locyaapcTeenHoe BogxetHoe yuypexaeHue 3gpaBooxpaneHns
"AETCKASA KPAEBAS KNTVMHUYECKAS BONbHULIA"
MUHUCTEPCTBE 34paBoOXpaHEeHNs KpacHogapckoro kpas
r. KpacHogap, yn. Mnowaas Nobeaw, 1
Hdetckui Koncynaramauo-nnarnocmqecxnﬁ Uenmp
r. KpacHogap, yn. Mocrosan, 18
3anucek Ha NNAaHOBYIO KOHCYNLTaUMIO K cneuwanucrty OAKOU NBY3 OKKB
OCyWecTBNAGTCA TONLKO NeYawmm BPaYOM NONUKAMHUKKM NO MECTY XUTeNnbLCTEa
"Kabuner Habniogenus 3a ACTLEMHU C HEePBHO-MbIWe YHLIMKU BoneaHaMU"
«KabuHer pnerckasn HEBPONOrMA: BONPOCHI U OTBETHLIY
http://dkkb-krasnodar.ru (Crpykrypa/ferckuin aua THOCTUYeCKMn ueHTp) E-mail:
ddcdkkb-kk@mail.ru

SAKNKOYEHUE CNEUUASTUCTA
Hesponor

MEAULIMHCKAS KAPTA Ne 5965404
[ara: 02.04.2024

@ N.0. Conoswes Bnagumup AxtoHoBuy
Hara Poxaenus: 17.11.2016 (7 ner)

AAPEC peructpauum:
ALpec npoxusaHus:

Xanobei: Ha 10, 47O peberok XOAWT Ha HoCo4Kax, BbICTPO yToMNAeTes, HEeYKNMoXan noxoaka
AHnaMHe3s: PebeHok oT 3 GepemeHHocM, npoTekasweii Bes ocobenHocTeit, poast 2 Ha 40 Heaene recraumm,

ECTECTBEHHbIM NyTem ,Bec npu poxaexnu 3700 r, Anrap 8-9 6annos
McuxomoTopHoe paseutve Ha 1 FOAY XW3HU- nowen e 1 rog u 2 mecsua . MNpodunakuyeckue npusmexy s CPOK.

CemenHbiit aHamHes: He OTArow| eH
Bnepebie samemnu x0Ab0y Ha Hocoukax ¢ 3x ner

O6vekTuBHO: CosHaHue scHoe. KoHTakty goctynen, WHCTPYKUMK BbionHseT. Peub Hopma. YepenHbie Hepebl Ge3
O4aroBow natonoruu. YyecTeuTeNbHOCTS COXpaHeHa. MbilweyHbi TOHYC CHWKeH. Cuna CHUXEHa B KOHEYHOCTRX

OrpaHuieHo TeinbHoe crubanue s FONEeHOCTONHOM CycTaBe. KoopavHatopHbie Npobbl BbINONHAET
yROBNETBOPUTENBLHO, B nose Pombepra ycroiuus. MeHUHrManbHbIX 3HakoB HeT .

Mnax o6enenosarus u neveHus: KoHcynbtauus aHaokpuHonora

Pesyneratel o6cnegosanus: KOK oT 25.01.2024-9500E a\n

MLPA ot 19.03.2024-aeneyus B rexe DMD 3k3oHa 51.

25-OH sutamun D ot 21 .03.2024-11,3 HrMA(geduyuT)

NSAA or 02.04.2024-28 6annos

Knunuveckun auarnos: Mporpeccupyouas mbllweyHas AucTpodus [lowena (aeneuns aksona 51 s rene DMD),
PaHHas amBynaTopHas cragus.

Pekomenpayuu: HabniogeHue HeBponora no MecTy Xurenscrea

HAvera oboraweHHan Benkamu, ButamuHamu, MUKpoanemeHTamu

AZeKkBatHas no CocToaHuIo M3nueckan akTmeHoCTs noa KOHTpOnem poautenei\ nHcTpykTopa NOK

Maccax aanpeuyen,
Ouerka ®B/]1 1 pa3 B 6 mec
Y3W cepaua, 3KI 1 paa B 6 mec

Mpeannaonon 20mr YTPOM
Saomenpazon 10 mr OAHOKpaT™O Ha ¢hoHe npuem NKC

Kontpone OAK, OAM, ANeKTponuTel 1 pas B mec
Butamun [1 no 7000ME 1 mec ¢ NOCNeAYIOW WM KOHTPONeMm KOHEHTPaUUK-NpKH HOpManusaLum npogdMnakmueckas

Aoauposka 1500-2000ME
Koneynetaums anpokpunonora, OKynucTa Ha choHe ropMmoHoTepanuu

HaGniopenvwe angokpunonora, Kapawnonora, oproneaa
Crenens TAXeCcTH COCTORMMA naumenTa: yaoenemsopurensHoe

Peaynurar koncynurauwn: [lpyrue

MKB: G71.0

Fraammmmm e xy ooy HOKY MMt A,
PRBATIAC A MIOCD 300 KT POMIKN DAL 550,
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n"cﬂwtbnnom'mn NPeACTABNAIOT COBOH CNexTPp HACNOACTEEHHLIX X-cuennenmsix 3abonesanmn, BbilbiBAEMbIX
PA3INMYHLIMK NATONOrMYECKUMM abeppaunsimmn 8 rewe DMD. Y wocurenes MYTAaUMM MYXCKOTOo Nona pUcK paIBuTHA
Jabonesanun cocramnner 100%, y wocurenen xenckoro nona — nposanenwn jabonesanun Gonee markne, n
He Habmopawrcs comcem. Taxecrs NPOABNEHUA AUCTPODHUHONATHI JABMCUT OT THNOB MyTaumn W MoXev
BAPLMPOBATL OT ACMMNTOMATUYECKOTO NOBLILEOHMA KpeaTuHoCchOoKMHAILI MNM  MbIWEeYHLIX Ccyaopor €
;uomocunypma. AC Pa3BUTUA KNACCHYECKMX CMHOPOMOB, TaKMX KaK MbiweuHas aucrpodus Bexxepa W
oweHHa.
Muogucrpodpun MQiowenna (MA1) vawe scero MaHMpECTUPYeT B paHHeM AETCTEE 40 5 NeT ¢ 3a4ePXKN AOCTHKEHNA
OCHOBHLIX ITanoB MOTOPHOIO PAIBMTUA, U XAPAKTEPUIYETCH MONHLIM OTCYTCTEBMOM CHMHTO3a PYHKUMOHANLHO
AKTHBHOro amcTpodmHa. Ha wavanebMbix atanax M B8 OCHOBHOM NOPaAXalOTCA NPoKCUMANbHbLIE OoTAeNL!
MbilWeYHOW cucTemb! (Mbiwubl Geapa, Tasa, nnevesoro NORCA), HO nNpPWM nocneaywwen npPorpeccHn
JATParvBalloTCA BCO OTAG/NL! MLIWEYHONW CHCTEMBLL. [TOMMMO BLIPAXEHHOR muoamcTpodun y nauwentos ¢ MO
HabMoaalTCR NoBLIWeNNE YPOBHA KPeaTUHPOCHOKMHAILI, NCOBAOTMNEPTPODUA MbILL FrONeHeN, padnuuHble
CKeNeTHLIC aHOMANKK U KAPAWOMMONATHA, Yalle BCero BOIHMKAIOWanN nocne 18 ner. MNpumepuo y 75% naumentos
¢ MA vabniopaerca aeneunn UNKM QYNNMKALMA OAHOTO WK HECKONLKMX IKIOHOR resa DMD,
Muoguctpodmun Bexxkepa (MB) npeacrasnser coboi 6Gonee nerxywo @Gopmy AMCTPODHHONATHM,
XapaKTepulylowylocn AOCTATOMHLIM CHUHTEIOM QYHKUMOHANLHO aKTUBHOro 6Genka. Mpn ME wabmopaercn
MbiWweYHan cnabocTs NPOKCUMANLMLIX OTARNOB MLIWL, HUIKAR TONEPAHTHOCTL K Harpyikam, Mmornobynunypmn,
MHANTUA W NoBLIWeHWEe YPOBHA KpeaTundochoxkmHazbl. [eneummu w AYNNUKALUMM OOHOrO MNM HECKONLKMX
IKIOHORB rewa DMD sensmiorcn Hanbonee HacTbiMK HaBNIOAAEMLIMM npn MB renetuveckumn abeppauuamu (70-
80% acex cnyvaen).
Aunctpodunonarua moxer nposBnaTecs y 5-10% Hocurenedn MYTaAUMWN XeHCKOro nona muiweuHon cnabocruio,
MHANTHen, CyaoporaMm W AMNaTauMoOHHON KapaUOMUONATHeN.
Awncrpoduronarnm — X-cuennennsie 3abonesanns w HacneayeTcA No PeUecCHBHOMY TUNY, TO eCTL WMeeTcR S0%
pHUCKa HacnenoBanmMa AaHHOro sabonesanun oT MaTepu ¢ abeppanTHLIM reHoM.
MpeacraBneHHble aHHbIe W MHTEPNPETALUA Pe3ynLTaToB COOTBETCTBYIOT pexomenaaumam European Molecular
Genetics Quality Network.

UTOrOBLIN PESYNLTAT
Hara roTopHOCTY peaynuTata:

Hara nevarv peaynsrara; 19.03.2024 Peaynurar asipan: Cupoperxo 1.8

TR



