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Pe3rome. Onricanbl Hanboliee paclpoCcTpaHeHHbIE TUTIBI MyTaluu B rene DMD - nenenus (62%) u
nyrnukaius (17%). Y craHoBlieHO, YTO paHHUM MPOSIBIIEHUEM 3a00JI€BaHUS SBJISIIOCH U3MEHEHUE MOXO0IKH
(y 86% pmereit crapuie 5 ner), a 83% mnamMEeHTOB yTPaTHJIO CIHOCOOHOCTH K CaMOCTOSITETBHOMY
NepeIBIKEHUIO K 15 rogam.

KuroueBble cjioBa: mporpeccupyroinas Mpiieunas quctpodus Jromenna-bekkepa.

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.

AxrtyanbHocTh. [Iporpeccupyromast Meimeunas auctpodus ([IMJ) romenHa-
bekkepa - HacienCTBEHHOE, CIEIUIEHHOE C X-XpOMOCOMOM pEeLecCHUBHOE 3a00JIeBaHUE,
00yCJIOBICHHOE MyTaluei B reHe Oenka muctpoduna (DMD). PacnpoctpaHeHHOCTh B
pasnbix nonyssinusx Bapeupyer oT 1:3000 mo 1:5000 XHMBOpPOXKICHHBIX MalbYUKOB.
3a0oneBaHue XapaKTEPU3YETCs NPOTPECCUPYIONIUM TEUEHHEeM U OBICTPO TPUBOJIUT K
WHBAJIMIU3AIMNA, TI0O3TOMY aKTyaJbHOW MpOOJIEeMON SIBISETCS YIy4lIeHHE KadyecTBa U
MPOJIUICHUE )KU3HU JIETEN C JAHHOM MaTOJIOTUEN.

Heab: M3yuuTh reHETUYECKHE M KIMHUYECKHE OCOOEHHOCTHU MPOrpeccCUpyroLieit
MbInIeuHou auctpodun HromenHa-bekkepa.

3agaun:

1. Oxapakrepu3oBaTb HaubOOJEE YACTO BCTPEYAIOUIMECS THUIBI MYTalUi Mpu
nporpeccupytoiei muoauctpodpuun Hromenna-bekkepa.

2. W3y4uTh OCHOBHBIE KIMHUYECKHE MPOSBICHUS 3a00JI€BaHUS .

Marepuanasl u Metoabl. VccnenoBanue mnpoBoauiiock Ha 06aze [Y
“Pecny0OIMKaHCKUN KIMHUYECKUM TEHTP MaJTMAaTUBHOM METUIIMHCKOW MOMOIIU JIETSIM .
bei1 npoBeieH aHaM3 MEIUIIMHCKUX KapT CTAllMOHAPHOTO MAaIlUEHTa U KOHCYJIbTaTUBHBIX
3aKTIOYCHUN aMOyJaTOpPHBIX TaIluMeHToB. B paboTy BkiIoueHO 68 MalbYMKOB,
HaOmromaBmmxcs ¢ quaraozoM IIM/J] Jlromenna-bekkepa B nepuosn ¢ 2020 mo 2023 rr., B
BO3pacTe oT 8 MecsieB A0 17 net, Me (MeXKBapTHIbHBIN HHTEpBa) - 9 (6-12 neT).
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PesyabTrarel M uX o00cyxaeHue. l[Iporpeccupyromias MblmieyHas JUCTPOPUS
J{romeHHa-bekkepa - HACIEICTBEHHOE, CIEIJIEHHOE C X-XpPOMOCOMOHM PEIECCHBHOE
3aboneBanue, 00yCIOBICHHOE MyTaruedl B reHe Oenmka auctpoduna (DMD) [3, c. 4].
PacnpocTpaHeHHOCT, B pasHbIX nomyisuuax BapbupyeT oT 1:3000 go 1:5000
KUBOPOXKJICHHBIX MaJIbUUKOB [4, C. 2].

I'en DMD - kpynHeHIIui U3 M3BECTHBIX T'€HOB YEJIOBEKA, COACPXKHUT 79 HK30HOB.
JlocToBepHO yalle MyTals 3aXBaTbiBajia 00J1acTh ¢ 43 1o 52 9K30H («ropsyasi 00J1acTby).
B onHOM ciyuae MmyTanus 3aHuMai1a ¢ 8 o 41 3K30HBI, YTO 3aTPOHYJIO 3HAYUTEIIBHYIO YaCTh
reHa (34 sx3oHa 13 79), 0JTHAKO B3aMMOCBSI3H MEXKY KOJTUYECTBOM OXBAaUCHHBIX MyTalluen
AK30HOB U TSHKECTHIO KIIMHUYECKUX MPOSIBIICHUN HE BBISBIIEHO. [2, €. 42]

Haubonee yactoit ¢hopmoil myTaruu sBisiachk aenerus (62%), BTopast 0 4acToTe
BcTpeuaeMoct - ayrmumkanus (17%). Cpean o0cCiieIOBaHHBIX MAIMEHTOB UMeENOCh 4
CEMENHBIX ClTy4asi, B OJTHOM HaOIIOJaINCh OpaThs-OJM3HELBI: B TPEX CEMbIX OpaThsi UMENN
WJICHTUYHBIC TUIIBI MyTallid B OJJMHAKOBBIX 001acTsAX reHa. Y OpaTbeB-OJIM3HEIIOB ObLIN
BBISIBJICHBI TYIUTMKAIIMU B pa3HbIX 00sacTsx reHa DMD.

Jnst aHanu3a TaHHBIX JeTH ObUIA pa30UThI HA BO3pacTHBIE Tpynibl (Tad. 1).

Tab.. 1. Bo3pactHble rpyninsl

Bospacrt Kosau4yecTBo nereit
& mec. — 4 rona 16
5-8 ner 14
9-12 ner 23
13-17 ner 15

PacnpoctpanennsiMu  xkanobamu  sBisunch  ([dumarp. 1):  mporpeccupytomias
MBIIIEYHas c1ad0CTh — BeyIIasi 1 Haubojee OTIAMYUTENbHAS ’Kajl00a BO BCEX BO3PACTHBIX
IpyInax; W3MEHEHUs MOXOJKM - He3HauuTenapHble B 13-17 ner B CBSA3M C yTparou
CaMOCTOSITENIbHOM XO0JIbOBI, TYTONMOABMKHOCTh CyCTaBOB. Pexxe oTMeuanuch xajioObl Ha
U3MEHEHUs MacChl Tela, HMOLMOHAIBbHYI0 HECTaOWJIBbHOCTh, TPYIHOCTH IpPH XOjbOe.
Poputenn nereit mianmie 4 JeT aKTUBHBIX »ajuo0O, CBA3aHHBIX C 3a00JeBaHHEM, He
IIPEABSIBIISUIN.

JKano6bl naumeHTOB
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Tporpeccupyiomas  l3MeHeHHe TOXOJKH TyronoBwkHOCTs  TPYAHOCTH IPH X0/b0e I3MeHeHHsl Macchl Tela  DMOUHOHATLHASL
MEIIIeUHast CTaGoCTh CycTaBoR HeCTaGHILHOCTh

=8 mec -4 ropa = 5-8 ner 9-12 ner ®m13-17 net

Juarp. 1 —Kano6b! manueHToB.
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B cBsi3u Cc pa3BUTHEM HEHWPOMBIIIEYHOW IUCTPOPHUHU pa3BUBAIOTCS AePopMaliu
MMO3BOHOYHMKA, Hporpeccupyronme ¢ Bo3pactom: B 0,8-4 roma y 81% pgereit umenace
CKOJIMOTHUYECKAs OCaHKa, KoTopas K 9-12 rosaM pa3BUBaeTCs B HEMPOMBIIIEYHBIN CKOJINO3
1-2 ct. u 3-4 cr. k¥ 13-17 romam. Y 100% nereti 13-17 mer mmenuch nedopmaruu
M03BOHOYHHMKA.

VY % mauueHToB UMeNoCh HU3Koe (pusmdeckoe pazpurtue (66,6%), yTo 00yCIOBIECHO
IPOrPECCUPYIONIEH MBIIIEYHOU CIabOCThIO C MOTEeped XOAbObI B JTaJbHEHIIEM, a TaKkKe
npuemoMm ['KC. Ilpumeuarensno, uro y 's gereit (20,8%) ¢usnueckoe pa3zButre ObLIO
BBICOKMM (IIPEUMYIIECTBEHHO y MIIJIIEH BO3PAaCTHOM TpyIibl). B cBI3u ¢ HanmuuueMm
HEHPOMBIIIIEYHOTO CKOJIM03a MMEIOTCS TPYIHOCTH B HM3MEPEHUU pPOCTa U BecCa, 4TO
3aTPyAHSET OUEHKY (PU3NYECKOTO Pa3BUTHSL.

Hapyienus co cTOpoHbl ONMOPHO-ABUTATENbHOrO anmnapara (Juarp. 2) BkiItouaiu:
TeTpamape3 pa3HOW CTENEHUW BBIPAKEHHOCTH, IMAaTOJOTMYECKYI0 YCTaHOBKY CTOII,
nedopMalii MO3BOHOYHKKA, KOHTPAKTYPhI CyCTAaBOB, MICEBAOTMIEPTPOPUIO HKPOHOKHBIX
MBIIIIII.

Axmyanvhuie npobnemul cospemennoti meduyunsl u gapmayuu-2023
BI'MY, Munck (19.04 — 20.04)

Koansectna nerell
0 10 20 M 40 5D ol 0

JlehIpManTg HOeARIRITREES

Kowr sy

Heenmr mraprpdms Imnpsww i &

v taum

My

Cosnunell Mumeast i oms

“43

tricnente soxoas RSSO0

«23

Juarp. 2 — VI3mMeHeHus] ONOpHO-/IBUTaTEJIbHOTO aniapara U ABUTraTeIbHble HApYILICHUS.

[IpencraBiieHHbIE U3MEHEHUS B COBOKYIHOCTH C IPOTPECCUPYIOLIEH MBIIIEYHON
c1a00CThIO0 3HAUYUTEIBHO 3aTPYAHSIOT (PU3MUECKYIO0 AKTUBHOCTh MAIMEHTOB Ha4YMHas ¢ 9-
12 ner. KOHKpeTHBIE ABUraTENbHBIE HABBIKY Y JE€TEN PA3HBIX BO3PACTHBIX IPYIIT OTPAKEHBI
Ha guarpamme Hike ([uarp. 3). [lo 8 nerHero Bo3pacTa (¢u3nueckass aKTUBHOCTb
COXPAHSETCA B ITOJIHOM 00bEME.

OUIUYECKASA AKTUBHOCTDb IAIITHEHTOB

XOAHT CaMOCTOATCIIBHO
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I[narp. 3 — ®dusndeckas akTUBHOCTh NaluECHTOB.
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[lepBoe mposiBneHue 3a00J€BaHUS - MCEBAOTUNEPTPOPUS MKPOHOKHBIX MBI (Y
50% pereil HaumHAs € 2-X JI€T), U3MEHEHHE HOPMAJbHON MOXOAKA HAa TUIUYHYIO
MHOIATHYECKyI0 Habmoaaercsa y 71% c¢ 5 netHero Bo3pacra. [letu nepectaroT XOAUTh C
Bo3pacrta 8 jeT, k 15 romam 83 % nmereit yTpaTmiio CIOCOOHOCTh K CaMOCTOSITEIBHOMY
nepenskennto. K 18 romam Bce €T caMOCTOATENbHO HE MEePEIBUTAIINCH.

Y nmereii Bcex BO3PACTHBIX TpPyNI HAOMIONANUCh KOHTPAKTYpPHl CYCTaBOB,
IPOrpEeCCUPYIONIUE M0 MEpe pocTa W MOTEpPH XOJbObI: Tak, K Bo3pacTy 9-12 jer yxe
UMEJIUCh MHOKECTBEHHbBIE KOHTPAKTYPHI (3aXBaThIBAIOIIKME TOJIEHOCTOIHBIE, KOJCHHBIE,
TaK)K€ BOBJICKAJIUCH JIOKTEBbIE U JIy4e3aIlsICTHbIE CYCTaBbl), MAKCUMAaJbHOE pa3BUTHE
KOHTpaKTyp HaOJIr0/1a710Ch B Bo3pacTe 13-17 ner.

Cpenu nHBIX HapyIieHu# Habmoaancs nedunut koctHoi Macchl. Cuaapom Mnenko-
Kymmara, Be13BanHbIM noCTOSIHHBIM npremoM ['KC, otmewaromuiics y aeren ¢ 5-8 ner. Bo
BCEX BO3PACTHBIX rpylmax HaOmoaainca neuuut ButamuHa Jl. B cBs3u ¢ yeM Bce AeTH
HAaxOJATCA B TPYIIIE PUCKA [0 Pa3BUTUIO HAPYIICHU KOCTHOM MUHEpaIU3alUu.

[IMJ] dromenHa-bekkepa 3aTparnBacT HE TOJIBKO CKEJIETHBIE MBI, HO U
CEpJIEYHYI0, BCJEJICTBUE YEro pa3BUBAETCA KapAHMOMHUONATHS, MPOTPEccCUpyromas ¢
BO3PAcTOM: B BO3pacTHOM rpymime 8 Mecsies - 4 roja kapaAuoMuonaTus Ha0moaanack y 6%
nereut, B 13-17 net -y 47%.

C 6 netHero Bo3pacta nauuentaMm HazHauatorcs ['KC (nednazakopt, nmpeAHU30JI0H,
METHIINPEAHNU30JI0H). JleueHne KapIMOMHOINIATUN BKIIOYaeT B ceOs HazHaueHue MAIID
(oHanmarpwi), HauMHas ¢ 5-8 ner, Oera-aapeHOOI0KATOPHI (OMCOMPOIOI, METOMPOJION)
MaIMeHTHl noay4daror ¢ 9-12 ner [4, c. 5]. Hetu ¢ [IM]] /romenHa-bekkepa Haxoaarcs B
rpynmne pucka mno pasputuio jaeuiura ButamuHa JI. 29% MalbuMKOB, HWMEIOIIMX
MOATBEPKIAEHHBIN J1abopaTopHO AePUUUT BUTaMHUHA [], mosydaroT Xxojekaibuudepon B
tepaneBTuyeckoi go3e (3000-5000 ME). 71% nauneHToB, HaXOIALIUICS B IPYIINE pUCKa,
MPUHUMAIOT XoJieKalblu(epon B npodunakruueckux go3ax (500-2000 ME). [1, c. 39]

C nanueHTamMu 00fA3aTeNbHO padOTAlOT PeaOUIUTONOTH, (U3HOTEPANEBTHI,
MICUXOJIOTH, Ae(EKTOJIOTH AJIs YIYUIICHUS] KAYeCTBA U POJJICHHS )KU3HU.

BoiBoabI:

1. Onucanbl HanOosee pacnpocTpaHEHHbIE TUIBI MyTaluu B reHe DMD - nenenus
(62%) u nynmukanus (17%).

2. YCTaHOBJIIEHO, 4YTO TE€PBOE TMpOsIBICHHE 3a00JIeBaHUSI - TICEBIOTUIIEPTPOdUS
UKpOHOXKHBIX MBI (Y 50% neTeit HaunHas ¢ 2-X JIET), U3MEHEHNE HOPMAJIbHON TTOXOIKU
Ha TUITMYHYIO0 MUOMAaTHYECKyt0 HaOmoaaercs y 71% c 5 netnero Bo3pacrta. K 18 romam Bce
JIETH CaMOCTOSITEIIbHO HE MEPEIBUTAIINCH.

3. KapnuomuonaTusi Ha4MHAET MPOSIBISITHCS B BO3pacTHOM rpymme 1-4 roxa (6%),
nocturas 47% npoueHToB B Bo3pacTHOM rpynne 13-17 ner.
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