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Y po60Ti HaBeAGHO OrMAL Cy4aCHUX AaHWUX NiTepaTypy CTOCOBHO NPOrpecytoyoi M'a30B0i ancTpodii [ioLleHa, Nos'a3aHoi 3 myTauiami reHa DMD. OgHWM i3 paHHiX
CUMNTOMIB 3aXBOPIOBAHHS € NiABULLIEHHS PiBHSA TPAHCAMIHa3, Y 3B'A3KY 3 4iM NaLliEHTIB CNPAMOBYHOTb [0 FaCTPOEHTEPOIOriB. TOMY BXKNIMBUM € BU3HAYEHHS PiBHS
KPeaTUHKIHA3M Y KPOBI YCiX X/IOMYUKIB i3 He3'ACOBAHNM MiBULLEHHAM PiBHS TpaHcaMmiHa3. MeToto i€l cTaTTi € noninweHHs 06i3HAHOCTI LLMPOKOro Kona thaxisLiB
Pi3HMX CcreLianbHOCTEN LLOAO0 NPOrpecyryoi M'a3080i AUCTpoii [loLleHa — 3aXBOPoBaHHS, L0 NOTpe6ye CBOEYACHOT LiarHOCTUKI Ta PaHHbOr0 NoYaTky fikyBaH-
He. CUCTEMATN30BAHO Cy4aCHi ySIBNEHHS NPO ETI0NOrit0, NaTOreHes, KMiHiko-AiarHOCTUYHY XapakTepuUCTUKY Ta HanpsMi JTikyBaHHS 3a3Ha4eHOr0 3aXBOPIHOBAHHS.
ABTOpPU 3a8BAAOTL NPO BIACYTHICTb KOH(AIKTY iHTEPECIB.

Kntoyosi cnosa: m'a308a guctpodis [ioLeHa, aucTpoin, npuiom foBepca, atanypeH, opaHHi 3aXBOPIOBaHHS.
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The article presents a review of current literature data relating to Duchenne muscular dystrophy associated with DMD gene mutations. One of the early symptoms
of DMD is an increased level of transaminases, which leads to the referral of patients to gastroenterologist. Therefore, it is important to determine the creatinkinase
blood level in all boys with an unknown increased blood level of transaminases. The purpose of this article is to improve the awareness of a wide range of specia-
lists about Duchenne muscular dystrophy — a disease that requires early diagnosis and treatment.

Based on analysis of various literature sources, modern views on etiology, pathogenesis, clinical-diagnostically characteristic and therapeutic approaches
to Duchenne muscular dystrophy were generalized and systematically examined.
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Mporpeccupytowan mbilweyHaa auctpotus [AioweHa: npo6bnembl audpepeHunanbHoi AUarHOCTUKU U NEYEHUA
J1.T. Kupunnosa, M. 3. Bybpsik, A.A. MupowHukos, A.A. l038a, 0.B. Beperena, 0.J1. flBopckas
'Y «AHCTUTYT neguaTpum, akyLlepcTBa U ruHeKonorum umenn akagemuka E.M. JlykbsiHooii HAMH YkpanHbl », 1. Knes

B paboTe npeacTaBneH 0630p COBPEMEHHBIX JaHHbIX INTEPATYPbI O MPOrPECCUPYIOLLE MbILLEYHOI AucTpodum [iolieHa, cBi3aHHOM ¢ MyTauusmu resa DMD. OgHum
113 PaHHUX CUMNTOMOB 3260/1€BaHNS ABNAETCS MOBbILLIEHWE YPOBHS TPaHCAMUHA3, B CBA3W C 4eM MALMEHTOB HAMPaBAAIOT K racTpo3HTeponoram. Moatomy BaHbIM
ABNAETCA ONPEAENeHNe YPOBHS KPeaTUHKMHA3M B KPOBY BCEX MTb4UKOB C HEBBISCHEHHBIM NOBbILLIEHNEM YPOBHS TPAHCAMUHA3 B KPOBW. Lienbto AaHHoI cTatbi sBNs-
€TCA yNy4LUeHne 0CBEAOMEHHOCTI LWMPOKOro Kpyra CreumanicToB pasnunyHbIx CrneumanbHOCTeN B NiaHe NPOrpeccupytoLLen MbllieqHoi auctpodun [ioweHa —
3a6051eBaHNs, TPeOYIOLLEro CBOEBPEMEHHOI ANArHOCTUKM W PAHHEro Havana neyeHus. CuctemMatnanpoBaHbl COBPEMEHHbIE NPELCTABNEHUS 00 3TUOMOTNK, NaTOreHe-

36, KINHWKO-AMAarHoCTYeCKas XapakTepucTKa 1 HanpasmneHUs NeveHnst 3Toro 3a60NeBaHms.

ABTOpbI 3asIBNISIOT 06 OTCYTCTBUM KOHCHIMKTA MHTEPECOB.

KntoyeBble cnosa: MbileyHas guctpodous [ioweHa, auctpoduH, npuem fosepca, atanypeH, opdanHble 3a601eBaHNs.

Bctyn

[Ilo cronykaso Hac MOPYIIUTH TeMy HEPBOBO-
M'SI30BUX 3aXBOPIOBaHb, 30KpPeMa, IPOTpecyioyoi
M's130B01 iuctpodii romena? Jlo kiIiHiK HaAIoro
IHCTUTYTY 4aCTO MOTPAILIIOTD IiTH 3 Mi/[BUIIEHUM
piBHEM TIe4iHKOBUX (epMeHTIiB y OioxiMiuHOMY
aHaJli3l KpoBi. 3a3BUYall TAKUX MAILIEHTIB CIIOYATKY
CIIPSIMOBYIOTH /IO TaCTPOEHTEPOJIOTIB 1 ITPOBOJAATD
TpUBajie 0OCTEKEHHS JIJIT BUKJIIOUYEHHST MAaTOJIOTi
nevyinku. [IpuymHa migBUIEHHST PiBHS TpaHca-
MiHa3 TPOTSATOM TPHUBAIOTO Yacy MOxKe OyTu
HEBiZIOMOIO, JIOTIOKU y KPOBi TUTUHU HE BU3HAYATD
piBeHb KpeaTWHKiHa3u. Tomy MeTOwO IIi€l cTarTi
€ ToJIinIeHHs: 00i3HAHOCTI MIMPOKOTo KoJa (axis-
I[iB PI3HUX CIEIiaIbHOCTEN 100 MPOTPecyioyuol
M's130B010 aucTpodieio [lomena (M/I/I) — 3a-
XBOPIOBaHHS, 110 HOTPeOYE CBOEYACHOI AiarHOCTH-
KW Ta PaHHBOTO TTOYATKY JIIKyBaHHS.

[Tporpecytoua m's3oBa puctpodisi /lromena —
opanHe 3aXBOPIOBAHHS, IIperapaTy /i JiKyBaHHs
SIKOTO 3'SIBUJIUCSI JIMIIE TIPOTSITOM OCTaHHIX 5 POKIB.
Ha cpworogni memae ofHOCTallHOI AYMKH MO0
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BEJICHHS TIAIIIEHTIB i3 ITi€l0 HO30JI0TiE. [cHytoua
Tepallisi yIOBLIBHIOE TPOTPECYBAHHST M'sI30BOI ¢J1a0-
KOCTI Ta MiITPUMY€E HasABHI PyXOBI HABUYKHU.
[Tporpecytoua m'g3oBa auctpodisa [liomena —
TSKKa CcHajkoBa X-3denseHa ¢dopma M'g30Boi
auctpodii, BUKIMKAHA MYTalliIMU B TeHi,
mo koxye 427-kDa mporein 1urtockenery —
nuctpodin (DMD), nokanizoBanuii y Jiokyci
Xp21.2 [24]. M/l sanexuTh 10 HAWUTIONIUPEHi-
MAX CIIAJKOBUX HEPBOBO-M'SI30BUX XBOPOO.
PiBens ii momupenocrti cranoButh 2—5:100 000 Ha-
cenennst, y tomy uncai 1:3 500 HOBOHApOIKEHNX
xJIomaukiB [22]. YHacminok geertiit abo iHBepciii,
mo BUHMKaOTh y 60% mnarientis, y reri DMD
NPUIMHSIEThCS CUHTE3 OijKa aucTpodina vepes
3CyB paMKH 3unTyBaHHs. Y 40% MaIlieHTiB 3HaX0-
1s1Th IpiOHI TOUKOBI MyTartiii. BigcyTHicTs cunTe3y
muctpodina, xapakrepHa st MM/I, mpusBoanTh
110 TIporpecyiouoi auctpodii M's3iB (y TOMY YuCTi
cepIeBoro M'gd3a) ta 10 cMepti y Bitti 10 30 pokiB
Bijl JiereneBoi abo cepieBoi HepoctarHocTi [23].
Bamsbko 30% sunankis M/I/l o6ymoBieHi myTa-
ISSN: 2706-8757

YkpaiHcbkui xypHan MepuHatonoris i MNepgiatpis  1(81) 2020



http://med-expert.com.ua

misimu de novo. 1 xoda AiBYaTKa HE XBOPIIOTH, Y
70% BUIAIKIB HOCISIMM MyTallii € Matepi, 1o CJIij
BpaxyBaTH I1PH IJIaHYBaHHI HACTYITHUX BariTHOCTEI.

DMD € opHuM i3 HaiiOiIbIIMX TEHIB JIIOUHM
(mpubausuo 2,6 man map JHK) ta mictuth
79 ex3oniB. ['en koaye Kinbka i30hopMHUX GiIKIB,
HaUBaXJIUBIINNUN 3 SKUX M'430BUN AuCTpodiH
[26]. ducTpodin Bianosizae 3a 3'€fHAHHS ITUTO-
CKeJIETY M'sI30BOTO BOJIOKHA 3 OCHOBOIO 6a3aibHOi
MJIACTUHKY (TTO3aKJIITUHHOTO MaTpPUKCY) uepe3
JcTpOoiH-ACOMIOBAHWH TJIIKOMPOTEIIHUI KOM-
miekc y capkosiemi (dystrophin-associated protein
complex — DAPC). Biacyruicts aucrpodina
MPU3BOANTL IO HAAXOKEHHS HAJIUIITKOBOTO
KaJbIlifo B capkojieMy. M'30Bi BOJIOKHA Tijiza-
IOTbCSI HEKPO3Y, a M's130Ba TKAaHWHA 3aMilllyETHCS
JKUPoBOIO Ta cronyyHolo. MJ/I/I e HaiTskdoio
(bopmoto mporpecyiounx M'sI30BUX AUCTPOiii
3 MaHidecTali€o B gomKiabHOMY Biti [1, 20, 24].

Kainiuni o3Haku

OCHOBHUI CUMITTOM 3aXBOPIOBaHHS — 1I€ M 5130~
Ba cJIa0KICTh, TIOB'si3aHa TepeLyciM 3 aTpodi€eio cre-
setHux M'sa3iB. Crioyatky aTpodyioThest M'si31 CcTe-
TOH, Ta3dy, 3rOfIOM — TIJIEYOBOTO ToAcy. M'sa30Ba
c/1a0KiCTh TTOCTYIOBO BUHWKAE TaKOK Y BEPXHIX
KIHITIBKax i M's3ax mui. XapaKTepHUM € PO3BUTOK
rceBgorinepTpodii JUTKOBUX M'sI3iB. 3a3Buuail
CUMIITOMU 3'SIBJISIIOTBCS B JIiTeil 710 6 pokiB, ane
MOJKJIUBI B Oibin panHboMy Biri. [lepebir M/IJ]
YCKJIQ/IHIOIOTD Kap/lioJIOriyHi, OPTOIe/IMYHi i pectii-
paTopHi ycKIaaHeHHs, (JOPMyBaHHS B'SJINX Tape-
3B, MapasIiviB i M'SI30BUX KOHTPAKTYP, MO TOCTYIIO-
BO IIPU3BOJISATD /10 IOBHOTO 3HEPYXOMJICHHS.

Ha panwiii aMmOy/raTopHiii crazii B iTeil MOKYTh
criocTepiraTucs KJiHIYHI 03HAKH, [0 YaCcTO He BBa-
sxafoth mpogBamu M/I/1. Tle — TpymaHOMII 3 TAHAT-
TSIM TOJIOBM, BIJICYTHICTb CaMOCTIMHOI XOAM IO
15 Mics11iB, 3aTPUMKA IICHXOMOBJIEHHEBOTO PO3BUT-
Ky. XapakTepHUM I 10YaTKy 3aXBOPIOBAHHS €
He3rpaOHa, Baskka xoza abo 6ir, TpyAHOII i Jac
MiHIMAHHS CXOJaMU, CIIOTUKAHHS 1 YacTi MMajiHHs,
TpyAHOII 3i cTpubkamu. OcoBIUBO TUIIOBUM CUM-
nromoMm kKiacuanoi M/I/] € mpuitom T'oBepca —
norpeba B CTOPOHHIN J0IIOMO3i, 1106 BCTaTh 3 TIijI-
JiorH, b0 riepedrpaHHst PyKaMHU TI0 ITi/71031 /7S 3710~
OyTrs1 piBHOBaru |8, 14, 24].

3a3Buuail JiTH XOAATh HA MEpeIHiX BiIiiax
cTon («HOCKax») 4yepes MiJBUIIEHUI TOHYC JUTKO-
BUX M 's13iB. Taka xo/1a € CBOEPIHOTO afIaNTAITIEIO 10
MOCTYIIOBOTO 3HUKEHHSI (DYHKIIN AMCTaIbHOI
IpyI¥ M'sI3iB HUKHIX KiHITIBOK, TIOCTIAHOI BTOMH,
MOCUJIEHHS TIOIIEPEKOBOTO JIOP/I03Y, 1110 IIPU3BO-
IITh 710 arpodii M's3iB-3ruHaviB crerna. M'sa30Bi
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KOHTPaKTypH CYTTEBO 3MEHITYIOTh (PYHKITIOHATD-
HICTb aXiJIOBOTO 1 TIKOJITHHOTO CYXOKUJLJIS, OCK1JIb-
KM KIJTbKICTh M'SI30BUX BOJIOKOH 3MEHIIYETHCS
i BunuKae hibpos M'si3iB. Po3BUBAIOTHCS TICEBIOTI-
neptpodii JIMTKOBUX M'SI3IB 1 sI3MKa, CHIPUYMHEHI
3aMiHOIO M'SI30BO1 TKAHMHU Ha KMPOBY 1 CHOJIYUHY.
Turosoo € X012 3 MUPOKO PO3CTABJICHUMU HOTAMH,
nepeBaIioBaHHs /] Yac XoAbOu («KauynHa X01a» ),
X07la 3 BUITHYTUMHU TPyAbMu (b0 3irHYyTOIM0, 3rOp-
6J1eHOI0 200 BUTHYTOIO CIIUHOMW0) [8, 14, 24].

Y naiiieHTiB MiJIBUILYETHCSI PU3UK HEpoIioBe-
JUHKOBUX PO3JIa/liB, TAKUX SIK CUHAPOM JlePilnTy
yBaru i TirnepakTUBHOCTI, PO3JaJIi AyTUCTUYHOTO
CTIeKTPa, iHTeJeKTYyaTbHa HepocTaTHICTH (10 30%
narienTis) [10].

JiarnocTuka

Jiarsoctuka M/I/I 6a3yeThcst Ha KITIHIYHUX O3Ha-
Kax, Mi/[BUIIIEHH] PiBHSI KpEaTUHKIHA3U Y KPOBI, BUSI-
BJIEHHI MyTallil B TUTIOBOMY T'€Hi, a TAKO)K Ha HEHpo-
(isiosorivanx gaHnx (ejaekTpoHeipomiorpadis).

I xoua 11e 3aXBOpIOBAaHHS Ma€ XapaKTepHY
KJIHIYHY KapTUHY, BaXXKJMBUM € BYacHe HOTO
i epeHItiioBaH S, OCKIJIBKHY 1€ BIJINBAE Ha JIKY-
BaHHS 1 MTOJAJIBIINI MPOTHO3 I IUTUHMU.

Bumaaku, B gKuX HEOOXIZHO 3amiJo3pUTH
M/I/I (HaBiTh SKIIO B POJMHI HEMAE XBOPOOHU
[omena) [10, 24]:

— Y40JIOBiYa CTaTh;

— 3aTPUMKa PYXOBOro i/ab0 MOBJIEHHEBOIO

PO3BUTKY;

— M's130Ba cJ1a0KicTh, MOPYIIEHHS PYXOBOI
AKTUBHOCTi, BUKOPUCTAHHS AUTUHOIO TPU-
riomy l'oBepca;

— TiceBAOTINEPTPOdQIisT TUTKOBUX M 'S31B;

— MiABMIEHHS PiBHIB KpeaTHHKiHa3u i/abo
TpaHCcaMiHa3 B aHasi3aX KPOBi.

3a migoszpu MJIJI wacamiiepesi BU3HAYAIOTHh
piBeHb KpeaTWHKIHA3W y KPOBi, SKUU y miTei
3 MJ1 sazBuuaii migsuiernii y 10-100 pasis.
Takosx IOKa3aHHAM 171 [TPOBE/IEHHS aHaJIi3y KPOBi
Ha piBeHb KpeaTUHKIHA3W € TiABUINCHUN PiBeHb
neuinkoBux (epmentis (AJIT, ACT). [litu 3 M/I/1
4acTo MOTPAIVISIIOTh Y T0Jie 30pYy TeraToJioTiB i3
TiZI03POI0 HA YPAKEHHS IMeYiHKU Y 3B'SI3KY 3 IT1/[BU-
IEHUM piBHEM TpaHcaMiHa3. Y pasi BUSIBJICHHS
i IBUIIIEHOTO PiBHS KpeaTWHKIHa3u i/ab0 TpaHcami-
Ha3 IIPOBOISITh TeHETUYHE TeCTYBAHHS [IJIsT TIONIYKY
myTatiii y reni DMD [1, 10, 14, 24].

leneTnyHe TecTyBaHHS 711 BU3HAUEHHST BUILY
myTaifii rera DMD Ha chorojiti € 060B'sI3KOBIM
JUId yCiX TAIi€HTIB i3 M'S30BOI0 AUCTPOdi€to
Jltoliena, OCKiJIbKM iCHY€ NaTOTeHeTHYHA Tepartist
JUIS TIAITIEHTIB 13 HOHCEHC-MyTalli€n. Bumingiors

107



YOTHUPU OCHOBHI ThIK MyTailii reHa DMD: nenertis
(65% Bunasxkis), aymurikariist (10%), HoHceHC-MyTa-
ist (10—-15%) ta inmm Toukosi myTartii (10—15%).
BcranoBiiennst TouHoro Tuiy myTallii 3a JJOIOMO-
rOI0 TeHETUYHOTO aHali3y € BUPIMIAJIbHUM [JIS
BUOOPY TATOT€HETUYHOTO JIiKyBaHHs. JlocTymHIMM
METO/IaMU MOJIEKYJISTPHO-TEHETUYHOI TIaTHOCTUKY
€ MyJIbTUIUIEKCHA JrasHo3aJekHa aMILTidikarisa
(multiplex ligation-dependent probe amplification —
MLPA) Ta ex3omHe cekBeHyBaHHs (exome next-
generation sequencing — Exome-NGS). /lo niporte-
Cy IarHOCTUKU 3aJ1y4aloTh JiiKapsi--reHeTuka. ['ene-
THK Ma€ 0OroBOpUTH 3 OHaThbKaMU PE3yJIbTaTH IeHe-
TUYHOTO TECTYBaHHS Ta BIUIUB IUX Pe3yJIbTaTiB
Ha JUTUHY § 1HIINX 4ieHiB cimMT [9, 12].

bBioniciga M'd3iB /1a€ 3MOTY BU3HAUMTH HasIB-
HICTh/BIICYyTHICTD Y M SI30Bill TKAaHWHI UCTPOdiHA.
[TosHa BifcyTHICTH Oinka BKazye na MM/I [13].

Jlani MmaraiTHO-pe3oHaHcHO1 ToMOrpadii ToI0B-
HOTO MO3KY € MayIOiH(OPMAaTUBHUMH, OCKITbKH
111 XBOpoba He BILUIMBAE HA CTPYKTYpPH MO3KY [21].

HesBaskaoum Ha CTPIMKHII PO3BUTOK MOJIe-
KYyJSIPHO-TEHETUYHUX METO/liB  /1iarHOCTHUKH,
Helipodisiosoriuge 00CTEKEHHS, 30KpEMa, eJIeK-
TpoHelpoMiorpadist, MaIOTh BaXKJINUBE JIIarHOCTIY-
He 3HAYeHHsI B TEPBUHHOMY OOCTeXKeHHI iTeil
3 M'S30BOIO TiMMOTOHI€IO, OCKimbku mpu MJI/]
Ma€ Miclle MiOIaTUYHUI IaTepH. Yce dvacTimie
CIIOCTEPIraloTh HEKJIACHMYHMIT 1epebir Takux
XBOPOO, IIPH SIKUX MIPOTITOM TPUBAJIOTO Yacy 36e-
piraioTbcs CyXoKUIbHI pediercu [2].

Ak mpaBuso, y aiTeil AOMIKITBHOTO BiKy HeMae
npobJIeM 13 ceprieM i IMXaJbHUMU M'sI3aMU, TIPOTe
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CTIOCTEPEKEHHS PO3TIOYNHAIOTH 13 MOMEHTY BCTAaHO-
BJIEHHSI J[larHO3Y, 100 BUSHAYNTH BUXIJHWUN PiBEHb
(byHKITIOHYBaHHS CEPIIEBO-CYAAMHHOI Ta AMXATbHOI
cucteM. PekoOMeH/IytoTh CIIPOMETPIO JIJIsT OIIHKN
(yukitii gerenb. MoOHITOPUHT (YHKIIH cepiis
(EKT i Exo-KI') nmpoBoasTh i1 4ac BCTAaHOBJIEHHS
Jiarno3y i gaji nopiuro /10 10 pokiB, a ToTiM yacTi-
nire (KoxkHi 6 mic.) [18].

JlikyBaHHS

[Momyx HOBMX MeTtoxaiB JyikyBanuss M/l Tpu-
Bae 1 € HajckjgagHuM 3aBaanuaM. [Ipu M/I/I
MOJKJMBa BTpaTa OyIb-sgKOro abo AeKiJbKOX
i3 79 exsoniB rera DMD, 1m0 3ymoBiioe 3HauHy
BapiaTUBHICTD i CKIagHICTh BUOOPY crienudivnoi
naroreHetTnyHoi tepamii. Hapasi Tpusae mnormyx
MO’KJIUBOCTEN «OMMHAHHSI» €K30HiB, 110 HECYTb
MaToJIOTIYHy MyTalli€. Takox MpoBOAATH JOCITi-
JUKeHHd KmaiTuHHol Tepamii M/[/I mnuisixom BBe-
JIeHHsT CTOBOYPOBUX TOMEPETHUKIB KapliaTbHUX
KJIITUH. BOHM 3HUXKYIOTH PU3UK YCKJIAJHEHD
i3 OOKy cepiist Ta MiBUIIYIOTH CUJIy CKEJETHUX
M's13iB [ 17, 25]. €BporieiichbKuii KOMITET 3 JIiKapch-
kux rnpenapartis 7 jgoguaun (CHMP) y 2014 p.
3apeecTpyBaB IepIinii JiKapcbKuil 3acib s
JikyBauHs marienTiB i3 MJI/l, sxi maioTh
HOHCEHC-MYTaIlifo, TpaHcJapHa (aTaxypeH).
Ha BisMiHy Bijl iHIIWX JIKiB, MO JIMIIIE 3MIITHIOIOTh
M's131, aTajJypeH BiJHOBJIIOE IOPYIIEHUN CHUHTE3
6iskiB. TpaHciaapHy BUITyCKaloTh y (opmi caie
JUIsT TIPUTOTYBAaHHS OpaJIbHOI CyCIeH3ii, KOoKHe
3 skux mictuth 125, 250 abo 1000 mr atamypemny.
[Ipenapar peKOMeHAYIOTHh [IJis 3aCTOCYBAHHS
B MIiTell BiKOM Bif 2 POKiB, SIKi MalOTh HOHCEHC-
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MpenapaTtu ang nikysaHHa M'a930B0I aucTpodii AoweHa

Tabruys

Mpenapat XimiyHa MexaHiam | BBepgeHHs Crapis [lo3yBaHHs EcbekTuBHICTbL
npupopaa nii pocnipXXeHb
Eteplirsen PMO ASON | MponyckanHs B/B 3 30-50,0 mr/kr | Moka3aHo 36iMbLLEHHs AUCTPOdi-
eKk3oHa 51 1 pasz/TvxaeHb Ha B 6ionTarax ABOrosioBoro
npotsarom 60 x8 M'A3a nneva, [OCToBIpHe
B/B iHGy3ii, MONINLIEHHs pesynsTaTiB TecTy
24 TUXHI 6-XBUNMHHOI X0ObOU
Ataluren lNoxifnHe okew- Cynpecis B/B 3 40 wmr/kr/goby [ocToBipHe noninweHHs
niasony 6eH301- | nepeg4acHoro MpoTAroM pesynbTaTie TeCTy 6-XBUMUHHOI
HOI KMUCNOTK CTOM-KOOOHa 48 TUXHIB X066
Drisapersen 2'-Omethyl lMponyckaHnHs B/B 3 6 Mr/Kr/TmxaeHb [ocToBipHe noninweHHs
phoshorothioate | ex3oHa 51 MpoTAroM pesynsTaTiB TeCTy 6-XBUMMHHOI
ASON 48 TUXHIB xoab6u
Ezutromid MoxioHe IHayKuia Hemae 2 [aHi He BigcyTHi pani
6EH30KCK3051y ekcnpecii LaHux ony6nikoBaHi
yTpodhiHa
NS-065 PMO ASON | MponyckanHs Hemae 2 BigcyTHi Ha 10 nauieHTax nokasaHo
eK30Ha 53 JaHnX OaHi 306iMbLUEHHs piBHA AUCTpOdiHa

myTaiito rera MDD. [lo60oBy 103y AiisATh Ha
Tpu 3actocyBaHHs. [Ipemapat 3mimyioTs i3 30 mu
pizman (Boma, cik, MOJIOKO) abo 3 CTOJOBMMM
JIOKKaMU HariBTBepzoi ki (iorypt abo sibiydre
niope). PekoMeHAYIOTb 3aCTOCOBYBATH /103y
10 mr/kr ypanii, 10 Mr/kr yens i 20 Mr/Kr Ha HiY
(3araspha 060Ba 103a — 40 Mr/kr). Besneunictnb
npemnapary s JiTelt BikoMm Big 6 Mic. 10 2 pokiB
i Macoio Tijia 1o 12 KT He Jj0BejieHa, ajie TPOMiKHi
pes3yJabTaTh J0CUTH OOHamiiausi. Ilig vac Jiky-
BaHHS aTaJypeHOM PEeKOMEHJYIOTb KOHTPOJIO-
BaTH piBeHb XOJECTEPUHY, TPUTJIIIEPUIIB 1 JiTO-
MPOTEiliB  BUCOKOI Ta HU3bKOI MIIJBHOCTI,
a B IIAIIIEHTIB, SIKi OTPUMYIOTD MapaJleIbHO KOPTUKO-
CTepOiN, — KOHTPOJIIOBATU apTepiabHUl THCK [7].
MexaHi3Mm jiii atasypeHy HaBe/IeHO Ha PUCYHKY.

Y Tabsulli HaBeIeHO MpenapaTy JJIst JIiKyBaHHS
M/, kaiHiuyHI JOCTiKEeHHST IKUX MPOBOJALATD Y
TenepintHiit vac [6, 7, 16, 19].

¥ 2016 p. FDA cxBasuio apyruii npenapar jijist
mikysarasg M/I/] — eremipcen (Exondys 51), 1o
TOCUJTIOE CUHTE3 TUCTPOGiHA 3aBSKHU BiTHOBJIEH-
HIO paMKU 34MTYBaHHS IpU TpaHcadilii rera DMD,
3aB/ISIKU TIPOIYCKAHHIO eK30HA 51, sIKUil MiCTUTH
MmyTatii. EreripceH Moke 3acTOCOBYBaTHCS
y 6:m3bKo 14% namientis i3 ML [16].

Ha cporosni mpomoBKYIOTH JOCTIJZKYyBaTH
TOJIOZIipCeH, cnpssMoBaHuUM Ha JikyBanHss MJI/]
IIJISIXOM TIPOIYCKY eK30Ha 53. Y miaHax po3poo-
HUKiB oxorutu He MeHIie 80% nartienTis i3 M /1 /1,
OJTHAK TiJT KOKHUH TeHOTHUTT I[bOTO 3aXBOPIOBAHHA
CJIiJI CTBOPUTH BJIACHUU TIperapar.

Tepartist KOPTUKOCTEPOIIAMU € OIHUM 13 KITFOUO-
BUX BasKeJIiB TIO3UTUBHOTO BIUINBY Ha riepebir M /1]
y miteil. OHak /yist 3aro6iraHHst TOGIYHIM peakiti-
sIM iX 3acTOCYBaHHsSI Ma€ OyTu ajieKkBaTHUM. Buko-
pUCTaHHA KOPTUKOCTEPOIIIB € My:Ke BaKJIUBUM
1(81) 2020
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y aikyBanai M/I/I, ToMy ciiiz skHaiipaHiiie 0O0roBo-
PUTH 1110 Tepatnifo 3 poaunoo. Koptukocrepoinm —
€/IHI JIKAPChKi 3acO0H, 0 TATBMYIOTH MTOTiPIIIEeH-
H4 M 's130BO1 cuyv 1 pyxoBoi aktuBHocTi ipu M/I/L.
Merta 3acTocyBaHHSI KOPTUKOCTEPOI/IIB — TIPOJIOH-
ryBaTH TI€piojl caMOCTiiiHOI Xoapbu i 3amobirtu
CepleBO-JIeTeHEeBUM YCKJIAJHEHHAM. Takox 11 mmpe-
napaTy 3HWKYIOTh PU3UK PO3BUTKY cKoio3y [11].

OnTuMaTbHUi Yac JUIs TOYaTKy JIiKyBaHHS
KOPTUKOCTEPOIZIaMi — KOJIU PYXOBi (DYHKITIT 3Ha-
XOMAThCST Y «asi Mmaaro», ToOTO KOJU PyXOBi
HAaBUYKU He IOJIIIIYIOThCS, ajie Ie He IOoTip-
myforbest. [le 3asBuuaii BigOyBaeTbest y Bili
4—6 poxiB. He pekoMeHIyIOTh KOPTUKOCTEPOI/IN
MITSIM, SIKi Tie 11epeOyBaioTh Ha eTarti MpuaOaHHs
PYXOBUX HaBUYOK, OCOOJIHMBO JI0 2 POKIB.

[Touatox JlikyBaHHSI KOPTUKOCTEPOilaMM Tia-
I[IEHTIB, SIKI HE MOXKYTh MePecyBaTUCS CaMOCTIITHO,
noTpedye IHANBILYATBHOTO MIAX0LY 3 YPaXyBaHHIM
ycix (pakTopiB pusuKy. XBOpUM, SIKi OTPUMYBAIN
KOPTUKOCTEPOIIA B TIEPIO/T MOKJIUBOCTI CaMOCTIH-
HOi x0mp0u, OaraTo (axiBIliB PEKOMEHAYIOTH
npojioBkuTh JiikyBanHs. [licig BTpatu 3paTHOCTI
CaMOCTIITHO TIepecyBaTUCS PEKOMEHYIOTD IiITPH-
MyBaTu 30epeKeHHsT M'sI30BOI CHJIM Y BEPXHIX KiH-
I[iBKaX, YHOBITbHUTUA TPOTPECYBAHHA CKOJi03Yy
i TIOTipIIeHHsT TUXaJIbHOI Ta CepIIeBOi (DYHKITIH.

Haityacrine npusHauaoTh /Ba BUIU KOPTH-
KOCTEepOiIiB: TpeHi30/0H i AedrazakopT. Baxka-
10Th, MO e(heKTUBHICTh [Iil MX MperapariB aHa-
Joriyna. Bubip 3amexuThb Bi/l 1OCTYITHOCTI JTiKapCh-
KOTO 3ac00y B TeBHiil KpaiHi, (HiHAHCOBUX MOKJIH-
BocTell cim'i, crocoby sacTocyBaHHS 1 1OOIYHMX
peaxiiii. [IpeHi3010H Mae niepeBary 3aB/ISIKN HUXK-
4iif BapTOCTi i 3aCTOCOBYETHCST B TabseTKax Ta
y ¢dopmi pozunny. /I marieHTiB, M0 MalOTh TEH-
JIEHTTITO /IO O’KUPIHHS, 3aCTOCYBaHHS /Ie(hJIa3aKopPTy
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Mae TiepeBary Hajl peaHizononom. Maxisili BBasKa-
I0Tb 32 Kpallle 3aCTOCOBYBATH IOJHS KOPTUKOCTeE-
poiu iepes IHIMMY PesKUMaMy TpUMaHH [ 3].

PexomensoBana mouarkoBa J03a IIpe/iHi30-
aony — 0,75 wmr/kr/moby, a mediazakopry —
0,9 Mr/xr/m00y, MOBHY /103y 3aCTOCOBYIOTH YPaHILi
[3]. IIpyu MM/I ropmonaibHy Teparifo nmpu3Hada-
I0Th Ha MTOCTIHIN OCHOBI.

Y Jnedxkux piTedl CrHoOCTepiraloTb KOPOTKOYACHI
MOBEIIHKOBI 1M00iuHI peakitii (TiepaKTUBHICTB,
nepera/ii HaCTPOIO ) IIPOTSATOM KiJIbKOX TOJIMH TiCJIst
3aCTOCYBAHHSI MEIUKAMEHTIB, Y TAKOMY Pa3i peKo-
MEH/YIOTb 3aCTOCOBYBATH TIpeTiapaTH Y IEHHUI Jac.

Jluist X9 uX TMaIieHTiB 1000BY 103y 3a3BUYail
361JIBINYIOTh, JOTIOKW IUTHHA He Habepe Macy
40 xr. MakcuMasbHy 03y MPeIHI30JI0HY 0OMEKY-
10Tb prbmsHo 10 30 Mr/n06y, a nedaazakopry —
110 36 Mr/100y.

Cumsaui xBOpi, $Ki OTPUMYIOTH KOPTHKO-
CTEpOIIN TPUBAJIO, 3a3BUYAN MAIOTh Macy TOHA]
40 kr, 1 103y NPeJHI30JI0HY YacTO 3HMIKYIOTb
1o 0,3-0,6 mr/kr/mno0y. Pimennst mpo 103yBaHHs
KOPTUKOCTEPOI/IiB EPerIsaloTh Iijl 4ac KOKHOTO
Bi3UTY /10 JiKaps, Ha OCHOBI Pe3yJIbTaTiB ITPOBeJIe-
HUX aHAJI3IB 1 3 ypaxyBaHHAM 1TOOIUHIX e(heKTiB.

DaxiBIii nepeBipuIu psijl iHIMIMX MeJIUKAMEHTIB
i xapuoBUX M006ABOK, 3aCTOCOBYBAHWX JIKAPSIMU
a6o Garbkamu 1tpu MJIJI. Otuinky mnoaiOHUX
HpernaparisB MPoOBeJIX 32 KPUTEPisiMU Oe3IeYHOCTI
Ta e(PeKTUBHOCTI JIii:

— He PeKOMEH/IOBaHe 3aCTOCOBYBAHHSI OKCaH-

ApoJioHy (aHAOOIYHUI CTEPOI);

— KJIIHIYHO He TiATBEP/KeHEe BUKOPUCTAHHSI
GOTYJIOTOKCUHY JIJIs JIIKYBAaHHSI KOHTPAKTYP
y xBopux M/I/I;

— KJIHIYHI BUIIPOOYBaHHS IOKa3aJu BiiCyT-
HICTh e(eKTy 3acToCyBaHHSI KpeaTHHY XBO-
pumu M/I/T;

— iHmi xapyoBi m00aBKM 1 MeIMKaMEHTH,
gKi iHozi 3actocoBytorh ipu M/I/I, y Tomy
gucsi kodepment Q10, kapHiTHH, amiHO-
KUCJOTH (TJIyTaMiH, apTiHiH ), aHTUOKCUIaH-
i (pub'stumii xup, Biramin E, excrpakt
3€JIEHOTO Yalo, MeHTOKCHU(INiH), a TaKox
€KCTPAKTH TPaB i POCTMHHI €KCTPaKTH, TIOKT
HEe MalOTh OJIHO3HAUYHUX ITO3UTHUBHUX
ab0 HeraTMBHHUX PEKOMEH/AIliil, 3 TPUYNHU
HEJJOCTaTHOCTI JaHKX, Oy OJIiKOBaHUX Y HAY-
KOBII JliTepaTypi.

[liTsiM i3 HEPBOBO-M'430BUMU 3aXBOPIOBAHHSI-
MW TIPOBO/ISITh aKTHUBHE BiTHOBHE JiKyBaHHS
JUIS TIOTepe/PKeHHs TSKKUX 1HBAJIIM3YI0YNX
yCKJIa/iHeHb. 3 MeJIMKaMEHTO3HOTO JIiKyBaHHS,
KpiM MaTOT€HeTUYHOTO, BUKOPUCTOBYIOTbH CHUM-
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NTOMATUYHE, CIIPIMOBaHe Ha MOJINIIEHHS TPO-
1IeCiB JKMBJICHHSI B M '$s13aX, KOPEKIIIIO MOPYyHIeHb
M'I30BOTO TOHYCY, YTPUMaHHS KiHIIIBOK Bijl KOH-
TPaKTYp, MiATPUMAHHS IIOCTABU.

Xsopi i3 MJI/l norpebyiOTh Pi3HUX BUIIB
peabiiTanii IIPOTATOM yCbOTO KUTTS. 1i mpu-
snauvaioth Jiikapi JIOK, disioreparesty, daxisiii
3 TpPyAOTepalrii, 1o MaioTh IIJATOTOBKY B 00JacTi
JIIKYBaHHSI HEPBOBO-M S30BUX 3aXBOpIOBaHb. /led-
KHM JIiTSIM MO’Ke 3Ha[0OUTHUCS J0TIOMOTa peadiiiTo-
JIOTiB, OPTOTIE/IB, MAGIP Bi3KiB /IS TIEpeCcyBaHHS Ta
iHIMX 3ac00iB 10- [JISILY 1 IIPEAMETIB /IS IiATPUM-
KU KUTTENISIBHOCTI, @ TaKOK /IOIIOMOra XipypriB-
opromnenis [3, 4, 5].

ITinTpuMka M'130BO1 CHJIM, TOHYCY M'A3iB
i mpodimakTuka KOHTpPakKTyp CcyrjaobiB €
Ba)KJIMBOIO YaCTUHOWO TIIpoliecy peabimiTarii.
MeToio po3TATHEHHSI Ccyrio6iB € 36epesKeHHs
pyxoBux GyHKINH i 3abe3nedeHHss KOMGBOPTY
mig yac pyxy. Cxemy TpoBefieHHS PO3TSTHEHD
ckianae diziorepanest (srikap JIOK), sxy ciain
BBECTH [I0 1IOJIEHHOTO PEXKUMY POJIUHMU.

IcHye Garato dakropis mpu M1/, 1o 3ymoBsJio-
I0Th PO3BUTOK TYropyxomocTi cyrio6iB. Cyrimobu
CTAlOTh MEHII eJIACTUYHUME Yepe3 OOMEKEHY PyX-
JIMBICTD 1 BHAC/IZOK He30aaaHcoBaHOI poOOTH M's-
3iB (O[MH M'si3 MOXKe OYyTH CHJIBHINIAM 32 iHIIHI).
Bask/mBO CIIpusITH PYXJIMBOCTI Y CYTII00aX, OCKiJIb-
KU 1€ TATpUMYE (DYHKITIOHYBaHHS M'43iB 1 CyTJIO-
6iB Ha HalKpaIOMy PiBHi, 3a1106ira€ PO3BUTKY CTiii-
Kknx nedopmaiiii i TpodiyHUX mMOpyIieHb. Po3Ts-
THEHHS CJTiJI TTPOBOANTU IOHalMeHTIe 4—6 pasiB
Ha TUZK/IEHb 13 BAKOPUCTAHHAM Pi3HUX BUJIIB TEXHi-
KU, SKuM QizioTepaneBT HaBUa€ YJIEHIB POAWHU.
Ha panHix eramax 3aXBOPIOBaHHSI BaKJIMBUM €
peryJsipHe po3TATHEHHSI TOMIJIOK, KOJIiH 1 CTETOH, a
Hajfali — BEPXHIX KIiHI[BOK, OCOOJUBO IAJbIIiB,
3all'SICTb, JIIKTIB 1 IJIeYeil.

¥ Kuesi 8 mororo 2019 poxy BinOymacst Hayko-
BO-TIPaKTUYHA KOH(MepeHIiss 3 MiKHapOAHOIO
yuacTio «YKpaiHChbKa MIKOJA MIiOJIOTii», Ha SKii
MpeICTaBJICHO JIEKI[i1 TPOBIIHUX YKPAIHChKUX
Ta iHO3eMHUX JOCJITHUKIB, OOrOBOPEHO CydYacHi
miaxoan no miarHoctuku MM/JI, 30xkpema, ontu-
MaJIbHI PEXUMU Teparii KOPTUKOCTEepoilaMu Ta
iX IMO€HAHHS 3 aTAJyPEHOM.

BucHoekun

[Tporpecyioua Mm's3oBa muctpodis /lromena
€ OMHUM i3 TAKKUX Op(haHHUX 3aXBOPIOBAHb,
y JIiIKyBaHHI $IKOTO OCTAHHIMHM POKaMU JOCSITJIN
3HayHOTO TIporpecy. Ha xajnb, «Hapi>kHUM Kame-
HeM» y po3polJieHHi TapreTHoro JikyBantst MJI/]
€ BEJIMKWUI PO3Mip TeHa AUCTpodiHa Ta 3HAUHUN
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reHeTUYHUHN TmomiMopdisM 3axBopioBaHHs. Bizo-
Mo, o M/I /I € 3axBoproBaHHSAM 31 3HAYHOIO KiJTb-
KicTio ciopazmuHux Bunakis (1 #a 10 tuc. crare-
BUX KJIITUH ), TOMY HOTO He MOKHA eJTIMIHYyBaTH 3a
JIOTIOMOT0I0 TeHEeTUYHOTI0 CKPUHIHTY. 3a Takoi
cutyanii po3pobka HOBMX METOIB JIIKYBaHHS
HabyBae 0co0MBOTO 3HaYeHHsL. Tepairis KOpTUKO-
CTEpOIIaMM JIA€ 3MOTY TIPOTSATOM TPHUBAJIOTO Yacy
30epertTy M'sI30BY CHJIy Ta PYXOBi HaBUYKU B
namienTis i3 MM/, a pospobka arajypeHy mae
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