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AnHomayusn

Mpbineunas auctpodus J{1omeHHa SBIIseTcs HacAeCTBEHHBIM X-CIleIVIEHHBIM 3a00JIeBaHHEM HEPBHO-MBIIIEYHOH CHCTEMbI U OOBIYHO [TOpaska-
eT UMEHHO MaJIbYUKOB. YacToTa 3a001€Ba€MOCTH COCTABIIAET 1:3500—1:6000 HOBOPOXK/IEHHBIX. AKTYaJIbHOCTh U3yYEHH: TeMbI BbI3BaHA PAHHEN
WHBaJIM/IU3anKeld O0JIbHBIX U BBICOKHM IIPOLIEHTOM JIETAJIbHOCTH: CMEPTh HACTYIAeT, KaK IIPAaBUJIO, K 20 roflaM H3-3a KapAHOPECIIUPATOPHBIX
ocoxkHeHn!. OJTHAKO yCTAHOBJIEHUE IMAarHO3a HA PAHHUX 9TAlax IIPY aKTUBHOM HaOJIIOZIEHUH U a/IEKBATHOM JIEY€HUN MOKET 00ecreduTs 6ia-
TONPUATHBIN UCXO/I.
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Abstract

Duchenne muscular dystrophy is a hereditary X-linked disease of the neuromuscular system and usually affects boys. The incidence is 1:3500—
1:6000 newborns. The relevance of studying the topic is due to the early disability of patients and high mortality: death occurs, as a rule, by the
age of 20 due to cardiorespiratory complications. However, early diagnosis with active monitoring and adequate treatment can provide a favorable

outcome.
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porpeccupyoIas MpledHas aucrpodus JomeHHa
(M/IT) — HacyencTBeHHOE X-CIEIJIEHHOE HEPBHO-
MBbIIIEYHOE 3a00JI€BaHe, BRI3BAHHOE MyTanpei reda DMD,
KOTOpas IPHUBOJUT K OTCYTCTBHIO WJIM HEJOCTATOYHOH
¢ysxknum Genka pucrpoduHa. JJaHHBIM TeH HTPUHUMAET
yJyactue B paboTe CKeJIETHBIX MBIIII], AbIXaTeJIbHON U Ccep-
JIEYHO-COCYZTUCTON CHUCTEMbI, 0becreunBaeT CTabUIBHOCTD
MeMOpaHbI MBIIIIEYHBIX BOJIOKOH BO BPEMS UX COKPAIIeHHUH,
a TaKKe ABJIAETCA aMOPTU3aTOPOM, YTO BO3BpAIIIAET MBIIII-
IIbI B KCXO/THOE COCTOSIHUE II0CJIe UX COKpalenus. IIpu pas-
BUTUHU 3TOr0 3a00JIEBaHUA IPOHCXOJUT 3aMeIleHHEe MbI-
IIEYHBIX BOJIOKOH JKUPOBOH 1 GUOPO3HOU TKAHbIO [1].
M/IJI KIMHUYEeCKU NPOABJIAeTCA He cpasy. Tak, CUMIITO-
MOKOMILJIEKC «BsJIOrO peGeHKa» Ha IIEPBOM TOAY JKHU3HH
MOTYT UMETb JIUIIb 10% nanueHToB ¢ M1/, y 30% BO3MOXK-
HbI HApPYIIEHUA B HEPBHO-IICUXUYECKOM Pa3BUTHH. Y UUTHI-
Bas CJIOKHOCTH ITOCTAHOBKH JINarHO3a B paHHEM BO3pacre,
Ba)KEH TIIATEJIbHBIA cOOp aHaMHe3a. Hanuuue B cembe
POJICTBEHHUKOB MY>KCKOTO II0JIa C HEPBHO-MBIIIIEYHOH I1a-
TOJIOTHEH, KEHIUH-HOCUTEIbHUI] [1aTOJIOTHYECKOro reHa
DMD, kap/iIHOMHUOIIATUH T10 KEHCKOH JTUHUU, OECCUMITTOM-
HO€ IOBBIIIEHNE AKTHBHOCTU aJJAHWHAMUHOTpaHCQEpPasbl
(AJIT), acnapraramunaotpaHcdepassl (ACT), kpeatnHdoc-
¢doxunaszer (KOK) B CBIBOPOTKE KPOBH CPa3y IIOCJIE POKIIE-
HUA ABJIAIOTCA OCHOBAHWEM JUIA HCKJIIOYEHHS JUArHo3a
M/JI y pebenka [2].
[lepBBle CUMITOMBI B BUZIE 33JIEPKKH PEUEBOTO K MOTOP-
HOTO Pa3BUTHUA y JieTel ¢ Muoauctpoduel /JromenHa yamie

MOABJIAIOTCA B Bo3pacre 2—3 JieT. OgHako GOJIBIINHCTBY
JINaTHO3 CTaBUTCS II0CJIE OTHOCUTEILHOTO MOTOPHOTO 0J1a-
romostyuus [1].

PanHAa amOynaTopHas crajus pasBUTHA 3200J1€BaHUA
OTMeYaeTcs B BO3pacTe OT 3 10 5 JIeT, KOIZja BOSHUKAIOT Xa-
pakKTepHbIe IPU3HAKY JIIg MUoAMcTpodun JloneHHa: Ha-
pacraronias MpIlievyHas caabocTh B IPOKCUMAJIBHBIX OT/Ie-
JIax PYK ¥ HOT, ObICTpasi yTOMJISIEMOCTD, HEYKJIIOXKECTb, 1a-
JIeHHS, CHIDKEHHE TOJIEDAHTHOCTH K Harpyskam. Ilo-
SIBJIAIOTCA 0COOEHHOCTH IIPH IIOJbeME U3 ITOJIOKEHUS CU/IA
WJIA Ha KOPTOYKAX, TaK Ha3bIBAEMBIU «II0/TbEM JIECEHKOM »
(mpuem I'oBepca), mpu xoabpbe — «yTHHAA ITOXO/IKA», CHJIb-
HOe pa3MaxHBaHHe PyKaMH, a TaKKe XOXKIEeHHe Ha IOAY-
Ieykax nasusies Hor [3]. [Ipu o6beKTHBHOM OCMOTpE y Ta-
KHX JIeTeld BBIABJIAIOTCHA «KPBUIOBUHBIE JIONATKU», IICEB-
JIOTUTIEPTPOMUA MBIIII TOJIeHEeH, THIIePJIOP/I03 MOACHUY-
HOTO OT/ieJIa ITO3BOHOYHHUKA, CHIKEHHE TOHYCa MBI U
CYXOXKIJIBHBIX pediekcoB. B 3ToM mepuozie BO3MOXKHO 00-
HapY»KHUTh KapJUOMHOIIATHIO B BU/I€ CUCTOJINYECKOH MHUO-
Kap/UaJIbHON AUCHYHKINN, HECMOTPS Ha (PAKIUIO BbI-
Opoca JIEBOTO JKeJIyI0uKa MeHee 55% — pasMep JIEBOTO JKe-
Jynouka ysesndeH He Oyzer [1]. Eciau y peGenka umerorcs
JII00blEe MOTOPHBIE CHMIITOMBI, XapaKTEPHBIE JJIs MBIIIeY-
HOH €y1a00CTH, HO OTCYTCTBYeT XapaKTepPHBIH (eHOTHII
(mceBmorumepTpodusA MBIIIL, B TOM YHCJIEe MBIIIL TOJe-
Heli), HeoOX0/IUMO PEKOMEH/IOBATH MPOBE/IEHHE HCCIIE/I0-
BaHuA ypoBHA K®K B kpoBu [4]. Ha siekTpokapauorpa-
¢un MoryT orMevaTbes TaXUKap/AWsd, yBeJUYeHHe HHTEp-
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Bata PQ, IpU3HAKY MTOBBIIIEHNS 3JIEKTPHYECKON aKTHBHO-
CTH IIpaBOro kesyznouka [1]. Ilpu syekTpoHelipoMuorpa-
¢uu (QHMT) BBIABIISIOTCS CHUKEHUE aMIUTUTY/IbI IOTEH-
[IMaJIOB IIPH JIOCTaTOYHOH UX YAaCTOTe, a TAK)Ke YKOPOUeHUe
u nonuda3HpIi XapakTep MOTeHIHAIOB JIeHCTBUA JIBUTA-
TEJIbHBIX eIuHHUIL [5].

Ha nosgHel am0ys1aTOPHOH CTauy MbIIIeYHas ¢1aboCTh
Iporpeccupyer, xoip0a elne Gosblile 3aTpyLHAETCS, YBe-
JIMYUBAETCS TUIIEPIIOP/I03 IOACHUYHOTO OT/esIa T03BOHOY-
HUKa, GOPMHUPYIOTCA KOHTPAKTYpPHI (OZHH U3 IEPBBIX —
KOHTDPAKTYphI F'OJIEHOCTOITHBIX CyCTaBoB). B Bospacre 6—9
JIeT yke B 18% ciydaeB BBIABIAETCA KAapIAUOMHOIATHA B
BU/IE€ CHICTOJINUECKON MUOKapAUAIbHOU auchyHKIuH [1].

PaHHAA HeaMOyJslaTOpHasA CTaJHA TOBOPUT O IIPOIPECCH-
poBaHuu Muoaucrpodun /lomeHHAa U XapaKTepU3yeTcs
yTpaToi CIOCOOHOCTH CAMOCTOSITEJIBHO IIE€PEJIBUIaThCsA
(yrpaTa GYHKIMHM HUKHUX KOHEYHOCTEH) C BO3MOXKHOCTBIO
coxpaHeHUs (QYHKIHMH BepXHUX KOHe4dHocTed. dopmu-
pyloTcs crubaTesbHble KOHTPAKTYPBI y2Ke KOJIEeHHBIX, Ta30-
OeZpEHHBIX U JIOKTEBBIX CYCTaBOB, S-0Opa3HBIN CKOJIHO3,
Ha4daJIbHOE Pa3BUTHE CEP/IeYHON U JIETOYHOU HeJI0CTaTOU-
HocTH [1].

Ha nmosgHeit HeamMOy1aTOPHOH cTafuu QyHKIUA BEPXHUX
KOHEYHOCTEH yTpauMBaeTcs, HApACTaeT cepieyvHas W Jie-
royHas He/I0CTaTOYHOCTh, (POPMUPYIOTCA JIUIaTallHOHHAA
Kap/iIOMHOIIATHsA, HapylleHHe PUTMa U NPOBOJUMOCTH
BesiezictBue (ubposa ceparna [1]. OTmevaercst HMOsIBIeHUE
BBIPAYKEHHOHN TaXWKap/IUM, OTEKOB, AMCIIHO3. BO3MOXKHO
pa3BUTHE aCIHTA, AHACAPKU BCJIEJICTBHE KPUTHYECKOTO
cHmKeHUst dpakiuu Beiopoca (<35%) u dubposa JieBoro
JKeJlyZlouKka. B kauecTBe OCJI0’KHEHMH BO3MOXKHBI fucda-
I'UA U KOHTPAKTypa HIDKHEH YeJTIOCTH.

B xauecTBe nmpuMepa pacCMOTPUM KJIMHUYECKUN CiIydai
M/I/T, oOyCJIOBJIEHHOM OyIUTHKAIlMed 5K30HOB 1—2 TeHa
nucrpoduna DMD, y pebeHKa 10 JieT, CDAaBHUB IIPOBOJU-
MBle JIeueOHO-ITUarHOCTUIECKIE MEPOIIPUATHSA C KJIIMHUYE-
CKUMU PEKOMEHTAINAMU.

KnuHunueckuin cnyyan

3 aHamMHe3a JKM3HU U3BECTHO, UTO PEOEHOK OT BTOPOWM
HOPMAaJIbHO TPOTEKaBIllell GepeMeHHOCTH, BTOPHIX CPOU-
HBIX PO/IOB. MacCOBO-POCTOBbIE TIOKA3ATENN IPHU POK/IEe-
HUH B IpeJielaX CPeAHUX 3HaueHui. B mporiiecce pocra u
pa3BUTHS MaJIbUMKa OTMEUYAJINCh J[BUTATeJIbHAS HEJIOB-
KOCTb, YTOMJISIEMOCTh TIpH (DUBMUECKUX HArpy3Kax, TPy/i-
HOCTU TIPU TIOJ/beMe U CIIyCKe II0 JIECTHHUIlE, 3a/IeP’KKU
PEYEBOr0 Pa3BUTHS.

B Bo3pacre 7 jieT y pebeHKa BIEPBble ObLIM BBISIBJIEHBI
W3MeHeHUs] B OMOXMMHUYECKOM aHaJIM3e KPOBU: IMOBBIIIIE-
uue yposusi AJIT o 437 en/n, ACT 10 906 ex/i, nakraT/e-
ruzaporenassl (JIAT) mo 1678,3 en/n, KOK no 3266 en/s.
YuuThIBas 5TH JaHHbIE, MAJIbLUYUK HAXOAWJICA Ha CTAI[O-
HapHOM JiedeHuHU B Kypckoi 061acTHOH JeTCKON KINHUYe-
CKOU GOJIBHUIIE, T/IE IO PE3YJIbTaTaM JIOMIOJIHUTEBHOTO 00-
cyle/IoBaHus OBbLI TOCTaBJIeH JuarHo3: «l'ematutr HeyToY-
HEHHOM 5THOJIOTUH BBICOKOH CTEIIEHH aKTUBHOCTH. Muo-
MMaTUYeCKUH CUHAPOM HEyTOUHEHHBIN. 3a/iepKKa pedeBo-
ro pa3BuTHUA. JIOTOHEBPO3».

Ha ¢one nH(}Y3MOHHOH 1 renaTopOTEKTUBHOU Tepanuu
cumkensl nokasarenn ACT 1o 506 exn/n, AJIT mno 272 ex/n,
JIAT mo 1237,0 en/n. Ypoenb KOK yBenuumics 1o 6891
en/n.

YuuTeIBasA UMeEIOIIecss MOTOPHBIE HAPYIIIEHNUs], a TaKXKe
U3MeHEeHNs B OMOXMMHYECKOM aHAJIN3€ KPOBU, PeOEHOK
OBLI HAMpaBJIEH HA 00CJIeIOBAHYE U JIEYEHUE B OT/eIeHHE
MEJUIIMHCKON TeHEeTUKH POCCHIICKOT0 HAIIMOHAIBHOI'O HC-
CJIeZIOBATEIbCKOTO MEJUIIMHCKOTO YHHUBEDPCHUTETa WM.
H.U. ITuporosa, ryie 6bLT ycTaHOBJIEH IUArHO3: «/lereHepa-
THBHOe 3a00JieBaHHe HEPBHOH cucreMbl. Muoauctpodus
JromenHa, 00ycyIOBJIeHHASA JyIUTMKAIIUEN H9K30HOB 1—2 Te-
Ha guctpoduna DMD. HuxHull BsIblid napamnapes. /Ius-
aprpusa. Muokapaunoaucrpodus. /IuchyHKINA CHHYCOBOTO
yais1a. HapyieHus akkoMoZialium».

ITo BO3BpalleHNH IOMOY IUIAHOBO HAbJII0/1aJICA Y HEBPO-
siora B Kypckoii 06s1acTHO ieTcKoi 60bHUIE N22.

JlanHble ocMoTpa. MajbuuKk B CO3HAHUU, KOHTAKTEH.
MeHuHTeasnbHBIE 3HAKU OTpUIIaTeIbHbIE. ['010Ba IpaBUIb-
HOU (HOpMBIL. [IBMKEeHU IVIa3HBIX 00K B IOJTHOM 00beMe.
Hocory6Hble CKIaIKH CHMMeTpHYHBIE. fI3BIK IO cpenHen
JUINHe, IJIOTaHUe He HapylieHo. ['o1oc 3BOHKUH, CIIyX U Be-
crubysiApHble GYHKIUY He HapyleHbl. YyBCTBUTEIBHOCTD
coxpaHeHa. MBIIIEYHBIA TOHYC HECKOJIBKO CHIKEH C BEPX-
HUX KOHEYHOCTEH, B HOrax JgucroHnueH, s=d. Heckosbko
3aTPY/IHEHO /IBM)KEHUE B TOJIEHOCTOITHBIX CcycTaBax. Mer-
Kasg MOTopuKa HapymreHa. CyxoKwibHbIe pedJIeKCchl CHU-
JKEHBI C PyK U HOT, s=d. BpromHblie pedJieKkchl 0XKUBJIEHBI.
KoopauHaTopHble Tpo0ObI BBIIIOJIHAET YeTKO. B mo3e Pom-
Gepra ycroituuB. IToxoska He u3MeHeHa. HepBHO-TICHXHYe-
CKOe pa3BUTHE II0 BO3pAcTy. Peub: HEKOTOpbIE 3BYKU HeE
IIPOU3HOCHUT, OTMEUAETCs 3auKaHHe.

B xozme nuHaMu4eckoro HabJIIO/IEHUsA OTMEYasoch IIPO-
rpeccupoBaHue 00JIe3HU, TOSABIJINCH KaJI00bI HA HapyIe-
HUe€ IOXOJKH, OBICTPYIO yTOMJIIEMOCTD, 3aTPYAHEHHE IIPU
II0/TbeMe I10 JIECTHHUIIE, HapylleHne peun. OTMedasics HUuxX-
HUY BAJIBIH Iapes, 1u3apTpus. PebeHok npuHuMa nedoa-
3aKOPT, Ha (OHE KOTOPOTO BBIABJIANACH ITOJIOKUTEIbHAS
JINHAMUKA B BUJIE CHIDKEHUS IPOTPECCHPOBAHUS JIBUTA-
TEJIbHBIX HAPYIIIEHUH.

Pa3 B mosnrosa MaJbYuK IPOXO/IMJI IJIAHOBOE JIeYeHNE B
HeBposiornueckom otaenennn Kypcekon OJJKB. B xoze roc-
MIATAJIN3ANNY [T0JIyYeHHbIE JAHHBIE [TO/ITBEP/AIIIN TeYeHIe
panee mocrasiieHHOTO JuarHo3a: AJIT 252 exn/n, ACT 571
€71/J1, KpeaTUHUH 94,1 MKMOJIb/JI, 00muii Oesiok 62,7 1/,
K®K 5141 exn/, JIAT 823,8 ex/n, Mmarauii 0,77 MMOJIb/ 1.

AnexTpokapanorpadua: CHUHYCOBBIM PUTM C YacTOTOH
72 yA/MHH, HOPMaJIbHOE IOJIOKEHUE 3JIEKTPUYECKOH ocH
cepana. Hemosnas 6s10kaza MpaBoil HOXKKH Iydka ['mca.
Oxokapauorpadusa: opraHudeckue, (QyHKIMOHAIbHBIE U
reMoOZI[HAaMHUYeCKye [TapaMeTpsl B HOpMe. YJIbTPa3ByKOBOE
HCCIIeIoBaHUe renaToOMIHapHON cUCTeMbI: 6e3 IaToJIOT -
yeckux naMeHeHnd. OHMI' BepXHUX U HIUKHUX KOHEYHO-
creil: mpu crumynAanuoHHod DHMI' 3aperumcrpupoBaHO
cHIKeHre M-0TBeTa JIOKTEBBIX HEPBOB C /IBYX CTOPOH.

B mporecce rocnuTasmM3anyuyl MaIbUMK IIOJIydasl Tepa-
U0 TUTO(IABUHOM, L-KapHUTHHOM, IIpenapaTamMy Mar-
HuA. Ha ¢oHe nmpoBogHMOro jiedeHus: OTMedasnach M0JIo-
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JKUTEIbHAS JUHAMUKA C YIyqIIeHHEM OOILEro COCTOSHIUA.
JlonosHuTEeIbHO peOeHOK ObLI KOHCYJIBTHPOBAH JIOTOIIE-
JIOM W MEJUIIMHCKUM IICHXOJIOTOM. BBIABJIEHBI: Hasnune
00I11ero HeJIOPA3BUTHS PEYH TPETHETO YPOBHSA, TUCIAIINA,
poranusM, Hec(hOPMUPOBAHHOCTh KUHETHYECKOTO U KUHe-
CTETUUYECKOTO IIPAKCHCa, CHM)KEHHE KOHIEHTPAIuHu WU
YCTOMYMBOCTH BHUMAHUS, IOBBIIIIEHHBIH YPOBEHD TPEBOK-
HOCTH.

YVuuTeiBasg BBIIIEyKa3aHHbIE OCOOEHHOCTH, OBLIU JIAHBI
pPeKOMeH/AIIN:

e BrimosHeHWe WTp W yNpakHEHUH, aKTUBHO 3ajiei-
CTBYIOIIMX MEJIKYI0 MOTOPUKY PYK.

 PaboTa c ncuxosiorom, HarpasjieHHasA Ha GOPMHUPOBA-
HUe a/IeKBaTHON CaMOOIIEHKH, paboTa ¢ BBICOKUM YPOBHEM
TPEBOKHOCTH, PaboTa ¢ HMOIMAMHY, MBICJIIMHU, YyBCTBAMH,
dbopMupoBaHUe aJalTHBHBIX CIIOCOOOB COBJIAJIAHUA U 00-
yJeHHe MeTOo/laM CaMOIIOMOIIY B CTPECCOBBIX CUTYAIIHUAX.

e 3aHATHS C JIOTOIIEIOM.

e AMOyJIaTOPHO IpHEM HIIHJIAKPUHA, IIPENapaToB Mar-
Husf, L-KapHUTHHA.

» HaGJroieHue y OKyJIMCTa, HEBPOJIOTa, IIeANATPa, OPTO-
T1e7ja 10 MECTY »KUTEJIbCTBA.

Omnupasch Ha ONHCAHUE KJIMHUYECKOTO CJIydas U IIPO-
QHAJIU3UPOBAB IIPOBOJIMIMBIE JI€UEOHO-IUATHOCTHIECKHE
MEPOIPHUATHUSA C OLIOPOU HA KJIMHUYECKHE PEKOMEH/IAIINH,
MOKHO OTMETHUTH, YTO JHATHOCTHYECKUE IIPOLEAYPHI pe-
OeHKy OBLIM IPOBEJEHBl IIPAKTHYECKU B IIOJIHOH Mepe.
Crourt 106aBUTb, 4TO 1IpH ypoBHEe KOK>2000 e11/1 HEOOXO-
MBI OMOIICHS MBIIII, a TaKKe MarHUTHO-PE30HAHCHAsA
ToMorpadus roJIOBHOTO MO3Ta U MBI,

Taxke COIVIACHO KJIMHUYECKUM PEKOMEHJIAIUAM IIperia-
paToM NepBOU JIMHUU /IS IeTeH C 2 JIET IIPU JIeYeHUN MHO-
ZUCTPO( UM ABJIAETCA aTaTypeH, a B JAHHOM CJIy4Yae ero He
[IPUMEHSIIH.

Taxum o6pazom, paccMaTpuBas MHOAUCTPODUIO KaK IIPO-
rpeccupylolee 3a60yieBaHIe, BAYKHO IIPU HOABJIEHUU IIE€P-
BBIX COMHHTEJIHBIX CHMIITOMOB Y peOeHKa BOBPEMS IIPOBO-
JIUTHh PEKOMEH/IOBAaHHBIE IUATHOCTHYECKIE U JIedeOHbIe Me-
porpusATHs, YTOObl N30€XKATh OCJIOXKHEHHH, B TOM YHCIIE
KapAHOPECIIHNPATOPHBIX, a TAKIKE JIETAJIBHOTO UCXO/1A.
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