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Kapauvomuonarua npm nporpeccupyiouiem
muoaucTpodhmm [ioweHHa: KNIMHUYEeCKUM
cny4yam

Oy6oBas A.B.!, KameHeBa 10.B.!
KoHoB B.I.2, CbicoeBa H.J1.2



= [Iporpeccupyroiwlas MbilLeYyHas ancrpodumn
AOroweHHa (MAA) - oaT0 HacneacrtBeHHoe, X-CuUernjaeHHoe
HepBHO-MbIlLle4YyHOoe 3aboneBaHMe, BbI3BaHHOE MYyTaLMeENn
reHa DMD, «oaupywowero 6enoKk  AUCTPOMUH,
npuBoasilLiee K OTCYTCTBUIO MU HEeAOCTAaTOYHOU (DYHKLUUMK
ancTtpodunHa, obbl4HO Nopa)katollee MasbyMKOB B AETCKOM
BO3pacTe.

LLiIndppyetca no knaccmpukaumm MKbB-10 kak G71.0.

» K/IMHN4YeCKn Bblaensetrcsa 2 @GOopMbl: MporpeccupyroLlas
mnoauctpodpunsa AdwoweHHa (MAA) v nporpeccupyroLlas
Mmnoamnctpodpus bekkepa (MADB).

Birnkrant D.J., Bushby K., Bann C.M. et al. Diagnosis and management of Duchenne muscular dystrophy, part 2: respiratory, cardiac,
bone health, and orthopaedic management. Lancet Neurol. 2018; 17(4): 347-61. DOI: 10.1016/51474-4422(18)30025-5
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AereHepaunda MmmounToB rmcronorn4yeckunii npenapar
o o HUKPOHO>XHOM MbIWLYbl NayneHTa C
® 3aMelleHne MMoumnToB PNO6PO3HON NN XUPOBOW M//4. OTMeyaeTcs o6wmpHoe
TKAHbIKO 3aMeLlyeHue MbilieYHbIX BOJIOKOH

XNPOBbIMN KJ/IETKAMH
= MbllevyHasa auctpodpua (ncesgornnepTpodusa Mbilll,

MbilLleYHas rmnoTpopuns)

\\38 Mpu MbiweuHon anctpodum [ioweHHa AUCTPODUH HE CUHTE3UPYETCS.
Mpn Mnonatuun bekkepa CHMXaeTcsa NpoayKUUSA U UBMEHAETCS CTPYKTYypa ANCTPOduUHa.

nota bene

.



KnmnHnyeckue nposasnenuva NN

MaHundpecrtaumnsa: 2-5 net

PaHHMe npu3Hakun: ABuratenbHas HEMOBKOCTb, HEYCTOMYMBOCTb, YacThble
CMOTbIKaHUA U MageHus npu xoabbe, 6biCTpas yToMISeMOCTb Npu xoabbe,
HeXenaHue XoAnTb U3-3a CcTpaxa NageHus

[loxoaka NnpuobpeTaeT «yTUHbIN» XapaKTep

[NceBgormnepTpodus pasnnyHbIX rpynn Mbiwy (roneHun, npeanneybs, nieyesomn
nosc, 6eapa). Hanbonee 4yacto Nopa>karTCAd UKPOHOXKHbIE MbILULbI

PaHHME MblLLIEYHble KOHTPAKTYPbl U PETPAKLUMM NATOUHbIX (@XMUNI0BbIX) CYXOXUAUN

[loabeEM M3 TOPU3OHTANIBHOIMO NOJSIOXEHUS UMTU U3 NONTOXEHUS CUAS
OCYLLUECTB/SIETCHA C NOMOLWbIO NpnemMoB [loBepca — «B3bMpaHmne neceHkon,
B36upaHmne no camomy cebe»



KnmHunyeckue npossneHua N

CvMmnTOM

- FoBepca

y (BCTaBaHuMe
RS neceHKOoM) npum
= nMAa

» Y 60% 60nbHbIX UMEET MeCTO YMCTBEHHAs OTCTa/NI0CTb

» KapauanbHaga natonorusa (AmngaraumoHHas, runeprTpoduyeckasd KapamoMmmonaTtus,
cepaeyHasd HeaoCTaTOYHOCTb)

» YTpaTa CnocobHOCTU K nepeaBmXeHuto — 12 neT, ytpaTta CnocobHOCTU CTOoATb — 16
NneT, netanbHblK ncxon — 25 net




ANATHOCTUKA HOCAEACTBEHHbIX MbILLIEYHbIX
AMCTPOOUM

[eHeTnyeckne kputepun (y 60% 60/bHbIX BbIIBNSETCA Aeneumns
yyacTKka reHa ancrtpoduHa, y 20-30% - TouyeyHble MyTaumum u B 6%
c/lyyaeB — AYMJMKauma yyacTka reHa)

KnnHmnyeckme AaHHble

nekTpommorpadumna (U3MeHeHne noTeHunanoB ABUraTesibHbIX
eANHUL NOo NepBMYHO-MbILLEYHOMY TUMY, CMOHTAaHHAas aKTUBHOCTb B
BMAE NnoTeHumnmanos Gubpunnaumin n NONOXNTENbHbIX OCTPbIX BOJIH)

[MoBbiweHne ypoBHA KOK (KpeaTUHHOCEHOKMHA3bl) OTMEYaeTCcs npwu
bbicTponporpeccupytowmnx opmax Ao 10000 n Bbilwe MMOJSb/N, NMpu
MeaieHHoTeKywmnx KOK moxeT 6biTb B HOpME UMun crerka
NOBbILLEHA)

buoncusa Mbiwubl (rMctomopdonornyeckoe nccrienoBaHme)



OcobeHHOCTHN KOPAUOMUOMNATUMN MNPU
MbILLUEYHbIX AUCTPOPUAX

» KapanommonaTus, accounMmpoBaHHasa C NporpeccupyroLllemn
MbllLeYyHOW anctpoduen AdoweHHa, Brnepsble onmcaHa B 1896 .

» 84-96 % 60/bHbIX MbIlUEYHbIMU ANCTPOPUAMU LdOWEHHA U
Bekkepa cTpagatoT KapanoMmmonaTtmen

= BO3MOXHO pa3BUTUE rMNepTpodpnUYeckon nnm gunataunoHHOM
KapanoMmonaTum

» KapauasbHas natonornd MaHn@ecTnpyeT B NepBou aekaje
XXNU3HWN NN No3aHee

» B 10-30% nopaxeHue cepaua 4BngeTcd NpMUYNHON NieTasibHOro
ncxoaa



KnnHunuyeckmmn cnyyam KapamoMmumonaTtum
npu nporpeccupyrowiem Mbille4yHou
amcrtpodpvn [liolieHHa

XXanob6bi

» PebeHok A., 12 neT, nNoCcTynua B OTAeNeHMe [OeTCKOWM KapAauosaormm u
Kapanoxmpyprum ¢ xanobamMm Ha YydyalweHHoe cepauebueHne B MOKoe,
ABUraTeNnbHble HapyLlleHUs.

AHaMHe3 3aboneBaHusda

pebeHOK C reHeTu4yecknm TMOoATBEPXKAEHHOW MpPOrpeccnmpyrollem  MbllleYyHOoU
ancrtpoduen AdoweHHa exxekBapTasibHO NMPOXoAUT KYpCbl CTALMOHAPHOrO J1IeYEHUS B
PecnybnnmkaHCKOM uUeHTpe Heupopeabunutaumm r.JoHeuka. Ha 23xoKI ot
13.12.2023 r.: yMepeHHO BblpaXxXeHHad aAnndarauus neBbixX OoTAeNnoB cepaua, AX B
JIDK, Mopdonorusa knanaHOB B HOpMe, COKpaTuTeslbHast CroCcOOHOCTb B HOpMe.

PekoMeHAgoOBaHa KoHcynbTauua kapaunonora MHBX.

15.04.2024 «KoHcynbTUMpoBaH kKapauonorom WMHBX: PebeHok Habnwgaetrca no
nosoay [NMMA AdwoweHHa, no AaHHbIM IXOKI Npu3HaKu YMepeHHOW AunnaTtauumu
NneBoro xenyaodka. PebeHok Hyxpaaetca B poobcnemoBaHun Anst Bepudukaumm
AnarHosa, UCKNHOYEeHNd XPOHMNYECKOM cepaeyHoun HeAO0CTaTOYHOCTU.
PekoMeHgoBaHO: XM-2KI, TponoHuH I, KOK-MB, HaTpunypetuyeckun nentun,
rocnutanansaumd B oTaenieHme 4eTCKOU Kapanosiorum u kapavoxmpyprmmn MHBX.




AHAMHE3 XXUN3HU

PebeHok oT I 6epeMeHHOCTH, NpoTekaswen 6e3 ocnoXXHeHnn. Poabl I, npexaeBpeMeHHble,
B 32-33 Hepgenb. Macca Ttena npu poxaeHun — 1950 r, anmnHa Ttena - 42 cMm. OueHka no
wkane Anrap - 6/7 6, poaunca B acPUKCUU, COCTOSHME TPU POXAEHUU TAXENOe,
NpoOBOAUINCE pPeaHuMMaUMOHHble Meponpudatusa. Haxoaumncsa Ha ydyeTe y HespoJsiora:
HepoHoweHHOCTbL II cTeneHun, uweMmyeckun-runokcmyeckoe nopaxeHune LHC. Poc wu
pa3BMBaJiCA C 3a4EP>KKON NMCUXOMOTOPHOI0O pa3BuUTUS.

Bonen OPBW 1-2 pa3sa B roa. MHMeKUMoHHbIMK 3abosieBaHuaMM He 6onern.

B 2019 rogy (B BO3pacte 7 feT) BnepBble Yy pebeHka MNOABUIUCH Xasnobbl Ha
HapyuweHue noXOoAKM, YYBCTBO Cnaboctm B HoOrax, 3atpyaHeHue xoabbbl no

MNEHbKaM.

C 29.07.2019 no 15.08.2019 roga Haxoawuncsa B HeBponorunyeckom otaeneHuun PLOKB:
[Mporpeccumpyowias MbllleyHas guctpodpusa (BapuaHT [AwowWeHHa) C pe3KMM HapylleHUeEM
ABUraTenbHblX  (QYHKUMA, OrpaHM4YeHMeM B  CaMoOb6CNyXWMBaHUN, KOTHUTUBHbLIMU
HapylweHnsamMu. NMporpegneHTHoe TeyeHune.

PebeHOK MOCTOSIHHO NpOXOoAUT KypcCbl peabunutaumm B PecnybnmMKaHCKOM K/AMHWUYECKOM
LueHTpe Henpopeabunmtaumm ¢ pgumarHosoM: G 71.0 T[lporpeccupyrowiasds MbillevyHas
anctpodusa JwoweHHa (reHeTndecknm noATBepXAEeHHas), BbIPpaXeHHbIM MUOrEHHbIN
TeTpanape3, KOCTHO-CyCTaBHble AedopMaunn, BbIpaXeHHOe orpaHnyeHne QyHKLNN
camMoobcnyXuBaHund, oTCyTCcTBME PYHKLMN ONopbl, KOrHUTUBHbIE HapyweHus (F 70.0).



OBBbEKTUBHbIN CTATYC

CocTosiHMe pebeHka cpenHeEW CTerneHu TSXeCTU Mo CepaeyHoOM MaToNornu, TsXenoe no
OCHOBHOMY HEBpOJIOrMyeckomy 3abonesaHuto. AKTUBEH, HA OCMOTP pearnpyeTr aaekBaTHO.
3HaeT 6/IM3KnX. BbINONHAET NPOCTble MHCTPYKUMK. TOBOPUT NpeasioXXeHnsamMun. Bolpa>keHHas
reHepasim3oBaHHAsA TMMNOTOHMS MblWL, TY/1I0BULWA WM KOHEYHOCTEW, MPEUMYLLECTBEHHO B
NPOKCUMAalbHbIX OTAenax KoHeyHocTeW. lNceBaormnepTpodPmn UKPOHOXHbLIX MbIlL, MbILULL
npeansiedybss N A3blka. HeMporeHHble KOHTPaKTYpPbl FOJIEHOCTOMHbIX, KOJIEHHbIX, JTIOKTEBbIX
cyctaBoB. [loACHMYHbLIM runepnopnos. CyXoXWufibHble pedaekCbl C PYK — CHUXEHbI,
KOJIEHHbIE N aXuyioBbl — He Bbi3biBalOTCA. PebeHOK caMoCTosATeNIbHO CUAUT, HE XOAUT, He
KoXHble nokpoBbl 651egHO-p0O30BOro LuBeTta, 4ucTtble. Cnu3mcras nosioctu pTa
3oBasl, uucrad. HebHble MuHAOann He runeptpodupoBaHbl. [llepudepunyeckne
M aTUYEeCKne y3Nbl HEe yBesinyeHbl. [1epKyTOpPpHO Hah NErkKUMMU — SCHbIA NIErOYHOWU 3BYK,
ayCKY/IbTaTUBHO Be3ukyndpHoe abixaHue. Y - 20/mMmuH. SpO2 - 98%. [paHuubl
OTHOCUTESIbHOMN CepAeYHOM TYMOoCTM BO3pacTHble. [deATenbHOCTb cepaua PpUTMUYHAS,
yMepeHHada Taxukapams B nokoe. KopoTkmn cucronmnyeckmn wym B I, V Toukax. HCC - 110
ya./mMmunH. Adnp.p. — 90/60 MM pT.cT. XKXMUBOT npu nanbnaunn mMarkum, 6e360ne3HEeHHbIN,
rnybokas nanbnaunsa 6e3 ocobeHHocTen. lleyeHb +1 CcM m3-noa kKpasa pebepHon Ayru.
CeneséHka He nanbnupyeTtcs. PYHKUMM TAa30BblX OPpraHoOB He HapylweHbl. OTeKOB HeT.

9]0)



KJIMHUNYECKUE OBCJIEAOBAHUA

» KnanHund. aHaan3 kpoBu (27.06.2024): sp.- 4,71 T/n, HB-139 r/n, Ht 41,8, Tp-
226 I'/n, N.-3,49 r/n., n.-1, c.-45, n.-43, -3, m-7, 6-1. CO> - 6 MM/uyac.

» buoxmmmnyeckume mcciaeaoBaHnss kposeu (27.06.2024): rniwokosa - 5,53
MMONb/n, bunnpybuH obw,. — 17,19 mkmonbs/n; éunnpybuH npamon — 4,04
MKMONb/N; 6unnpybuH Henpsamon — 13,15 mkmons/n; AT — 47 Ea/n, ACT - 74
En/n, kpeatmHun — 37 MKMONb/N, MoYeBUHa — 2,72 mM/n, ammnnasa - 58 E/n, WD -
06 E/n, xonectepuH - 3,09 mmonb/n, 6enok — 63 r/n.

OcrTpodhazoBbie nokazarenun (27.06.2024): ACJ10 - otpuu. (Hopma - ao 200),
CPB - 0,0 mr/n (no 5).

AH. Mouyu obuy. (27.06.2024): XenT., CN.MyTH., ya.Bec.-1030, p-umns Kucn., caxap
— HeT, 6enok - HeT, J1.3-4 B N/3p, 3NUT.M1.-HE3H.KO/1-BO, 3pUTp.HEU3M. — 0-1-0 B
n/3, Cn3b — HEOH. KOJI-BO.

K®K-MB (26.04.2024): 145,7 E/n (<25).
TponoHuH I (26.04.2024): <0,006 Hr/mn (<0,5).
NT-proBNP (26.04.2024): 45 nr/mn (N).




» JKI: cnHycoBas Taxukapaus. R-R - 0,58-0,62. YCC - 103-96 ya./muH. P - 0,06, PQ
- 0,10, QT - 0,30, QTkop - 351 Mc (no dopmyne Friderici). Yron a +84°. 30C -
BepTUKanbHoe nonoxeHune. IKIM-npmnaHakm neperpy3ku neBbiX otaenos cepaua (S B
V2+R B V5 > 32 mMM).

IxoKrI: MK: Ap Ha MK - 4,1 MM pT.cT. O6paTHbin ToK 0-1 cT. AoK: cucT.packp. -
1,60 cm, Ao - 2,18 cmM, AAo - 2,06 cm, Ap - 5,0 MM pT.CcT., B BprowHON aopTe
NynbCOBOW KpOBOTOK. TK: Ap — 2,7 MM pT.CcT. ObpaTHbin TOK I cT. KJIA: d cTBON -
2,03 cM, Ap - 5,7 MM.pT.CT., runepteH3unmn HeT - 20,8 MM pT.cT. O6paTHbIN TOK I CT.
(pyHKU.). JIIT - 2,21*%3,60 c™m. MM - 2,46*3,40 cm. TK: 1,88 cM, cteHka - 0,35 cm.
JDK: KAP - 4,05 cm, KCP - 2,57 cm, MXIT - 0,75 cm, 3C - 0,73 cm, KOO - 72,1 Mn,
KCO - 23,9 mn, ®B - 66%. ®Y - 36%. YCC - 106 ya/MuH. 3akaroyeHume: Pazmepesl
KamMep cepaua, COKpaTMMOCTb MUOKapAa XenyaouyKoB, CUCTONMYecKasds QOYHKUUS
XXenyaoykoB, remMmoamHaMmka HopMasbHble. AbeppaHTHasd XxopAa B MOJIOCTU N1IEBOrO
Xenyaouka.

XM-3KI: B TeuyeHune BpeMeHU HabnwaAeHUS PperncTtpupoBasicd CUHYCOBbIA PUTM.
Taxukapansa B TedyeHue BpeMeHu HabnwaeHus. UupkaaHein wnHaekc 1,25.
LUupkaaHbein nHoekc YCC B npepenax Hopmbl. B TedeHue BpemMeHun HabnwaeHus
cybmMakcumanbHad YCC He pocturHyta (69% OT MakCMManbHO BO3MOXHOW Ans
AaHHOro Bo3pacTa). HamkenyaouykoBasi 3KTONMMYecKas aKTUBHOCTb B npegenax
HOpMbl. XKenypoukoBasi 3KTOMNMYeckass AaKTMBHOCTb He O0bHapyxXeHa. AHanus
UMPpKaAAHOro TMna apuTMuMn HeuenecoobpaseH m3-3a HeboNbLOoro 4ynucna apuTMun.
NMwemnyeckme wunaMmeHeHnss IDKI He o6HapyXeHbl. 3HauYuMMbIX un3MeHeHun QT-
WHTEpBasla B TeyeHne BpeMeHn HabnaeHns He BbiSIBSIEHO.




KnmHnyeckmm amarHos

=» OCHOBHOM AMArHo3:

(G71.0) MNporpeccupyrowas MbievyHas anctpodpusa [oweHHa (reHeTUu4YeCcKu
noATBEpPXAEHHAA), Bblpa>XeHHbI MUOTeHHbIW TeTpanapes3, KOCTHO-CYCTaBHbIE
aedopMaunm, BblpaxKeHHoe orpaHmyeHne @yHKUUM camoobcnyXxmBaHus,
OTCYyTCTBME PYHKLUKN ONOPbl, KOrHUTMBHbIE HapylweHus (F 70.0).

42.8) KapagnommonaTtund npu nporpeccupytoen Mbllle4yHon ANCTpodun

[oleHHa.

= Ocno>xHeHue OCHOBHOro AMarHosa:
(I 50.0) XpoHuyeckas cepaevyHass He4OCTATOYHOCTb 1 cTeneHw.



HA3HAYEHHA] TEPANMS

» Kapseaunnon (6,25 mr) no 1/271.*2p/Aa (8.00, 20.00) -
anuTenbHo, noa KoHtposiem HYCC mn A,

» SHananpun (5 mr) no 1/21. 8 18.00 — aonntensHo,
» BepownunpoH (25 mMr) no 1/2 1. B 20.00 - 3 Mecsua,

= [TaHaHrmMH no 11*3p/a - 1 mecau (ao 28.07.2024),
» Jnbkap no 5 Mn*3p/a - 3 mMecsua.




O60CHOBAHHOCTb Tepanuu

» PekoMeHayeTCca nMNpUMMEHeHuMe npenapatoB rpynnbl MHIrM6MTOPDLI
AlN® BceMm nauveHtam ¢ MA c Bo3pacta 6 ner (paHee — npm
HaJIM4YMU nNOKa3aHMWU) He3aBUMCMMO OT HaJIMuua cepaeyvYHo-
COCYAMCTbIX HapyweHUMU C uenbio npodunnakKTMKm pasBUTUSA
KapaAnOMMUONaTUM.

=» PaHHee Ha4yano tepanmum nHrmbmntopamm AlMN® paarke nNpm OTCYyTCTBUM
BUAMMOMN cepAaevYHOM naTtosZiorMm npuBOoAMT K 3aMeasieHMIo
Pa3sBUTUA CepAevYHO-COCYAMUCTbIX HapyweHMMU Yy 3TOM rpynnbl
nauMeHTOoB.

NMporpeccupyrouwas MmbilueyHasa aucrpocdpvs AroweHHa/bekkepa >
KnnHnueckmne pexomeHpauum PO 2023 (Poccusn)



O60CHOBAHHOCTb Tepanuu

= PekoMmeHayeTcH Ha3HayeHue npenapartosB rpynnbil 6era-

aapeHob6bnokartopbl (npeanouyteHMe oOTAaeTCcA npenapartamMm 24-
4YacoBOIo AeUCTBMA A YBeJIMYEHUS NPUBEPIXEHHOCTU Tepanuun)
naumeHtaMm ¢ MAOA/MAB, vMewwWMX »Kanobbl HaA MNOCTOAHHO
yyauweHHoe cepapuebuweHme wn/vam  uvMewOWMX NO AAHHbIM
MccneaoBaHUss CUHYCOBYIO TaxXMKapauilo B TeyeHue CYTOK u/vwnum
MCTOJINYECKYIO MUOKapaAnaJsibHYIO ANCAHPYHKUUIO n/mnu
AWNaTauMoOHHOEe peMoaenMpoBaHue MUokKkapaa v/ vnm KJIMHUN4YeCcKue
NPM3HaKM cepaevyHoOu HeAOoCTaTOYHOCTUM C UuUeNblo KoppeKuum
AAHHbIX HAPYLUEHUMN.

NMporpeccupyrouwas MmbilueyHasa aucrpocdpvs AroweHHa/bekkepa >
KnnHnueckmne pexomeHpauum PO 2023 (Poccusn)



O60CHOBAHHOCTb Tepanuu

» PekoMeHAYeTCA nNpoBOAUTb Tepanuio npenaparaMm w3 rpynnbli
ANYPEeTUKOB BCeM nayvueHTam C MAOA/MAB, nMerLmMm
CUCTOJINYECKYI0O MUOKapAUWaJZiIbHYIO ANCOPYHKLMNIO C KJIMHUYECKUMMU
NnposiBJIEGHUAAMN cepaAevyHOU HeAOCTAaTOYHOCTM C LUesibi0 KoOppeKuuu

AAHHOIro COCtosiHuA.

NMporpeccupyrouwas MmbilueyHasa aucrpocdpvs AroweHHa/bekkepa >
KnnHnueckmne pexomeHpauum PO 2023 (Poccusn)




bAaaroAapum 3a BHUMAHHUe!




