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Pe3rome. Onncansl Hanbosiee pacpocTpaHeHHbIe TUIIBI MyTaliui B Tene DMD - neneuus (62%) u
nyrukanys (17%). YcTaHoBIIEHO, YTO paHHUM MPOSIBIICHHEM 3a00JIEBaHUSI SBIISTIOCH U3MEHEHHE TTOXOIKU
(y 86% npereit crapmie S5 ner), a 83% mamMeHTOB yYTPATUIIO CIOCOOHOCTh K CaMOCTOSITEILHOMY
MepeBUKEHUIO K 15 romam.

KuroueBblie cjioBa: mporpeccupyrorias Meimednas auctpodus J(romenna-bekkepa, Mmyramuu B
reae DMD, netu.

Resume. The most common types of mutation in the DMD gene are deletion (62%) and duplication
(17%). It was found that the early manifestation of the disease was a change in gait (in 86% of children
over 5 years old), and 83% of patients lost the ability to move independently by the age of 15.

Keywords: progressive Duchenne-Becker muscular dystrophy, mutations in the DMD gene,
children.

AKTyaJbHOCTB. [Iporpeccupyromas mpimeunas auctpodus (IIMJI) Hromenna-
bekkepa - HacieICTBEHHOE, CIIETNIEHHOE C X-XpOMOCOMOM pelecCMBHOE 3a00JieBaHUE,
oOycioBieHHOe MyTanuedl B reHe Oenka auctpoduHa (DMD). PacnpocrpaneHHOCTH B
pazHbix nonynanusax BapbupyeT oT 1:3000 go 1:5000 >XMBOPOKIEHHBIX Malb4HKOB.
3a0oneBaHNe XapaKTEPU3YEeTCs MPOTPECCUPYIOIMIMM TEYEHHEM H OBICTPO MPUBOAUT K
WHBaTUAN3AIMNA, TIO9TOMY aKTyaJbHOW MpOoOJIEeMOil SBISETCS YIy4IIEeHHE KadecTBa W
MPOJIJICHUE KU3HU JETEH C TaHHOW MAaTOJOTHUEH.

Henab: n3yduTh T€HETUYECKHUE M KIMHUYECKHE OCOOCHHOCTH MPOTPECCUPYIONICH
MbleyHoi nuctpodun JromenHa-bekkepa.

Janaum:

1. Oxapakrepr3oBaTh HaumOoOJie€ YacTO BCTPEUAIOIIMECS THUIBI MYyTalUd TpuU
nporpeccupytomieit muonuctpoduu JromenHa-bekkepa.

2. 3yuuTh OCHOBHBIC KIIMHUYECKUE MPOSIBJICHUS 3a00JICBAHMUS.

Marepuanst u Meroabl. VccnemoBanue mnpoBogunock Ha Oaze Y
“Pecnny0OnuKaHCKUM KIMHUYECKUN IIEHTP MaUIMATUBHOW MEIUIIMHCKON MOMOIIU JETAM .
bl poBeieH aHaU3 MEIUIIMHCKUX KapT CTAllMOHAPHOTO MAIlMEHTa U KOHCYJIbTATUBHBIX
3aKJIIOYEHUM aMOyJNaTOpHBIX MalueHToB. B paboTy BkiIOYeHO 68 MaJIbUMKOB,
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HaOmonasmuxes ¢ quarnozoM [IM]] Jlromenna-bekkepa B nepuon ¢ 2020 mo 2023 rr., B
BO3pacTte oT 8 MecsieB 10 17 net, Me (MeKKBapTHIIbHBIN uHTEpBa) - 9 (6-12 ner).

PesyabraTel M ux o0cyxkaeHue. I'en DMD - kpynHelmMii U3 W3BECTHBIX T'€HOB
YeJIoBeKa, COACPKUT 79 AKk30HOB. J[OCTOBEpHO Hallle MyTalys 3axBaThiBaja 00JacTh ¢ 43
1o 52 3K30H («ropsiuasi 00;1acTh»). [2, ¢. 42] B oqHoM cinyuae myTanus 3aHuMaia ¢ 8 mo 41
HK30HBI, YTO 3aTPOHYJIO 3HAYUTENBHYIO YacTh reHa (34 sk30Ha u3 79), oJHAKO, B XOI€
HCCIICIOBAHMS B3aMMOCBS3H MEXAY KOJWYECTBOM OXBAYCHHBIX MYyTAaIlMel SK30HOB H
TSOKECTBIO KIIMHUYECKUX MPOSIBIICHUH HE OBLIO BBISBICHO.

Haubonee vacroii popmoit mytanuu sipnsiiack geneuus (62%), BTopast o 4acToTe
BcTpeyaeMoctu - aymukanus (17%). Cpenu oOclieToBaHHBIX MAlMEHTOB HUMENOCh 4
CEMEHMHBIX clTydasi, B OJJHOM HaOII0IAIUCh OpaThsi-OJU3HEIIBI: B TPEX CEMbSIX OpaThsi UMETU
UJCHTUYHBIC THIBI MYTallMU B OJMHAKOBBIX 00JIACTSAX reHa. Y OpaTheB-ONHM3HEIIOB OBLTH
BBISIBIICHBI TYIUTUKAIIMN B Pa3HBIX obnacTsax reHa DMD.

Jyist aHanM3a 1aHHbBIX JEeTH ObUIM pa30UThI HA BO3pACTHBIE Tpynbl (Tabdi. 1).

Tabu. 1. Bo3pacTHbie rpymnmbl

Bospacrt KoanuecTBo aerei
& mec. —4 roma 16
5-8 et 14
9-12 et 23
13-17 ner 15

PacnpoctpaneHHBpIME XKan00aMu SBISUTHCH (puc. 1): mporpeccupyrolias MbIIIeUHast
cnabocTh — Beaymias U Hanbojee OTIMYUTENIbHAS Kao0a BO BCEX BO3PACTHBIX I'PyIINax;
W3MEHEHHUS TOXOJAKM - HEBBICOKMH TipolleHT B 13-17 5eTr B CBA3U C yTparou
CaMOCTOSTEIILHON XOABOBI, TYTOMOJBMKHOCTh CYyCTaBOB. Peke oTMedanuch kajoObl Ha
M3MEHEHHUS] MacChl Tella, AMOIMOHAIBHYIO HECTaOMIBHOCTb, TPYIHOCTH TPHU XOABOE.
Poputenu pereit mmammie 4 JieT aKTUBHBIX >Kajio0, CBSA3aHHBIX C 3a00JeBaHUEM, HE
MIPEIBSBIISLIIN.

»Xano6bl nauueHTOB
40%

35%
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25%
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TIporpeccupyromas I3MeHeHHe TTOXOIKH TyromoapmwxHOCTs  TPYIHOCTH NpH XonasOe H3MeHeHHA Macchl Tela DMOIHOHATBHAS
MBIIIETHAS CTAaG0CTh CycTaBoOB HecTaGHIBHOCTh

m8 mec -4 rona m5-8 ner 9-12 ner m13-17 net

Puc. 1 — XKanoOrv! mauueHToB
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VY % manueHToB UMENOCh HHU3KOe (u3ndeckoe pazButue (66,6%), 4To CBSA3aHO C
MAaJIOTIOJABMAKHBIM 00pa30oM KH3HU, OOYCIOBJIEHHBIM MPOrPECCUPYIOMIEH MBIIIEUHON
c1aboCThIO U oTepel XxoAb0bl B fanbHeimem u npuemom ['KC. IlpumeuartensHo, uto y Y5
nereit (20,8%) ¢uzudeckoe pa3BUTHE OBIJIO BBHICOKMM (IMPEUMYIIECTBEHHO y MIlajlIen
BO3pacTHOM rpymmbl). B cBs3u ¢ HaiuuyueM HEHPOMBIIIEYHOTO CKOJIMO03a HMMEIOTCS
CJIOHOCTH B U3MEPEHUH POCTa U BECA, UTO 3aTPYJHAET OLICHKY (PU3MUYECKOTO Pa3BUTHS.

Hapymienust co cTOpoHbl OMOPHO-ABUTATEIBLHOTO amnmapara (puc. 2) y O0JbIIMHCTBA
JeTel BKIIOYANM: TeTpamape3, NaTOJOTMYECKYl0 YCTaHOBKY CTOI, JaeopManuu
MO3BOHOYHUKA, KOHTPAKTYPhI CYCTaBOB, NICEBIOTUNEPTPODHUIO0 UKPOHOKHBIX MBIIIIII.

Jledbopmanuu MO3BOHOYHHKA MPOTrpeccupyroT ¢ Bo3pactom: B 0,8-4 roma y 81%
NeTell HMMENach CKOJIMOTHMYECKAasl oOcaHka, Kotopas K 9-12 rogam pa3BuBaercs B
HEUPOMBIIIEUHbI cKOIMO3 1-2 c¢T. u 3-4 cr. k 13-17 rogam. Y 100% nereit 13-17 ner
MMEJUCH Ae(pOopMaliy MO3BOHOYHHKA.

Konuuecrso aereit
0 10 20 30 40 50 60 70

Terpanapes 568

IMaronoruveckas ycraHoBKa CToIl s 54

2
Jledopmaliins 1no3soHOYHHKa 243

KoHTpakTyphl cycTaBos

’

by

Ieeporuneprpodus HKPOHOKHBIX MBILLIL » 34
M3MeHeHHE TOXO[KH b 00

. = " 47
CHUKCHHBII MBILICYHBIH TOHYC P )

Puc. 2 — I3MeHeHus: OOPHO-IBUTaTEIBLHOTO anmnapara v ABUraTeIbHbIC HAPYILICHUS

[IpencraBieHHbIE M3MEHEHUS B COBOKYITHOCTH C MPOTPECCHPYIOIIECH MBIIIEYHOU
c1a00CThIO 3HAYUTENIBHO 3aTPYAHIIOT PU3NUECKYIO0 aKTUBHOCTD MAIIIEHTOB, B CBSI3U C 3TUM
OB ompejieieH 00beM ABMXKCHHM, KOTOPBIA JETH TepecTajd BBIMOJIHATH BCIEIACTBUE
nporpeccupoBanms 3aboseBanus. (puc. 3)

OPU3HUYECKAA AKTUBHOCTDb ITAITUEHTOB
XOAUT CaMOCTOATEIEHO B Ger JromeHHa
B gacTeIe ITAJICHI HC lTpLII‘Z.CT/ He Oeraet
M He XonuT caM He caauTes
® CIIIT C OIopoit M 13 [TOJTOKEHIA JIE7Ka BCTAET C TIOIEPIKKOI
M He cTouT l 4 1 4 HHe IIEPCBOPAYNBACTCA
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Puc. 3 — ®usndeckas akTUBHOCTh anucHTOB
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Jlo 8 et coxpansieTcs MOMHbIN 00beM (PU3UUECKOM aKTUBHOCTH, HaUMHas ¢ 9-12 net
JIETH HAYMHAIOT YTPauuBaTh CIIOCOOHOCTh K CaMOCTOSITEILHOM XOJb0€ M CHUMXKAETCS HX
BO3MOKHOCTH BBITIOJIHEHUS MTPEJCTABIEHHOT0 00beMa (PU3NUYECKON aKTUBHOCTH.

Pannum nposiBiieHHEM 3a00JIeBaHUS SBIISCTCS U3MEHEHUE HOPMAIbHOMN MOXOJAKU Ha
TUNUYHYIO MUonaTuueckyto B 5-8 jet (y 86% nereit). [loteps xoap0b1 0OTMEHas1ach mociie
8 ner, a x 15 romam 83 % pereil yTpaTWIO CHOCOOHOCTH K CaMOCTOSITEIBHOMY
nepeaBrkeHnto. B 16-17 neT Bce 1eTn caMmoCTOATENBHO HE MEPEIBUTAINCH.

Y gereit Bcex BO3pACTHBIX TIpynn HaOMIOAAINCh KOHTPAKTYphl CYCTaBOB,
MPOrpECCUPYIOIIME IO MEpe pOoCTa M MOTEePU XOABOBI: TakK, K Bo3pacTy 9-12 ner yxe
UMEJIUCh MHOXECTBEHHBIE KOHTPAKTYpPHI (3aXBaThIBAIOIIUE T'OJICHOCTOIHBIE, KOJICHHBIE,
JIOKTEBBIE M  JIy4e3aIsSICTHBIE CYCTaBbl). MakcuMalabHOE PpPa3BUTHE KOHTPAKTYpP
Ha0Ir01a710Ch B Bo3pacte 13-17 mer.

Cpenu WHBIX HapylIEHUW HAOIIONANUCh: JNEPUIUT KOCTHOM MacChl, CHUHIPOM
Nuenko-Kymnnra, Bei3BaHHbIA OCTOSIHHBIM TpueMoM ['KC, otmeuaronuiics y nereit ¢ 5-
8 nmet. Bo Bcex BO3pacTHBIX rpymnmnax HaOmroaaercs qeuiuT ButamuHa J[, B CBA3U ¢ 4em
BCE JIETU HAXOJISATCS B TPYMIE PUCKA [0 PA3BUTHIO HAPYIIEHUH KOCTHON MUHEpaIU3aIuu.

I[IM]] [dromreHHa-bekkepa 3aTparuBacT HE TOJBKO CKEJIIETHBIC MBIIIBI, HO U
JbIXaTebHbIe, W CEpACYHYI0, BCIEJACTBHE YEro pa3BUBACTCSI KapJAHOMHOMATHS,
nporpeccupyronias ¢ BO3pacTOM: B BO3pacTHOM rpynne 8§ wMecsueB - 4 roaa
KapauomMuonatus HaOmonanack y 6% pgererd, B 13-17 - mer y 47%. 3aboneBanue
3HAUYMUTENIBHO CHUYKAET MPOJIOIKUTEIBHOCTh JKH3HU UM SBISAETCS YacTOM NPHUYMHOU
JIETAJIBHOT O UCXO0/1a HapsAy C pECIUPATOPHBIMHU OCJIOXKHEHUAMHU [ 1, c. 3].

[MonnepkuBaroias MeIMKaMEHTO3Hasl Teparus BKIIOYaeT B ce0sl Ha3HaueHue Oera-
a7peHo0JI0KaTOPOB, HaUMHAs ¢ 9-12 JIeT, B CBA3U C HATUIUEM KapIHOMHUOIIATUH IMAITUCHTHI
nosy4yaroT UAIID - snanmanpun, HaunHas ¢ 5-8 net [1, c. 5]. 50% nanueHTOB TPUHUMAIOT
I'KC. Hetu c [IM/] Jromenna-bexkepa HaxoAsTCs B IPyIIIE pUCKA MO Pa3BUTHUIO JeUIIATA
ButamuHa JI. 29% MaJlbuMKOB, WMEIONIUX IOATBEPKIACHHBIN Ja00paTOpHO ACHUIIAT
BuTtamuHa [ monydaror xosnekanbinudepos B TepaneBTuyeckoi go3ze (3000-5000 ME), a
71% mnanuMeHToOB, HAXOJALIUKHCS B TPYIIE pPUCKA MPUHUMAIOT XOJIEKAIBIH(PEPOT B
npodunakruaeckux go3ax (500-2000 ME). [3, c. 39]

Bonpmio# mporeHT paboThl ¢ NaHHBIMU JIETBMHU - PEAOMIMTONOTH, AehEKTOIOTH,
(bu3nOTEPaneBThI, ICUXOJIOTH, T.€. TEPAIUs HAMPaABICHA Ha yIyUlICHUE Ka4eCTBA KU3HU U
Mpo(UIIAKTUKY OCTIOKHEHH, TaK Kak 3a001eBaHUE HE TIOACTCS TTOJTHOMY HU3JICUEHUIO.

BoIBOADI:

1. YcraHoBnensl HaumOolsiee pacnpoOCTpaHEHHbIE TUMNBI MyTauuu B rene DMD -
nenenus (62%) u nynnukanus (17%).

2. YCTaHOBJICHO, YTO paHHUM TPOSIBICHUEM 3a00JICBaHUS SIBISUIOCH H3MEHEHUE
noxoaku (y 86% nmeredt crapmie 5 7net), a OompmmHCTBO netedt (83%) yrpaTmiio
CIOCOOHOCTh K CAMOCTOSITEIbHOMY NIEPEABMKEHUIO K 15 rosiam.

3. KapanomuonaTuss HaumHACT MPOSBIATHCSA B BO3pacTHOM rpymie 1-4 roga (6%),
nocturas 47% nmpoueHTOB B BO3pacTHOM rpynme 13-17 ner.
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