
TomHoTa
Nausea 2(18.2)
bonu B xknuBoTe
Abdominal pain 4(36,4)
Merteopuszm
Flatulence 2(18,2)
3anopsl
Constipations 4(36,4)
OpuTemMaTo3Hasl Chlllb 19,1
Erythematous rash ?
Iematypust 0
Hematuria
OHype3 0
Enuresis
Tuneprepmus 0
Hyperthermia
CHMXXeHUE Macchl TeJia 0

Body weight loss
|

= ]

Puc. 4. Dpumemamosroe namHo Ha wiee y NAYUEHMA, RPUHUMAIOWE20 AMARYDEH

Fig. 4. Erythematous patch on the neck in a patient taking ataluren

rmopam, 2 ciry4ast MeTeoprama 1 1 ciryyait BOSBHUKHOBEHUSI
3PUTEMATO3HOIO TISITHA Yepe3 HeCKOJbKO YacOB IOCIE
npuema mnpenaparta (puc. 4).

06cyxaeHune

B nanHOM McciiefoBaHUMM CpaBHUBaJIACh AMHAMMKa
TeyeHUs 3a00JIeBaHUS Y MTAlIMEHTOB, MOJIyJaroI1X MMaTo-
TEeHETUYECKYIO TEParuIo aTaTypeHOM, U MAllMEHTOB, MOy~
YaIIUX MEIUKAMEHTO3HYIO 1 HEMEIUKAMEHTO3HYIO Te-
parnuio B COOTBETCTBUU C MEXXITyHAPOAHBIMU CTaHIAPTaAMU
BelleHUs JaHHBIX MallEHTOB.

PesynbraThl Halllero MccjieioBaHUS COTJIACYIOTCS
C JAHHBIMU MEXITYHAPOIHOTI'O OIbITa MPUMEHEHUS aTaly-
peHa npu MIJ. Tak, o maHHbIM peructpoB STRIDE
n CINRG DNHS 3a 2022 r., no pe3yasTaTaM 5-JETHETO
HaomoaeHus 307 nauuentoB ¢ MIJI, nprHUMAaBILMX aTa-
JIypeH B BO3pacTHOI rpymirie ot 2,9 10 4,5 roga Ha MOMEHT
Hayajla maTOreHeTUYECKOI Teparuu, ObUTU BbISIBJICHBI 3a-
METHOE CHMXXEHME IpPOrpecCUpoBaHMs 3a00JeBaHUS
¥ TIOBBILIIEHUE BO3pacTa yTpaThl BO3MOXHOCTH CaMOCTO-
atenbHOU xonbosI (p <0,0001). Takke oTMeueH OJ1aronpu-
STHBIN poduib 6e3omacHocTy npenapara [13]. I1o gaH-
HbIM MeTaaHanu3a 3a 2020 r., HauGoJabWMil 3¢ heKT
aTaJypeHa JOCTUTaeTCs IIPU UCXOMHOM JUCTAHLIU 6-MU-
HYTHOTO TecTa Xoab0bl 0osiee 300 M: Tak, OblJla OTMEUEHa
npubaBka K auctaHumu +43,9 m (18,2—69,6) (p = 0,0008)
K KOHIy HaOmoaeHus [14].

IIpuem atanypeHa conpsikeH ¢ ToO00YHbIMU 3 heK-
TaMM, TAKUMHU KaK TOIITHOTA, 00JIb M YyBCTBO AUCKOMMDOP-
Ta B XUBOTE, METEOPU3M U 3amophl. Bce oHM HOCUIIM He-
NPOAOKUTENIBHBIN XapaKTep; CAaMOCTOSITEIbHBII perpecc
MPOUCXOIUJI B TEUEHUE HECKOJbKUX MECSIIEB C MOMEHTA
Hayaja Tepanuu, 1 B JaJbHeleM 3T ITo00UHbIe 3 heK-
ThI He 0€CTTOKOWJIM MalleHTOB. BhIsIBIEHHbIE ClTydau IT'U-
NepTPUNTULIEPUIEMUU HOCUIU CTONKUIA XapaKTep U CO-
XPpaHSIIMCh Ha MPOTSKEHUH BCEro reproaa Habo1eHUsI.
TTogo6HbIe MOOOYHBIE 3(PPEKTH MOTYT OTPEOOBATH 10-
TIOJTHUTEIHLHOTO HAOMIOACHUS 1 00CIeIOBaHMS IeAUaTPOM
M TaCTPOIHTEPOJIOTOM C LIEJIbIO UCKITIOUEHUST COMYTCTBYIO-
1Iefi COMAaTUYECKON MATOJOTUH.

o pe3yssraraM Haillero ucciaea0BaHMs B IPyIINe CpaB-
HeHus (3-4 rpyIina) y nalilMeHTOB Ha paHHUX aMOy1aTop-
HBIX CTaAMsIX, MOJYyYaBIIMX YXOI U peadWIMTALUIO B CO-
OTBETCTBUM C MEXIYHApOIHBIMU CTaHAapTaMu, ObLia
BBISIBJIEHA CTATUCTUYECKU JTOCTOBEPHAS MOJOXUTEIbHAS
JUHAMMKa B IBUTaTEIbHBIX BOBMOXHOCTSIX, UTO 00YCJIOB-
JICHO HavyaJIOM BBITIOJIHEHMS Kypca perysipHbIX hu3nye-
CKUX YIpaxkHeHui. B To xxe Bpems rpyIina, He IpOXOauB-
111ast Kypc peadbunutauuu (2-5 rpyIina), XxapakTepru3oBaaach
OTpULIaTEeJIbHON NTMHAMUKOW B TeCTaX Ha CKOPOCTh, UTO
MOIYEepPKMBaeT BaXkHOCTb COOJIONEHUS pa3pabOTaHHBIX
peKOMEeHIAIMi T JaHHBIX MalUeHTOB.

CornacHO TaHHBIM JIUTEPATYPbl, MEAMKAMEHTO3HAs
Tepanusl, a Takke peabuaIuTallMOHHbIE MEPOIIPUSITUS UMe-
0T HauOOoJbLIUK 3¢ (dEKT B paHHEM JETCKOM BO3pacTe
(pexoMeHyeMblii BO3pacT Havaja Teparnuu — paHHSS aM-

TOM 13

53



TOM 13

54

HepBHo-mblweykbie OJIE3HH

Opueunanvhsie uccaedoeanus | Original reports

OynaropHas cramus) [5, 15, 16]. Hauano MmequkaMeHTO3HOM
1 (pU3NIECKOi TepalmK Ha IMO3IHMX CPOKaX (IO3MHSIT aM-
OynaTopHasi CTausi) COIPSLKEHO C MeHbIIelH 3(D(heKTUBHO-
CTBIO B aCIIEKTEe YTPaThl CITOCOOHOCTU K CAMOCTOSITEIEHOMY
TIEPEABIKCHUIO. DTO MOXET OBITh O0YCIIOBJIEHO BBIPAXKEH-
HBIMU MOP(MOJIOTMYECKUMU U3MEHEHUSIMU B CKEJIETHBIX
MBIIIIIAX Ta30BOro rosica 1 6enep. 1o 1aHHBIM MarHUTHO-
PE30HAHCHOIM ToMOrpaduu MBI, 3a00JieBAHUE XapaKTe-
pU3YyeTCs MEPBUYHBIM ITOPaKEHUEM MBIIIILL TA30BOTO Iosica
1 Oeziep ¢ MPEUMYILECTBEHHBIM BOBJICYEHUEM OOJIBIINX SITO-
JIYHBIX 1 OOIBLIMX MPUBOAIIIMX MbILIL [ 17]. X mopaxkeHue
10 Mepe IPOrpecCUpoBaHus 3a00JIeBaHUS 3HAYUTEIHHO
BJIMSIET Ha TTATTePH ITOXOIKHM MalMEHTa, 3aTPYIHSIET IOTbEM
C 1oJ1a ¥ 110 JiecTHUIIe. OnrcaHHbie MOP(OIOrMISCKUE 13-
MEHEHMSI UMEIOT BBICOKYIO KOPPEJISALIUIO ¢ pe3yJbraTaMu
TECTOB IBUTATEIBHBIX BO3MOXHOCTEH.

OnHUM U3 OTPaHWYCHUI JAHHOT'O MCCJICIOBAHUS SIB-
JisseTcs Majiasl BbIOOpKa MallMeHTOB, MPUHUMABIIMX aTa-
JypeH. Takke He0OXOMUMBbI JabHEHIIIee NJIMTSIbHOE Ha-

ONIoaeHWE MaHHBIX IAIMEHTOB MW IIPUMEHEHUE
COOTBETCTBYIOIIMX METOIMK OIIEHKH C YYETOM BO3pacTa
MmanueHToB. Tak, Ha TO3MHUX aMOYIaTOPHBIX CTaIUsX Pe-
KOMEH/IyeTCsI OlleHKa (hYHKIIMOHAIBHBIX BO3MOXKHOCTEI
BepXHUX KoHeuHocTel (1o mkane PUL B coorBeTcTBUY €
KJIMHUYECKUMU peKOMeHmanusiMu). B pamkax maHHOTO
ucciaenoBanus mkaina PUL He mpuMeHsiiach B CBS3M €
MJIAJIIIAM BO3PAaCTOM ITallMEHTOB.

BbiBOAbI

TakuM oGpa3oM, IIpU MpKHeMe aTalypeHa B CTaHIapT-
HOI peKOMeHIyeMoli 103e y rarmeHToB ¢ MJ1J1 ¢ HOHCeHC-
MyTalleil OTMEUarTCsl CHUXKEHNE CKOPOCTH TPOTrpecCu-
pOBaHMs 3a00JI€BaHMsI, YITyYIlIEHUE TTIOKa3aTesIeii CKOPOCTH
U BeIHOCAMBOCTH. [IpueM mpemnapaTa XapakTepu3yeTcs
XOpOoIIMM TipoduiieM 6e3onacHocTu. [lepBuyHOe Ha3Ha-
YeHHUE PETYISIPHBIX a@3POOHBIX YIIPaKHEHM O€3 OTSTOIIIe-
HUS Ha paHHUX amMOyJaaTopHbIX cTagusx MJIJI Takxke xa-
paKkTepu3yeTcs IPUPOCTOM JIBUTATEIBHBIX HABBIKOB.
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