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KnuHunuyeckuin cnyvyam BefeHUA NayMeHTa ¢ MbillevyHoun gucrpoduen
JAoweHHa, o6ycnoBneHHON geneyunein 3k30HoB 50-52 reHa DMD,
Ha PoHe naToreHeTUYECKON Tepanumn BUITOIAPCeHOM
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yHuBepcuTeT), 119991, MockBa, Poccua

PE3IOME

MbiweyHas guctpodus OioweHHa (ML) sBnseTca camoi YacToli NOACHO-KOHEYHOCTHOWN MbllleyHo anctpoduein ¢ X-cLuenneHHbiM peLec-
CUBHbIM TUMOM HacniepoBaHuA. OHa XxapaKkTepusyeTca AebloToM B paHHeM BO3pacTe, ObICTPO nporpeccupyoliein arpoduein nonepeyHono-
NOCaToN MyCKynaTypbl KOHEYHOCTEW, TYNIOBULLA, MOPaXEeHNEM CEPAEUHON MbILLILIbl, YTO MPUBOANT K yTepe ABUraTeNlbHbIX HaBbIKOB, TAXKENbIM
CcepAeyYHO-COCYANCTBIM 1 AbIXaTeNbHbIM OCIOXHEHVAM.

B HacTosLLee BpeMsi MOABUICA Liesblil Psfi HOBbIX JIeKapCTBEHHbIX MPenapaTtoB A/ natoreHeTuyeckon Tepanun MO, 3bpeKTMBHOCTL KOTO-
pbIX Hanbosee BbipaXXeHa Npwv paHHeN MHULMALUK Tepanum B ambynaTopHon ctagum 3aboneBaHus. OgHUM 13 HOBbIX MeToA0B neveHns MO
ABNAETCA Tepanua aHTUCMbICIIOBbIMU OSIMFOHYKeoTMAaMM. HasHaueHre JaHHOrO B/AA Tepanuy BO3MOXHO ANA ornpeAenéHHbIX MyTaLuii B
reHe DMD v pekomeHplyeTcs cpa3y nocsie NoCTaHOBKM AnarHo3a. Ha HacToAL M i MOMEHT NPOAOMKNTENIbHOCTb MPYMEHEHNA AAaHHOTO MeTofa
neueHns B Poccrmn cocTaBnAeT BCEro HECKObKO JeT.

B cTaTbe npuBefEH KNMHUYECKNI NprMep HabnoaeHUsa nauueHTa, ctpagatowero MO/, obycnoeneHHoi aenewuein 50-52 3k30HoB B reHe DMD, Ha-
XOAALLErocs Ha Tepanuu MIOKOKOPTUKOCTEPOMAAMM 1 NMATOreHETUYECKIM NpenapaTom BuTosiapceHoM. OcobeHHOCTbIO NpefCTaBNeHHOro Ciyyas
ABNIAETCA NO3AHee Ha3HauYeHWe BUNToNlapceHa ¢ Bo3pacTa 9 neT. Pesynbtatbl HAGMIOAEHNA AEMOHCTPUPYIOT 3HAUYUMBbIN SGEKT B BUAE COXpaHEHUA
[iBUraTesnbHbIX HaBbIKOB, CTabynM3aLmMy GyHKLIMI CePAEYHO-COCYANCTON U AbIXaTeNbHOM CCTEM, YTO AA&T LWaHC Ha 3aMef/ieH e TeueHnA 3abonesa-
HVIA, yNyULLEHMe KauecTBa »KM3HUN 1 yBennyeHue e€ NpoaoIKUTENbHOCTY iaxe C YH4ETOM NO3AHEN MHULMALMW MaToreHeTNYeCKo Tepaniiv.

KnioueBble cnoBa: MbilLeyHas ﬂVICTpOd)VIFI [ioweHHa; netu; PaHHAA ANAarHOCTNKa; NaToreHeTn4yecKkaa Tepanua; aHTUCMbICITIOBbIE OJINTOHYKNeOo-
TUAbl; BUNTONApPCEH
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ABSTRACT

Duchenne muscular dystrophy (DMD) is the most common lumbar-limb muscular dystrophy with an X-linked recessive type of inheritance. It is
characterized by a debut at an early age, rapidly progressive atrophy of the striated musculature of the limbs, trunk, heart muscle, which leads
to loss of motor skills, severe cardiovascular and respiratory complications.

Currently, a number of new drugs have appeared for the pathogenic therapy of MDD, the effectiveness of which is the most during its early
initiation in the ambulatory stage of the disease. One of the new methods of MDD treatment is antisense oligonucleotide therapy. The
application of this type of therapy is possible for certain mutations in the DMD gene and is recommended immediately after diagnosis. At the
moment, the duration of this method of treatment in the Russian Federation is only a few years.

In our article we discuss a clinical case of the study of a patient suffering from Duchenne muscular dystrophy caused by the deletion of 50-52
exons in the DMD gene, who is on therapy with steroids and Viltolarsen.

A special feature of the case is the late application of Viltolarsen from the age of 9 years. The results of the observation demonstrate a significant
effect in stabilization of motor skills, of the functioning of the cardiovascular and respiratory systems, which gives a chance to slow down the
course of the disease, improve the quality of life and increase its duration, even taking into account the late initiation of pathogenic therapy.
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BBepeHune

MpbiieyHast  auctpodusa Homenna (M) —
X-CLIETUIEHHOE TSKENNOE MPOrpeccUpyroliee HEpPBHO-MBbI-
IIeYHOoe 3a00JieBaHNe, BhI3BAHHOE MyTaleil B reHe DMD,
KOTOpasi MPUBOAMT K OTCYTCTBUIO U BbIpakeHHOMY Aebu-
uuty 6enka auctpodpuHa [1, 2]. AuctpoduH obecrieunBa-
€T CTabWJIBHOCTh MEMOpaHbl MUOIIMTA BO BpeMs Mpolecca
COKpAILlEHUSsI, TIORTOMY MPU ero aeduuure BOZHUKAET MOo-
BpEXIEHNE KJIETOK 1 Pa3BUBAETCSI MbILLIEYHAS IeTeHepalust
[3, 4]. AkTuBauus HuOPoOIACTOB MPU BOCCTAHOBJIECHUU
MOBPEXIEHHBIX KJIETOK MPUBOIUT K Pa3BUTUIO (UOpO3a,
UHOWIBTPALMU aTUTIOLUTAMU U TEM CaMbIM MPEIMSITCTBY-
€T BOCCTaHOBJICHUIO MbIlIeyHOU TKaHu [5]. KnuHuuecku
3TOT MPOLECC MPOSIBISIETCS MOCTENEHHBIM PETPECCOM JIBU-
raTeJbHbIX HABBIKOB, CEPAEYHO-COCYIUCTHIMU U JbIXaTEb-
HBIMU HapYIIEHUSIMU, TIOPAXKEHUEM OMTOPHO-ABUTATEIbHO-
IO arnrmapara, YTo B KOHEYHOM CUETEe 3HAUUTEbHO YXYAIlIaeT

Clinical cases

approval of the final version of the article, responsibility for the integrity of all parts of the article.

Ka4eCTBO XKM3HM OOJIHHOTO M COKpaIlaeT €€ IPOHOJIKM-
TeabHOCTh. [lepBBIe TIpM3HAKM 3a00JICBAHUST Pa3BUBAIOTCST
B Bo3pacte 1—3 roma, Korga IeTW HAYMHAIOT MCITHITHIBATH
TPYIHOCTHU TMPU XOAb0E, MOABEME TT0 JIECTHUIIE, BOSBHUKAIOT
yacTele magenus [6]. B 3—5 et HacTymaer ¢asa ruiato, Kor-
I1a peOEHOK TepecTaéT OcBanBaTh HOBEIC MOTOPHEIC HABBI-
KU, TIOCJIC 3TOT0 HAYMHAETCSI IBUTATCIBHBIN perpecc, KOTO-
PBII BIICYET 32 COOOM OCIIOKHEHMSI CO CTOPOHBI KOCTHOM,
CepIeYHO-COCYINCTON 1 ObIXaTeabHoi cucteM. [Ipm ecre-
CTBEHHOM TeUCHNH 3a00JIeBaHMS YKe K 12 romaM IeTH yTpa-
YUBAIOT CIIOCOOHOCTh K CaMOCTOSITCIBHOMY TICpPEIBIIKE-
HUIO, CMEPTh HACTYIIAET OT IBIXaTeJIbHOM M CEPICTHO-COCY-
NIMICTOI HEIOCTaTOYHOCTH B Bo3pacte 20—25 et [8].
Tepanuss MJ1/I Ha mpOTS>KEHUM MHOTHUX JIET MMesa
CHMIITOMAaTHYECKMI XxapakTtep. Jlo HemaBHero BpeMEHU
B Ka4eCTBE OCHOBHOTO METOIA MEAMKAMEHTO3HOTO JieUe-
HUs 320071eBaHNS TTIPUMEHSUINCH TIFOKOKOPTUKOCTE POMIBI
(F'KC) [9]. Ux cBoeBpeMeHHOE Ha3HAYeHME B (ha3e IIATO
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MMO3BOJISIIO MTAIleHTaM Ha HECKOJIBKO JIET ITPOIJIUTD ITepH-
Ol CAaMOCTOSITEIbHOI XOIBOBI, 3aMEIJIUTh (POPMUPOBAHNUE
IBIXaTeIbHBIX U CEPIECUYHO-COCYIUCTRIX OCTOXHeHnA. Of-
HaKO pa3BUTHE TTOOOYHBIX 2P (PEKTOB, HEU3MEHHO COITYT-
cTBylouX mauteabHoMy Tnpuémy 'KC, Takmx Kak 0Xwu-
peHue, 3amepxkKa pocTa 1 IMOJOBOTO Pa3BUTHS, TSKEIbIN
OCTEOIIOpO3, KaTapakTa, apTepuajbHasi THIICPTEH3US,
orabeT U Tp., TIOPOXIATIN CTpaXyd y POAUTENIeH MmareH-
TOB 1 3HAYUTEILHO CHIDKAIU TIPUBEPXKEHHOCTD JICUSHUIO
[10]. K Tomy xe Tepanust ' KC He Obl1a aKTyaabHOI B Iep-
BBIC TONIBI KU3HU OOJIBHOTO U HE UMeIa YETKUX KPUTSPU-
eB Ha3HaYeHUs B 0oJjiee MO3gHEM Bo3pacTe. 3a4acTyio eé
VHUIIMMPOBAIIM C 3aII03IaHUEM, KOTIa PeOEHOK yxKe UMeT
3HAYUTEJIbHYIO TIOTEPI0 MOTOPHBIX HABBIKOB. Takum 00-
pa3oM, C y4ETOM OTCYTCTBUSI TTATOTCHETUIECKOTO JICICHUS
M CTporux rnokxasanuii Kk npumeHennio I'KC, MmotuBamus
IUIST paHHel Bepudukamuy quarno3a MJIJ y meTckux He-
BpoJIOoroB ObLTa HeBbICOKOM. CormacHo gaHHbIM T.A. I'pe-
MSIKOBOM 1 coaBT. Ha 2021 T. cpeaHMi1 BO3pacT yCTaHOBIIE-
Hus guardo3a MJIJ 8 Poccuu cocrasun 6—7 et [7].

IToncku HOBBIX METOIOB TEPAITM, OCHOBAHHBIX Ha T1a-
TOTreHEeTUUECKUX MexaHu3Max pa3putust M, B mocienHue
NECSITUJICTHS BETUCh BO MHOTUX cTpaHax [11, 12]. B Hacto-
sIIIIee BpeMsI TTOSIBIIIMCH HOBBIE JIEKAPCTBEHHBIE ITPEITapaThl
IUIs1 maToreHeTuyeckon tepanuu MJIJI, oHM yxXe mpolin
KJIMHUYECKE NCCIICAOBAaHUS M aKTUBHO ITPUMEHSIIOTCST KaK
3a pybexoM, Tak 1 B Poccun. OgHUM U3 HOBBIX METOIIOB
neueHust MJ1J1 siBisieTcsl MCMOJIb30BaHME aHTUCMBICIOBBIX
OJIMTOHYKJICOTHHOB. JlaHHAsI Teparnss OTHOCUTCS K TTaTore-
HETHYECKOI ¥ MOXET Ha3HAUaThCS MAIIMeHTaM, NMEIOIIIM
JIeJlelldu B OIpele€HHbIX 3K30Hax reHa DMD. [leiicTBys
Ha 2Tarre CIUIaiiCMHTa, aHTUCMBICJIOBBIC OJIMTOHYKJICOTHIBI
peaNM3yIoT MPOITYCK OIMpeaeaEHHBIX 3K30HO0B (51, 53, 45-Tt0
u 1p.) B xone npoueccuira MPHK, TemM cambiM obecrieun-
Basi CUHTE3 BHYTPEHHE YCEYEHHOTO, HO (DYHKIIMOHAJIBHOTO
6enka muctpoduHa. JmtenbHOe MpUMEHEHHNE 3THUX TTpera-
paToOB MPOIJIEBAaeT CIIOCOOHOCTH K CAMOCTOSITEIBHOM XOIb-
0e Ha HECKOJIBKO JIET, YIydIlaeT (PYHKIUU PYK U AbIXaTeIb-
HOW CUCTEMBI.

Knuanmyeckue ucciaemoBaHus MperapaToB s IIPO-
IMycKa 2K30HOB (3TEILUIMPCEH, TOJIOIUPCEH, Ka3MMEPCEH)
MPOBEAEHbI HAa KOropTax MalKeHTOB B BO3pacTe OT 6 Mec
Io 23 net, ajs mpernapaTa BUAToJIapceH — ¢ 3 JIeT U cTap-
me [13—15]. B uHCTpyKIIMM K TperapataM BO3PaCTHBIX
¥ (PYHKIIMOHAJIPHBIX OIrpaHUYCHMI MAllMeHTOB TSI Havya-
JIa, TIPOAOJIKEHMS I OTMEHBI ITPEIIapaToB HeT.

Tepanust aHTUCMBICIIOBBIMU HYKJICOTHIAMU ObLJIa O0-
opena ®enepanbHbiM areHTCTBOM CIIIA 1o KoHTpoJTIo 6€e3-
OIACHOCTH MUILEBBIX ITPOAYKTOB 1 MeaKaMeHTOB B 2016 T.
B Poccun maHHbIe Tipenapatbl He 3aperuCTpUpPOBaHbI, Jie-
yenne ¢ 2022 r. ocyuiecrsisierca yepe3 Ponn «Kpyr Jo-
Opa»', IPOIOIKUTETBHOCTD MX IIPUMEHEHUST Y POCCUICKOI
KOTOPTHI AETEH COCTABJISIET BCETO HECKOIBKO JieT. B cBsI3u

' Yka3 MNpe3ungeHTta Poccuinckoin Gepepaumm ot 05.01.2021 N2 16 «O co3pa-
HUM GoHAA NOJAEPXKKM AeTel C TAKENBIMUA XN3HEYTPOXKAOLLMMUN N XPOHU-
YecKMmu 3ab0N1eBaHUAMY, B TOM Umncie peakumm (opdaHHbIMYK) 3aboneBa-
Huamy, “Kpyr fobpa”».
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C 3TUM OIBIT IPUMEHEHUS aHTUCMBICJIOBBIX HYKJICOTUIOB
y nauudeHToB ¢ MJIJI, mpencraBiseT OrpOMHBII UHTEpeC
Ccpeny HEBPOJIOTMYECKOTO COOOIIIECTRA.

HasnayeHne maToreHeTMYECKOW Tepanuy PEeKOMEH-
IyeTcsl cpasy Iiocie BepudUKalMu auarHos3a. PaHHssS
WHUIMALIMS Tepalny OOyCIOBIMBACT €€ MaKCHUMAaJIbHYIO
3((EKTUBHOCTD, TIPU MO3THEM Hadajyie JeYeHUs ITPOMC-
XOIUT 3aMeUICHUE TIPOrPEeCCUPOBAHMS Ha JIFOOOM cTamnu
3a00J1eBaHMUsI.

Lenp ctaTbl — TIPEeACTaBUTh KIMHUYECKUI TIPUMED
HabJoAeHusl nauueHTta, crpagatouero MJIJI, oOycioB-
JIeHHo# geneuueit 50—52-ro 3k30H0B B reHe DM D, Haxo-
ISIIIETOCs Ha Tepalvy TIIIOKOKOPTUKOCTEPOMIAMM U TIa-
TOT€HETUIECKUM IIpeIapaToM BHIITOJIAPCECHOM.

BuntomapceH — aHTHUCMBICIOBON OJIMTOHYKJIEO-
TUI IJISI 9K30H 53-CKMIIMUHT-TEpanuu, pa3padoTaHHBIN
B Anonnu. Tepanust nM 3¢ deKTUBHA TPU HATUYNM JIeJie-
LIMU BK30HOB 43—52, 45-52, 47—52, 48—52, 49-52, 50—
52,52 [16].

KnuHunuecknin npumep

Manpuuxk H., 11 ner. Pe6€Hok or 1-if GepeMeHHO-
CTM, NpoTeKaBlleil 0e3 ocobeHHocTeil. Poabl cpouHbie
Ha 39-i1 Hemene, ¢uzmomornyeckue. Macca Tena mpu po-
xaenun 3500 r, mrHa Tena 52 cM. MoTopHOe U peueBoe
pa3BUTHE ITPOTEKAJIU C TEMIIOBOM 3aeP>KKOIi: TOJIOBY yaep-
JKUBaJI B 2 Mec, CeJl B 8 Mec, XOAMJI CaMOCTOSITETLHO ¢ 15 Mec,
CJI0TOBasl peyb C 2 JIET, CJIOBA MOSIBUIIMCH K 3 TOAaM.

BriepBrie MOBBIIIEHWE YPOBHSI TpaHCaMUHA3 3aduK-
CHPOBAHO B Bo3pacTe 3 Mec IpH IUIAaHOBOM JIaOOPaTOPHOM
KOHTpOJIe, HO 00cea0BaHUe IPOIOJIKEHO He ObL10. B BO3-
pacte 5 JleT poauTeau pedéHKa oOpaTUIMCh K HEBPOJIOTY
¢ XajobaMM Ha HapylIeHWE ITOXOOKH, YacThIe IMAICHMSI.
Masibuuk He Mor OeraThb M KajoBajcsi Ha 00U B HOTrax.
OTMeyaauch Takke 3amepxKKa IICUXOPEYeBOTO Pa3BUTHS
U TPYOAHOCTH KOMMYHUKAIIMK C OKpyXatomumu. [1pu oc-
MOTpe obpalliain Ha ce0s1 BHUMaHKe 0COOEHHOCTH TOXO/ -
KU TI0 TUITY «YTUHOM», YBEJIMYCHNE pa3Mepa NKPOHOXKHBIX
MBI, HAIMYKE MUAOITATUIECKUX ITIPUEMOB TIPU BEPTHKA-
JIN3alMK, HA OCHOBAaHUM YETO 3ar0I03peHO HEPBHO-MBI-
1IeYHOEe 3a00JieBaHWE W PEKOMEHIOBAHO N000CIen0Ba-
nue. Ilpu uccnenoBaHuM OMOXMMUUYECKMX ITOKa3aTeleit
BBISIBJICHO TOBBIIIICHNE YPOBHSI TpaHCAMUHA3 0 8§ HOPM
u KpearnHdochokuHasbl o 19 000 EIN/n. Ilo pe3ynb-
TaTaM MOJIEKYISIPHO-TeHeTUYECKO AUarHOCTUKU 00-
HapykeHa nejieniust 3k30HoB 50—52 B reHe DMD. Ha oc-
HOBaHMU KJIMHWYECKOW KApPTUHBI C YIETOM PE3yJbTaTOB
0o0ceqoBaHUS TEHETUKOM B 5,5 roma OblJT OKOHYATEJIBHO
ycraBiieH nuardo3 MJIJI. TTocne Bepugukauum guarHosa
unununpoBada tepanus ['KC: pediaazakopr, 0,9 mr/kr
B cyTku. Ha oHe neyeHust mporpeccupoBaHue 3a00ieBa-
HHS HECKOJIBKO 3aMEeTUI0Ch, MAJTBYUK CTaJI JIyUIIe rIepe-
HOCUTbH (pM3MIECKe HArPy3K1, OMHAKO Pa3BHIIMCh IT000T-
Hble 3(pPekTh B BUne oxupeHus: u ocreoneHun. C 8 et
peOEHOK MmoJyyan KapaAuOIpPOTEKTUBHYIO Tepaluio 6era-
agpeHobsioKkaTopaMu (OMCOIIPOIOIT) 1 MHTUOMTOPpaMU aH-
TMOTeH3MHIIpEBpalIamero dGepMeHTa (IIEPUHIOIIPILII).
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B aTOoM e Bo3pacTe B CBsI3U C Xajno0amMu Ha OOJIU B CIIMHE
10 pe3yjbTaTaM KOMITbIOTepHO# TOMOrpacdru IMO3BOHOY-
HMKAa BIEPBBIE YCTAHOBJIEH AuarHo3 «KommnpeccuoHHbIN
TepesioM MO3BOHOYHMKA Ha ypoBHe L4—L5 1Mo3BOHKOB»,
B Ka4eCTBE TepaIlMi OCTEOIIOpo3a ObLI Ha3HAUYEH BUTAMUH
D B no3ze 2000 ME/cyT.

BriepBoie rocnimranusuposad B ®T'AY HMMUII 3mo-
poBbs aeteit Mun3apasa Poccuu B oTaeaeHUe IICUXOHEB-
poJioru 1 Helipopeadbwiutauuu lleHTpa neTrckoii Incu-
XOHeBposioruu B Bo3pacte 9 ser 1 mec. [Ipu ocmotpe 06-
pamaja Ha ce0sl BHUMaHME OTHOCUTEIbHASI COXPAaHHOCTD
MOTOPHBIX HABBIKOB: MAJIbBUMK MOT CaMOCTOSITEJIbHO CeOst
00CTy>X1BaTh, XOAUTh, HO COXPAHSJICI U3MEHEHHBIN TaT-
TepH XOALOBI TI0 TUITy «YyTUHOI». OTMedanuch ObICTpast
YTOMJISIEMOCTh IIOCJI€ KPaTKOBPEMEHHOM IBUIaTEJIbHOUN
aKTMBHOCTH, HEYMEHUE OeraTh, MCIIOJIb30BaHUE ITPUCTAB-
HOTO 1l1ara Mpu MoabEME MO JECTHULIE. BbIsIBIEHBI XKajlo-
Obl Ha MEPUOIUYECKUE SMU30IbI TOLIHOTHI, OOJIA B dMUTa-
CTpaibHOM 00J1aCTH, YyYBCTBO TOPEYN B pTy, U30BITOK Beca,
ONBIIIKA MPU (PU3NUECKON HArpy3Ke U 00U B CIIMHE TIPHU
X0lb0e.

B comatnueckoM cratyce: Bec 45 kr, pocTt 127 cMm.
®dusnueckoe pa3BUTHE paclEHEHO KaK CpelHee, OuC-
rapMOHMYHOE 3a CY€T M30bITKa Beca. ['mmepemus Iiek.
ITonkoxHas KjieTyaTka pa3BuTa U30bITOYHO C Mpeodasa-
HHEM Ha JINIe M BepXHEH JacTU TYJIOBMINA, TUIeYax (Me-
IUKaMeHTO3HbII cuHapoMm Mitenko—Kyimmara). TlceBmo-
TUIIePTPOMUS MBIIIII TJIeY U TOJICHEH, TYTOOIBIKHOCTD
B TOJICHOCTOITHBIX CYCTaBaX, MOSICHUYHBIM THIIEPIOPI03.
Yacrora gpixanus 19 B MUHYTY, 9aCTOTa CEpACYHBIX COKpa-
weHuii 110 yn/MuH, aprepuanbHoe napienue 110/60 MM
pT. cT. [Ipu o1leHKe COCTOSTHUS IMUIIIEBAPUTEIBHOI CUCTE-
Mbl oOpaiiaiu Ha ce6s1 BHUMAaHME MOBbILLIEHUE aIlNeTuTa,
OeJiblii HAJIET Ha sI3bIKe, YBeJIUUYeHre 00bEMa KMBOTa, 00-
JIE3HEHHOCTD IPH MaJIbIIALINHU B 3ITUTACTPAJIbHOM 00JIaCTH.

B HeBposornueckoM craTyce: B IBUTATEIbHON cdepe
OTMEYAJIOCh OTPAaHUYECHUE TTACCUBHBIX IBIDKCHU B TOJIE-
HOCTOITHBIX CyCTaBaX BCIEACTBHE KOHTPAKTYp, CHIDKCHUE
00bEéMa aKTUBHBIX IBVKEHUI B HIDKHUX KOHEYHOCTSIX M3-
3a CJ1a0OCTH B IIPOKCUMAIBHBIX OTaeaX, Tuddy3HOEe CHI-
JK€HUE MBIIIEYHOro ToHyca. Chjia MBI B BEPXHUX KO-
HEYHOCTSIX — 5 0a//I0B, B IIPOKCUMAJILHBIX OTAEIaX HIX-
HUX KOHEUHOCTe — 3—4 0aia, B AMCTAIbHBIX — 4 Oana,
D = S. CyxoxunbHble pedieKkchl ¢ pyK XuBbie, D = S,
¢ Hor — cHUXeHbl, D = S. MoTopHBle HaBBIKU: XOab0a
CaMOCTOSTENIbHAsI, PUCYHOK HapyIIeH 10 THITy «yTUHOM
MOXOAKMW». X0Ab0a Mo JIECTHULIE 3aTpylHEHa. ber «Tpyc-
ot romeHHa». [Ipu BepTUKaIU3aLUU C M0Ja UCIIOJb-
3yeT MUoIlaTu4Yeckre npuémel. YepernHbie HEpBHI — 0e3
rmarojorun. [Icuxmaeckre HaBBIKK Pa3BUTHI 110 BO3PacTy,
HapylleHWe 3BYKOIPOM3HOIIEeHUsI. TecT 6-MUHYTHOM
xonp0bl — 330 M. Ouenka mo mkanae «CeBepHasl 3Be3-
na» — 23 u3 34 6amnos. ber Ha 10 meTpoB — 7 c.

Ha MoMeHT mepBoii rociuTaau3ali MaJTbuMK ITOJTY-
yan pedaazakopt 15 mr/cyT (0,3 MT/KT B CyTKH1), OMCOIIPO-
qon 2,5 mr/cyt, nepuHgonpui 1,25 mr/cyt. I1o cormacosa-
HUIO C SHIOKPUHOJIOTOM KOPPEKIINS 103l TOPMOHAJIBHOM

Clinical cases

KnuHunuyeckne cnyyan

Tepanuu He IMPOBOAUIACH B CBSI3U C M30BITOUHON Maccou
tena (SDS UMT + 3,2).

B otmeneHuun ObLIO TpOBEAEHO KOMILIEKCHOE 00-
ClIeIOBaHME COIVIACHO CTaHAApTaM BEICHUS MAllMEHTOB
c MO [17].

JlaHHBIE TIOIYYEHHBIX JA0OPAaTOPHBIX MCCIEIOBa-
HUI ObUIM XapaKTepHBI IS 3a00JIeBaHUS: ITOBBILICHUE
YpOBHS acnapratraMuHoTpaHchepassl g0 298,7 EJ/x,
ajaHMHaMUHOTpaHchepassl — g0 246,27 EN/n, nak-
TatmeruaporeHassl — mo 860,38 EJI/n, kpeaTMHKMHa-
361 Mb — 0Gonee 205,3 Hr/mi, KpeTuHGOOCHOKMHAZH —
no 18 638,09 E[l/n. I1pu npoBeneHuu 3xXokapauorpaduu
MOJIOCTU CepAlla HE PacUIMPeHbl, CTEHKU HE YTOJIIEHBI,
MeperopoaKu MHTAKTHBI, KJIalaHbl U KPYITHBIE COCYIBI
He WU3MEHEHBI, (YHKIMOHAJIbHBIC ITapaMeTphl cepila
B HopMe. CyTOYHBIN MOHUTOPUHT 3JIEKTPOKAPINOTPAMMBI
MMOATBEPAII TOMUHUPOBAHNE CHMHYCOBOTO PUTMAa U TEH-
IEHIINIO K TaXMKapaIuK B THEBHOE 1 HOYHOE BpEeMsI CYyTOK.
IIpu3HakoOB BHYTPMKEITYOOYKOBOM OJIOKAABI, KEJIymaou-
KOBOM M HAIXEIyIOYKOBOM aKTHUBHOCTM, Iay3 pPUTMa,
MpeBbIIIAI0IMX Bo3pacTHY0 Hopmy (1300 mc), He 3ape-
ructpupoBano. [Ipu pyuHoM aHanuse nHtepBana Q7 ero
MPONOJEKUTEIbHOCTh cocTaBsuia 380 mc (Q7c 341 mc)
npu muauManbHoit YCC 48 yn/muH. CpemHecyTodHOE
3HaueHne MHTepBasa Q7¢ mpu aBTOMAaTUYECKOM aHaJIM-
3¢ 378 = 7 mc (Hopma QT nipu XM no 480 mc, QTc me-
Hee 450 mc). OcHOBHOII ypoBeHb (DYHKIIMOHMPOBAHUS
CHHYCOBOro y3ina cHikeH. ®OyHKIus pa3bpoca puTMa
B HOpMe. DYHKILIMS KOHLIEHTpAaLKMU — B HOpMe. YPOBEHb
mapacuMMNaTUICCKUX BIUSITHUN Ha PUTM CepIiia HOpMayb-
HBIA. PUTMAHBIN TMPKagHBIM TPO(PUIIL CEPIEUHOTO PUT-
Ma. [To maHHBIM CYTOYHOTO MOHHMTOPMPOBAHMS apTepH-
aJIbHOTO JaBJICHUSI B JHEBHOE BpeMs 3a(MKCHUpPOBaHa Ja-
OMIbHASI CUCTOIMYECKAsI U CTaOWJIbHAS TUACTOIMYecKast
apTepuaabHas TUTIOTEH3UsI, B HOYHOE BpeMsT — JIaOMIbHAS
IUACTOJIMYeCcKasi apTepualibHast TUIoTeH3us. 1o pe3yib-
TataMm o0cJiefOBaHUsI OOLHOM OBIJT OCMOTPEH Kapanoiao-
roMm. [IpoBemreHa KOppeKIrsl KapauoIIpOTEeKTUBHON Tepa-
IMUU; 103a OMCOMPOJIoNa yBeJInmdeHa 1m0 3,125 Mr/cyT.

s olleHKY (PYHKITMM ObIXaHMS IIPOBEICHBI (proyme-
TpUSI — CHVKEHUS (DYHKIIMOHAJIBHOM XN3HEHHOU €MKO-
CTH JIETKUX He 3a(pUKCUPOBAHO, ¥ KAPIMOPECTUPATOPHBII
MOHUTOPUHT — KJIMHUYECKN 3HAYMMBIX HAPYIICHUI TbI-
XaHWS BO CHE He BBISIBIICHO.

B cBsI31 ¢ HEUETKOCTBIO 3BYKOIIPOU3HOILLIEHUSI pede-
HOK OCMOTPEH JIOTOIIeI0M, Bepr(UIIMPOBAHO CUCTEMHOE
HeIIopa3BUTHE PeUM, 3 YPOBEHD, TU3APTPHSI.

C 1enpl0o MOHUTOPUPOBAHUS MOOOYHBIX 3(PPeKTOB
Ha ¢done nmpuéma I'KC olmeHeHO COCTOSIHUE Kelymod-
HO-KMIIIEYHOTO TPAaKTa: BBISIBACHO HapyIICHUE JIUITHI-
HOTO OOMeHAa B BUIE MOBBIIICHUSI YPOBHSI XOJIECTEPHUHA
nmo 5,57 mmonb/n (Hopma 3,1—5,2 MMOJIB/IT), JTUTIOTIPO-
TEeMHOB HM3KO# IIOTHOCTU — 10 4,17 MMoib/1 (HOp-
ma 1,55-3,63 MMoOJb/i1), yJIbTPa3BYKOBbIE IIPU3HAKU
rermaroMerannu. [lo maHHBIM 330(haroracTpomyoaeHO-
CKOMMM — KapTMHA TEePMHUHAJIBLHOTO 330(harura, He-
JIOCTATOYHOCTY HWXHETO TMUIIEBOAHOTO ChUHKTEPA,
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KnuHunuyeckne cnyyan

AnHamunKa ABMratesibHbIX GyHKLUMI NaumneHTa Ha poHe NaToreHeTUYeCKoi Tepanun

Dynamics of the patient’s motor functions against the background of pathogenetic therapy

Wccaenosanue Jlo maToreHeTU4ecKoit
Examination Tepanuu
Prior to pathogenetic
therapy
Tect 6-MUHYTHOM XOIBEOBI
A . 330
Six minutes walking
[lIxana «CeBepHasi 3Be31a»
«North star» Ambulatory 22
Assessment
pacrnpocTpaHEHHOrO TracTpuTa, HAYOACHWUTA, CIOHUTA.

TI'acTtposHTeposioroM BepuduLMpoBaH auarHo3: MOyHK-
LIMOHAJIbHAS JAUCIICNICUsI, CMEILIAaHHBIA BapuaHT (Au-
CKMHETUYECKUI + CUHAPOM 3SIUTracTpaJbHON 001Hn),
HeaJKorojibHasl XWpoBas OoJjie3Hb TnieyeHu. HasHa-
YeHa TracTPOIPOTEKTUBHAS, aHTUPEQIIOKCHAsI, XeJ-
yeroHHasa Teparnus. IIpoBenéH KoHTpodb docdop-
HO-KaJblIUeBOTO OOMEHa: BBISIBJIEHA HOPMOKAJbILIME-
mus 2,4 MMoJIb/J, ypoBeHb BUuTamuHa [ — 59,3 Hr/mia
(B mpenenax HopMmbl). Ilo maHHBIM  KOMITBIOTED-

HOM ToMorpapuun MIO3BOHOYHMKA U3MEHEHUI
HE BBISIBJIECHO, PE3YJbTaTbl NEHCUTOMETPUU C YUYETOM
KOCTHOTO BO3pacTa — B MpeAejax HOPMaJbHBIX 3Ha-

yeuuit (BMD = 0,536 r/cm?;, Z-score = —1,9 (Hopma
I0 —2)). DHIOKPUHOJIOTOM YCTAHOBJIEH AuarHo3: Me-
IUKaMeHTO3HbIt cuHiapoM Muenko—Kymmura. Oxu-
penue 3 creneHu. Jucnunumemus. PexomeHmoBaHO
coOJIIoAeHe HU3KOYTIeBOAHOM nueThl. s npodunak-
THUKM BTOPUYHOIO OCTEOIIOPO3a PEKOMEHAOBAH IIpU-
€M IIperapaToB Kajblius, BUTaMuHa [ B TepameBTUYE-
ckuX no3ax (kanpius mutpat 500 Mr/cyTt, KoJeKalblIM-
depon 2000 ME/cyr, anpda-kambumumon 0,25 Mr/cyr,
OCCEHMH-TUAPOKCUATIATUTHBIN KOMIUIEKC 1660 Mr/cyT).

ManpyuKk OCMOTpEeH JMETOJIOTOM, pa3paboTraHa
cIieliMaJIM3UpOBaHHAs IUeTa Uil CHUDKEHUST MACChI TeJa.

INanuyenTy ¢ HaTUUKMeM Aeaeun 9K30HOB 50—52 B re-
He DM D nipoBe€H KOHCUIUYM C YIaCTUEM CITeIIUATNCTOB
®IAY HMMUII smopoBbs gereit Munsapasa Poccun,
10 pe3yJibTaTaM KOTOPOIO MPHUHSTO pellieHue O Ha3Haue-
HUU He3aperucTpupoBaHHOro B Poccum martoreHeTuue-
CKOro ITpernapara BuiITojJapceHa B go3¢ 80 MI/KT Ha BBe-
JIeHUE I €XEHEAEIbHOIO MJIUTEIBHOIO IMPUMEHEHUS
coBMecTHO ¢ Tepanueii ['KC.

IlatoreHernueckasi Tepalus BWITOJIAPCEHOM ObLIa
WHULIMMPOBaHa B Bo3pacTe 9 jeT 8§ mec. IlepeHOCMMOCTD
nperapaTa yI0BJIeTBOPUTEIbHAsT, UH(GY3MOHHBIX peaKIIMii
HE OTMEYaJIOCh.

JAnHaMUYeCKUil KOHTPOJIb COCTOSTHUSI peOEHKa TIpo-
BOIWJICS ABaXAbl: yepe3 4 Mec u 4yepe3 1 rom 4 mec no-
cJle MHUMLMAIMY NATOTeHETUYECKO Tepanuu, B BO3pac-
te 10 1 11 et coorBeTcTBeHHO. Ha 0OcHOBaHUM TTOTy4YeH-
HbIX TAHHBIX (TAa0JMLA) MOXHO TOBOPUTD O CTAOMIM3ALIUU
MPOrpeCcCUPOBaHUs IBUTaTeIbHBIX HAPYILICHU 1 YJIydllie-
HUU IEPEHOCUMOCTU (PU3MUECKUX HATPY30K.
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Yepes 4 Mec mociie Havaia mpuéma
BUJITOJIApCEHA
Afterfour months from the beginning
of trteatment with Viltolarsen

Yepes 1 rox 4 mec mmociie Hauaia mpuéma
BUJITOJIapCEHA
After one year four months from
the beginning of trteatment with Viltolarsen

344 337

24 23

IIpy KOHTPOIBLHOM O0OCIENOBAaHMM JTaHHBIX DJIEKTPO-
Kapauorpaduu, axokapauorpadguu, CyToUHOro MOHUTO-
pupoBaHus 1o Xonarepy, QJIOyMETpUM, Kapauopecrupa-
TOPHOTO MOHUTOPMHIA OTPULIATEIBHOM TMHAMUKHU HE BbI-
SIBJICHO, KOPPEKILIMS Tepaluy He IPOBOANIIACH.

Ha ¢oHe cuMnTomaTmyeckoil Tepanuu y MajabuuKa
YMEHBILIMUIUCH O0JIM B CIIMHE, MCYE3/IM XKaja00bl Ha TUCKOM-
¢opT 1 6011 B KUBOTE, OTPLLKKY. COXpaHSIOTCS OXUpeE-
HMe 3 CTeNeH!, 1JabopaTOpHbIE MPU3HAKY TUCTUITUIEMUH.

O6cyxaeHune

JaHHBIN KIWHUYECKUI Cydaill MpencTaBiseT BHICO-
KW UHTEpeC BBUAY ONMUCAHUS TPUMEHEHMST HOBOI'O METO-
J1a TAaTOTeHEeTUYECKOM Teparuu MperapaToM BUITOJapce-
HoOM y marmeHTa ¢ M.

Jduarno3d MJIJI mamueHTy ObIT YCTAaHOBJIEH TOJILKO
B 5,5-meTHeM Bo3pacTe NMpW HaIWYUM YK€ pa3sBEPHYTOI
KJIMHUYECKON CUMMOTOMATUKH, HECMOTPSI Ha TO 4YTO Ja-
OopaTopHbIe NMTPU3HAKKU B BUIE CUHAPOMA IIUTOJIM3a ObUTH
BBISIBJIEHBI elle Ha 1-M roay xku3Hu. 'KC 6butn Ha3zHaue-
HBI Cpasy Iocje MOCTAaHOBKM AMarHo3a, OJHAaKO CUMIITO-
MaTUYECKHE METOIbI JICUCHUST MCITOIb30BAIMCH HEAOCTA-
TOYHO: HE MPOBOIMJIACH T'aCTPOIPOTEKTUBHAS Teparius,
He cobJjoaaniach AUeTa, YTo MPUBEIO HE TOJBKO K pa3BU-
TUIO OCJIOXXHEHUM CO CTOPOHBI KEIYIOYHO-KHUIIEYHOIO
TpaKTa, HO M K BhIpaXXeHHOMY OxUpeHM10. M30bITOK Beca
CITOCOOCTBOBAJI OTPAHUYEHUIO TTOABMXXHOCTH, UTO, B CBOIO
oyepenb, IPUBEJIO K el bonee OBLICTPOMY HaboOpy Beca.
Hanmuume oxupeHusi, a Takke HEMOCTOSIHHAsl Tepamus
BUTaMUHOM /I ¥ mpenapaTaMu KajabLUsI MPUBEIU K CHU-
JKEHUI0 KOCTHON TUIOTHOCTU C Pa3BUTHEM OCTECOTICHMHU,
nedopmalii TO3BOHOYHMKA, TTOSIBJICHUIO 00JIeii B CITMHE.
Kpowme Toro, KapanonpoTeKTUBHAsI Tepanusl Oblia Ha3Ha-
YyeHa B 8-JIETHEM BO3pacTe, UTO SIBJISICTCS ITO3MHUM Ha3Ha-
YeHUEM COIIACHO KIIMHUYECKMM PEKOMEHIALIMIM?,

B Hacrosiiee BpeMsi ¢ y4ETOM HaJTUUMST KIIMHUYECKUX
pPEeKOMEHIAIN, TIe 00CYKIEHBI BO3MOXHBIE OCTIOXXKHEHMS
3a00JIeBaHUS M METOMIBI UX MPOGUIAKTUKH, OT IeAUaTPOB,
HEBPOJIOTOB, OPTOIENOB, TacCTPOIHTEPOJIOIrOB, IICHMXUA-
TpOB TpeOyeTcs1 HACTOPOXKEHHOCTh B oTHoweHun MJIJI.

2MunHucTepCTBO 3apaBooxpaHeHmns PO. Mporpeccupyiowas MbllieyHas auc-
Tpodua [oweHHa. Mporpeccrpytowas MbilieyHas anctpodus bekkepa:
KNnnHnyeckne pekomeHpaumm. URL: www.cr.minzdrav.gov.ru/
recomend/773_1
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Ha npumepe maHHOTro mauueHTa YETKO IPOCIIEXUBAETCS
HEOOXONUMOCTb MYJbTUAMCLMILUIMHAPHOTO HAOIIOAEHUS
cneuuaacTaMM Kak B YCJIOBUSIX CTallMOHApa, TaK U Ha aM-
OynaTopHOM ypoBHe. HeoOxonumbl 00yyeHre U aKTUBHOE
nH(pOPMUPOBaHNE POOUTENCH, TMOBBIIICHUE KOMILIACHT-
HOCTH 1 B3aMMOJEUCTBUSI Bpau—MaLIMEHT.

HecmoTpst Ha HEKOTOpbIe HEAOCTATKY BEACHMS MaLv-
€HTa, Ha (poHE TTPOBOIMMOIO KOMILICKCHOTO JICUSHUS BIJI-
tonapceHoM, 'KC u mpenapataMu CHUMITOMATUYECKOM
Tepanuu y NMalyeHTa OTMEYEHbI SIBHAsI CTA0OWUJIM3ALUS CO-
CTOSIHMS Y 3aMeJIEHHE TTPOrpecCUpoBaHus 3a00J1€BaHNS.
B 11 ner, xorna npu ecTeCTBEHHOM T€YeHUU O0JIE3HU Ha-
CTyImaeT HeaMOyJIaTOpHasI CTamusl 3a00JieBaHUSI, MaJIbUM-
Ky YIaJIOCh COXPAaHUTh CBOM IBMraTeIbHbIE HABBIKU, UYTO
OOBEKTUBHO TOATBEPXKIAIOT (DYHKIIMOHAJIBHBIE TECTHI.
CrabunusupoBaiuch GYHKIUUA CEPAECYHO-COCYIUCTOMN
1 ObIXaTeJbHOM cucTeM. ONTMMU3ALMUS CUMIITOMATHIC-
CKOM Tepanuu IO CHUKEHUIO BeCa, YBEJIMYCHUIO KOCTHOU
IUTOTHOCTH, HOPMAaJIM3aIMU PAOOThI KEIyTOTHO-KUIIIET-
HOTO TpakTa JOJIKHA TaKXKe YJIYYIIWMTh COCTOSIHUE Taly-
eHTa. Takum oO6pa3oM, Jaxe Mo3aHee Ha3HAUeHUE TTaTore-
HETUYECKOUN TEpANTMUA UMEET 3HAYMMBIN TTOJIOXUTEIbHBIN
5 dEKT B BUIE CTAOUIN3AlNM COCTOSTHUS peOEHKa.

3aknueHne

Ha npotsikeHun mHorux jet M/ siBasi1ach HEYKJIOH-
HO TIPOTPECCUPYIOLIUM 3a00J€BaHUEM C PAaHHEW WHBAIU-
nu3alueid 1 HebJaronpusTHbIM TPOTHO30M IUISI KU3HU.
IIpencraBneHHbIi HAMM KJIMHUYECKUI Cllydail HarIsimHO
JIEMOHCTPUPYET MPUMEP KOMILIEKCHOTO NMPUMEHEHUS Ma-
TOT€HETUYECKON Tepanuu IPErnapaTtoM BUITOPAICEHOM
n 'KC, koTtopoe 3amMemisgeT TeueHue 3a00IeBaHUS, YIyd-
I1IaeT Ka4eCTBO XXKM3HU U €€ MPOdOJLKUTENbHOCTh. HecMmo-
TPsI Ha TO YTO 3((PEKTUBHOCTH MTATOT€HETUYECKOTO JICUCHUS
MPSIMO KOPPEJIMPYET C BO3PACTOM €ro MHULIMALIMU, Ha3Ha-
YeHMEe Teparuy 1 Ha 00j1ee MO3MHUX CTaausIX 3a00J1eBaHUS
OyneT CcIocoOCTBOBaTh 3aMEIJIEHUIO ITPOrpecCUpOBaHUS
3a0oseBaHus. KpaliHe BaxKHOU nmpeacTaBlisieTcs HEOOXOaM-
MOCTb momysipu3anuy nHbopMmauy o M/ B mmpokux
MEIULMHCKUX Kpyrax Juisl pAHHEW IMarHOCTUKY U CBOEBPE-
MEHHOTO JICYEHHUS ITOTO TSKETOTO 3a001eBaHUSI.
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