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NMpopbiB B Ie4eHUU MbilLe4YyHOU AUcTpoduun
HOoweHHa

B pamkax nipouweaiuen 23-24 mas 2022 1. B I. [p03HOM Hay4HO-NpaKTU4YECKOM LLKOJIbl «AKTYaslbHbIE
BOMpPOCKI NegnaTpum B peaslbHOM KJIMHUYECKOH MPaKTUKEe» COBMECTHO C |V BcepoccUCKON KOHpe-
peHunen «Pegkuii ciy4an» ¢ JOKAa40M Ha TemMy «BaxHas poJib JETCKOro racTposHTeposiora B AuarHo-
CTUKE MbILEYHOHN AnCTpodmn [oleHHa» BbICTYNW 3aBeAyoWMI OT4e/IeHNeM racTpo3HTEPOJI0rMm
ana geren HUWM neanatpuu mn oxpaHbl 340pP0BbSI AETEN Hay4yHO-KAMHUYECKOro UeHTpa N°2 ®rbHY
«PHLUX um. akaa. b.B. lNMetpoBcKoro» 4.M.H. A.H. CypKoB.

Han6onee pacnpocTpaHEHHbIMKU MNPUYUHAMKU TOBbI-
WEHUA CbIBOPOTOYHbLIX KOHLEHTPaLWKW anaHMHaMUHO-
TpaHcodepasbl (AJIT) n acnaptataMuHoTpaHcdepasbl (ACT)
ABNSAIOTCA MOpPaXKeHUs MNeyvyeHn (BMPYCHble, TOKCUMYECKME,
ayTOMMMYHHble, MeTabonnMyeckne n ap.), OAHAKO CUHAPOM
LMTONM3a MOXET BO3HUKATb M NpU Apyrux 3aboneBaHusXx,
K KOTOPbIM OTHOCATCA MHMAPKT MUMOKapAaa, runep- v runo-
TMpeos, 60ne3Hb AAAMCOHA, TEMNJIOBOM yaap, 3/10Ka4eCTBEH-
Haa runepTepMus, MHTEHCUBHbIE (PU3UYECKUE Harpy3kw,
npu 3TOM 0co60e BHMMaHWe cneayeTt YAeNsaTb MOopaxKeHuo
MbILWL, U B NEPBYIO 04epeab — HaCNeACTBEHHOW NaTONOMMu
(anctpoduu, HapyweHnsa o6mMeHa BELLECTB).

MbllweyHas guctpodums JioweHHa (MAL) — X-cuenneHHoe
peLeccuBHoe 3abosieBaHne, BbI3BaHHOE MyTauUsiIMKU B reHe
anctpoduHa DMD. HoHceHe-myTauma OHK Bbi3biBaeT npe-
KAEBPEMEHHbIM cTon-KogoH B MPHK. B pesynstate npe-
KpalaeTca CUHTE3 MOSHOPa3MepHoOro 6efika, 4YTo MpUBO-
OWT K HapyWeHWIO LIeSIOCTHOCTU KNeTOYHOW MeMOpaHbl,
OUCTPOPUMN MbILIEYHBIX BOSIOKOH M MX HEKpo3y. M/l — oaHa
M3 Haubonee pacnpocTpaHeHHbIX GOpPM MUOAUCTPODUN.
PacnpocTpaHeHHOCTb ee cocTaBnger 1 Ha 3600-6000
MMBOPOXKAEHHbIX Manb4YMKOB. B HacTosilwee BpeMsi B MUpe
HacuuTbiBaeTcs 6osee 250 000 3a6oneBLmX.

[e6ioT MmrmoamcTpodum [JlolweHHa NpuxognTcs Ha nepuros
oT 1 go 5 net. O6bIYHO Y}Ke Ha NepBOM rofy *U3HU 3aMeT-
HO HEKOTOpPOE OTCTaBaHWe MOTOPHOro pasBUTUS pebeHKa.
OTmeyYaeTcs 3ajepKKa CPOKOB Havyana CUAEHUS, CamMOoCTo-
ATENbHOro BCTaBaHUA U xoAbObl. [Tpn 3TOM OT CBEPCTHUKOB
OH OT/IMYAEeTCH HEYKIOXKECTbio U 6osbluel HeyCTOMYNBO-
CTblO, HaCTO CMOTbIKAeTCA.

MbilwieyHas cnabocTb O0ObIYHO BO3HMKAET B BO3pacTe
3-4 neT v nepBOHavyanbHO MPOSBASETCA B NaTtofiornye-
CKM MOBbIWEHHON YTOMASAEMOCTHU NpU Xoabbe Mo necTHuLe
WKW Ha ONWHHbIE paccTosiHuA. Co BpeMeHeM CTaHOBMTCSH
3aMEeTHOM TUNKUYHaa AN MUOAUCTPODUN «yTUHASA» NOXOAKa.
O6pawatoT Ha cebs BHMMaHWEe OCOOEHHOCTU MOBeAEeHUS
pebeHKa — Kax bl pas, NoAHUMAasACh U3 NMONIOXKEHUSA CUASA
Ha KOPTOYKax, OH aKTUBHO OMUpaeTCs pyKamu O COOCTBEH-
Hoe Teno (cumnTom fosepca). K TMNMYHOMY NpU3HaKY OTHO-
CUTCH TaKXe W NceBhornnepTpoduss MKPOHOMKHbBIX MbILLLL.
BaxkHbiM npu3Hakom M[/[ aBnsetcd noBblleHWe TpaHc-
amuHa3 (AT u ACT), ypoBEHb KOTOPbIX MOXET NpeBbllaTh
pedepeHCcHble 3Ha4YeHUss B AECATKM pa3. YacTo AaHHbIN
CUMNTOM SIBAIIETCH CAy4YaMHOM HAXOAKOW U B paHHEM BO3-
pacTe, Korga nopaXeHue MbIlL, elle He CTO/b 3aMeTHbI,
MOXET 6bITb €AMHCTBEHHbLIM O6paLlaoLLnM Ha cebs BHUMA-
HME NpU3HaKom 3aboneBaHusd. MNpu nosBbiweHun AJIT n ACT

HESICHOIO reHes3a y Maflbi4MKOB KpalHe BaXKHO 3anoAo3puTh
MA v npoBecTn uccnegoBaHmue ypoBHSA KpeaTUHPOCPHOKHU-
Ha3bl (KPK).

Tem He MeHee, HECMOTPS Ha XapaKTEPHYIO KIMHUYECKYIO
KapTuHy M/, npoaomKaeT oTmevaTbCsi €e rMnoavarHo-
CTMKa. lNauneHTbl MOryT AnuTenbHOe Bpemsa HabnoaaTbes
Yy HENPOOWIIbHbIX CNEeLManMcToB U Noy4yaTb HeageKBaTHYO
Tepanuio, 4TO HeraTMBHO CKa3blBAETCS Ha WX COCTOSHUM
N Ka4yeCTBE XMU3HMU.

KoHueHTpauma KPK B cbiIBOPOTKE KPOBW — MPOCTOW,
HO cheundrUYEeCcKMn MapKep MbllIEYHbIX 3aboneBaHun,
1 ee onpegeneHune AOMKHO 6biTb BbINOMHEHO B Havyane ana-
FHOCTUYECKOro MoucKa AN MauMeHTOoB C HeOoOGbACHUMOM
runepTpaHcaMmnHazemMuen, 0CO6eHHO nepes NPoBeAeHM-
€M MHBa3WBHbIX W AOPOroCTOALMX UCCNEeAOBaHWUM, TaKux
KaK 6uoncus nedvenu. Ana MAA xapaktepHo 30-50-Kkpat-
HOe noBbilleHWe KoHueHTpauun KPK. OKoH4yaTenbHasn
BepndMKauma guarHo3a OCHOBbLIBAETCS Ha pesynbraTax
3NIeKTpoHepomMmorpadun U MONEKYIaPHO-FrEHETUYECKOTO
TECTUPOBAHUSA.

Cpean pasnunyHbiX BapuaHToB Muoauctpodmn MAA
MMeEeT Hanbonee He6naronpuUATHbIM NPOrHO3 — MPUMEPHO
K 15 rogam }mn3HW naumeHTbl CTaHOBSATCSA MOIHOCTbIO 3aBu-
CMMbIMW OT MHBANMAHOIO Kpecna M 4Yalle BCEro He JOCTU-
ratioT 25-netHero Bo3pacta. O6bIYHO CMepTENbHbIM UCXOA
06yCNOBNEH UHTEPKYPPEHTHbIMU MHOEKLUMUSAMU, 3aCTOMHOM
NHEBMOHUWEN, CEPAEYHON UK AbIXxaTeNbHON HEeLOCTaTOYHO-
CTblO.

Eule oo HegaBHero BpeMeHW Tepanus, npumeHsemas
B K/IMHMYECKOWN NPaKTUKe, BKJlOYana B cebs cumntomaTuye-
CKOE MeNKaMeHTO3HOE fieveHune (IMIOKOKOPTUKOCTEPOUADI,
BUTaMWHbI Fpynnbl B, 1eBOKapHUTUH, Npenapatbl KanbLus),
GU3NYECKyo peabunnTaumio 1 pecnmpaTtopHyo NOALEPIKKY.
OpHako B 2020 r. B Poccuiickon deaepaunn 6bi1 3aperu-
CTPMpPOBaH MePBbIM TapreTHblM nNpenapaT aTtanypeH, KoTo-
pbi Ha3Ha4YaeTcs NauneHTam ctapuie 2 neT, UMELLUM HOH-
ceHc-myTaumto B reHe DMD v He yTpaTUBLIMM CMOCOBHOCTb
K xob6e. ATanypeH No3BONSET TPaHCAMpYyoLen pubocome
cumTtaTh MHbOpMmaunio ¢ MPHK, coaepkallen npexaeBpe-
MEHHbIA CTOM-KOAOH, WU CUHTE3MPOBaTb MOMHOPa3MeEpPHbLIN
6€enokK.

Mpenapat B BUAe rpaHyn no 125, 250 n 1000 wmr
[ON19 MPUrOTOBNIEHNS CYCMEH3UM AN19 MPUEMA BHYTPb NPUHK-
MaloT Mo cneumanbHomn cxeme: 10 Mr/Kr Macchbl Tena yTpom,
10 Mr/Kr Macchl Tena B o6efeHHoe Bpems 1 20 MIr/Kr macchl
Tena Beyepom, obuias cytoyHas no3a — 40 Mr/Kr macchl
Tena.
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CornacHo faHHbIM UccnefoBaHUI, aTanypeH nokasbiBa-
eT Xxopownn npodunb 6€30NacHOCTU U BbICOKYI0 9GDEKTUB-
HOCTb. lMauuneHTbl, Nonyyaowmne JaHHbIM NpenapaTt BMecTe
CO CTaHAapTHOW Tepanuen, MMenun CTaTUCTUYECKM OOCTO-
BEPHYIO OTCPOYKY MOTEPU CMOCOBHOCTU K CamMOCTOSTENb-
HOMY NepeaBUXKEHUIO, MPOM3BOAUTENbHOCTU BPEMEHHbIX
PYHKUMOHaNbHbIX TECTOB M OTCPOYKY YXYALIEHUS DYHKLMU
JIETKNX B CPABHEHWN C NaLMEHTAMM, MONyYaloLMMM TONbKO
CTaHAapTHOE NeYyeHue.

TaknMMm o6pa3om, NpUMMeHeHWe aTanypeHa oTKNajblBa-
eT nporpeccupoBaHue 3ab6oneBaHns y nauMeHToB C HOH-
CeHc-MyTaumnamu B reHe DMD. MNegunatpam cnegyet UMeTb
HaCTOPOXEHHOCTb B MJlaHe CBOEBPEMEHHOIO BbISIBIEHUSA
cpeau feten paHHero Bospacta C HEeOObACHUMbBIM CHH-
APOMOM LMTONM3a NauyueHToB ¢ M/ v HanpaBneHnsa ux
K AETCKMM HEBPOIOraM v reHeTUKam AN OKOHYaTeNbHOwM
BepuduKaumMm guarHosa M Hal3HayeHus natoreHeTuye-
CKOW Tepanuu.

POTABUPYCHAA UHOEKLUUA

M.: NeanaTpb, 2021. — 52 c.

Cepuna «<bone3Hu getcKoro Bospacta ot A po fA»
ABTtopbi: A A. bapaHoB, M.K. bextepeBa, H.W. bpuko u ap.

3a60/1€BaeMOCTH.

PyKOBOﬂCTBO ONna Bpavyen nocesleHo npobreme
pOTaBUPYCHON UHPEKLIMKN, ABNSAIOLLENCH OCHOBHOM
NPUYNUHOW racTPOIHTEPUTOB Y feTen B BO3pacTe Miaal-
we 5 net. OTeyecTBEHHbIMU 3JKcnepTamMu npeacraB-
JIeHbl aKTyanbHble [AaHHble Mo 3NUAEMWOSIOTMKU poTa-
BUMPYCHOM MHbEKUMM KaK B Poccuinckon depepaunu,
TaK U BO BCEM MMUpeE, OCBELLEHbI BOMPOCHLI 3TUOJIOTUK
n natoreHesa. C No3unuUKMK AOKa3aTe/lbHOW MeaULIUHbI
paccMaTpuBaloTCs MeTOoAbl NevYeHUs U NpPodUNaKTUKK.
NMoapo6HO M3N0XeHa opraHM3auuns NpoBeaeHUs BaK-
UMHaUUM NPOTUB POTaBUPYCHOW WMHOEKUWU — eOuH-
CTBEHHOTO 3)GDEKTUBHOIO METOAa KOHTPOSA YPOBHSA
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