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AkTtyanbHocTh. [Iporpeccupyromast mpimeunas aucrpodus (IIMJI) dromenna-bekkepa -
HACJIEICTBEHHOE, CLEIUICHHOE ¢ X-XpPOMOCOMOM pelieccuBHOE 3a0o0JieBaHuE, 00YCIOBICHHOE MyTa-
ueil B rene 6enka auctpoduna (DMD). PacipocTpaneHHOCTh B pa3HbIX HOMYJISIIHUIX BAPEUPYET OT
1:3000 mo 1:5000 >KUBOPOKIECHHBIX MAIBYMKOB. 3a00JIEBAaHHE XapaKTEPU3YETCSI MPOTPECCUPYIO-
IIUM TEYEHUEM U OBICTPO MPUBOAUT K MHBAIMIU3ALUH, [I09TOMY aKTyaJbHOU NMpoOIeMON sSBIsSETCS
yIydlIeHHe KauecTBa U MPOAJICHUE KU3HU JIETeH ¢ JaHHOW MaTOJIOTHEH.

Heab: n3y4uTh reHeTUUECKHUE U KIMHUYECKHE OCOOEHHOCTH IPOTrPECCUPYIONIEH MbIIIEYHON
muctpodum Jromenna-bekkepa.

Matepuanbl 4 MeToabl. VccnenoBanue mpooamiock Ha 6aze ['Y “PecmyOnukaHCKuil Kiu-
HUYECKUH IEHTP MAUTMATUBHOM oMol aetsm”. B paboTy BkiIO4eHO 68 Malb4MKOB, HAOIIOAaB-
mmxcs ¢ quardo3om [IM]] romenna-bekkepa B nepuos ¢ 2020 mo 2023 rr., B BO3pacTe OT 8 MECSIIEB
1o 17 ner, Me (MexkkBapTHIbHBINA nHTEpBa) - 9 (6-12 neT). b1 poBeieH aHaIN3 MEAUIIUHCKUX
KapT CTallMOHAPHOTI'O MallME€HTa U KOHCYJIbTaTUBHBIX 3aKIIOYEHUN aMOYIaTOPHbBIX MallUEHTOB.

PesyabTaTsl 1 ux odcyxnenue. Hanbonpuiee konuyectBo aereit ¢ quarnozom [IMJ] lro-
meHHa-bekkepa npoxusaet B ['omensckoit (13) u I'pognenckoii (12) obnactsax. OOpaiaer BHUMa-
HUE OTHOCHUTEIFHO BBICOKAs BBIABIISIEMOCTD 3a00JIeBaHUS B TAKUX PallOHHBIX ropojax, kak Jluna (5)
u Cayuk (4). Y 53 nereit oOHapyxeHbl MyTanuu B rene DMD, uto coctaBuino 78% oT koynuecTBa
JIeTeii, BKIIFOUEHHBIX B HCCIE0BaHUe. |5 MadbuuKOB UMENU XapaKTePHbIA KIMHUYECKUN (HEeHOTHIL,
0JIHAKO Ha MOMEHT BKJIIOUEHUS B UCCIIEIOBAaHUE PE3YIbTaThl TEHETHUECKOr0 00CIeI0BaHUS OBbIIIN HE
noctynHbl. Bapuant JlromenHa ormevancs y 66 nereit, Bapuant bekkepa -y 2. YV 000MX MabUUKOB
C KJIMHUYECKUM BapuaHTOM bekkepa nuarsos Obul moaTBepikJeH reHerndyecku. Hanbonee yacroit
¢dopmoit MyTaruu sBisiack jenenus (62%), BTopas MO 4acTOTE€ BCTPEYAEMOCTH - TYIUIMKALUs
(17%). docTtoBepHO Yalle MyTalus 3aXBaTbiBajia 00J1acTh ¢ 43 1o 52 3Kk30H: U3 53 /1eTeil ¢ TeHeTH-
YECKH MOATBEPKICHHBIM AUATHO30M N3MEHEHNUS B JAHHOM JMaINa3oHe UMeNnch y 25. B onqHOM ciy-
yae MyTalus 3aHuMana ¢ 8 mo 41 3K30HBI, YTO COCTABUIIO 3HAUYUTEIBbHYIO YacTh reHa (33 sk30Ha U3
79). Cpeau oOcneIoBaHHBIX MALIMEHTOB OTMEUYEHO 4 CEMENWHBIX CITydasi: B TPEX U3 HUX OpaThsi UMENH
UJCHTUYHBIE MYTallUY, B TOM YHUCIIe OIM3HEIbI B ABYX ceMbsiX. B oqHOM citydae y OpaTheB-0nn3He-
1IOB BBISBIICHBI AYTUIMKAIIMU B pa3HbIX o0nactsx rena DMD. PacripocTpaHeHHBIME 5kano0amu siBIIs-
JIUCH: MBIITIeUHas c1abocTh (85%), m3meHeHue moxoaku (43%), TyromoaBMKHOCTE CycTaBoB (41%),
TpyAHOCTHU 1pH Xoab0e (28%). Pexe oTMeuanuch sxano0bl Ha POrpeccUpyroLInii Habop Macchl Tena
(19%), sMorMoHaTEHYIO HecTaOMIBLHOCTE (16%), TporpeccupyroNIyo moTepro Macchl Tena (9%). Po-
IUTENH JeTeld miajie 4 JeT akTUBHBIX )Kajo0, CBA3aHHBIX C 3a00JieBaHMEM, HE NMpeabIBILIN. B
X0/I€ TIPOBEACHHOI0 UCCIIEIOBAHUSI ObLIIO BBISBIEHO, YTO MOXO/IKA CTAHOBUTCS] THIIMYHOW MUOMATH-
4ecKoM y zierelt crapiie 5 et (otMedeHa y 25 u3 29 nereit crapiie 5 JeT, KOTOpblE COXPaHWIH CIIO-
coOHOCTh X0auTh). [loTepss xonp0Obl 0TMeuanach mocie 8 jer, HauOOoJIbIINI MPOLIEHT YTPAThI CIIO-
COOHOCTH K TepeBIKeHUI0 HaOmoaancs B 12 -13 net (42%), 6onbmuHCTBO (83%) mMOTEpsIo Cro-
COOHOCTB K CaMOCTOSTEILHOM X060¢€ K 15 rogam. B Bo3pacrte 16-17 et Bce 1eT caMOCTOSTENHHO
HE TIEPEBUTATIUCE.

BbIBOaBI: BHISIBICHBI TEPPUTOPUATIBHBIE OCOOEHHOCTH paclpeaeNieHus MalueHTOB ¢ Ipeod-
nananueM B ['omenbckoit u I'pogHenckoit obnactsx. Onucansl HanbosIee pacpoCTpaHEHHbIE TUITBI
mytauuu B rene DMD - neneuus (62%) u nyrukanus (17%). YcTaHOBIEHO, UYTO paHHUM MPOSIBIIE-
HUEeM 3a00JieBaHusl SBISUIOCH M3MEHEeHHe noxonaku (y 86% aereit crapiie 5 neT), a OOJbIIMHCTBO
nereit (83%) yTpaTHiio cnocoOHOCTh K CAaMOCTOSITEIbHOMY MEPEIBMKEHUIO K 15 romam.
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