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Pesiome

MbiweyHas auctpodums droweHHa — opdaHHoe 3aboneBaHne, OTHOCALLEECS K Fpynne TSXebIX HaCNeaCcTBeHHbIX bone3Hen ¢ nopa-
XEHWEM B NepBYI0 O4epeb CKENETHOM MYCKYNaTypbl, XapakTepu3ayoLLeecs NporpeaneHTHbIM MHBANUAN3MPYIOLLMM TeYeHneM. ITo
peLieccMBHoe 3aboneBaHue, CLENNEHHOE C X-XPOMOCOMOW M BbI3BaHHOE MyTalLMsMu B reHe DMD, npuBOAAWMMM K OTCYTCTBUIO
WK HEAOCTAaTOYHOM MYHKLUMM AMCTPOdMHA. B TeueHUM 3a60n1eBaHUS BbIAENAIOT CTaAMM, ANsl KOTOPbIX XapaKTepHbl MaTOrHOMOHMWY-
Hble KJMHWYECKME PaHHME W MO3AHWE MPOSIBAEHUS, NabOPATOPHbIE MapKepbl — MOBbIWEHWE aKTUBHOCTH KpeaTUHHOCHOKMHA3bI,
anaHWHaMUHOTPaHCcdhepasbl, acnapTaTaMuHoTpachepassl. [peacTaBneHHbIi B CTaTbe KNMHUYECKUIA ClyYait LeMOHCTPUPYET No3a-
HIOK OMArHOCTUKY paHHen amMBynaTopHOW CTagum MbllleyHon anctpodum [doweHHa. MIMerwancs KIMHUYeckas CMMNTOMaTm1Ka:
He3HauuTeNbHOEe OTCTaBaHWe B (U3MYECKOM PA3BUTUM Ha MEPBOM TOLY KM3HM, NOSBNEHWUE YNNOTHEHWS B 06N1aCTU MKPOHOXKHbIX
MbILIL, C BO3pacTa 2,5 roaa, AnuTenbHoe HabnofeHve y optoneaa M KOppekLmMs UMEIOLEeRCcs 3KBUHO-BaNbryCcHoM AedopMalimm
CTOMN SIBASKOTCS KNACCUYECKUMU KIIMHUYECKMMI MAapKepaMu paHHei ambynaTopHoi cTaamu TedeHus 3abonesanus. [pucoeamHeHne
B [IMHAMWKE MOTOPHOW HENOBKOCTM, UCMOMb30BaHWeE npueMa foBepca npu BCTaBaHUM, U3MEHEHWS OCaHKM B BUAE YMEPEHHOTO
K1 03a 1 BbIPAXKEHHOIO NI0PA033, NOXOAKM C pacLlUMpeHHON onopHol 6330, nepuoanyeckas xonbba Ha HOCoOUKax He MOCTYXKMIN
NOBOAOM A5 AanbHelLWwero 06cnef0BaHNS ManbUmKa B NNaHe UCKOYEHNS MbILLEYHbIX AUCTOHWUIM, U TONIbKO B 6-N1€THEM BO3pacTe
npv NPOBELEHWMU ANCMAHCEPU3ALMM B IOLLKOSIBHOM YYpEXAEHNU HEBPONOroM BOblna peKoMeHL0BaHa ciava G1MOXMMUYECKMX NOKa-
3aTeneii KpOBW, KOTOPbIE BbIBUAK yBENUYeHne kpeaTuHdochokmnHasel B 200 pas, naktataernaporeHassl — B 100 pas. B nanbHeit-
LeM Mpwv NPOBEAEHUN MONEKYNSPHO-TEHETUYECKOro 06CnefoBaHUs B MeanKo-TeHeTUYECKOM Hay4YHOM LieHTPe MMEHU aKafeMuKa
H.M. BoukoBa obHapyxxeHa aeneumns 3k30HoB 46-52 reHa DMD (NM_004006.2:c.(6614+1_6615-1) (7660+1_7661-1)del) B remn3n-
FOTHOM COCTOSIHMM, YTO MOATBEPAMIO AMArHO3 M1oaMcTpodumm JioweHHa. Hayato natoreHeTUyeckoe neveHue.

KntoueBble cnoBa: feTu, MbilieyHas Auctpodus [JioweHHa, NceBLorunepTpodus MKPOHOXHBIX MbILUL, CKENETHbIE MbILLbI, Kpea-
TUHDOCHOKMHA3a, MONEKYNSIPHO-TreHeTMYeCKoe 06cnenoBaHme, ophaHHoe 3aboneBaHue
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Abstract

Duchenne muscular dystrophy is an orphan disease that belongs to the group of severe hereditary diseases affecting primarily skel-
etal muscles, characterized by a progressive disabling course. Duchenne muscular dystrophy is an X-linked recessive disease caused
by mutations in the DMD gene, resulting in the absence or insufficient function of dystrophin. The disease has several stages with
early and late clinical manifestations, as well as characteristic laboratory markers — increased activity of creatine phosphokinase,
ALT and AST. The clinical case presented in the article demonstrates the late diagnosis of the early outpatient stage of Duchenne
muscular dystrophy. The existing clinical symptoms: a slight delay in physical development in the first year of life, the appearance
of tightness in the calf muscles from the age of 2.5 years, long-term observation by an orthopedist and correction of the existing
equinovalgus deformity of the feet are classic clinical markers of the early outpatient stage of the disease. The addition of motor
awkwardness in the dynamics, the use of the Gowers maneuver when standing up, changes in posture in the form of moderate
kyphosis and pronounced lordosis, changes in gait with an expanded support base, periodic walking “on tiptoes” did not serve
as a reason for further examination of the boy in terms of excluding muscular dystonia. Carrying out a clinical examination in a pre-
school institution allowed the neurologist to diagnose increased levels of CPK by 200 times and LDH by 100 times. Subsequently,
during a molecular genetic examination at the Research Centre for Medical Genetics, a deletion of exons 46-52 of the DMD
gene (NM_004006.2:c.(6614+1_6615-1) (7660+1_7661-1)del) in a hemizygous state was discovered, which confirmed the diagnosis
of Duchenne muscular dystrophy. Pathogenetic treatment has been started.

Keywords: children, Duchenne muscular dystrophy, pseudohypertrophy of the gastrocnemius muscles, skeletal muscles, cre-
atine phosphokinase, molecular genetic testing, orphan disease
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BBEOEHUE

Mporpeccupytowas MolweyHas auctpobusa dioweHHa
(MO0) - opthaHHOe, HaCNeACTBEHHOE, HEPBHO-MbILWEYHOE
3aboneBaHune, MMetoLLee BbICOKYH COLMANbBHYIO 3HAYMMOCTb,
00yCNnoBNeHHy0 paHHel MHBaNMaM3aLUmen nauneHTos. cro-
PUYECKMI IKCKYPC MOKa3an, 4To KAMHUYECKYH KapTUHY Bnep-
Bble onuncan hpaHLy3Cckuii yyeHbit [ninom beHxxameH ApmaH
OwowerH B 1868 T, a reH, BbI3biBatOLLMIA 60Ne3Hb, YCTAHOB-
neH B 1989 r. M Tonbko B Hayane XX B. Obln yCTaHOBAEH TUN
HacnefoBaHMs — X-CLEeNNEeHHbIN peLeCcCUMBHbIN, MPU KOTOPOM
CTPafatoT NPeMMYLLECTBEHHO Manbyuku. HecMoTps Ha ak-
TUBHOE Pa3BUTUE U MCMOb30BaHNE MONEKYNPHO-TEHETUYe-
CKMX TEXHONTOTUI, pacnpoCcTpaHeHHOCTb 3aboneBaHms B Poc-
cuiickon Menepalmn OCTaeTCH HeLOCTAaTOYHO U3yyeHHoW [1].
MN3BecTHo, 4TO B pe3ynbTate MyTaumu B 21-M nokyce KopoT-
KOro nneya X-xpoMocoMmbl reHa DMD HapyluaeTcs npon3Boa-
cTBO b6enka amctpoduHa. Mpu HanMumMn MyTauMmn B 3TOM reHe
6enok OUCTPOMUH He CUHTE3UPYeTCs, MPOUCXOANT HapyLue-
HWe LLeN0CTHOCTU CapKOeMMbl, pa3pyLleHue MUOLMTOB C Mo-
cnefyrlmMM 3aMeleHMEM MbIWEeYHOM TKaHW Ha XKMPOBYHO
N coegnHuTenbHyto [2]. BOnbwasg yacTb MyTauMi HacneayoT-
CS N0 MaTEPMHCKOM NMHUK, OfHaKo B 1/3 cnyvaes 3TO CMOH-
TaHHag MyTaums (de novo). Hanbonee pacnpocTpaHeHHble
npuynHbl aucTtpodumHonatum npu MO, - KpynHble aeneumm
(65% Bcex cnyyaes) nnbo gynamkaumuu. bonblas yacTb ocTaB-
LIMXCA CyYaeB Bbl3BaHA HOHCEHC- (50%) 1 MUCCeHC-MyTaLm-
amu (2%) [3, 4].

B 3aBucumocTn ot pebrota 3aboneBaHns U BbIpAKEHHO-
CTU KNIMHUYECKOM KapTUHbI C BOBNEYEHMEM Pa3/IMYHbIX FPpynn
CKeNeTHbIX MbILL, MOPaXXeHWEM CepaevHO-COCYANCTON, Abl-
XaTenbHOM U HEPBHOM CUCTEMbI TPAAMLMOHHO BbIAENAIOT Cle-
oyoume cTafmu:

LOKIMHUYECKYHO;

PaHHIOK M MO3[HI0 aMByNaTOPHYIO;

PaHHIOK0 U MO3AHIO HeaMbynaTopHyto [5].

K paHHumM cuMnToMam 3aboneBaHms OTHOCATCS:
3aTPyAHEHUS NPU NOLbEME M MOBOPOTAX rON0BbI;
OTCYTCTBME CaMOCTOSTENbHOM X0Ab0bl K 16-18 Mec.;
TPYAHOCTU Npu xoabbe, bere nnn nogbeMe no CTyneHbKaMm;
3a4epKKa pevyeBoro pa3BUTUS, KOTHUTUBHbBIX HABbIKOB;
nceBAorMnepTpodUSN MKPOHOXKHbIX MbILLLL,

K no30Hum cumntomMam 3aboneBaHns OTHOCATCS:

ncnonb3oBaHue npuema [oBepca Npu BCTaBaHUM C KOP-
TOYEK UK M3 NONOXKEHMS NEXA Ha CMUHE;

x04b6a C WMPOKO pacCTaBAEHHbIMM HOramMu (MOXOAKA Ha
LWMpOKoW Base, Ha LbIMOYKaX UK BPa3Banky);

M3MeHeHue ocaHkun (kndos, ckonmos, runepnopaos) [6].

[wnarHoctrka 3aboneBaHMs LOMKHA NPOBOAUTLCS KOM-
MAEKCHO, BKAOYAS aHaMHEeCTUYeCKne, KIMHUYeckne 1 na-
6opaTopHble AaHHble. PaHHWME Mapkepbl B BUMOXMMUYECKOM
aHanm3e KpoBMW HecneunduyHbl M NpeacTaBNeHbl NoBbILLe-
HMeM ypoBHS GepMeHTa KpeaTuHbOoChOoKMHa3bl (B AeCsT-
KM ¥ COTHM pas), akTUBHOCTU aNaHWHAMUHOTPaHCcdepassbl,
acnapratamuHoTpacdepassbl [1, 7]. Ha atane craunoHapHo-
ro o6cnenoBaHns NpoBoauTca Mopdonornyeckoe (buoncus
MbILWEYHOM TKaHW), ynbTpa3eykoBoe, MPT-uccnepoBaHue
(MPT - MarHMTHO-pe30HaHCHas ToMorpadus) MbllL, 3neK-
TpoHenpomumorpadmsa (IMI), anektpokapauorpadumsa (3K
n axokapaunorpadus [8].

MonekynspHo-reHeTU4Yeckoe UCCnefoBaHME Ha NEPBOM
3Tane BK/IOYAET onpefeneHne KpymnHbiX geneuni u oynamka-
unii B reHe DMD meToaoM MynbTUNNEKCHOM aMIanGUKaLmm
JIMTMPOBaHHbIX 30HL0B (MLPA). [Mpu oTCYTCTBUM NONOMOK He-
06X0AMMO NPOBECTU CEKBEHMPOBAHWE reHa Ans obHapyxe-
HWS ManblX U TOYKOBbIX MyTauui. OnyopecueHTHas rmMbpum-
nmsaumd in situ (FISH) ncnonb3syetcs pexke — An4 BbIIBNEHUS
HebonbLIMX ToYeUHbIX MyTauumit [9]. CekBeHMpOBaHKe HOBOIO
nokonenus (NGS), nnm cekseHnpoBaHue no CeHrepy, No3Bo-
nset B 98% BbigBuTb MyTaumm B rene DMD [3, 5, 9].

Ons Kaxaon u3 KNMHUYECKMX CTagun UMEeeTcs YeTKUM
anropuTM CXeM Tepanuu 1 NpoBeaeHns peabuanTauMoHHbIX
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nporpamm Ansg Npo@UNAKTUKM OCNTOXKHEHWIA, COXPAHEHMUS Ka-
4eCTBa W NPOAOMKMTENBHOCTM XM3HK [10].

Nleuenne MLl BkNtOUYAET CMMNTOMATUYECKYIO M maTore-
HeTuyeckyto Tepanuio. OCHOBHas ponb B HacTosliee BpeMms
OTBOAMTCSH CUCTEMHOM rntokokopTukonaHon (FKC) Tepanwuu,
SBNSIOLLENCS 30/10TbIM CTAHLAPTOM NleYeHus AeTel, KoTopas
nMoMoraeT 3aMeanTb MPOrpeccMpoBaHne yxyaweHns asura-
TENbHbIX U IEFOYHbIX QYHKLUMIA, yMEHBLIAET KONMYECTBO OPTO-
nefuyeckux OCNOXKHEHWUI, TEM CaMbIM YAJIMHSET Nepuos ca-
MoCToATeNbHOM X0Abbbl Ha 2-3 roga [11]. CuctemHble TKC
B MEPBYI o4Yepedb YCUMAMBAIOT NponmdepaLmio MUOrEeHHbIX
CTBO/IOBbIX K/NEeTOK-MpenWwecTBEHHMKOB, MM MMOBNACTOB,
YCUAMBAs pereHepaumio U poCT MblLL, CHUXAKT CKOPOCTb
pacnaga MbllleyHbIX KNeTok, MOAN®OUUMPYS TPAHCKPUMLMIO
MNW YBENMYMBASN CUHTE3 CMHEPrUYECKMX MONEeKyN, Taknx
KaK MbllEYHble TUKOMPOTENHbI, JOMOAHALWMX LeACTBUE
AnCcTpoduHa, 0bnagas MMMYHOLENPECCUBHOW dYyHKLUMEN,
CHMXKAs KOMMYECTBO T-KNETOK. 3HAYMMbIM ABNSETCS U Bbipa-
XeHHOe npotuoBocnanutensHoe aevcreme MKC, ocobeHHO
B MblLILAX C HU3KUM YPOBHEM AMCTPODMHA, YTO NMOMOraeT
COXpaHWTb CMOCOBHOCTb K NEPEeABMXKEHMIO 33 CYET 3aepX-
Ku pasBuTUS paspyLlueHns Mol [8, 12]. Takxke AokaszaHa 3d-
(HEeKTUBHOCTb Ha3HAYeHUS MHTMOUTOPOB AHTMOTEH3MHNpe-
BpalatoLLero gepMeHTa ang npodmnakTMKn AmnaTauMoHHOM
kapamomuonatum [13]. Maumnentam ¢ MO nokasaHo Ha-
3HaYeHWe BMTAMWHOB rpynnbl B, neBokapHWTMHa, npenapa-
ToB Ca, BuTamunHa D [14]. Obg3atenbHbIM 9BAgeTCs npose-
[leHWe MaCCUBHBIX M aKTUBHbIX PACTSKEK, HOLLEHME TYTOPOB
NS npodunakTMkKM 06pa3oBaHUS KOHTPAKTyp, NpOBeLeHue
neyebHOM GU3KYNLTYPbI, Maccaxa u dusmotepanmm [15, 16].

B HacToswee BpemMs pa3pabatbiBaeTcs pan HOBbIX Me-
TOA0B NeYEeHUs, HAaNPaBNEHHbIX Ha BOCCTAHOBMIEHME CUHTe-
3a unn 3amelleHme guctpoduHa. OauH M3 Hambonee nep-
CNEeKTUBHbIX — METOA MpOoMnycka 3K30HOB (exon skipping),
HanpaBneHHbIX Ha MPOM3BOACTBO HEMOMHOTO, HO YaCTUYHO
dyHKuMoHanbHOro benka [17].

B 2020 r. B Poccuum 6bin 3aperncTpupoBaH nepBsbiin Tap-
reTHbIM npenapat ong nevenus ML atanypeH, KOTOpbIn NoA-
xoamT 10% naumeHTam C HOHCeHC-MyTaLuMen (CToN-KOAOHOM).
Mpenapat no3sonseTt BO30OHOBWTb CMHTE3 Benka AUCTpodu-
Ha B OpraHusme, HO TpebyeT NOXM3HeHHOro npuema [11].

KJIMHUYECKUIA CNYYAN

Manbumk B., 6 net, noctynun BO 2-e NCMXOHEBPONOMU-
yeckoe oTaeneHune lcuxoHeBponorMyeckon 60NbHULbI
[ONS AeTei C NopaxeHWeM LLeHTpaNibHOM HEPBHOM cucTe-
Mbl C HapylleHneM Ncuxuku B aekabpe 2023 r. ¢ xanoba-
MW Ha CHWXEHWE TONEPAHTHOCTU K 00blYHbIM DU3NYECKUM
Harpy3kam, HapyleHne noxoaku. M3 aHaMHe3a KM3HU Bbl-
ACHEHO, YTo pebeHoK OT 5-i BepeMeHHOCTH, NpoTeKaBLLE
C yrpo3oit npepbiBaHus. Poabl 3-1, nnaHoBble, onepaTuBHbIE
(kecapeBO ceuyeHMe, Ta30BOe nMpeanexaHue). Macca Tena
npu poxaeHun — 3730 1.

PaHHee pa3BuTMe C HEKOTOPOM 3aLEep>KKOW: ronoBy
LEepPXUT € 2 Mec., cnaut ¢ 7,5 mec., nepsble warn ¢ 1 rona
2 Mec., camocTosTeNnbHO xoguT ¢ 1 1. 6 mMec. PeveBoe pa3su-
TMe no BO3pacTy. BakuuHaums nposefeHa no kaneHaapto.
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MNepeHeceHHble 3abonesanuns: yactole OPBU. AnneproaHa-
MHe3 CNokoeH. HacneacTBEHHOCTb OTATOLLEHA MO MaTepUH-
CKOM IMHUW: MEPTBOPOXKIEHHbIE B CEMbE, PACCESHHbIN CKe-
po3, 0eTCKUI LepebpanbHbIi napanwmu.

AHaMHe3 3aboneBaHms: C 3-1eTHEro Bo3pacta poaMTen
cTanu obpallaTtb BHUMaHMeE Ha ynaoTHeHMe B 061aCTU MKpO-
HOXHbIX MblLWL,. ManbYnk HEOAHOKPATHO KOHCYNbTMPOBA-
Cs opTONeAoM Mo NMOBOAY MAOCKO-BaNbryCHOM AedopMaumm
cron. C4-5-neTHero Bo3pacta — NOBbIWEHHAS YTOMASEMOCTb
npu 0Bbl4HOW GU3MYECKOW Harpyske, HapyLlweHWe MOXOA-
KW, C Bo3pacTa 5,5 ropa — onopa Ha nepuna npu nogbeme
Mo NeCTHULLE M MCMOMb30BaHWE BCMOMOraTeNbHbIX MPUEMOB
npu BCTaBaHWM c nona. B 6-neTHeM Bo3pacTe npu nposeae-
HWUM NPOMUNAKTUYECKOTO OCMOTPA B AETCKOM Cafdy HEBPO/O-
FOM KOHCTaTMPOBaHbl: 0COBEHHOCTM MOXOAKM (YTMHAs, Bpa3-
BaJI0YKY), MOTOPHAS HENOBKOCTb — YacCTO CMOTbIKAETCS, MOXET
HeBbICOKO MpbIraTbh HA ABYX HOrax, He bGeraet, Nnpu npucena-
HMAX BCTAET C YCMNIMEM, NMPW BCTaBaHWMM C Nofa UCMONb3y-
€T BCMoMoraTefibHble MpUeMbl, TMNepPTPOPUS MKPOHOXKHbIX
Mbiwl, OCMOTPEH NMOBTOPHO HEBPOJIOrOM MO MECTY XXWUTeSb-
CTBa, cneumanncTom Jletckoro LeHTpa opdaHHbix 3abonesa-
HWIM HayyHO-MCCnenoBaTenbCKOro KAMHMYECKOro MHCTUTYTA
[leTCTBa C pe3ynbTataMi BUOXMMUM KPOBM: KpeaTUHdocho-
knHa3za 15 889 En/n, naktatoernoporeHasa 1412 Ea/n. focnum-
TaNM3NpOBaH B CMeLnann3MpoBaHHOe OTaeNeHMe.

O6bekTnBHO: pocT 122 cm, Macca Tena 20 Kr, cocTosiHme
CpefHel CTeneHn TIKeCTH, CaMOYyBCTBME CTPaaeT He3Hauu-
TenbHo. KoxkHble MOKPOBbI YMCTblE, BieaHble, BbIpaXKeHbl TEHM
MHTOKCMKaLMK BoKpyr ras. Crurmbl ausambpuoreHesa (COI0) -
6onbLwe 20, B TOM Yncie MMLEBOM AMCMOPdU3M, NCEBAOrMMNEP-
Tpodus xeBaTenbHbIX MbllWL. BuamMmble cnusumctole 6neatble,
yuncTble. ManbnMpyoTcs NOAYENtOCTHbIE TMMbATUYECKME Y3/bl,
eavHnYHble, be3bonesHeHHble, B amametpe 0,7 x 0,5 Mm. Hoco-
BOe [ibIxaHWe cBoboaHoe. [pyaHas KneTka HeCKONbKO CaBNeHa
B NnepeaHe-3afHeM HanpaeneHuu. HapylleHne ocaHku B BUAE
ACMMMETPUM M1eYEBbIX OTPOCTKOB, YI/I0B IONATOK, KPbLNOBUA-
Hble N10NaTKK, CraKeHHOCTb TPEYrosibHUKOB Tasuu, acCUMMe-
TpUA KOCTeN Tasa. YMepeHHbI kndo3 rpyaHoro otaena no-
3BOHOYHMKA, XXMBOT BbINS4YeH, TOPA03 MOSCHUYHOrO OTAena
NMO3BOHOYHMKA. B Nerkmnx apixaHue Be3uKyasipHOE, XpPUMOB HET.
YacToTa AbIXaTenbHbIX ABWKEHWI 22 B MUHYTY. TOHbI cepaLa
PUTMMUYHbIE, MATKWUIA CUCTONMYECKMIA LWYM Ha BepxyLuke. YacTo-
Ta cepaeyHbix cokpauleHuii (YCC) 94 B MUHYTY. A3biK 0bNOXeEH
6enoBaTbiM HanetoM. KMBOT MArkuii, 6e3bone3HeHHbII, mynoy-
Has rpbika, neveHb +1,0 U3-noa kpas pebepHoit oyru, 6e36o-
nesHeHHas. CeneseHka He nanbnupyetcs. CTyn perynspHbii,
06bIYHOrO LBETA, HO MEPUOAMYECKM OTMEYAETCS CKNOHHOCTb
K 3anopam. MoueuncnyckaHue cBobogHoe, 6e3bonesHeHHoe.

McuxoHesponozauyeckuli cmamyc 8 OUHAMUKe

B ACHOM CO3HaHWM, K KOHTAKTy LOCTYMeH, OT TaKTU/IbHOTO
KOHTaKTa He OTCTpaHseTCs, 06paLLEHHYI0 peyb NMOHUMAET, UH-
CTPyKUMK BbINonHseT. OCTPOM NCUXOTUYECKOM CUMMTOMATUKM
Ha MOMEHT 0CMOTPA He BbISIBNEHO. MEHMHIeaIbHbIX 3HAaKOB HET.

YepenHas uHHepsayus:

| napa: 060oHAHME COXPAHEHO;

[l napa: 3peHwne: BUAUT, B34 GUKCUPYET HAa MOJTOTOYKE,
NPOCNEXMBAET; NONA 3DEHNS OPUEHTUPOBOYHO COXPAHEHDI;



[11, 1V, VI napbl: ABUXKEHWUS rNa3HbIX S610K — B MONHOM 00b-
eMe, KOHBEpreHumMs AOCTaTo4YHas; 3paykm okpyrible, D = S,
peakuUmMn UX Ha CBET, aKKOMOAAUMIO U KOHBEPreHLMIO YA0B-
NETBOPUTENbHbIE;

V napa: TOYKM BbIX0Aa TPOWHMYHbBIX HEpPBOB Ge3bones-
HEeHHbI; KOPHEaNbHbIM M KOHBIOHKTUBA/bHbINA pednekchl Bbl-
3bIBatoTCs, D = S, BbIpaXkeHbl yMEPEHHO;

VIl napa: n"Muo CMMMeTpUYHOe B MOKOE W NpU MUMUYe-
CKMX Npobax, A3blK MO CpefHeN NUHUK;

VIIl napa: cnyx coxpaHeH, HUCTarMa Her,

X| napa: noBOpOTbI r0/0BbLI B NMOJAHOM 06bEME; NOAHUMA-
HWe ney He 3aTpyAHEHO.

IX, X, XII napbl: 93bIk — N0 CpeAHEN IMHUK, KEBAHME U
rnoTaHMe He HapylweHo; GoHauuna xopowas; Markoe Hebo
NOABWXHO; uvula no cpefHen NMHUU; CUMNTOMbI OpPabHOrO
aBTOMATM3Ma He Bbl3bIBAKOTCS.

PegnekmopHo-dsuzamensHas cgepa: ronosy AEPXKUT XO-
powo. OTpbIBAaET rofIoBY OT KYLIETKWM B MOSOXKEHMU Nexa
Ha cnuHe. [TOBOpaYMBAETCS C KMBOTA HA CMUHY, CO CMMHDI
Ha u1BoT. Cagutcs caM. CamT yCToOMUYnBO, KUMO3MPYS CIIMHY.
MNpob6a loBepca nonoxutenbHas. Moxoaka € pacwWMpeHHOM
6a30/ onopsbl, NepMoanYeck NOAHMMAETCS U XOOMUT Ha HO-
coukax. beraer. MpbiraeT Ha ABYX HOrax, Ha OAHOW Hore —
nnoxo. Mo necTHuLe NOAHMMAETCS M CMyCKaeTcs, AepXKacb
3a pyKy Wau nepuna.

BepxHue KoHe4HOCMU: OBMXEHUS B CyCTaBax B MOJSIHOM
obbeMe. OYHKUMS KMUCTEW He HapyweHa. MblWeyHbli To-
HyC onddy3Ho cHmkeH. Cnna MblwL, CHMXeHa ao 4,5 6an-
na B NpokcuManbHbix otaenax. CyxoxunbHbole pednekcol
He BbI3bIBAOTCS.

HuxHue KoHeYHoCcmu: 3KBUHO-BaNbryCHas yCTaHOBKa CTOM.
MNceBpornnepTpodurs MKPOHOXHbIX MblwwL, [IBUXKEHUS B rone-
HOCTOMHbIX CYyCTaBax TYronoABWHbl. CMna MbilL: CHUXKEHA
NpoKcMManbHo Ao 3,5-4 6anno.. CyxoxunbHble pedneKch:
KOMEHHbIE HE BbI3bIBAKOTCS, AXMNOBbI CHUXEHBI, CAMMETPUY-
Hble. KoopanHauus: B nose Pombepra yctonums. M9T04HO-HO-
COBasl, NITOYHO-KONEHHAs Npobbl YAOBNETBOPUTENbHbIE.

YyscmeumenbHOCMb: HApYLLEHWIA HE BbISIBNIEHO.

JaHHble nabopamopHolii u UHCMpYMeHmManbHoOli OUAZHOCMUKU

KnuHudeckuli aHanu3s kposu: 3putpoumTbl 5,57 x 102/L;
remornobuH 128 g/l; TpomMboumTsl 366 x 10%/1; neMkoumThl
7,9 x 10%/L; numdounTbl 48,3%; CKOPOCTb OCEAAHMS IPUTPO-
UMTOB 8 MM/Y.

O6wuli aHanu3 MoYu: UBET — XEenTbliA, MPO3PaYHOCTb —
nonHas, nioTHocTb — 1,030, spuTpoumTsl — neg, pH 5,5, rto-
Ko3a - neg, nerikouutol — 0—1 B none 3peHus.

buoxumuyeckuli aHanus kposu: xeneso 2,1; anbbymMuH
43,1; acnaptatamMuHoTtpacdepasa 157,3; anaHMHaMUHOTPaHC-
depaza 239,8; kpeaTnHkunHaza 14 900 en/n.

IKT: cnHycosbit putM, YCC 80 B MUH. HopmanbHoe pac-
NoNOXeHWe 3NeKTpUYEeCcKo ocn cepaua. HenonHas 6nokaaa
NpaBon HOXKM nyyka lmca.

OMTF: npu rnobanbHow IMIT CUMMETPUYHBIX MbILUL, BEPX-
HUX M HUXKHUX KOHEYHOCTeN, MexxpebepHbIX MbILL, B COCTO-
SHMM NOKOS1 U MbILEYHOTO HaNpsXKeEHUS NepenHeporoBoi
aKTMBHOCTU He onpenensetcs. OTMeYaeTcs HU3KOaMNAUTYA-
Has MHTepdepeHUMs C AUCTaNbHbIX MblLLIL, MPEUMYLLECTBEHHO

HWXHUX KOHeYHoCTel. Pernctpupyetcs nHtepdepeHuMoHHas
AKTMBHOCTb C amnanTygon ocumnnaumii 100-400 MKB C TeH-
[NeHUMEN K rpynnuMpoBKe B 3aMbl, yBENUYEHUE NonndasHbIxX
noTeHuManos. MNonyyeHHble AaHHble He MPOTMBOPEYaT MMO-
naTM4yeckoMy NaTTepHy HapyLleHui. ViccnenoBaHue noTeHLm-
ana OBWraTeNbHbIX eAMHML, 3aTPYAHEHO.

Pe3ynbmamesi KoHCynemayuii y3Kux cneyuanucmos

KoHcynemauyus nozoneda: oMCnanus, NauueHT B3aT
Ha foronefMyYyeckuMe 3aHATMA, NO pe3ynbTataM KOTO-
pblX OTMeyYaeTcs HebonblWas NONOXUTENbHAS AMHAMMKA
B 3BYKOMPOM3HOLLEHUM.

KoHcynsmayus epaya - opmoneda-mpasmamosoea:
no MexpayHaponHoi knaccudukauumn bonesnert 10-ro ne-
pecMoTpa M95.8 [ipyrne yTouHeHHble NpuobpeTeHHble ae-
($hOopMaLLMU KOCTHO-MbIWEYHOM crucTeMbl. HapylweHme ocaHku
no KndoTMyeckoMy TUMy. DKBMHO-BanbrycHas aedopmauuns
cron. TyronoABMXKHOCTb FONEHOCTOMHbIX CycTaBoB. R26.8 Bro-
pWYHble HapylWweHus Noxoaku. Z99.8 3aBMCMMOCTb OT APYrux
BCMOMOTaTe/bHbIX MEXAHWU3MOB W YCTPOICTB.

KoHcynsmauyus ncuxosnoza: HeyCTOMYMBOCTb BHUMAHMS.

KoHcynsmauyus ogpmanemonoza: H52 lvunepmeTtponus cna-
60o¥ cTeneHu.

PeabunumavuoHHsle WKaabl 8 OUHAMUKE:

1) wKana KoNMYeCTBEHHOM OUEHKW MbIWEYHOW CUIbI
(MRC) - 4 6anna npu nocrtynnexHun, 6e3 AUHAMUKMN.

2) nipekc Pusepmmaa - 12 6annoB npu NOCTynaeHun,
14 6annoB B AMHAMUKe.

JanHble MoneKynapHo-zeHemu4yeckoz2o 06cnedosaHus

B nabopatopmm Meamko-reHeTM4eckoro Hay4Horo LeHTpa
MMeHun akapgemuka H.M. boykosa ot 4 gekabpsa 2023 r. o6Ha-
pyXeHa feneumns 3k30HoB 46-52 reHa DMD (NM_004006.2:c.
(6614+1 6615-1) (7660+1_7661-1)del) B reMU3NTOTHOM CO-
CTOSIHWU, MPUBOASLLAS K CABUTY PAMKM CYUTBIBAHMS, 4TO NOA-
TBEPXAAET AMArHO3 MMoaANCTpOobuM [oWeHHa.

B cTaumoHape npoBefeHO KOMMNAEKCHOe peabuaumayu-
OHHOe JiedeHue, BKIIoYatoLLee:

neyebHyo GU3KyNbTypYy;

MexaHoTepanuio Ha 6eroBoM JOPOXKKe 1 BENOTPEHAXEPE;

LWAAAWMIA MACCAX HUXKHUX KOHEYHOCTEN;

YKNALKM C LeNblo KOppeKLuuu TyronoaBMKHOCTM CyCTaBOB;

du3noTepaneBTUYECKOE NeYyeHne: KOMIPECCUOHHbIN
NMHEBMOMACCAX HMXHUX KOHEYHOCTEMN, MarHUTOTEPANMIO
BAO/b MO3BOHOYHMKA;

MeaVMKAMEHTO3HOE NleYyeHue;

3aHATME C 0roMnesoM.

JleyeHne nepeHec XopoLLo, peabuUnuTaumoHHble Lenun ao-
CTUTHYTbI: OTMEYEHa NOOXKMTENbHAS AMHAMMKA B BUAE YYyu-
LIeHMS MbILLIEYHOTO TOHYCa B KOHEYHOCTSX, MaTTepPHa X0Ab0bI,
3BYKOMPOU3HOLWWEHMS, YBENUYEHMS TONEPAHTHOCTU K hU3nye-
CKMM Harpyskam.

MauMeHT BbiNMCaH Ha aMbynaTopHy nay3y C peKOMeH-
[auMaMM MO NPOBEAEHMIO KOMM/IEKCa AaNbHewLwel peabunu-
Tauuu CO CNeayoLLMM AMArHO30M.

JuazHo3 ocHosHoU knuHudeckuli: G 71.0 MNporpeccupyto-
was MO (del 46-52 ex DMD), paHHsas ambynaTopHas cTaams.
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Conymcmeyruwue 3abonesarus: M95.8 [lpyrue yTouHeH-
Hble npuobpeTeHHble AedopMaLM KOCTHO-MbILLEYHOM Ch-
cTeMbl. HapylweHne ocaHkuM No KUPOTUYECKOMY TUMY. IK-
BMHO-BanbrycHas aedbopmauns crton. TyronoaBMXKHOCTb
rONeHOCTOMNHbIX CycTaBoB. R26.8 BTopuyHble HapyweHus
noxoaku. Z99.8 3aBMCMMOCTb OT APYrMx BCMOMOraTtenb-
HbIX MexaHu3MoB u ycTpoicTts. H52 TunepmeTtponug cna-
60w cTeneHu.

3AKJTIOYEHUE

NpencraBneHHbIR KIUHUYECKUIA CyYai ApKO AEMOHCTPU-
pyeT MO3AHI0K AMArHOCTMKY paHHen aMbynaTopHOW CTaamu
muogucTpodum JioweHHa. [1ng naHHOro TMna MMoamcTpodumm
XapaKTepHbl paHHWE NAaTOrHOMOHWYHbIE CUMMTOMbI B BUAE MO-
BbILIEHHOW YTOMASEMOCTH, TMNepTPOdOUM MKPOHOXKHbIX MbILLLI,
BO3HMKatOLWMe B paHHeM Bo3pacTe. [porpeccupytoLme nsme-
HEHUS CKENeTHOW MyCKynaTypbl, 0ByC/OBNEHHbIE MyTaLMen

reHa DMD, obecneunBatollero CTpykTypHYK M MexaHuye-
CKYI0 CTabUNIbHOCTb MbILLEYHbIX BOMOKOH MpWU COKpaLLeHUH,
B MOCNEAYOLLEM NPUBOLST K U3MEHEHUIO OCaHKM B BUAE TU-
nepnopao3a, a Takke noxonku. [peobnagaHue B nonyns-
LMK UL, MYXXCKOTO nona, 6e3ycnoBHO, LOMKHO HACTOPaXu-
BaTb Kak NeamaTpoB, TaK 1 Y3KMX CNEeLManmMcToB — HEBPOIOroB
NpY AMArHOCTMKE PAaHHUX MAPKEPOB TeX MM UHbIX OTK/IOHE-
HWI BO BpPeMs BM3yasbHOr0 OCMOTpa NaLMEHTOB B AeKpeTu-
POBAHHbIE CPOKM NP MPOBEAEHNN AUCNAHCEPHBIX OCMOTPOB.
PaHHsAS nocTaHOBKA LMarHo3a, NOATBEPXKAEHHAS NPOBeAEHM-
€M MONEKYNSPHO-TeHETUYECKOrO MCCIEA0BAHNS MyTaLMK reHa
LMCTPOdWMHA, NO3BOINUT CBOEBPEMEHHO HayaTb NatoreHeTnye-
CKYt0 Tepanuio, TeM cambiM 060pBaB NporpeccMpoBaHue na-
TOIOrMYECKOro NPOLLECCa, M KAPAMHANIbHO M3MEHUTb Ka4YeCTBO
YKM3HW MaseHbKOro naumeHTa 1 ero poauTene.
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