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JAVYHIUIHE HHTE/UVIEKTYAJIBHBIE HCC/IE/OBAHUA

3ABOJIEBAHUE HEPBHO-MBIINIEYHOW MUOMIATHUMU JIOIIEHA.
I'EHETUYECKHUE ITPOUCXOXIAEHUA

Mamawapugoe Ucomyxammao /rcamuiuoosuu

Cmyoenm 140-I pynnwvt Jleuebnoeo @axynvmema-2 Camapkanockozo

Meouyunckoeo Ynusepcumema , Pecnyoauxu Y36exucmana , e.Camapxano

Aunomauyusn Muonamus Jllowenna — >3mo msoicenoe HACAeOCMBEEHHOe
3abonesanue, cesazannoe ¢ mymayuei ecena DMD. Jlannoe uccredosanue
paccmampueaem 2eHemuieckue acnekmsl 3a001e6aHus, Munvl MYMmMayuil,
MEXAHU3M HACAe008aAHUSL, MemOoObl OUACHOCMUKU U NePCneKmuebl mepantiu.
I'enemuueckoe mecmuposanue u COBPEMEHHbIE MEXHONO2UU, MaKue Kak

CRISPR/Cas9, omkpuisaiom Hosbie 803M0OMCHOCIU 8 IeueHUlU OAHHOU NAMOJIO2UL.

Knwuesvie cnoea: muonamus [owenna, oucmpogun, 2en DMD,

HACle0CmEeHHble 60JZ€3HU, MONEKYIIAPHAA OuazHOCMuKa.

BBenenue Muonatus Jlromenna (muctpodus J[romeHHa) — 3TO THKENOe
HACJIEICTBEHHOE 3a00JIeBaHHUE, OTHOCSIIEECS K TpYIIe MpOrpecCUpyroImX
MBIIIEYHBIX TuCcTpoduit. OHO XapaKTepus3yeTcs AereHepalueit u arpoQpueit MbIIIIII,
YTO MPUBOAUT K IOCTENEHHOW MOTEPE ABUTATEIbHOM AKTUBHOCTH. OCHOBHaA
npuuuHa 3a0ofieBaHusl KpoeTcss B MyTanuu reHa DMD, koTopsiii oTBedaer 3a

cuHTe3 0enka quctpoduHa.

3a0osieBaHue BIiepBble ObLIO omucaHo B cepeanne XX Beka QpaHIry3cKuM
HeBposioroM ['mitomoM /lromennoMm. OHO BcTpedaeTcs npumepHo y 1 u3z 3500—
5000 HOBOPOXAECHHBIX MAJBUYUKOB MO BCEMY MHUpPY. B OTCyTCcTBHE JieueHUs

MaguCHTBI TCPAIOT CITOCOOHOCTh K CaMOCTOATCIIBHOMY IMEPCABUIKCHUIO K
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MOJIPOCTKOBOMY BO3PACTY, @ CPEIHSS MPOJAOKUTEIbHOCTD KU3HU HE MPEBBIIIACT

30 ner.

Matepunanbsl u Meroabl B nanHoi paboTe HCHOIB30BAIUCH CICAYIONINE
METOAbl  MCCJIEAOBAHUA: AaHAIU3 HAYYHOM JMUTEPATypbl, MOJIEKYJISPHO-
TCHETHYECKUE  WCCIACAOBAHMS, METOIbl  OMOXMMHUYECKOHW  JUArHOCTHKH,
MMMYHOTUCTOXUMUYECKUI  aHallu3, a TaKKe€ CpPAaBHUTEIbHBIA  aHAIMU3

CYIICCTBYIOIIUX TCPAIICBTUUCCKHUX CTpaTeFHﬁ.

Pe3ynbTaThl AHANU3 NaHHBIX MOKa3al, yTo Mytauuu reHa DMD sBnstores
OCHOBHOW mpuunHOW wMuonatuu Jlromenna. Haumbonee pacnpocTpaHeHHBIE

MYyTallku BKJIIXOYArOT:

o JleJileMd JIK30HOB — TIPUBOJAT K YTpare KPUTUUECKH BaXKHBIX
YYaCTKOB T€HA U HAPYIICHUIO paMKH CUUTHIBAHUS O€jKa.

o JlynjimKanuu 3K30HOB — BBI3BIBAIOT aHOMAJIBHYIO CTPYKTYpy Oeika
aucTpodrHa.

« TouyeuHble MyTAlIMU — MOTYT TPHBOJIUTH K TPEKIECBPEMEHHOMY

IMOABJICHUIO CTOII-KOAOHA U CUHTC3Y He(i)YHKI_II/IOHaJ'IBHOFO OeJka.

CoBpeMeHHbIE METOIbl JIMArHOCTUKW TO3BOJSIIOT BBISIBISATH MYTAllUU C
BBICOKOW TOYHOCTHIO. ['€HHas Tepanus U MOAX0/Ibl, TAKUE KaK IK30H-CKUIIMHT,

JACMOHCTPUPYIOT ICPCIICKTUBHLIC PE3YJILTATHI B KIMHUYCCKHUX HCIIBITAHUAX.

Oo0cyxnenue VccnenoBanus AEMOHCTPUPYIOT, YTO Muomnatus JlromieHHa
SBIIICTCA OJHHUM U3 HambOoJlee CJI0XKHBIX HACIICACTBEHHBIX 3a00JICBaHMIA,
TPEOYIOUINX KOMIUIEKCHOTO IMOJX0/1a K AUArHOCTUKE U JiedeHHt0. COBpEeMEHHbBIC
texHnosoruu, Takue kak CRISPR/Cas9 u MeTopl 3K30H-CKHMITITUHTA, OTKPBIBAIOT
MEPCIEKTUBBl ISl 3aMEIJICHUSI TPOTPECCUPOBAHUs OO0JIE3HH U YIyUIICHUS
KaueCcTBa KU3HMU MaIlMEHTOB. TeM He MEHee, OCTAIOTCs HEepelIeHHbIE BOIPOCHI,

CBSI3aHHBIE C 0€30MaCHOCTHIO U 3PPEKTUBHOCTHIO TaHHBIX METO/IOB.
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JIOTIONTHUTENBHOMN CIIOKHOCTBIO SBJISIETCS BBICOKAsl U3MEHUYMBOCTh MyTalUil B
reie DMD, uro 3arpynHser pa3paboTKy YHUBEpCAJbHOTO JjeueHus. Takxke
Ba)KHYIO POJIb UT'PAET MYJIbTHAUCHUIIMHAPHBIN MOJX0/ B BEJCHUH NAllUEHTOB,
BKJIIOYAIOIIUI (pU3HOTEpanuio, MOIAEPKUBAIOIEE METUKAMEHTO3HOE JIEUEHUE U

PaHHIO peaOUIIUTALIUIO.

3axiouenue Muonatus J[olIeHHA OCTAeTCs HEU3JIEYMMOW, HO Hay4YHbIC
pa3paboTku B 00JaCTU F€HETUKH M MOJIEKYJISIPHOM OMOJIOTMH JAlOT HalEkKAy Ha
co3aanue 3¢GEeKTUBHBIX METOIOB Tepanuu. PaHHss AMarHOCTHKA U TEHETUYECKOE
KOHCYJIbTUPOBAaHWE  WIPalOT  KIOYEBYKD  POJIb B INPEAOTBPALLECHUU
pacnpocTpaHeHus: 3a00JieBaHus U pa3padboTke 3(PPEKTUBHBIX METOJIOB JECUCHUSI.
JlanbHeilme ucciaea0Banus B 00J1aCTU T€HHON HHKEHEPUU U KIIETOYHOU TEpAHH

MOTYT IIPUBECTU K 3HAUUTEIILHOMY YJIYUYIIEHUIO IIPOrHO3a I AllUEHTOB.
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