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Pe3rome. Ilporpeccupyromas wmbimeunas auctpodusi JlomeHHa-bekkepa — HacleICTBEHHOE,
CIIETJICHHOE C X-XpOMOCOMOH peleccuBHOe 3aboiieBaHHME, BBI3BAHHOE MyTaluell B TeHe Oerka
muctpoduHa. [Iporpeccupyromiee TedeHre OBICTPO MPUBOAUT K WHBAIHMIW3ALWUA U paHHEW cMmeptu. B
MCCIICIOBAHUY OIMCAHBl KIIMHUYECKHE MPOsBICHUS 3a00J€BaHNS C aKIICHTOM Ha HapyIICHHs CepleuHO-
COCYIMCTOM U JbIXaTeJIbHONU CUCTEM.

KarwueBble cjioBa: mporpeccupyiomias Mblimednas auctpodus [lromenna-bekkepa, cepaeuno-
COCYAMCTasi CUCTEMA, JAbIXaTeIbHas CUCTEMA, JICTH.

Resume. Duchenne-Becker progressive muscular dystrophy is an inherited, X-linked recessive
disease caused by a mutation in the dystrophin protein gene. Due to progressive course the disease
quickly leads to disability and early death. Most frequently seen manifestations are described with
emphasis on the disorders of the cardiovascular and respiratory systems.

Keywords: progressive Duchenne-Becker muscular dystrophy, the cardiovascular system,
respiratory system, children.

AkTyanabHOCcTh. [Iporpeccupyromas mbimeunas guctpodus (IIMJI) romenna-
bekkepa — HaciaeACTBEHHOE, CIEIJIEHHOE C X-XpOMOCOMOHM pelecCUBHOE 3a00JieBaHUE,
BbI3BAHHOE MYyTallued B TeHe Oelika aAucTpoduHa. Bricokas pacnpoCcTpaHEHHOCTh
(Bapsupyetr ot 1:3000 mo 1:5000 >xMBOPOXAEHHBIX MaJIBIUKOB) U MPOrPECCUPYIOIIEE
Te4eHUue OBICTPO MNPUBOAAT K HWHBAIMAM3ALMM M pPaHHEH CMEPTU OT XPOHUUYECKOU
CEpACUHON U JBIXaTEIbHON HEJOCTATOYHOCTH, TO3TOMY aKTyaJbHOU MPOOJIEMOU SBISETCS
paHHSIS AMArHOCTUKA U MPOJAJICHUE KU3HU JIeTel ¢ JaHHOW MaToJIOTHE.

Heab: oxapakTepu3oBaTh KapIuO-peCIUPATOPHBIE MPOSIBICHUS MPOTPECCUPYIONIEH
MbllieuHon nquctpodun Jromenna-bekkepa y geteit.

3agaun:

1. Ilpoananu3upoBaTh JaHHBIE KJIMHUKO-IA0OPAaTOPHBIX W HWHCTPYMEHTAJIbHBIX
HCCIIEIOBAaHU C YUE€TOM BO3pacra.

2. PaccMoTpeTh HapylIEeHUs CO CTOPOHBI CEPACUHO-COCYUCTON CUCTEMBI.

3. BeisiBUTH pecnuparopHblie nposisieHus [IM/].
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4. OueHUTh B3aUMOCBA3b MEXY JaHHBIMHU HAPYLICHUSAMMU.

Marepuanbl M MeToabl. B pETPOCNEKTHBHOE MCCIECIOBAHUE BKIOYEHO 89
ManpuukoB ¢ [IMJI, wnaOmiomaBmmxcst B PecnyOnMKaHCKOM KJIMHUYECKOM IIEHTPE
NaJUTMaTUBHOW MeauuuHcko momomu getsMm ¢ 2020 mo 2024 rr. IIpoBeneH ananus
MEIHMIMHCKAX KapT CTAalMOHAPHOIO TMAIMEHTa W KOHCYJIbTATUBHBIX 3aKIFOUCHUU
aMOyJnaTOpHBIX MaleHToB. Bo3pacT aeteil Ha MOMEHT Haubojee MO3JHEro oOpalieHus
BapbupoBall oT 6 Mec g0 17 mer 11 mec. Cpenu oOcneayemMbiX neTel HaOIonanoch 3
pebeHka ¢ kimmHuueckoi hopmoii bekkepa u 86 ¢ kimuHudeckoi popmoii JlroreHHa.

Pesyabrarel m ux oOcyxkaedue. B Tabmune 1 mnpuBenensl  Hambonee
pacnpoCTpaHEHHbIE HAPYLIEHUSI CO CTOPOHBI CEPAEUYHO-COCYAUCTON cuctembl y aerer ¢ [IM/]] ¢
YYETOM BO3pacTa.

Taon. 1. Hapymenus, BeIIBICHHbIE Ha 3JIeKTpoKapanorpadun

CunycoBas
TaxUKapaus

HN3menenus Namenennd B [DK 0 0 0 1 3

B

MuoOKapIe Nzmenenns 8 JDK 0 0 0 1 2
H3menenus B o0onx 0 0 0 7 2
KEITYTOIKAX
CA Onokana n/uimm 0 0 0 3 0
AB 0Onokana
HwuskoBonstHAg DKI 0 0 0 0 2
Murpanus BoguTens 0 0 0 3 2
puTMa

Kak BumHO u3 Tabnuipl, W3MeHEHUsS Ha anekrpokapauorpaduu (IKI') Bmepsbie
PETUCTPUPOBAITNUCH B TpyIne 3-7 JeT (HauyuHas ¢ S5-JIETHETO BO3pacTa), YTO COBMHAJAET C
Bo3pactoM MaHu(ecTtanuu 3aboneBanusa. C 7-12 ner BwIsABIseTCS 0OJbllle HApYUICHUM,
Cpeau KOTOPBIX MPEBAIUPYET CUHYCOBAasl TaxuKapaus, orMedeHHas y 45,1% nanueHToB.
Bo3pacT manueHToB ¢ Taxukapjauen ObLIT IOCTOBEPHO BBIIIE, YEM IMPU €€ OTCYTCTBHH, B
cpenneM coctaBuB 11,9 et u 9,84, COOTBETCTBEHHO.

Crnenytoluye MO 4YacTOTE€ BCTPEUAEMOCTH — H3MEHEHUS MHUOKapJa KETyHO0YKOB
(22,5%). Ilpu [IM/1, Hapsy ¢ HEMOCPEACTBEHHO AUCTPOPHUEH MUOKAPIUOIIUTOB B CBS3U C
OCHOBHBIM 3a00JIEBaHMEM, HA pPa3BUTUE MOPAXXEHUS CepiAlla BIUSIOT pPECHUpATOPHBIC
HapyIICHUsI, YTO MOXKET OOBSCHUTH M30JIMPOBAHHOE HAPYILIEHHE B MHUOKApJE IMPaBOro
xemynouka [1].

Hapymienuss B Muokapjie *einyaodkoB HaOmwonanuch y 22,5% nereil, u3 HUX B
npaBoM y 5,6%, B ieBoM y 4,2%, B 06oux — 12,7%.
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CunycoBas Taxukapaus He Bceraa pukcuponanack Ha DKI, oqHako BBISBISIIACH 110
JAHHBIM XOJNTepoBCKOoro MouutopupoBanus (XM) OKI: y 92% oOcnenyembix nerei
OTMEUAJIUCh ANU30[bl Taxukapauu 1o XM. Pe3ynbrarbl IIUTEIRHOCTH CHUHYCOBOU
taxukapauu MeHee 10% nepuoma MoHuTOpHupoBaHus onucanbl y 48% nereit, 10-25% —
34%, 26-50% y 14%, cBbimre 50% — 2 yenoBex.

KitoueBbIM MpoOsIBIIEHHEM KIUHHYECKOTO ¢eHoTurna muomguctpodbuu [lromeHHa
(MIJI) siBnsieTcst nuiiaTalliOHHAsT KapAHMOMUOIIATHSI, TPOTEeKaroIIas Ha (JOHE TeHETUYECKU
JNETEPMUHUPOBAHHOTO TMOPAKEHUsI KApJUOMHUOIIUTOB, MPUBOMSAIIETO K OTCYTCTBUIO WIIU
neuuty CTpykTypHOoro Oenka [2]. B nmaHHOM wucclienoBaHUM OBLIO PACcCMOTPEHO
BBISIBIICHUE KapAMOMHONATHI B pa3HbIX BO3PACTHBIX Ipynmnax (puc.l).

BnepBeie wu3MeHeHHS €O CTOpPOHBI cepauna peructpupoBanuch Ha OKI ¢
TPEXJIETHETO BO3pacTa, B JajbHEHIlIeM HapylIeHUsl HapacTajlu U MPUBOAMIM C BO3pacTa 5
JIET K IMarHO3y KapAUOMHUOIATHH.

[lo HamMM JaHHBIM, BBISIBIEHHE HAUOOJNBIIETO KOJUYECTBA KapJUOMHUONATHI
HaOIoan0Cch B BO3pacTHOU rpynne 12-17 ner.

OpxHoil U3 NPUYMH BOSHUKHOBEHUS MPOIAOUPOBAHUS KIIAIIAHOB SIBISIETCS AUJIaTallHs
Kamep cepAua, ¢ pa3BUTHUEM PETrypruTaluy B IMOCIEayromeM, 4To otMmedanoch y 80%
00CJIeTIOBaHHBIX JeTel ¢ 4X JIETHETO BO3pacTa.

35
30

25

H Beero nanMeHToB B 2()
BO3PACTHOM IpyIine
E Kapanomuonats 15

10 19 19

4

1o 1 roma 1 -3 rona 3 -7 ner 7-12ner 12 -17 ner
n=2 n=4 n=16 n=35 n=31

Puc. 1 — Pacnipenenenue kapauoMuoNaTuii o BO3PACTHBIM Ipynam

[Ipu omeHke ypOBHSI apTEpHAIbHOIO MABJICHUS OKa3ajJoCh, YTO TOJNBKO y 9,6%
MalKMeHTOB ObUla HOPMOTEH3Us. Y OOJBIIMHCTBA MalbuukoB (86,5%) mo JaHHBIM
CyTOYHOTO  MOHUTOpHMHTa aprtepuanbHoro mgasieHuss (CMAJ]) 3aduxcupoBaHna
aprepuasibHasi runoteH3us (puc. 2). OCHOBHBIMM MpUYMHAMU CHUXeHus AJl B rpymnme
nanueHToB ¢ [IM]] cuuTalOT CHUCTONMYECKYIO ITUCPYHKIMIO MHOKap/a BCIEACTBUE
OCHOBHOTO 3a00JIeBaHUs, OJHAKO, BEPOSITHO, YCYTyOJATh THUINOTEH3MIO TaKKE MOXKET
IJIaHOBas TepanusT MHTHOMTOpaMHM aHTMOTEH3WHIIpeBpainawmero ¢epMmenra u Oera-
aapeHoOIokaTopaMu. JlaHHbIE TPYNIIBI MPEMapaToB HA3HAYAIOTCS MPHU MEPBBIX MPU3HAKAX
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MOPaXXeHUsI CEPACUHO-COCYIUCTON CHUCTEMBI JIsi CHI)KEHHUSI Harpy3ku Ha MHOKapHa Hu
3aMEJJICHUS MPOTPECCUPOBAHUSA CEPJICUHON HeA0CTaTouyHOCTH [3]. Bo3pacT manueHToB ¢
TUIoTeH3uen BappupoBan ot 5,1 mo 17,11 netr u B cpeanem coctaBua 11,09 ner (12,05 +
3,54) netr. AprepualnibHasi TUIEPTEH3USl BBISBISJIACH PEAKO (IMArHOCTHPOBAHA Y JIBOUX
MaJIbiUKOB) U B IaJIbHEHIIIEM KyIIUPOBaJIaCh aHTUTUIIEPTEH3UBHOM Tepanueil.

35
B Cucronnyeckas U
30 JIHACTONIHYECKAst
TUITOTCH3 U

25 O UzomupoBaHHas

CHCTOIIPI‘{CCKaSl/ﬂHaCTOJI
NYCCKasi TUHIOTCH3US

20

B Hopmorensus

B 1301upoBaHHast
CHCTOJINYECKAs/INaCTOI
HYeCKast THIICPTEH3US

0

Puc. 2 — Pe3ynprarsl CyTOYHOIO MOHUTOPUHIA apTEPUAIIBHOTO J1ABICHMUS

Jns oneHku (YHKIMU JbIXaTE€IbHOM CHCTEMBI HCIOJIB30BAJIUCh KIMHUYECKUE
JAHHBIE, PE3yAbTaThl MUK(IOYMETPUU U CIUPOMETPHUHU.

[Ipu mpoBeneHUN NMUKPIOYMETPUHM OKa3ajaoCh, YTO TOJIbKO y 17% manmueHToB u3
ob0cnenoBanubix IlukoBas OObemHass Cxopocth Bbigoxa (IIOCB) coorBercTBOBaNa
BO3PACTHBIM M POCTOBBIM HOPMaTHBaM.

[Ipu onpenenenun QyHkuu BHemHero nabixanus (®BJI) npu cnupomerpuu
OTKJIOHEHUs1 ObuIM OOHapyxeHbl y 32/58 (55%) obOcnenoBaHHbIX neTeld. BhisBiIeHHBIE
HapyIlIeHUs] MPEUMYIIECTBEHHO BKItouanu cHuxeHne @B/l mo cmemanHomy Tumy (puc.
4). Ilpu comnocTaBiI€HUU KIWHUKO-UHCTPYMEHTAJIBHBIX JIaHHBIX OTMEUYEHO COYETaHUe
YMEpPEHHbIX U Tspkenblx HapymieHud OB/l mo cMmemianHoMy THUIY ¢ U3MEHEHUSIMH B
MHOKapE MPABOT0 KEIYI04YKa, KaK IPAaBWIIO y AETEW CTapUIeld BO3PACTHOU IPYIIIIHIL.

B OBJ/] ne napyumena

® Hapyuienne o
PECTPUKTHBHOMY THILY
Hapymenne o
00CTPYKTHBHOMY THITY

® CMenraHHble HapyIICHHs

Puc. 3 — Hapyienusi, BbIsIBICHHBIE HA CIUPOMETPUU
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Takum 00pa3oMm, B BO3pacTHOM acrekTte y nanuentoB ¢ [IMJ] npu uccnegoBanuu
O®OBJl cHauana NOSBISAIOTCS OOCTPYKTHUBHBIE HApylIeHUs (PETUCTPUPYIOTCS B BHUIE
caumkenuss [IOCB), B nanpHeilieM NOPUCOSAUHSIOTCS PECTPUKTUBHBIE, NPUBOAS K
cMmemanHbiM u3MeHeHussMm ®BJl y nereit crapmero Bo3pacta. [lapannensHo Hapacraer
YacTOTa BBISBICHUSA apTEPUAIIBHOM THUIIOTEH3WM W CHUHYCOBOM TaXWKapAuW, OTpaKkas
MPOrPECCUPOBAHUE CEPIEUYHON HETOCTATOUHOCTH.

PucyHok 4 HarmsigHO AEMOHCTPUPYET H3MEHEHUS, HAONIOAaBIIMECS B Kapauo-
peCIMpaTOpHON CUCTEME, HAPACTAIOIIUE C BO3PACTOM IMAIIUEHTOB.

120 IMuxdnoymerpus Hopma

B [TuxdruoymeTpust HapyIICHUS
100 CripoMeTpusi HapyIIeHUs
I'mnoren3us
80
B Kaparomuonatust
60 ¥ [I3MeHeHHsT B MUOKap/e

B CyHycoBasl TaxUKapAus

40

- 2

3 -7 nmer 7 - 12 ner 12 - 17 ner

Puc. 4 — Kapano-pecnuparopHble HapyleHUs Y TALUEHTOB Pa3HbIX BO3PACTHBIX IPYIIIT

BbiBO/bI:

1. KapauopecnupaTtopHbple HapylUIeHUs HAYWHAIW MPOSIBIATHCA y MALUEHTOB C
IIM/] ¢ 3-x meTHero Bo3pacra.

2. JlnarHO3 KapAUOMUOIIATHUM y JETEW, BKJIIOYECHHBIX B HAIllE€ HCCIEI0BaHUE,
BBICTABISUIM HAYMHAS C IATWIETHETO Bo3pacrta. B nmanpHelmiemM A0 MAlUEHTOB C
JAHHBIM HapyIIEHUEM yBEIIMYMUBaJach, U B rpynne 15-16 ner cocraBuna 77,8% neren.

3. Kapanomuonarusi BBISIBJIEHA Yy TOJOBUHBI JIETEH, MPOSBISASICH HAa HadyalbHBIX
ATanax CUHyCOBOW TaXUKAPJUEH, a 3aTeEM apTEPUAIBHON TUITOTEH3UEH.

4. ITo pesynbTaTaM COUPOMETPUH CPEIH PECIUPATOPHBIX OTKIOHEHUH Mpeodiananu
HapymieHus: (QYHKIIMM BHEIIHETO JbIXaHWUS MO CMENIAHHOMY THUIy, YTO OOYCJIOBIIEHO
MIPUCOEAUHEHUEM K OOCTPYKTUBHBIM HAPYIICHUSIM PECTPUKTUBHOTO KOMIIOHEHTA.
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