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[TanueHT Poccuiickol neTCKOM KIMHUYEeCKON O0IbHUIIE BIIepBle B Poccuu mony4un
YHUKaJIbHBIY U OOUH U3 CaMBIX JOPOTUX IIPernapaToB B MUpe AJ1s JIeUeHUs PEeIKOro
3a00eBaHus — MbIIeYHOU qucTpodun [omeHHa. I1epcrneKTuBH ¥ HOBOTO
reH03aMeCTUTEIbHOTO JIeKapCTBa — caMble MHOT'000eIaoIIre.

O nmeyenun aif.ru pacckasasa Bpad-HEBPOJIOT, IPOdECcCop, JOKTOP METULIMHCKUX HayYK,
3aBeayollas OTaeIeHueM MeOUIMHCKOM TeHeTUKHU POCCUICKOM OeTCKOM KIIMHNYECKON
6onpHULE — Gunuana PHUMY um. H. Y. TTuporoBa Mun3sngpaBa Poccuu CeTnaHa
Muxauosa.

Korpma pebeHKy yCcTaHaBIMBAIOT JUarHO3 TeHeTU4YeCKOoro, ¥, KaK IIPaBUjIo, 0phaHHOro,
3a00JieBaHusI, POOUTEIN IPUXOAAT B y2Kac U oTYassHUE. Bedb 0 cux mop OBITyeT MHEHHUE,
4YTO «reHeTHKa» He eynuTcs. Ho 3710 He Tak. Eciu ycreTs BBeCTH npernapar MaJlbllly
BOBpeMsI, Cpa3y II0CJIe IIPOBENeHHOI0 PaCIUPEHHOr0 HEOHATAIbPHOI'0 CKPUHUHTA, YOaeTCs
nobegutb CMA (cuHaNbHYIO MBIIIEYHYIO aTPOPUI0), a TaKkKe psif 3a0071eBaHUYN U3 IPYIIIIHL
HaCJIe[ICTBEHHbIX HapylIeHn 00MeHa BelecTB. A BOT Tellepb 0Yepenb JOoLIna 40 APYroro
CMepTeIbHO 0TIaCHOT0 3a00/ieBaHNsl — MPOTrPECCUPYIOLIel MBIIIeYHOU JUCTPOGUN
[romenna. HoBoe j1eKapCTBO — OOHO U3 CaMBIX JOPOTUX B MUPE, HO KOT[a peyb UaeT

0 XKU3HU pedeHKa, KaKue MOTYT OBITbh pacyeThl!

Bomne3ns [Jol1eHHa — IPOTPecCUpylolliee HEPBHO-MEBIIIIEYHOe 3a00/ieBaHue, KOTOPHIM
CTPaalOT UCKIIIOUUTENIBHO MaJIbYUKHU, IePelaeTCsl OHO UCKTIOYHUTEILHO OT MaTePH K CHIHY.
B pe3ynbTaTe reHETUYECKOTO JedeKTa B OpraHu3Me BO3HUKAET HeIOCTATOYHOCTh GelKa
nucTpodrHa, KOTOPHIHM OTBEYAEeT 3a HOPMaJIbHOE COKpallleHre U pacciaabieHue MBI, 13-3a
9TOTO B HUX IIPOUCXOMAST HEKPOTUYeCKue u3MeHeHusi. Co BpeMeHeM MEIITeYHast TKaHb
3aMEHSEeTCS COENUHUTENTbHON U XKUPOBOU. [IepBrle CUMIITOME 3a0071€BaHUST CTAHOBSITCS
3aMeTHBRIMU 00OBIYHO K BO3PacTy 3-5 7eT. Y ellle BYepa Pe3BBIX MaJIbYUIIEK BAPYT BOSHUKAIOT
HapyIIeHUs TOXOKHY, YaCcThle MTafieHus, IeTH HaUMHaIOT XOIUTh HEe Ha BCEH CTOIIE,

a IPeMMYIIeCTBeHHO Ha IanbyrKax. [lamee HAOIIOMAeTCs MPOTPeCcCUpPyIoInas MEIIIeYHast
crmabocTh, GOPMUPYIOTCS KOHTPAKTYPHI TOJIEHOCTOIIHAEIX, KOJIEHHBIX CyCTaBoOB. Ecnu

He JIEUUTHCS PETyIASPHO, He MTPOBOOUTD ITOCTOSTHHEIE PeabUTUTAIllMOHHBIE MEPOIIPUSTHS,

TO yXke K 8-10 rogam Takve marueHThl 00BIYHO YKe He MOTYT CaMOCTOSITEJTbHO XOIUTh.
CrnemoMm B IIPOIeCC BOBIEKAIOTCS U OPYTUe MBI CepaeyHasi, fbIXaTellbHbIe; CO BpeMeHeM
HapacTaeT CepHAeYHO-TIeroyHass HEJOCTaTOYHOCTb, ¥ B UTOTE€ Ha BTOPOM-TPETHEM
NEeCSTUIIETAU XKU3Hb TaKUX MMalleHTOB 00pLIBAETCS.

Meina mop nputienoM. Yto cobo¥ npefcTaBiseT Muonatus [lomenHa? [TogpobHee

Iomnroe BpeM{ IIaTOT€HEeTUYEeCKOI'o JIEHEHHA 3TOT'O 3abomeBaHus He CyILIeCTBOBaAJI0, MO2KHO
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OBLIO TOJILKO HEMHOTO YTYyUYLINTh KaueCTBO XKU3HU 601bHEIX. HO cefiuac cuTyanus MeHseTCs.
Bbraromaps @ounpy «Kpyr gobpa» meTsM ¢ MBIIIEeYHOM aucTpodue [iolleHHa Ha HaHHbIH
MOMEHT yKe OBIIM JOCTYIHEL YeThIPe elllé He 3aperuCTPUPOBaHHEIX B Poccuu mpenaparta
IIaTOTeHeTUYeCKOY Tepaluy 9TOT0 TSXKETOr0 XKU3Heyrpoxawiiero 3abonesanus. [Ipasaa,
13-3a 0COOEHHOCTEW U3MEeHEHNH B TeHe IUCTPodrHa OHU MOTYT OBITh Ha3HaUeHHl HE BCEM,

a JIUIIb TPeTH Mal¥eHTOB.

Ho cyIecTBeHHO U3MEHUTh CUTYAIUIO MOXKET MOSBIIEHNE «JJIeBUONCA» — IIEPBOT0 B MUPE
reH03aMeCTUTENbHOTO MperapaTa OT 9Tok 6one3nu. OH MPUHIUIHAATEHO OTIMYAETCS OT yXKe
CYLIECTBYIOIIUX 4 MaTOTeHEeTHYEeCKUX IIpenapaToB oT Oose3nu [iomeHnHa. Te paboTaioT
TOJIBKO Ha OTNpefe/IeHHYI0 TeHeTHYECKYIO TI0JIOMKY U JIWIIh BOCIIOJTHSIOT OMPEeNeIeHHbEe
HapYIIeHus B CTPYKType TreHa, YTOo I03BOJsIeT OeNKy JUCTPOGUHY HOPMAallbHO
BEIpa0aTHIBATHCS, @ «DJIEBUAUC» IPUBHOCUT B OPTaHU3M XOTh YKOPOYEHHBIH, HO 3[[OPOBHIH
T'eH, BOCCTAHAB/IMBAs CaMOCTOSITENIbHYIO BRIPA00TKY O6enka. TakuMm ob6pa3om, TpebyeTcs
BCET'0 OMHOKPATHOE BBEJEHUE 9TOT0 TeHO03aMeCTUTEILHOT'0 JIEKAPCTBA, YTOOH! OeJIOoK,
OTBeYaloImuy 3a QYHKIMOHUPOBAHUE MBI, Havyasl paboTaTh MOTHOIIEHHO.

[To cnoBam C. MuxalioBoM, HOBO€E JIEKAaPCTBO MOAXOOUT MPaKTAU4YEeCKH BCEM MallMeHTaM,

3a UCKJIIOYEHNEM TeX, Y KOTOPHIX uMeeTcs pesenus 8 u/unu 9 B rene DMD. U, KOHEYHO,
«JJIeBUANC» Ha3HaYyaeTCs, TOJIbKO eCJIu guarHo3 0oJie3Hb [i0IeHHa MOATBePKOeH
MOJIEKYIIPHO-TEeHETUUECKYU. Beob CTOUT mpernapaT reHo3aMeCTUTEIbHOU Tepanuu
0aCHOCIIOBHHIX ieHeT. TeM He MeHee OH Obll 3aKymieH QPOHIOM IIOMOIIY AETSIM C TSKETBIMU
u penkuMmu 3aboneBanusMu «Kpyr mobpa», cosmanubiM B 2021 rogy Ykasom [Ipe3uneHTta
Poccuun.

Ymen B 22. YMmep 4ensiOnHel, CTPafaBIIni BMecTe ¢ OpaToM CMepPTeIbHOM 00JIe3HBIO
ITompoGHee

[TepBoe BBefieHME TeKapCTBa COCTOSIIOCH B OTHAENIEHUU MeOuIInHCKOM reHeTuku PIIKB
B KOHIIe MIOHA 3TOT0 rofa.

«B 4mcne mepBHIX AeTel B Poccun, MomydyuBIINX JaHHYIO TEPAIUIO, ObLT MATUIETHUN ApceH
13 ropofa ApmMaBup. YUUTHIBas BO3PacT BBENEHHUS N0 PA3BUTHUS HEOOPATUMBIX U3MEHEHUN
B MBIIIEYHOM TKaHU, Mbl PaCCYUTHIBA€M Ha IEPCIEKTUBHOCThL 3TOT0 METOMa JIeYeHNUS,
BO3MOXKHOCTH [IJIs TALIMEeHTOB CTaTh IIOJTHOLIEHHBEIMU 4JIeHaMu 0011ecTBa», — pacckasasa
3aBeqylollasl OTAEIeHNEeM MeJULIMHCKON TeHeTUKY, Ipodeccop CBeTnana Muxaumosa.

[To ee cnoBaM, ApceH IepeHec BBeieHUe IIpernapaTa YOOBIETBOPUTEIbHO, TOO0YHBIX
SIBJIEHWH He 0TMeYasioCh. B TeueHne HECKOIbKUX HeMlesb I0Cyie BBeJeHUS allueHT OymeT
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HaXOOUThLCSA B CTallMOHape mop HabniofeHneM Bpadeil. B O6nmuxkaliiiee BpeMs eIle aBa
pebéHka monydat npemnapat B PIIKB — nsatunetHue Manbunku u3 CankT-IleTepbypra
1 ropopma Muacc YensiOMHCKOM 061acTH.

[TpuMeHeHNe npenapaTa «J3JIeBULUC» 3HAYUTEJIBHO PACIIUPUT KPYT OEeTEeU C MBIILEYHOU
muctpoduen [lomeHHa, A1 KOTOPHIX CYIIeCTBYeT 9QpGeKTUBHOE JIedeHNe. ITO TO3BOIUT
OCTQHOBUTH Pa3BUTHE TAKEJIOro 3a00yieBaHUS y OOJbIIEr0 KOIUYEeCTBa NallieHTOB.

CtaTbs 110 TeMe JIeKapCTBO CTOUT 266 MJH. Y IByX OpaTheB 00HAPYXKUIU MHBIIIEYHYIO
OUCTPOPUIO

«BHenpssa HOBEE, UHHOBALIMOHHEIE METOML! JIEYEHU I, MEL CTapaeMCsl U3MEHUTEL TPaeKTOPUI0
6one3uu. Begb CyTh TeHHOM Tepaluy — OOCTAaBUTh B OPTaHU3M 3[0OPOBLIN I'€H, YTOOH
3anyCcTuTh BHIPaboTKy OeflKa 711 HOpMa/IbHOT'O0 COKpallleH!s U pacciiabieHnsl MbIIeYHOU
TKaHU», — roBoput C. Muxausosa.

[To cmoBaM 3KCIepTa, Ha TEKYIINN MOMEHT KIMHUYECKUEe NCCIeq0BaHus ITpemnapaTa
IIPOMIOIKAIOTCS, HO OHU y2Ke TTOATBEPKAAIOT MOI0XKUTENbHYI0 IUHAMUKY Y MallieHTOB.

B xome ucnbiTaHuM Oblla MoaTBepXKIeHa 9PpGEeKTUBHOCTL PabOTHI ITpelapaTta — y JeTel

C DMArHO30M MEIIIeYHas auctpodus [iomeHHa, KOTOPhIe IONyYUId TaKoe JedyeHue, ObIIo
OTMEYEHO YBeJINYeHNe MBIIIEYHOU CUJIBl U BEIHOCJIMBOCTH I10 CPAaBHEHUIO C KOHTPOJIbHON
BLIOOPKOM. A OMOXUMUYECKHE UCCIIeNOBaHUS MOOTBEPANIH, YTO «DJIEBUIUC» CIIOCOOCTBYET
BeIpaboTKe Genka, KOTOPHIM OTBeYaEeT 3a COKpallleHue U pacciiabieHue MBI,

Takxke Oblna MOATBepKOEHa U 0€30ITaCHOCTb TPUMEHEHHUS MpenapaTa —JIeTalbHOCTh B XOfIE
UCIIBITaHUM OTCYTCTBOBAJA.

3amuTuM Majabuuinek. Kak XKuBYT malnrueHTH ¢ Muonatuel [JomeHHa [TogpobHee

ITo c;moBaM 3KCIIepTa, «JIIEBUAKC» MOKHO IOTyYUTh OECIIaTHO IPH IOANEPKKE
npe3uneHTckoro ¢pouma «Kpyr nobpa». [I1s pacCMOTpPEHHUS BOIIPOCA 0 BO3MOXKHOCTH €T0
IPUMEHEeHHs He0OXOOUMO UMETh:

Ecnu BhIIIETIEpEYYCIIEHHEBIE YCIIOBUS BHIIIOJIHAOTCSA, TO POOUTEIM lTallieHTa MOTYT
00paTUTHCS B OUH UX TPeX dhefepanbHEIX MEIUIIMHCKUX IIEHTPOB: POCCUICKYIO IETCKYIO
KIMHUYeCKy1o OonbHUIy — ¢unuan PHUMY um. H. Y. ITuporosa Mun3apasa Poccuu,
HWUKH nemguatpuu umenu akagemuka lO. E. Benstuinesa ®I'AOY BO PHUMY uwm. H. U.
[TuporoBa Muusapasa Poccuu, HMUII 300poBbs meTei u moagpoCcTKoB MuHn3apaBa Poccuun,
B KOTOPBIX OCYILECTBIISIETCS JIeUeHNe IpernapaToM «JJIeBUANC», TAe Bpadu paCCMOTPAT
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BOIIPOC O HAa3HAUEHHUH IIpernapara. B Tex ciaydasx, KOrga eCTb COMHEHUS B TOYHOCTH
TIOCTABJIEHHOT'0 OUArH03a, CYyIIeCTBYeT BO3MOXKHOCTh TPEXCTOPOHHET'0 KOHCHUIUYMa [t
peleHus: BOIPOCca 0 Ha3HAYEHWM TePalluH.
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