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Pesrome. Oxapakrepu3oBaHbl
muoauctpopun JlromenHa.

T'CHCTUYCCKUEC ACIICKThI
YcTaHOBIGHBI ITATOTHOMOHHWYHBIC MMPOABJICHUA 3a001€BaHus  —

pPa3BUTUSA  IIPOrPECCUPYIOLLEH

MHOIIATHYECKas MMOXO0JIKa, ICEBAOTUIIEPTPO(Us NKPOHOXKHBIX MBI, cuMnToM ['oBepca. BrrsiBien
neOT HapymieHud B paboTe cepaedHo-cocyaucTor (5 net) u awixarenbHo (7 NEeT) cucreMm
OpraHusma. Y CTaHOBJIEHO, YTO AAHHBIE MATOJIOIMH JUMUTHPYIOT POIOJIKUTENBHOCTD KU3HH.

KawueBble cjioBa: mporpeccupyromas MblmeyHas auctpopus /lromenna, ren DMD,
Kap/IMOMHOMATHUS, pECIIUPATOPHBIC HAPYILICHHs, MBIIIIEUHas c1a00CTb.

AKTYaJIbHOCTb. [Iporpeccu-
pytoias MBIIIEYHAs nuctpodust
IMromenna (IIMJIJI) — HacaeaCTBEHHOE,
CLEIUIEHHOE c X-XpOMOCOMOM

pEIeCCUBHOE 3aboneBaHue,
00yCJIOBIIGHHOE MyTaluel B TeHE Oenka
nucTpoduHa (DMD). OGnanaer

BBICOKOW  pacOpOCTPAHEHHOCTHhIO (OT
1:3000 mo 1:5000 >XUBOPOXKAEHHBIX
MaJIbYMKOB.), XapaKTEPU3yeTCs
MPOTPECCUPYIONINM TEYEHUEM U OBICTPO
MPUBOAUT K WHBAJIWJHA3ALUU, MMOITOMY
aKTyallbHOW  mpoOJieMOW  sIBJISIETCS
YIAY4YIIEHUE pPAHHEW JUArHOCTUKU [JIs
MOBBIIICHUS KA4ecTBa M MPOJICHUS
YKW3HU JIETEN C JAHHOW MaTOJIOTHUEM.

Heab: yCTaHOBUTh  KJIMHHUKO-
reHETUYECKUE OCOOCHHOCTH MPOrPEeCcCHU-
pyromen MBIILIEYHOU nuctpoduu
JIfolleHHa ¢ akLEHTOM Ha KapJIuo-
pecnupaToOpHbIE MPOSBIEHUS y OETEl
pecnyOnuku benapyce.

3agaum:

1. OxapakTepu30BaTh reHe-
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THUYECKHE ACIEKThl MNPOTrPECCUPYIOLIEH
Muoauctpoduu [romenHa.

2. 3yunTh KJIMHUYECKHUE MPOSB-
JieHus 3a00JIeBaHUA.

3. U3yunTh  JaHHBIC
MEHTAJIbHBIX UCCIIEIOBAHUM.

4. BoIIBUTh ~ HapylIE€HUS  CO

HUHCTpPY-

CTOPOHBI CEpPACHYHO-COCYAUCTON
CHUCTEMBI.

5. Onpenenuts  peCHUPATOPHBIE
nposieienus [IM/1.

6. OLeHUTh B3aUMOCBSI3b MEXKIY
JAHHBIMU HAPYLICHUSMHU.

MaTtepuaJbl " METO/Ibl.
Uccnenoranue npoBoauiaock Ha 6aze ['Y
«PecnyOnuKaHCKUM KIMHUYECKUM IEHTP
NaJUTMATUBHOM MEIMIIMHCKOM ITOMOIIH

IETSIM. broin MPOBEJCH
PETPOCTIEKTUBHBIN aHATIN3 MEIULIUHCKUX
KapT CTAallMOHApPHOIO TAIM€HTa W
KOHCYJIbTaTUBHBIX 3aKJIFOYCHUM
aMOyJaTopHbIX ManueHToB. B paboty
BKJIFOUCHO 86 MAaJIbYMKOB,
HaOTI0IaBIINXCS C JIMarHO30M
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MpOTpecCcUpyroIas MBIIIEeYHAs
muctpodus (ITM/]) Jdromenna B nepuon
¢ 2020 mo 2025 rr. Bo3pact nereil Ha
MOMEHT HanOoJIee TO3IHETO OOpaIIeHUS
BapbUpOBAI OT 6 Mec. 1o 17 et 11 mec.

Pe3yabTaTthl M ux o0cy:xaeHHe.
PazButne M 00yCJIOBJIEHO
MyTalue B TeHe Oenka auctpoduHa
(ret  DMD), «kotopwlii  sBISETCS
KPYIHEUIIMM W3 HU3BECTHBIX T'€HOB
YeJIOBEKa, COJIEPXKUT 79 DHK30HOB H
JIOKAJIN3YyEeTCs B JIOKyce 21 XpOMOCOMBI.

JlaHHBIH TeH KOJUPYeT TpH
MOJTHOIICHHBIE 130 OpPMBI Oenka
aucTpouHa: B TOJOBHOM  MO3TE,

rIaakux HW CKCICTHBIX MbIIIINAX H

KJIETKax Ilypkunbe MO3K€UKa.
bonpmmHCcTBO MyTanmui B reme DMD
HapyLIaloT JKCIIPECCUIO VMEHHO
MbIIIIEYHOW  n30(opMbl  Oelika, UTO

MPUBOJAUT K PAa3BUTHIO MHUOIUCTpOoduu
JromenHa [1].

B xoxe aHanmmza MEIUIIMHCKOU
JOKYMEHTAIIMM TOYHAs JOKaJIu3alus
MyTaluu OblJa ycTaHoBieHa y 51
nanuenTta. Haumbomnee uactoit dopmoit
MyTaluuu siBisachk  ngeneuust  (62%),
BTOpasl MO 4YacTOTE€ BCTPEYAEMOCTH —
nymukanus (17%).

B 47,2% cnaydaeB myTtanus
3axBaThIBaja 001acTh ¢ 43 1Mo 52 3K30H.
B onHoM cnydae wmyTtamus 3aHuUMana
3HAYUTEIBHYIO YacTh reHa (34 3x30Ha U3
79), omHako, B XOJi€ HCCICAOBAHUS
B3aMMOCBSI3M  MEXJIY  KOJIUYECTBOM
BOBJICUCHHBIX B MYTaIlMIO 3K30HOB U
TSHDKECTBIO KIIMHUYECKHUX MPOSIBIICHUHN HE
OBLIIO BBISIBIICHO.

Pogurenn pereyt muanmie S5 et
creuu(pUYecKux MposBICHUN  3a00-
JIeBaHUsI HE OTMEYalIh, HO MPEIAbIBIISIIN
&Kaao0bl Ha OBICTPYI0 YTOMIISIEMOCTH
pebenka (43,75%), HETOBKYIO MOXOJKY
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(25%), wuacteie mamenus (31,25%).
[TaTorHOMOHUYHBIE CUMIITOMBI
3a007€BaHUsl pa3BUBAIUCHL K § rojam:
TUMHWYHAS MUOMATUYECKas IMOXOJKa —
85%, nceBaoruneptTpodusi UKPOHOKHBIX
Mbin — 57,1%, cumnrom ['oBepca (mpu
MOAHSATAU C TIOJIa W3 TOJOXKEHUs Ha
KOPTOYKax MalMeHThl MOMOTalT cede
pyKaMmH, OMHPAasiCh CHaudaja pykamu o0
moja, 3areM Ha  CBOM  KOJIEHU
(«B30upaetrcs o ceden)) — 28,57%. C
Bo3pacta 9 uner y 39% mnauueHTOB
JIBUTATENIbHbIC HapYIICHUS
MPOTPECCUPOBANIA, TPUBOASL K YyTpare
CIOCOOHOCTH K  CaMOCTOSITENIbHOMY
nepensmwxkenuto. C 13 yer y manueHTos
aKTUBHO  Pa3BUBAINCH  OCJIOKHEHUS
(apIXaTenbHbBIC 60%, CepJICUHbIE
46,67%) wHapsgy C OPOSIBICHUSIMU
MOpaXeHUsI MyCKYJIaTyPhbl.

Hapymienus co cTOpoHbl OIOPHO-
JIBUTATENIbHOTO  almapara BKJIIOYaJu:
TeTpanape3, MaTOJIOTHYECKYI0 yCTa-
HOBKY cTom, jAedopMalnuu  TO3BO-
HOYHUKA,  KOHTPAKTyphl  CYCTaBOB,
MICEeBAOTUIIEPTPOPHIO UKPOHOXKHBIX
MBIIII], YTO OOBSICHSIIO BBILIEYKAa3aHHbIC
XKaJI00BbI.

[Iporpeccupytoiiasi ¢ BO3pacToM
atpodusi  CKEJIETHOM  MyCKylaTypbl
MPUBOIMTIA K nedopmanusm
MO3BOHOYHHKA: yXe K 5 rogam y 81%
UMellach ~ CKOJIMOTHYECKash  OCaHKa,
KOoTOpas K 12 romam mporpeccupoBaia ¢
dhopmupoBaHremM HEUPOMBIIIEYHOTO
ckonno3a 1-2 cremenm, pocrturas 3-4
creneHu K 17 rogam.

s OIIpeeIICHUS CTEIICHU
OTPAHUYEHHUS JIBUTATEIIbHBIX HABBIKOB U
OTCJIEKUBAHUS MPOrPECCUPOBAHUSA
3a007€BaHUSl  UCIIOJB3YETCS  aJallTu-
pOBaHHAsd IIKajlla OLEHKH MOTOPHBIX
¢dbyukuit Xammepcmuta [2]. B xogme
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HCCJICJOBAHHUS aHaJIn3 CTEIICHU
OTPaHUYEHHUS JBUTATEILHON aKTUBHOCTH
49 MaImpYMKOB C HCIIOJB30BAaHUEM
JTAaHHOM IIKaJdbl IIOKa3zajJ: MeauaHa
OasoB ymeHsImiiach ¢ 56,43 B Bozpacte
5-8 ner no 17,3 y nerer 13-17 ner, uto

CBUIETENBCTBYET 00  YXYyIIICHUH
COCTOSIHHSL.
HauGonpmuit  mpouent  (40%)

KOHTPAKTyp CYCTaBOB ObUI BBISIBIICH Y
nere 13-17 ner, 4to oTpaxaer CBA3b
hopMupoBaHUs KOHTPAKTYp co
3HAYUTEIHHBIMU JIBUTAaTEJIbHBIMU
HapymeHussMu: 83% k 15 romam wm
MOJHOM  yTpaTol  CaMOCTOATENbHOU
x011b0bI K 17 Tosam.

Hecmotps Ha TO, YTO TmEpBbIE
KIIMHUYECKUE MpU3HAKU 3a00JeBaHUs
MPOSIBJISIFOTCA  TOJBKO K 4-5 rogawm,
CYHIECTBYIOT JTOCHUMIITOMHBIE KPUTEPUU

JIUAarHOCTHUKH, MO3BOJISFOIIME
MPENOIIOKNTD HaJIN4ne y
HOBOPOJICHHOTO MaJIbUHKa
MPOrPECCUPYIOIIEN MBIILICYHOU
muctpopuu  JljolleHHA ©W  BOBpEMSs

HAIPaBUTh €TO HA MEUKO-TCHETHIECKOE
KOHCYJbTHpOBaHUe. OTHUM U3 TaKOBBIX
aKIICHTOB SIBJISICTCS TUTIEPPEPMEHTEMUS
HEYTOYHEHHOTO TeHEe3a:

® 3HAUYNUTEITHLHOE «OCCIIPHUNHHOE)
MTOBBIIIICHAE YPOBHSI
kpearuHpochokunazel (B 100 u Gomee
pa3) BclencTBrE pabIoOMHOIIN3A;

® AKTHBHOCTh TpaHCAaMWUHA3 —
alaHuHaMHHOTpaHCchepasbl 151
acrapraTaMHHOTpaHCc(epasbl
(yBenuuenue B 20 u Oonee pa3);

® AKTHUBHOCTH dbepmenTta
JAKTATIETUAPOTCHA3BI (TTOBHIIICHNUE B 3-
5 pa3), 4TO OTMEYaloCh y BCEX JAeTel
MJIaIIe Bo3pacte (8 MecsiieB - 4 rona).

Je6roToM HapyIlIeHH CO CTOPOHBI
cepaeuno-cocyauctoit cucremnl (CCC)
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SBJISIIACH ~ CHUHYCOBasl  TaXWKapws,
perucTpupyemast Ha
anexktpokapauorpaguun  (OKI) ¢ 5-
JETHETO BO3pacTa, YTO COBMAJaeT C
BO3pacToM MaHH(pecTanuu 3a00JIeBaHUs

u SIBIISIETCS HAaCTOPAKUBAOIINM
KPUTEPUEM C  yYETOM  CHUKEHUS
IBUTATCIBHOM  aKTHUBHOCTH. [aKuM

oOpa3oM y neredd 1o 12 ner cuHycoBas
Taxukapaus BeisaBisiercs y 45,1%.

Herssm  BO3pacta 12-17 g;ert
MPOBOJIMJIOCH ~ XOJITEPOBCKOE  MOHH-
topupoBanue OKI, 0o  maHHBIM
KoToporo y  92%  oOcienyembix
OTMEYAJINCh  3MU30JIbI  TaXUKapJuu,

KOTOpas He Bcerjga (puKCHpoBaliach Ha
OKT. Hanxynmmn BAPUAHT C
IJIATELHOCTRIO Taxukapauu >50% B
CyTKU HaOmofalicss y JeTed cTapiiux
BO3PACTHBIX TPYII, UYTO CBS3aHO C

yTpaTou JIBUTATEIIbHBIX byHKIUH,
pa3BUTHEM KapJUOMUOIIATUH u
MOCTEIICHHOM JICKOMITICH caIei
OpraHHU3Ma.

Cnenyromue o 4acToTe
BCTPEUYAEMOCTH IATOJIOTHI CO CTOPOHBI
cepama —  HU3MEHEHUS  MHUOKapja

KEIyAOUKOB — 22,5%, U3 HUX B MPABOM
y 5,6%, B neBom y 4,2%, B oboux —
12,7%.

KnroueBsim nposiBienuem 1TMJ1J1
SIBJISICTCS JTAJIaTAllMOHHAS
KapAWOMUOIIaTUsI, MPOTEKalIas Ha
done TE€HETUYECKHU JeTepMU-
HUPOBAHHOI'O  MOPAXECHUsS  KapJHo-
MHOLIUTOB [3].

[lo HaAmUM AaHHBIM BBISABJICHUE
HaWOOJIBIIIETO  KOJIWMYECTBA  KapJaHo-
MuonaTui Habmoaanock B 12-17 net. B
CBSI3U C OTUM, MO (aKTy HapacTaHUs
Hapymenuit co croponsl CCC, 11
MaJlbuuKaM ObUI TMPOBEACH aHalu3 Ha
MapKepbl  MOBPEXIACHUS  CEPACYHOU
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MBbIIINBI 1 CGpI[C‘-IHOfI HEAOCTAaTOYHOCTH

(Hs-Troponin L NT-proBNP,).
[lonyuennsie pe3ynbTaThl B S5 pa3
MPEBBIIIATH HOPMAJIbHBIE YPOBHU IO
JAHHBIM  pedepeHCHBIX  3HAYCHUH
CALIPER Reference Interval Database.

ITo pe3yabrary CYTOYHOT'O
MOHUTOPUPOBAHUS apTepUaIbHOTO
naBieHus U3 52 o0ciieOBaHHBIX JETEH
Tonbko Yy S5 (9,6%) manueHToB Oblia
HOPMOTEH3Us. Y OCTaJIbHBIX MAJIbUUKOB
3aUKCUpOBaHa apTepuanbHas
runoteH3usi.  OCHOBHOW  NPUYUHOU
CHIIKEHMSI apTepUaIbHOTO JIaBJICHUS
SABJISIETCA CUCTONMYECKas AUCHYHKIUS

MHOKapia BCJICJICTBUE OCHOBHOTO
3200JIEBaHUS.
Bosieuenue JIBIXaTEeNbHOMI

CHUCTEMBI MPOUCXOJIUT B Bo3pacte 7-12
net. Jlerkue He mopaxkaroTcsi 00JE3HBIO
HanpsMyl0, OJIHAKO, B MaTOJOTUYECKUU

MPOLECC  BOBJIEKAETCS  JIbIXaTeNIbHAs
MyCKyJaTypa, BKitouas quadparmy. s
OLICHKU byHKIIIU IbIXaTEIbHOU

CUCTEMBbI UCIOIb30BAINCH KIMHUYECKUE
JAHHBIE, PE3YyJIbTaThl MTUKPIOYMETPUH U
CIIUPOMETPUHU.

[Ipu  npoBeaeHun  TUKGIOY-
METPUH OKa3aJIOCh, YTO TOJNBKO y 17%
MalKueHToB U3 o0cienoBaHHbIX [IukoBas
O6bemuas Ckopocth Bbigoxa (IIOCB),
oTpaxaromass (U3NUYECKUE BO3MOXK-
HOCTH NaIlMEeHTa U CTEMEHb OOCTPYKIUU
OpOHXOB, COOTBETCTBOBAJIA BO3PACTHBIM
U POCTOBBIM HOpMmaTuBaMm. HapymieHus
I[TOCB HaunHa/IM BBISIBIISTHCS € S jieT. B
BO3pacTe AeTredl A0 12 Jer CHWKeHue
CKOPOCTHBIX IOKa3aTesiell OTMeuaaoch
MIPUMEPHO Y TTOJIOBUHBI 00CJI€I0OBAaHHBIX.
Cpemn 12-17 gnerHux gerel 1mpu
MPOBEJICHUM TECTUPOBAHHUS Yy BCEX
OTMEYEHBI HAPYILICHHUS.

[Ipu  omnpenenenuu  GyHKIUU
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BHemHero  napixanusa (OBJ]) mpu
CIIUPOMETPUU OTKJIOHEHUS ObLTH
oOHapyxeHbl y 55% oO0cnenoBaHHBIX
neTei. BrisiBienHbIe HapyIICHUS
MPEMMYILECTBEHHO BKJIIOYAJIU CHMXKE-
Hue OB/l no cmemannomy tumy. Ilpu
COIOCTaBJICHUHU KIIMHUKO-UHCTPY-
MEHTAJIbHBIX JAHHBIX OTMEYEHO
COUETAaHUE YMEPEHHBIX M  TSKEIBIX
HapymeHui @B/[ 1o cMemanHOMy THITY
C WU3MEHEHHUSIMH B MHOKapJe MpaBOro
KEIyJouKa, Kak MpaBWwiIo y JeTel
cTapuiei BO3pacTHOM IPYyMIIbI.

Takum 00pa3oMm, B BO3PacTHOM
acnekte y mnauueHtoB ¢ [IMJ] npu
MCCJIEI0BAHUH BBISBICHO NapajlIeIbHOE
HapacTaHHE KapAUOpeCupaTOPHBIX
HapylIeHUH 10 Mepe  YyBEIUYeHUs
BO3pacTa JeTeil M NpOorpecCUpoOBaHUs
OCHOBHOTO 3a00JI€BaHMUs, YTO TOBOPUT O
OBICTPOM  YXYJIIIEHUU COCTOSIHUSL U
HEOOXOAMMOCTH paHHEW JIHATHOCTHKU
paccMOTpeHHBbIX mposiBieHuit [IMJIJ]

TS MPENOTBPAILICHUS OBICTPOTO
YXYALICHUs  KadecTBa  KU3HU U
JICTAJIbHOI'O UCXO0/IA.

BuiBoabI.

1. YcranoBneHbl HauOosee
pacrpoCTpaHEHHbIE THUIBI MYyTallUd B
reie DMD — genemus (62%) wu
nymukanus (17%).

2. [lpoBeneH aHaau3 Kajlod W
KJIMHUYECKUX TMPOSBICHUM: IJId OETEH
Maame S5 JeT ObUIM  XapaKTepPHBI
Hecnenuduueckue s [IMJ/] sxano0sl
Ha ObIcTpylO0 yTomisieMocThb (43,75%),

HEJOBKYI0 MOXO0AKYy (25%), dacTbie
nageaus (31,25%). Cnemuduyeckue
MPOSIBJICHUST TOSIBJSUTHCh K 8§ Tomam:
MpOTpecCcUpyroIas MBIIICYHAS
cJ1a00CTh, W3MEHEHHE MMOXOJKH,
TPYIHOCTH TIpu  xo0ap0e, Tyromo-
BIDKHOCTh  CyCTaBOB, C TEUEHUEM
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3a00J1eBaHUs Pa3BUBAJICS CKOJINO3.

3. KapanopecnupatopHbele Hapy-
IIEHUS HAYMHAIU BBISBISITBCSA C 5 JET:
CUHYCOBas TaXWKapAusi IO JAaHHBIM
OKIT', cmemannbie Hapymenus Ha PB/I.

4. Hapymenuss B pabore CCC
00yCIaBIUBATUCH BIUSHHUEM OCHOBHOTO
3a007€BaHUsl M IUIOXO  KOPPEK-
TUPOBAIIMCH MOJIJIEPKUBAIOIIEH MeUKa-
MEHTO3HOU TEepanuen. Kapauo-
MUOMATHS, JIUIMUTUPYIOLIAs MPOIOJIKHU-
TENBHOCTD JKU3HU, OTMEYaIach HAaUMHAas
C 7-JIeTHEro BO3pacTa, YTO COCTABHIIO
61,76%,y 19/29 nereit B Bo3pacte 12-17
netr. Y 6 nerert 16-17 ner BbICTaBIsAIACH
BMECTE€ C JIMarHO30M  CepiedHas

lNMepnatpua. HeoHatonorus

HEJIOCTAaTOYHOCTh 1-2 CTENEeHH.

5. Ilo pe3yapTatam CIUpOMETPUUN
Cpell  PECHUPATOPHBIX  OTKJIOHCHUU
OTMEYAINCh  HapyuieHus  QyHKIUU
BHEIIHETO [IBIXaHHWS MO CMEIIaHHOMY
TUILY, 4TO 00yCIJIOBJIEHO
MPUCOEIUHEHUEM K OOCTPYKTHUBHBIM
HAPYILICHUSIM PECTPUKTHUBHOTO KOMIIO-
HEHTA.

6. [TapaninenbHO CO CMEIIaHHBIMU
HAPYLICHUSIMA  JIBIXaHUS  HApACTaeT
4acTOTa  BBIABJICHHUS  apTEpHUATbHOU
TUIIOTEH3UU U CUHYCOBOM TaxXWKapIuH,
OTpaxkasi MPOTPECCUPOBAHUE CEPACUHON
HEJIOCTATOYHOCTH.
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CLINICAL FEATURES OF PROGRESSIVE DUCHENNE
MYODYSTROPHY

Kondrukevich A. G.!, Konstantchuk E. V.
Tutors: PhD, associate professor Tchitchko A. M.>,
PhD, associate professor Krylova-Alefirenko A. V.3

'Molodechno Central District Hospital, Molodechno
222nd City Children's Polyclinic, Minsk
SBelarusian State Medical University, Minsk

Resume. The genetic aspects of the development of progressive Duchenne myodystrophy are
characterized. Pathognomonic manifestations of the disease have been established — myopathic gait,
pseudohypertrophy of the calf muscles, and Govers' symptom. The onset of disorders in the cardio-
vascular (5 years old) and respiratory (7 years old) systems revealed body systems. It has been estab-
lished that these pathologies limit life expectancy.

Keywords: progressive Duchenne muscular dystrophy, DMD gene, cardiomyopathy, respir-
atory disorders,muscle weakness.
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