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BBenenue

Mpimeunas nuctpodust Hromenna (M]I])-HacnencTBeHHOE peliecCUBHOE HEPBHO-
MBIIIEYHOE 3a00JIEBAHKE, CLIETNIEHHOE C X-XpPOMOCOMOM, BBI3BAHHOE MYTALIMSIMU B
rede DMD, mnpuBoasmiuMM K OTCYTCTBHIO WM HEJAOCTATOYHOM (YyHKUUU

I[I/ICTpO(l)I/IHa, HMECT PaHHCC HAYaJIO U BbISBIBACT TAKCIIOC TCUCHUC.

ITHOJIOTUS ¥ NTaTOreHe3

B ocnoBe MJIJI u MJIb nexut myrtamuss B reHe auctpopuna (DMD),
IPUBOASAIIAS K Pa3BUTUIO JePUIINTA W/WIK HAPYIIEHUIO (YHKIIMU OJTHOUMEHHOTO
O0enka. OOBIYHO MyTalMsl SBISETCS HACJIEICTBEHHON; B TpPEeTH CIydaeB -
cionTanHas Mmytaiusa (de novo). I'en nuctpoduHa - OIUH U3 CaMBIX OOJBIINX
T€HOB 4YeJoBeKka W coAepkuT 79 sk3oHOoB. Cpenu myrtauuit B ~65% ciydaes
BCTpeYaroTcst KpymnHeie aenennu; ~10% myTaruil npeacTaBieHo AYIUIUKAIUSIMU, a
OCTJIbHBIE CITy4aW - TOYKOBBIMU W MaJbIMH MyTamusMu, W3 KOoTopeix 10-15%
IpeICTaBICHb HOHCEHC-MYTAIIUAMHM (CTOI-MYTaIlus).

benok auctpoduHa yuyactByeT B pabOTe CKEJIETHBIX MBIIIII, ABIXaTEILHON U
CEPACYHO-COCYAUCTON CHCTEM - CBS3bIBACT BHYTPEHHHUH IIUTOCKENIET C CapKO- W
JUCTpOTJIMKaHaAaMW B MeMOpaHe W BHEKJIETOYHOM MaTpHuKce, oOecreduBaeT
MEXaHUYECKYI0 U CTPYKTYPHYIO CTaOMJIBHOCTh MEMOpaHBl MBIIICYHBIX BOJIOKOH
npu COKpAIICHHUHU. Juctpodun TaKKe SIBIISIETCS aMOPTH3aTOPOM,
0o0eCTIcUMBAIOIMM  BO3BpAIlEHUE MBIIIIBI B HCXOJHOE COCTOSIHHE TIOCIIC
HanpspkeHus.  [lpm  mporpeccupoBaHun  3a00J€BaHUS  MBIIICYHBIC BOJIOKHA

3aMmerarTcs GuOPO3HON U KUPOBOH TKAHBIO.

INUIeMHOJI0THSA

OOBIYHO TIOpaX)KaeT MATTLYUKOB B JETCKOM Bo3pacte. CMepTh 0OBIYHO HACTYIAET K
20 rogaM BCIIEICTBHME KapAHOPECHUPATOPHBIX OciiokHEeHUH. [Iporpeccupyromas
MblieyHasi auctpodus Jromenna (muoauctpodus Jronenna) Haubolee TsKenas
dopma ¢ Manudecrauuet B Bo3pacte 2-5 JET W MOPOrPECCUPYIONIUM
3JI0KAYE€CTBEHHBIM TE€UCHHEM: (POPMHPOBAHUEM BSUIBIX MapE30B, Mapaaudyeil u
KOHTPAKTyp MbIIIL, 00e31BmkeHHOCTH. [lo Haunbosnee akTyajdbHbIM Hay4YHBIM

JaHHBIM  oOmiemMupoBas  3aboneBaemocth  MJIJ[  cocrammiser 1:5000



HOBOPOXKXACHHBIX MaJIbYUKOB.

Knaccunpukanus

MJJI oTHocHuTCS K Tpynmne MOSCHO-KOHEYHOCTHBIX MBIIIEYHBIX AUCTPOGUi
(ITKM/1) xapakTepu3yromuxcs NopaXeHUEM MPOKCUMAJIbHBIX OTJEI0B BEPXHUX U
HIDKHAX KOHEYHOCTEH. B 3aBHCHMMOCTHM OT NpPOrpecCUpPOBAaHUsS CHUMITOMATHKH,
BBIACIIAIOT S5 ctaauid MJIJI.

1 cragus — OeccumnrTomMHas (HokiIMHUYecKas). Ha 3Toil cTtaauu TUarHo3 MOXKeT
OBITh MOCTaBJIEH B CJy4yae BBISBJICHUS TMOBBIIIEHHOTO OMpE/EICHUE aKTUBHOCTU
KpEaTMHKHUHA3bl B KPOBH, HEOOBSICHUMOM IOBBIIIEHUU YPOBHS TpaHCAMHHA3 WIIU
HAJIMYUs CIy4daeB 3a00J1eBaHUsl B CEMEMHOM aHaMHE3e€.

2 cragusa (paHHsisi amMOyJaTOpHAasl) - paHHsIS C COXpPaHEHHOW CIOCOOHOCTBIO K
CaMOCTOSITEJIbHOMY NIEPEABUKEHUIO.

3 cragusa (mo3aHsss amMOylaTopHas) - MO3AHSS C COXpPaHEHHOW CIOCOOHOCTHIO K
CaMOCTOSITEJIbHOMY NEPEABUKEHUIO (OTMEYAOTCS HAPACTAIOUIME TPYIHOCTU MpHU
X07p0€, oTepsi CIOCOOHOCTH MOAHUMATHCS MO CTYIEHSIM U BCTABaHMS C M0Ja).

4 cramusi (paHHsa HeaMOyJaTOpHAasl) - paHHSS C yTpayeHHOW CIMOCOOHOCTBIO K
CaMOCTOSITEIbHOMY TIEPENBIKCHHIO (MAIIMEHT CIOCOOEH HEKOTOpoe BpeMs
NIEPEIBUTATHCSI CAMOCTOSITEILHO, HO OOJIBIITYIO YAaCTh BPEMEHU JIJISl IEPEBUKECHUS
TpeOyIOTCs ClielnaIbHbIe CPEJICTBA), pPa3BUTUE CKOIHO3A.

5 cranus (mo3aHss HeaMOynaTopHas) - MO3AHSS C yTPAueHHOW CIOCOOHOCTHIO K
CaMOCTOSITEIbHOMY  MEPEJBUKEHUI0 C OrpaHHYeHHEeM (YHKUIMHU BEPXHUX

KOHe‘IHOCTeﬁ, TPYAHOCTAMU YACPIKAHUSA IMOJTOKCHUA TCIIA.

Kinunnyeckasi kapTuHa

PeGenok 00BMHO TO3XKE 8§ HAYMHACT JEp’KaTh TOJIOBY, CaMOCTOSITEIEHO
cunets 1 xoauTh. IIpu M/IJ] Bo3pacT Havyaiga caMOCTOSITEILHON XOJIBOBI OOBIYHO
npesbimaet 18 mecsues. Takxe caydailHO HAXOAKONW MOXET ObITh OECCUMIITOMHOE
noBbiieHue  kpeatruHpchokunazpl (KOK) u  Tpancamuna3. HeoOxomumo
OTMETUTh, 4YTO BbIpakeHHOe TmoBbImeHHe K®K (3agacTyio B COTHM pa3)
HaOJI0/1aeTcsl Ha BCEX CTaAusX 3a00JIeBaHUs M JOJKHO paccMaTPUBATHLCS BpPauoM

Kak OJHO3HAYHBIM MOBOA 3anmoao3putb MJIJI W mNOpoBOAWUTH JaJIbHEHIINE



WCCNeIOBAHUSI JJIsI TOATBEPKICHUS WU UCKIIOYEHUS JaHHOTO 3a0osieBaHus (CM.
paznen 2.3). Iloeimenne AJIT u ACT (3auactyi0o B JECSATKH pa3) H
naktaraeruaporenassl  (JIAI)) (B Heckonbko pa3) wumeror 1pu  MJIJI
BHETICUCHOUYHOE MPOUCXOXK/ICHHE.

Ha panneli amOynatopHoil craguu (00blyHO ¢ 3-5 7jer) HaOmomaercs
MOSIBJICHHE KJIACCUYECKUX MPU3HAKOB Muojauctpodun lroiieHHa: HapacTaromas
MBIIIIEYHAsT CcIa00CTh (B OOJbINEH CTENMEHM B MPOKCUMAJBHBIX OTJENax),
MPOSIBIISIONIASICS. OBICTPON YTOMIISIEMOCTBIO, YaCTHIMH MaJCHUSIMHU, 3aTPYIHCHHUEM
noaseMoB mo JsectHuue. IlanumeHt wucnons3yer npuem ['oBepca («BcTaBaHHe
JIECEHKON» - pe0eHOK ymHpaercs pyKol B COOCTBEHHOE OeApo NIl TOro, YTOOBI
BCTaTh C TMOJla) MPU BCTABaHWH, IIOXOJIKA M3MEHSIETCS IO THUIY «YTHUHOW»
(nepeBanuBarornieiics). [lpy ocMoTpe MOryT HaOMIOAATHCA TICEeBAOTUIIEPTPOPUs
MBIIIII] TOJCHEH, «KPBLIOBUIHBIE» JIOMATKH, TUIEPJIOPA03 B MOSICHUYHOM OTJIEIIe
MO3BOHOYHMKA, CHIDKEHHUE CYXOXKHWIBHBIX pediaekcoB W ToHyca Mbimil. Ha
no3AHel aMOyJIaTOPHOM CTaiuM MBIIIEYHAsl CJIab0CTh 3aMECTHO MPOTPECcCUpyer.
Xonn0ba CyIIECTBEHHO 3aTPYAHSETCS, YCHUJIMBACTCS HMCKPHUBJICHHE MO3BOHOYHMKA
(rumnepnopao3, CKoJIM03), HAUUHAIOT (POPMUPOBATHCS KOHTPAKTYPHI.

Pannss HeamOynaTtopHast cTagus XapaKTepU3yeTcs yTpaTol CIOoCOOHOCTH
CaMOCTOSITETILHO TEPEABUTATHCS, PEOCHKY TpeOyeTcs HCIOJb30BaHUE Kpecia-
KaTajgkyd. B Hayane oH MOXET ynpaBisiTh € CaMOCTOATENHHO, U OOBIYHO XOPOIIIO
cupaBisgercss ¢ 3TuM. [Ipoucxomut nanpHeimee oOpa3oBaHWE CruOATETHHBIX
KOHTPAKTyp KOJIEHHBIX, Ta300€pEHHbIX, JOKTEBbIX cycTaBoB. Ha mno3nHeit
aMOynaTopHOM  cTaauu  (QYHKIUS  BEPXHUX  KOHEYHOCTEW  TOCTENEHHO
yTpauyuBaeTCs, U MOBBIIMIACTCS PUCK PA3BUTHS OCIIOKHEHUI 3a00I€BaHUS.

[Topaxkenue cepana XapakTepuU3yeTCs AUIATALIMOHHOW KapJIHMOMHUOIIATHEM,
HapyIIeHUEM pUTMa M MPOBOJIUMOCTH, BCIIEICTBHE cepaeuHoro (gubposa. [lepBoie
MPU3HAKU MOPaXKEHUs Cep/illa MOTYT BBIABIATHCS Y HEOONBIIONW YacTU OOJIbHBIX
yKe B 2-5 JIET, a 3aT€M 4aCTOTa BBISIBIICHUS KapJIHOMHONATUH HapacTaeT 10 38% B
14 ner, 57% B 15 ner, a B Bo3pacte crapuie 18 ner kapauoMuonaTvus B BHJE
CHUCTOJIMYECKON MHOKapAHAIbHOW NUCHYHKIMM BhIsBIsSIETCs Oosiee uem B 61%
HaOJII0IEHUIA.

[TopakxeHne JIETKUX XapaKTEPU3YETCS XPOHUYECKHUMHU PECIUPATOPHBIMU



MH(pEeKIUsIMU BCieAcTBHE JeroyHoro (udpos3a y Bcex nanueHToB. K 12 roaam
XEJI ymenbiaercs exeroqHo Ha 8-12%.

Octeonopo3 BcTpeuaeTcss y Becex nopaxeHHbeix aered ¢ MJIJI. [ImoTHOCTH
KOCTEH yMEHbBIIAETCs], KOT/la MAJIbYMKU BCE €Ill€ CIIOCOOHBI K CaMOCTOSITEIbHOMY

MNEPEABMIKCHHUIO U C BO3PACTOM ITPOAO0JIKACT YMCHLIIATLCA.

Jlmarnoctuka

OrnpeneneHne akTUBHOCTY KPEATUHKUHA3BI B KPOBU BCEM TMAIIMEHTAM C
KJIMHUYECKUMHU CUMITTOMaMH

PexoMenayeTcs npoBeneHUE MOJEKYISIPHO-TEHETUYECKOr0 UCCIIEIOBAaHUS B T'€HE
DMD BceMm mnamueHTaM ¢ KIMHUYECKUMHU CHMIOTOMAaM XapaKTePHBIMHU IS
MJIJI/M/Ib nau maruenTam 6e3 KIMHAYECKONH CUMMIITOMATHKH, HO C TTOBBIIICHHBIM
He MeHee, yeM B 20 pa3 ypoBHeM K®K - gns moaTBepkeHUsT AuUarHo3a u
MPOBEAECHUS MEAUKO-TEHETUUECKOTO KOHCYJIbTUPOBAHUS CEMbH

Pexomenayercss Ouoricusi MBI W [MATOJOTO0aHATOMUYECKOE HCCIIEIOBaHUE
OWonCUHOTO  (OMEPaIMOHHOT0) MaTepHuaja MBIIICYHOW TKaHW  METOJIOM
umMmyHoructoxumuu (MI'X) Ha Hammuume nuctpoduHa B ClydasiX COMHUTEIBHBIX
PEe3yIBTATOB T€HETUYECKOTO O0CIEIOBAHUS JIM HEBO3MOKHOCTH €0 IIPOBEACHUS
C LICJIBIO TTOATBEPKIACHUSA JUArHO3a MAIlUEHTAM.

Pexomennyercs mamuentam ¢ mnoxosperrneM Ha MJIJI/MJIb  npoBenenue
CTUMYJISIIMOHHON 1 urojibuatot DHMI'.

Pexomennyercs BCEM MalueHTaM C MJJI/MIb MIPOBEJICHUE
anektpokapauorpadun (OKI) u sxokapauorpaduu (Oxo-KI') cepama ¢ menbio

BBISIBIICHUS CITEIIM(UISCKOr0 TIOPAKSHHS Ceparia.

Jleuenue

Pexomennyercss amOynatopHueiM nanueHtam ¢ M/IJ] crapuie 2x jer, y KOTOPBIX
FEHETUYECKUM METOJ0OM O0O0CJeI0BaHusl BBISIBJICHA HOHCEHC-MyTalus (3aMeHa
KOJIOHA, KOJMPYIOIIEr0 AaMUHOKHCIOTY Ha CTOI-KOJOH), MJii MPOBEIACHUS
MMaTOr€HETUYECKON TEpPANui MPUMEHEHUE JIEKAPCTBEHHOTO IIPEIapaTa aTalypeH.
Pexomenayercs BcemM mamuentam ¢ MJIJI/MJIb ¢ Bo3pacta 4-5 jer Tepamnus

npenapaToM MpeaHu3odoH** B mosze 0,75 MI/KI/CYyTKM C LENIbI0 3amMeJyIeHUus



yTpaTbl MBIIMIEYHOM CUJIbI U (QYHKIUNA, YMEHBUICHUS pPHUCKA Pa3BUTHUA
OPTONEIUYECKUX OCJOKHEHUM, CTAaOMIM3U3alui (PYHKIHMOHATBLHOTO COCTOSIHUS
JBIXaTEJIBbHOW U CEPACYHOCOCYIUCTON CUCTEM.

Pexomenayercsa nauumentam ¢ MJIJI ¢ Bo3pacta 6 JieT HE3aBUCUMO OT HaJIU4UA
CEPACUYHO-COCYAUCTON MATOJIOTUY MPUMEHEHHUE TTPenapaToB IPYINbl HHTHOUTOPOB
All® wunm anTaroHucTtoB aHruoreHsuHa Il a8 npodUIaKTUKU  pa3BUTHS
KapIMOMUOTIATUH

Pexomennyercss y mamuentoB ¢ MJIJI/MJIb npu BO3HUKHOBEHHWU IPU3HAKOB
OCTCOTICHUU U TIEPEJIOMOB IIO3BOHOYHHMKA (3a4acTyl0 OECCUMITOMHBIX WIIU
HECBSI3aHBIX C TSKEJIOW TpaBMOM) WIM MEpPeIOMOB JUIMHHBIX KOCTEH MpueM
oudochonaros

Pexomennyercs mnamuentam ¢ MJJI/MJIb nmera, oGoramieHHas Oenkamu,
MUKPOJIJIEMEHTaMH, BKJIIOUEHHE B PAIMOH TMHUILIEBBIX J100aBOK, COJACpPKAIIUX
KaJIbLIMH, BUTAMUHBI Tpynibl B, D, 1eBOKapHUTHH U1 NOAACPKAHUS MBILICYHOU

MacCChI



