HavmeHoBaHue MblweyHaa auctpodua [oweHHa/bekkepa. MccneaosaHue 4acTbiXx MyTaLuMig
ycnyrm (oeneumn KogMpyowWwmx permoHoB) B reHe AMCTpoduHa

Koa ycnyru A 27.30.215

KpaTKas Mporpeccupyolwas mbliweyHas auctpodus (NMMAO) OroweHHa U annenbHbli el
nHbopmauua o BAPMaHT MblweyHoN anctpodum Bekkepa OTHOCATCA K Hambonee dacTbim U
3abonesaHumn XopoLwo M3y4yeHHbIM  popmam HacneaCcTBEeHHbIX HEePBHO-MbILIEYHbIX

3abonesaHuii. Yactota MMM OroweHHa/bekkepa coctasnaet 1 Ha 3500 u 1Ha
20 000 porKAeHHbIX MaJibYMKOB, COOTBETCTBEHHO. 3aboneBaHWe HacneayeTca no
peLeccMBHoMy, cuenneHHomy ¢ X-xpomocomon Ttuny. Okono 1/3 cnydaes
ABNSETCA pe3y/bTaTOM HOBbIX MyTaumii. [eH anctpodmHa NOKaNU30BaH B JIOKyce
Xp21. MyTaumm B reHe (geneumu, AynanKauum, HOHCEHC-MyTaLUUK) NPUBOAAT K
HapyweHuto npoaykumMm 6enka AucTpoduHa. XapaKTepHa CBA3b MexAay
NloKanusaumnen geneumm reHa AUCTpoduMHa WU KAMHUYECKMM (EeHOTUMOM Mnpwu
nMa OioweHHa/Bbekkepa. KeHLWwmHbI ABNAOTCA reTepo3nroTHbIMu
HOCUTENbHULAMM MYTAaHTHOTO reHa. 3abosieBaHMe Pa3BMBAETCA Y MaJIb4MKOB, HO
B HEKOTOPbIX C/NyYyasnx (MHAKTUBAUMA HOPMasbHON X-XPOMOCOMbI, CTPYKTYpPHbIe
aHOMaNMU X-XPOMOCOMbI, X-ayTOCOMHble TPaHCAOKAUMWU WU Ap.) BO3HUKaeT Y
0EBOYEK.

NMA AtoweHHa NposaBaseTca B paHHEM AEeTCTBE NPEeMMYLLECTBEHHO B BO3pacTe
OT 2-Xx A0 5 net. K HayanbHbIM NpusHakam 60/s€3HM OTHOCATCA ABUraTenbHas
HENIOBKOCTb, HEYCTOMYMBOCTb, 4YacTble CMOTbIKaHWMA M MNafeHWus, MOBbllEeHHas
YyTOMNAEMOCTb Npu ¢$u3nyeckon Harpyske. Kpome Toro, poamTenn otmevatot
[ABUraTeNIbHYIO MACCMBHOCTb pebeHKa, OTKa3 OT Mewwux Harpysok. 3aTpyaHeH
noAbem M CMyCK MO JNecTHUUe, TpebyeTcs onopa M OCTAaHOBKM A4S OTAbIXA.
XapaKTepHO M3MEHEeHMEe TMOXOAKM — «yTMHaa». [locTeneHHO MOABAAIOTCA
MbllleYHble aTpoduK, KOTOpble NEPBOHAYA/IbHO JIOKA/IM3YIOTCA B MbIWLAX
TA30BOr0 MOACa M MPOKCMMaAbHbIX OTAeNaX HUMKHUX KOHEYHOCTel, a 3aTem
PACMpPOCTPAHAIOTCA Ha NJIeYEBOW MOAC, MbILLLbI CMHbI, MPOKCMMaJIbHbIE OTAENbI
BEPXHUX KOHeyHocTel. Kpome Toro, oOTMeyalTcs ncesgorunepTpodmm
Pa3fINYHbBIX TPYNMN MbIWL, (MKPOHOMHbIX, AENbTOBUAHbIX, ArOAMYHbIX, MHOrAA
NPAMbIX MbIWL, }KMBOTa M beadep). B manbHeiwem GopmUpyOTCA CKeneTHble
aebopmanmm (CKoMO3, NOACHUYHbIA IOPA03 U ApP.) N OFPAaHUYEHNA ABUNKEHUI B
cyctaBax (KOHTpakTypbl). Mpu BCcTaBaHUM B0abHble UCNONbL3YIOT CreunasbHble
npuembl (BCTaBaHME «NECEHKOM» WA «B3bMpaHMe no camomy cebe»). YTpaTta
CamocTosTeNbHOM Xoabbbl BOZHMKAET B Bo3pacTe 8-11 net. Yacton npobnemoit y
6onbHbix ¢ MMM [loweHHa ABNAETCA MOpPaKeHWe cepaevHO-cocyamcTon
cuctembl M nerknx  (nosblweHve Afl, HapylweHue puTMa  cepaua,
KapAMOMMONATUA, CepaeYHO-NEroYHas Hea0CTaTOMHOCTb). CMepTenbHbIA MCXoa,
KaK npaswu/io, BO3HMKaeT B Bo3pacTe 14-20 neT, 4acTo CBA3aH C AblXaTe/IbHbIMMU
HapyLIEeHUMU U CepaeYHON HeL0CTaTOYHOCTbIO.

BUOXMMMYECKMMM  MapKepaMu 3abosieBaHMSA ABAAIOTCA  BbICOKME YPOBHM
MbllleYHbIX epmeHTOB — KpeaTMHPOCHOKMHA3bI, faKTaTAermgporeHassi,
aNaHMHAMUWHOTPaHchepasbl M acnapTaTaMUHOTPaHchepasbl B AECATKM U COTHU
pas.

MMV, Bekkepa deHoTUNMYecKM cxopHoe 3aboneBaHue c MM/ [AwoweHHa. Ho
oTAnyaetca 6onee no3gHMM aeboTom B Bo3pacte  10-20 netr w




[obpoKayecTBeHHbIM TeyeHueM. [lepBble MNpPWM3HaKM B BUae craboctn U
YTOMASIEMOCTU MpPU SAnTeNbHbIX GU3NYECKUX Harpyskax (xoabba, ber), 6oam m
cyaoporn (Kpamnu) B MbllLAX, YacTble MageHusa, TPYAHOCTU Mpu nogbeme no
nectHuue. M3ameHeHWe NOXOAKM NO TUMNY «yTUHOW». ATpodMM MbIWL, MO
BOCXOAALLEMY TWUMY, HauyMHAsA C MbllWL, Ta3oBOro nosica wu beaep. Takxke
XapaKTEPHO MOpPaXKeHWe CcepAeyvHo-cocyancTon cuctembl. CrnocobHOCTb K
camocTonaTenbHon xoapbe coxpaHaetcs go 40-60 net. lNpuunHa cmeptn —
CepAeYHO-COCYAMNCTbIE OCNOKHEHUS.

len auctpodumHa (DMD reH) copepskut 79 sk3oHos. MM/ OwoweHHa/bekkepa B
BOONbLUNMHCTBE C/y4aeB CBA3aHa C NPOTAXEHHbIMM Aeneumammu (60-70% Bcex
cnyyaeB) waM  gynavkaumamm (okono 10%), 3aTparnBaloMMM  Pa3/IMYHOM
NPOTAMEHHOCTU BHYTPUTEHHbIE Y4acTKM reHa auctpoduHa (OT oAHOro A0
[EeCATKOB 3K30HOB), 160 BeCb reH ANCTPOPUHa.

OMIM 310200
MepeyeHb len auctpodpunHa (DMD reH). TectupoBaHue HanNumMa/OTCYTCTBUA Kaxaoro m3 79
nccnegyemolx 3K30HOB reHa, a TakXe npomoTopHon obnactm Dp427c.

reHoB, MyTauui

OnpegeneHne AeNeumMoHHbIX MyTauuiA B TEeMMUIUTOTHOM  COCTOAHUKU (Y
ManbyMKoB), U B TETEPO3UTOTHOM COCTOSIHUM (Y IKEHLMH-POACTBEHHUL,
60n1bHOrO).

NHdopmauma o
MeTozae.
TpeboBaHue K
maTtepuany

Ncnonb3yeTca TEXHOJIOTMA Ha OCHOBE MYJ/IbTUMNIEKCHOW Mpoba-3aBUCUMON
JIMrasHol peaKkuumm c nocnegytowen amnamodukaymen (MLPA - Multiplex ligation-
dependent probe amplification), ¢ getekunen nonyyaembix OAHK-npoaykToB C
MOMOLLBIO KanuAIAPHOTO 3/1eKTpodopesa Ha aHaIM3aTOPE HYKIEUHOBbIX KUC/IOT.
Cmecb 30HAOB ONTMMM3MPOBAHA ANA ONpeseNneHua  Haanuua/oTcyTcTBUA
KaXKaoro n3 79 sK30HOB reHa AMCTpodUHa M NPoMOTOpHOM obnactn Dp427c.

[na aHanusa ncnonb3lyeTca BEHO3HAA KPOBb, B3ATaA B Npobupky ¢ 3ATA > 2 ma.

Bo3moxHa npeHaTtasbHaAd AOUAarHOCTUKa Ha 6uonormyeckom mMaTepuane wus3
nonoCtTn  MaTkuy, nosy4eHHoOm C Mnomoubio WHBA3NBHOM I'IPEHaTa!'IbHOﬁ
ANarHoCTuKun (6MOI'ITaTbI XOPUOHa / nnayeHTbl, aMHUOUWUTbI, NYNOBUHHAA KpOBb).

CpoK BbINONHEHNA

21 pabouunii geHb




