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PE3IOME

Llenb cTatbu: npepcTaBuUTh KNMHUYECKUIA Clyyait nporpeccupyioleit moiweyHoi auctpocduu (MMI) [oweHHa — bekkepa v nokasarb Tpya-
HOCTM 1 0COGEHHOCTU [UATHOCTUKM 3TOM reHeTUYECKO NaTonorum.

OcHOBHbIe NONOXeHUA. B cTaTbe npepcTaBneH aHanu3 knuHuYeckoro cayyas puarHoctuku NMMI OiowenHa — bekkepa y manbyuka 2 ner.
OnucaHbl 3Tanbl AMarHOCTUYECKOro NOUCKa, MPOBEAEH aHaNN3 Pe3yNbTaToB KNMHUYECKOTO HAbMIO[eHNsA U MONEKYNAPHO-TeHeTUYeCKOro obcne-
poBaHus. MpeanoxeH anroputM obcnefoBaHus Npy MOBLIWEHUW AaKTUBHOCTK acnapTatamuHoTpactepassl (ACT), anaHMHaMWHOTpaHchepa-
3bl (AJIT) HesicHOrO reHesa.

3aknioueHue. Onncanune knnHuyeckoro npumepa NMMJl AeMOHCTPMPYET CAOXKHOCTH, C KOTOPLIMI BCTPEYAIOTCA BPaUM PasHbX cneuyuansHoCcTel
npu AMArHocTUKe faHHOro 3abonesaHus. PaHHME KAMHUYECKWE NpU3HAKKW, NoBblweHne B kKpoBu akTuBHocTu ACT, AJT, kpeatnHdocthokmnHa-
3bl ABNAIOTCA OCHOBAHWEM ANA Ha3HaYeHWUs MONeKYNAPHO-TeHeTUYeCKOro nccneaoBaHns. [laHHylo CxeMy MOXHO UCMOb30BaTh NMPW NOCTAHOB-
ke auarHosa MM]], 4To6bl COKpaTUTL AANTENbHBIE MOMCKU HeCyLecTByloLeid HEBPONOTMYECKON U MH(EKLMOHHOI NaToNoruy, CBOEBPEMEHHO
Ha3HAYNTb afleKBATHYIO TEPANMIo U YNYYLWUTb KAYECTBO XKU3HU BONbHOMO pebeHkKa.

Kntoyesble cnosa: nporpeccupytowas miweyHas guctpodus [lloweHHa — bekkepa, MoneKynApHO-reHeTUYecKoe uccneoBaHune, acnaprarammu-
HoTpacdepasa, anaHnHaMUHOTpaHchepasa, kpeaTHdocthoKknHasa.
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Progressive Duchenne — Becker Muscular Dystrophy.
Challenges with Diagnosis
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ABSTRACT

Objective of the Paper: To present a case study of progressive Duchenne - Becker muscular dystrophy (PMD) and demonstrate challenges
and features of diagnosis of this pathology.

Key Points. The article discusses a case of Duchenne — Becker PMD diagnosis in a 2-year old boy. We have described stages of diagnostic
investigation and analysed the results of clinical observation and molecular genetic examination. We have proposed an examination
algorithm for unexplained increase in aspartate aminotransferase (AAT), alanine aminotransferase (ALT) activity.

Conclusion. This case of PMD demonstrates challenges faced by health care providers in diagnosis of this condition. Early clinical symptoms,
increased blood AAT and ALT, creatine phosphokinase are a reason for a molecular genetic examination. This algorithm can be used to
diagnose PMD in order to save efforts searching for a non-existent neurological pathology and infection, promptly prescribe an adequate
therapy and improve the quality of patient’s life.
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BBEJEHUE

Mo paHHbIM Pernctpa BpOXAEHHON U HAaCNeaCTBEHHON NaTono-
ruv CBepAnOBCKOI 0671aCTH KNMHWUKO-[MArHOCTUYECKOTO LieHTpa
«OxpaHa 340pOBbs MaTepu U pebeHKa», EXerofHo BbiABAAIOT
4-5 cny4yaeB nporpeccupyoleii mpliweyHoi guctpodun (NMMA).
ITo TpynHOKypabenbHoe 3aboseBaHWe MMEET BbICOKYIO COLM-
aNbHYI0 3HAYMMOCTb B CBA3M C paHHeill MHBaNMAuU3aLueil pebeH-
Ka M HeoOXO[UMOCTbI0 OKa3aHWs CBOEBPEMEHHON MCUXOCOLM-
anbHOW NMOMOLM POANUTENAM U nauueHTy. HepooueHKa paHHUX
cumntomoB [MM[] [ioweHHa — bBekkepa, KIMHUYECKUX U HeR-
podU3N0NOrNYECKUX KPUTEPUEB COMPSXEHbI C NO3[HEN fuar-
HOCTUKOI 3ab6oneBaHus.

ML OioweHHa — bekkepa — HacnepcTBeHHoOe peLeccus-
HOe HepBHO-MbllleyHoe 3aboneBaHue, cLuenieHHoe ¢ X-Xpomo-
COMOIA, Bbi3BaHHOe MyTauuamu B reHe DMD, npusopawmmu
K OTCYTCTBWIO MM HEJOCTaTOYHON PYHKLUMM ANCTPODUHA, LIUTO-
CKeNneTHoro 6enka, KoTopblii 06ecneynBaeT NPOYHOCTb, CTabUIb-
HOCTb M (hYHKLMOHANbHOCTE MUOuOpunn. Wudpyercs no knac-
cudmkaumm MKB-10 kak G71.0 [1-3].

leH, oTBevawwWMit 3a BbIPAabOTKY 6Henka AucTpotuHa, Haxo-
onTca Ha X-xpomocome (nokanusaums Xp 21.2) u coctout
13 79 yacTeit-3Kk30HOB. [Py HANMYMM MyTaLMII B 3TOM reHe 6enok
LUCTPOGUH HE CUHTE3UPYETCH, MbllleYHas TKaHb rMOHET, 3ame-
LWaeTca XUPOBOMN U COefUHUTENbHON TKaHbto. B 40-60% cnyya-
€B 0TMeyvaeTcs MyTauus (feneuus — noTeps Uiu aynankauus —
VIBOEHWE) OAHOTO UNU HECKONbKUX 3K30HOB [3, 4].

BeigenaoT ABa  KAMHWYECKMX BapuaHTa: MUOAUCTPODUK
[iowenHa n bekkepa. Muoauncrpodus bekkepa (1 Ha 30 000 Hace-
NleHus) — bonee Nerkuii BapuaHT 3aboeBaHUs, NpU KOTOPOM
CHHTe3 Genka AuUCTpodKHA MAET He A0 KOHLA, U B pesynbrate
NoJly4aeTC HEMHOTO YKOPOYEHHbI, HO BMOAHE (DYHKLMOHaNb-
HbIil 6eNoK. B naHHOM cnyyae 60Ne3Hb NPOTEKAET C MEANEHHbIM
NpOrpeccupoBaHUEM MbILIEYHON CNABOCTU U C COXPaHEHWeM
CMOCOOHOCTM K CaMOCTOATENbHOW Xoabbe B TedeHne 15-20 net
OT Hayana 3abonesaHus [3, 4].

C muonatueit JioweHHa poxpgaetcs oguH u3 5000 Manb4ymKoB
(3,3 : 100 000 HaceneHus). MaHudecTaLms 6one3Hu Yalle BCero
Habnogaetcs B Bo3pacte oT 1 roga go 5 net. 3abonesaHue
XapaKTepu3yeTcs NpOrpeccupylowWmMm 3710Ka4YecTBeHHbIM Teye-
Huem: hopMMpoBaHMeEM aTpOUN MblLL, Ta30BOTO U MIEYEBOr0
nosica Ha GoHe nceBROrNNEpPTPODUN UKPOHOXKHbIX, ATOLUYHbIX,
LeNbTOBUAHBIX MbIWL, MbIWL, XMBOTA M A3blKa. BO3MOXHO CHU-
eHue MeHTanbHoW yHKuMK. [MocTeneHHo pa3BuBaeTcs fedop-
Mauua CTon, TPYAHOM KNEeTKM, MO3BOHOYHMKA, NMPOrpeccupyiot
LMUNaTaLMoHHAA MUOKApAWMONATUA W [biXaTeNbHble HapyLlleHus,
NpUBOLALLME K NIETANILHOMY UCXOAY B MOJIOAOM BO3pacTe [3, 4].

[narHocTuyeckne Kputepuu 3aboneBaHus cnepytime: non
nauuMeHTa — MVKCKOWM; YCTAHOBNEHHbIW [MAarHo3 nporpeccu-
pylowein MUOANCTPOUN Y POACTBEHHUKOB MYXCKOro nona no
MaTepUHCKOW JIMHWM WAN HEYTOYHEHHOE HEepBHO-MbllleyHoe
3aboneBaHue; YCTAHOBNEHHbI (AKT HanU4us B CEMbe XKEH-
WMH-HOCUTENbHWL, NAaTONOrMYeCKOro reHa; Kappauonaoruyeckue
3abonesaHus (KapAaMOMUONATUM) Y POACTBEHHWUKOB XKEHCKOTO

nosa no MaTepUHCKOW NIMHUW; 3afepXKKa CTaHOBNEHUA ABUra-
TeNbHbIX HABbIKOB; CHUXEHUE UHTENNEeKTa; NOBbIWEHNEe aKTUB-
HocTu TpaHcamuHas AJIT u ACT n kpeatuHdocdokuHasbl (KOK)
B CbIBOPOTKE KPOBH.

PaHHMMU cMMNTOMaMu 3ab60NeBaHUA ABNAIOTCA NOBbILEHHAS
VTOMJIIEMOCTb, MbIlIEYHAA CNABOCTb, TUMOTOHUA B KOHEYHOCTSAX,
ncesforunepTpodus Mblll, roneHein u Gepfep, YacTole NafeHus
WU HEYKJIOXKECTb, 3aTpyAHEHWe Npu npucefaHuu, bere, nogbe-
Me 1O JIECTHULIE, HECMOCOBHOCTbL NpbITaTh, UCMONIb30BAHWE BCMO-
MoraTesibHbIX MPMEeMOB Npu nogbeMme ¢ nona (pebeHok nomoraet
cebe pyKkamu npu NofbemMe U3 MoJoXeHWUs Nexa, cuasa), xoasba
Ha HOCOYKax, 3afepxKa GopMupoBaHua peun [3, 4].

B 6uoxummuyeckom aHanuse KpoBW PErucTpupyeTcs nosbi-
weHne akTuBHocTu TpaHcamuuas AJ1T, ACT, naktataernpporeHa-
3bl, KOK [5].

Mpu npoBeaeHnn anekTpomuorpadmu onpefenseTcs muona-
TUYECKMIA TUN C YyMEeHbLUeHWeM (YKOPOUEHMEM) BENUUYUHBI Cpej-
Hel ANMTeNbHOCTWM noTeHuuana AsuratensHolx eguuy (MAE),
CHUXeHnem amnauTyabl otaenbHbix MAE.

Ha Y3/ mbiwy nosBastoTcs NpU3HAKW 3aMeHbl MblIEYHON
TKAHU XUPOBOI unu (Mbpo3Hoi TKaHbl. Mo paHHbiM KT,
BO3MOXHO MOSBNIEHME APUTMUM, HapylleHMe NPOBOLUMOCTH,
Ha IxoKlI — npu3Haku cuctonuyeckon AuchyHKUMM, Anna-
TalMW NeBOr0 XeNyAaoyka, runeptpocdun MUOKapaa, MUTpanb-
HOM peryprutaumm.

[ins BbIABNEHUSA filereHepaLym MbllWEYHON TKAHU UCMONb3YIOT
MPT 1 MarHMTHO-pe30HAHCHYID CNEKTPOCKOMUIO MbILIL, TONEHH,
Gepep, Tasa (MHOrRa aeHcuToMeTpuio) [5].

[eHeTuyeckne wuccnegosaHus MLPA (Multiplex Ligation-
dependent Probe Amplification), cekBeHupoBaHue resa DMD
npeanonaraloT NpoBefeHNe CPAaBHUTENbHON FeHOMHON rMbpu-
AM3aLMM MAacCUBa M MOMUCK TOYEYHbIX MyTauui [6].

B HacToswee Bpema neyeHne — CUMNTOMATUYECKOE, HAanpaB-
JIEHHOe Ha ynyylleHne KadyectBa xU3HW. [pumeHenue TKC
NO3BONAET 3aMefUTb NPOrpeccupyloLlyto aTpoduio MblLEYHO
TKaHu. [penaparamu BbiOOpa ABAAIOTCA NPEAHU300H UK fed-
nasakopt. HasHaueHue uHrubutopos AN® unu B-6nokaropos
pEKOMEHAYIOT AN NPoUNaKTUKN [UNaTaLlMoOHHON KapauoMmuo-
naTWK, MOYErOHHbIX MPEnapatoB — MNpKU HAAUYUW CepLeyHO-
COCyAMUCTO HepocTaToyHOCTU. [ins npohunakTMku octeonopo3sa
Ha3Ha4alT npenaparbl, cofepxalume sutamut D, v kanbumii [7].

[letam c paHHO natonoruei pekomeHayeTcs pusnorepanus,
HanpaefeHHas Ha nogaepxaHue GU3n4eckon akTUBHOCTH: NPO-
(hunakTUyeckme pacTaXKKN, NPUMEHeHe OpToneSuYecKux anna-
paToB, neyebHas duskynstypa [3].

Ha ctaguu KNMHMYECKOro 3KCMepuUMeHTa HaXoguTCA MeTon
3K30H-CKMNNMHIa — NPONYCKa NOBPeXAEHHbIX IK30HOB, KOTO-
pbil MpeAnonaraet «[oCTpPOiKy» 06X04HOro napanienbHoro
nyTM ANS PaMKU CYUTHIBAHUSA, MUHYS MOBPEXAEHHbIA 3IK30H,
YTO MPUBOAMT K CUHTE3Y YKOPOYEHHOTO Benka, CoXpaHsioLero
CBOI0 (DYHKLMOHANBHOCTD.

[eHHO-KNeTOYHaAsA Tepanus TaKKe HAaXOAWTCA B npouecce
pa3paboTKM: UCNONb30BAHWE CTBOJIOBBIX KNETOK, KYCHYBLIETO»
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reHa — yrpocduHa (3MOpUOHANbLHOTO JUCTPOdUHA), AOCTaBKa
B KNETKU TeHHbIX KOHCTPYKLMIA MUKPOreHOB C NOMOLLbI0 afieHo-
accouMMpOBaHHbLIX BUpYCcoB [8].

KNUHWUYECKUIA CNYYAN

MauneHT Haxopuncs Noj HabnofeHWeM B OTAENEHUM NaTono-
ruv peteit paHHero Bo3pacta N2 2 MAY «[leTckas ropopfckas
KnuHuyeckas 6onbHuua N2 11» r. EkatepuHbypra. Y poputeneit
pebeHka nonyyeHo LO6POBONbHOE MHPOPMUPOBAHHOE Cornacue
Ha Ny6MKaLMIO AaHHbIX.

B pesynbrate peTpOCNEKTUBHOIO aHannM3a MefULUHCKON
AOKYMeHTauun (MHAMBMAYaNbHAA KapTa Ppa3BuUTUA pebeHka
®112/Y) v onpoca pofuTeneii BbIABAEHO, YTO MaNbyUK POXKAEH
EHWMWHOI 22 neT oT 1-it husmnonornyeckn npoTekasLlei bepe-
MEHHOCTW, B pe3yabTaTe CaMONPOM3BOJbHbBIX CPOYHbLIX POAOB
B rO/IOBHOM MnpeafexaHuu nnoja Ha 39 Hepene recrauuu.
Macca Tena pebeHka npu poxaeHun — 3260 r, aanMHa Tena —
53 M, OKpPY)XXHOCTb ronoBbl — 36 CM, OKPYXHOCTb rpyan —
34 cm, 4TO COOTBETCTBOBANO CPOKY rectauuun. OueHka no wkane
Anrap — 8/9 6annos. VIHTpaHaTanbHbIii U HEOHATANbHbBIN NEepuo-
Abl — 6e3 ocobeHHoCTel. Pe3ynbTat HeOHaTaNbHOTO CKPUHUHTA
Ha Hanan4Me BPOXKAEHHbIX 3a60NeBaHN OTPULLATENbHBI.

HacnefncTBeHHbII aHamHe3 He oTAroweH. BeinucaH u3 pon-
AOMa Ha 3-M CYTKM [OMOW. BaKkuuHauua nposefeHa COMacHoO
HauWoHanbHOMY Kanengaplo. Haxopunca Ha ecTecTBEHHOM
BCKapMAWBaHWUK [0 9 MecALeB.

PebeHOK B TeYeHMe NepBOro rofia }MU3HU Poc U pa3BuBancs
COOTBETCTBEHHO BO3PacTy: Hayan fepxatb ronosy B 1 mecay,
cNnefuTb 3a UrpyLWKON B TOPU3OHTaNbHON NNOCKOCTH, TyANTb —
C 2 Mecsaues, bpaTb npegMeThl B pykM — B 3,5-4 MecAla, NOBO-
payMBaTbCA CO CMUHbI HA XWBOT — B 5,5 Mecsaues, CUAeTb
6e3 NoAAepKKM — B 6 MecsLes, non3ate — C 9 MecsALes, Npo-
M3HOCUTb CNIOBO «Mamay, CTOATb C onopoii — B 12 mecsles,
XOANUTb CAMOCTOATENbHO — C 14 mecALes.

B Bo3pacTe 18 mecsiLeB y pebeHKa BbisiBNeHa renatocnieHome-
ranus (neyeHb BbICTyNana u3-nop Kpas pebepHoil ayrv Ha 3,5 ¢,
ceneseHKa — Ha 2 cM), no AaHHbIM Y31 opraHoB 6proLHoi nonoc-
TW: NpaBas Jona neyeHn — 74,5 mm, nesas pona — 38 MM, giMHa
ceneseHkn — 78 MM, TonwmHa — 34,2 mm. Ha coHe oTcyTcTBUA
CMHAPOMA XENTyXM U NPYU HOPMATUBHbIX NOKa3aTensx ounupyou-
Ha B aHann3e KPoBM OOHAPYIKEHO CTOIKOE NOBHIEHNE (B TEYEHME
6 MecsLeB) aKTMBHOCTW TpaHcamuHas: ACT — 360-390-426 E/n,
ANT — 298-417 E/n (npu Hopme po 45 E/n u 40 E/n cootBeTcT-
BEHHO), y-TnioTamuntpaHcnentupasel — 32,4 E/n (npu Hopme
6-23 E/n). MauneHT NpOKOHCYNLTUPOBAH BPaYOM MMMYHOJO-
roM-uHdekumonuctom. Metoasl A u NMLUP-guarHoctTkm nosso-
JINAU UCKNIOYUTD FenaTuT MHGEKLMOHHOM 3TMONOMUHU.

Ha ocHOBaHWM CBefeHWA, NONYYEHHBIX OT poAuTeneil, ycra-
HOBJEHO, YTO Nocne 16 MecsALEeB XU3HW Y Manb4yuKa NOABUAUCH
CKOBAHHOCTb B HOrax Mo yTpam 1 HeycTOM4YMBOCTb NMpu Xofb0e,
yacTble nageHus.

K 24 mecsuam xu3Hu Gpusmnyeckoe passutre no yposHto 6uo-
NI0TUY€eCKOI 3penoCcTu COOTBETCTBOBAIO NAaCNOPTHOMY BO3pacTy.
Macca — 14,5 kr. Poct — 93 cm. OKpy»KHOCTb rof10Bbl — 48 CM.
TenocnoxeHue nponopunoHanbHoe. Koxa 3nactuyHas, ynucras.
Co3HaHue scHoe. 0YaroBbIX M MEHUHreanbHbIX CUMNTOMOB HET.
YyBcTBUTENbHAA chepa v YepenHble HepBbl — 6e3 natonoruu.

CHMKEH MbIWEYHbIA TOHYC B HUXHUX KOHEYHOCTAX. buuu-
NUTanbHble U KapnopaguanbHble, KOJeHHble U axunnosbl ped-
NIEKCbl CHUXEHbl M CUMMETPUYHbl. MbllueyHas cuna B Bepx-
HUX W HUXHUX KOHEYHOCTAX CHUXEHA Ao 4 bannos (ompe-
LeNeHue MO0 TNPUHUMNY «HANPSXEHUs — TNPEOAOJEHNA»).
MceBgornneptTpoduna MKPOHOXKHBIX MbllL,. [MoXofKa HeyBepeH-

Has. No3uTuBHbIA cumnTom [OBepca: NOLHUMAETCSA U3 NONOXKe-
HUA NeXa W Ha KOPTOYKaX, OMUPasfCb PyKamu O Noj U KOJeHMU.
Cuput v onupaetca Ha pyky. ber 3atpyaHeH. He nopnpeiruea-
eT. YacTMYHO NOHMMAET peyb, BbINONHAET UHCTPYKLUMN MaTepu.
Mpoun3HoCUT OTAENbHbIE CIOBA.

OyHKUMKM cyXa U 3peHUs coxpaHeHbl. PyHKLWM Ta30BbIX
OpraHoB He HapyLUEHbI.

Ncnonb3ys CKpUHUHTOBbLIE LEHTUNbHbIE rpatuKu NoLypoB-
Hel HEepBHO-NMCUXMYECKOTO Pa3BUTUA [Af WHAWUBUAYANbHOW
OLLeHKU TeCTUPYeMblX HaBbIKOB W yMeHuWit [9], mbl onpepenuau,
4TO NOAYPOBEHb PYYHOI YMENOCTU, PA3BUTUA Peun U coLuanb-
HOM apjanTauuu Haxomutca B npegenax 25-75% UeHTUNbHOW
30Hbl M COOTBETCTBYET BO3pacTy. [loaypoBeHb 06Leit MOTOPUKM
Mo TeCTUPYEMBIM HaBbIKaM U NO3[HUE CPOKU UX NOABNIEHUSA HAX0-
aatca 3a npegenamu 90% LEHTUNLHOM 30HbI U CBUAETENbCTBYIOT
0 3aflepXKKe U AUCTapMOHUYHOM Pa3BUTUU.

Co CTOpOHbI OpraHoB [bIXaHWA W CEpAEYHO-COCYLUCTON
cucTeMmbl OTKNOHeHMi HeT. lanHble KT 1 IxoKI — 6e3 natono-
run. Pe3ynbrathl anekTpoHenpomuorpadmmn: akCoHanbHas Heii-
ponatus mManobepLoBOro Hepea Clesa.

C yyeToM OMMCAHHOrO BbilE HEBPONOrMYeCKOro aeduuunTa,
nona nauueHTa, Npu3HaKoB CUHAPOMA LMTONN3a, CTOWKOIO yBe-
JIMYEHNA AaKTUBHOCTW TpaHCaMMHA3 Ha (OHe OTCYTCTBUA Xen-
TYIWHOTO CMHAPOMA PELEeHO MPOBECTU UCCNefOBaHWE YpPOBHA
K®K B kpoBu. BbisiBNeHo npeBbieHne nokasarens B 70 pas —
17 453 E/n (npu pedepeHcHbIx 3HayeHusx po 247 E/n).
370 CTano nokasaHueMm Ans noucka 3abonesaHuil, accounmpo-
BaHHbIX C HACNeACTBEHHbIMM popmamu MM/,

MpoBefeHO MONeKyNApHOe-TeHETUYECKOe WCCaef0BaHMe.
Ha nepBom 3Ttane peneuuu u gynavkauuu B reHe DMD meTtofom
MLPA He oGHapy»eHbl. 3aTeM C MOMOLLbIO MONEKYNSPHO-TEHe-
TUYECKOro MeToja MaccoBOro napanieNbHoro CeKBeHMpOBaHMA
HalljeH BapMaHT B reMU3UTOTHOM COCTOSHUM B 13 3K30He reHa
DMD (chrX:32613972 G>A, c.1504C>T) (TouyeyHas MmyTaums).
OnucaH paHee B nuUTepaType Kak naToreHHbld. BanupmposaH
METO/IOM NPAMOro cekBeHnpoBaHus no CaHrepy.

Tun HacnepoBaHuAa — X-CUENNEHHbI peueccuBHbIN. [eHe-
TUYECKUIt PUCK Ans cMOCOB: No 3aboneBaHuio ans Gpatbes — [0
50%, no HocutenbcTBy AnsA cectep — 50%. [Ina yTouHeHus pucka
HE0BX0AMMO NPOBEAEHUE MOJIEKYSPHO-TEHETUYECKOI AMarHoc-
TUKM y MaTepu AN NOUCKA BbISBNEHHON MyTauuu B reHe DMD.

AKTMBHOCTb IM30COMHbIX (hEPMEHTOB B KPOBM Y NauueHTa
HaxoAunach B npefenax pedepeHcHbIX 3HaueHnin (maba.).

PebeHKy Ha3HaYeHo fleyeHne: npefHU30M0H B ao3e 0,5 mr/kr/
cyTku. PekomeHp0BaHa u3noTepanus ¢ JO3NPOBaAHHON HU3K-
4yecKomn Harpy3koii. lpegnoxeHa coumanbHO-NCUXONOrUYecKas
nomoLb poauTensim: pabota C NCUXONOTroM, AaHbl KOOPAMHATbI
BnaroTBOopuTENbHOrO POHAA MOMOLWM [ETAM C MUOAUCTPOdUEN
[lloWweHHa N MHBIMW TAXENbIMU HEPBHO-MbIWEYHbIMU 3aboneBa-
Huamu «MonnMuo».

OBCYXXQEHUE
N3 npepacTaBneHHbIX AaHHbIX cnedyeT, YyTo peGeHKy B BO3pacTe
2 NeT Ha OCHOBAHWU Xanob, JaHHbIX aHaMHe3a, 0COGEHHOCTEN
HEBPONOTMYECKOTO CTaTyca, pe3ynbTaToB J1abopaTopHO-WHCT-
PYMEHTANbHbIX U MONEKYNAPHO-TEHETUYECKUX WUCCNef0BaHUM
Obin NOCTaBNEH AMATHO3: MbieYHas oucmpogus [ioweHHa —
bekkepa, cmadus coxpaHeHHoU cnocobHoCMuU K camocmosmeb-
Homy nepemeujeHuto. TlpoBefeHNe 3H3UMOANATHOCTUKN NO3BO-
JMI0 UCKIKYUTb HEKOTOPble HACNeACTBEHHbIE JIN30COMHblE
6onesHun HakonneHus (cMm. maba.).

Y nauueHTa AebloT 3aboneBaHMs HACTyNMA B BO3pacTe
2 net. MuHumanbHble KnuHuyeckue npusHaku [M], octanuch
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Tabamnma / Table l

IToxa3zareAn aKTUBHOCTH AM30COMHBIX (pepPMEHTOB
B ILITHAX BBICYILICHHOM KpoBH, MKM /A /4

AKTMBHOCTD /
Activity

HaunmeHoBaHus pepmeHTOB /
Enzymes

Hopma /
Normal

0,7-10

lanakTouepebpo3unaasa (6onesHs | 1,6
Kpab6e) / Galactocerebrosidase
(Krabbe disease)
o-rtoKo3uaasa (6onesHo
Momne) / a-glycosidase (Pompe
disease)

4,96

o-ranaktosupasa (6onesHb 6,28 0,8-15
®abpw) / a-galactosidase (Fabry

disease)

B-rntokouepebpo3mnaa- 5,48 1,5-25
3a (bonesHs lowe) /
B-glucocerebrosidase (Gaucher

disease)

CdunromuennHasa (6onesHo
HumanHa — MMuka) /
Sphingomyelinase (Nieman-Pick
disease)

2,85 1,5-25

o-MaypoHuaasa (Mykononu- 6,3
caxapupo3) / a-iduronidase
(mucopolysaccharidosis)

He3aMeyeHHbIMW, POAMTENU NepBbIMM 0OPaTUAM BHUMaHUE
Ha HapacTaHue MbllweyHoil cnaboct nocne 16-18 mecsues,
YTO SABMNOCH MOBOAOM OOpALLEHMA K Mefuatpy U HeBponory.
CumnToMbl AncTpocun NporpeccupoBany MefeHHO C Hepas-
HOMEepHbIM NopaxeHueMm MblllL, B ie6toTe 3a6oneBaHus nocTpa-
Janu OTAeNbHbIe FPYNMbl MbllWL, YTO NMPUBENO K OTHOCUTENbHON
KOMMEHCaLWUmn ABUTaTeNbHbIX PacCTPOCTB.

Mo HawWm U NUTepaTypHbIM AAHHLIM, B CTPYKTYpE OWMNO0Y-
HOr0 AWarHo3a [OMUHUMPYIOT NepuHaTanbHas 3Huedanonatus,
renaTuT, renatos, KapaMoOMMONATUSA, CYCTaBHO-MbIlEYHAs NaTo-
norus [3, 4]. Y Habniogaemoro pebeHKa OTMEYANUCh CTOIKOE
AnuTenbHoe (B TeyeHWe 6 MecsLEB) yBeNMYeHUE aKTUBHOCTM
TPAHCAMMHA3, Hanu4yue renatocnieHOMerasuu, YtTo 3acTaBuio
MCKNOYUTL renatnT MHGEKLMOHHON 3TMonorun. Beicokune noka-
3arenu KOK obHapyxunu nosxe.

B paHHoM cnyyae, npu muopmctpodumu [ioweHHa, nosblle-
Hue aktuHoct AJIT u ACT B aHanu3ax KpoBM MMeeT BHene-
YEHOYHOE MPOUCXOXAEHWNE U ONPEeAenseTcs Npu paspylleHun
Muocnbpunn Melwy, Ha hoHe BbICOKMX nokasateneit KOK.

M3BectHo, uto anroputm pauarHoctukm (ML coctout w3
HECKONbKMX 3TanoB. Ecan pebeHOK HauMHAeT XOAUTb MO3AHO,
BbISIBNIEH MONOXWTENbHbIN cumnToM [OBepca wau apyrue Hapy-
WEHWA MbIWEYHOW (DYHKLMUM, UMEETCA OTATOLLEHHbI CEMEMHbIN
aHaMHe3, B KpPOBW — yBENMYEHME AKTMBHOCTM TpaHCaMWHA3
HEYTOYHEHHOrO reHe3a, TO PEKOMeHYeTCs onpefefeHne YpoBHS
K®K. B cBoto ouyepenp, Bbicokue nokasarenu KOK cospatot Heob-
XOAMMOCTb NPOBefeHUs MONeKYAAPHO-FeHETUYECKON ANArHOCTM-
KW MyTaLuu reHa guctpoduHa u 6uoncum mblwy, pebexka [3].

[Insa CTpyKTypMpoBaHUs [AMArHOCTMYECKOTO Mnoucka 3abo-
NIeBaHWA  Mbl  UCMOMIb30BA/IM  aAanTUPOBaHHbLIA  aNrOpUTM
P.A. Ywakosoi [10]. CornacHo npefcTaBNeHHON cxeme, y naLu-
€HTa HabtoAaNnoCch NOBbIWEHME aKTUBHOCTU TPAHCAMMHA3 HesC-
HOrO reHesa, MONOXUTENbHbIA cumnToMm [OBepca, oTcyTCTBUE
MMJ B cemeiiHom aHamHe3se (puc.).

Puc. /\,\l"()pI/ITT\I AUATHOCTHUKI Hp()FpCCCIIp}'I()TT[Cﬁ

meirreaHo# aucrpodpnn (ITMA) Arorrenma
Bexkepa [10]

Mpu Hannuun NMMJ B

. Mpu otcytcTeun MM
cemeliHOM aHaMHe3e

B CEMeiHOM aHaMHe3e
e nioGoe nopospenie NOJOXUTENbHOM cumnro;we
MOBLILIEHNE Ha natoforunyeckoe ToBEDCA, HADYLIEHMM
AKTUBHOCTH N3MeHeHe pca, Hapy
TpaHcamuHas / MbILICYHOI noxopku (B ntobom Bo3pacTe,

B 0cobeHHoCTH fo 5 net) /
If there is no family history of
PMD: positive Gowers’ sign, gait
disorder (in any age, particularly
younger than 5 years old)

Unexplained
increase in
transaminase
activity

hyHKUMY / If there
is a family history of
PMD: any suspicious
pathological changes in
muscle function

¥ |

OnpepeneHve ypoBHs
K®K cbiBOopoTKM
KpoBu / Serum CPK
measurement

YpoBeHb KpeaTuH-
dochoknHaszbl
(KOK) He nosbiweH / |«
Creatine phosphokinase
(CPK) not increased

MoBblweHne ypoBHSA
KOK / Increased CPK

v

TecTupoBaHue Ha Aeneuuto Unu gynaukauuio reHa DMD guctpodmHa /
Test for deletion or duplication of DMD dystrophin

§ —

MyTauus He o6HapyxeHa / MyTaums o6HapyxeHa /
No mutation Mutation

CekBeHWUpPOBaHMe reHa / Gene
sequencing

MyTauun He 0GHapyxeHbl /
No mutations

v

buoncus mbiwupt /|y | Anctpodun otcyteTayet / No
Muscle biopsy dystrophy

Y ¥

Ouctpocun oTcyTcTyeT / No MyTaums o6HapyxeHa /

dystrophy Mutation
¥ ¥
Nuarno3 MM], AioweHHa — bekkepa /
v Duchenne - Becker PMD

[uarHos MM]1 manoseposTeH.
CnepyeT paccMoTpeTb BO3MOXHOCTb HANUYMA anbTePHATUBHBIX
fvarHosos / PMD unlikely.
Consider other diagnoses

3AKNHOYEHUE

[Ina Bepudukaunu [uarHo3a nporpeccupyioliein MblleyHoM
guctpodun (MMI) OioweHHa — bekkepa npu Hanuuuu y nayu-
€HTa KJMHWYECKOW CUMNTOMATUKMW, XapaKTepHOW AN AaHHOrO
3aboneBaHus, He06X0ANMO NMPOBELEHUE MONEKYNAPHO-TEHETU-
4YeCKOro uccnefoBaHua € Leabio MOUCKa MyTauum B reHe DMD.
AHanoruyHoe obcnefoBaHMe npeanaraloT Matepu nauueHTa
LAs onpefeneHus TMna HacnefoBaHUsA, pacyeta pucka naroso-
TMU NPU NAAHUPOBAHMM cepytolleit 6epeMeHHOCTH.

[laHHyl0 CXeMy MOXKHO WCMOMb30BaTh NPW MOCTAHOBKe fuar-
Ho3sa [MM]l paxe npu OTCYTCTBMM NpeHaTanbHON AUArHOCTUKY,
yKa3aHuii Ha 3a6oneBaHue B ceMeiiHOM aHaMHe3e, YToObl COKpa-
TUTb JUTENbHbIE MOUCKW HECYLeCTBYIOWE HeBPONOrMYecKon
U MHGMEKLMOHHOM naTonoruu, o6paTuTb BHUMAHWE HA paHHUE
npu3HaKku 3a6oNneBaHns, CBOEBPEMEHHO NPOBECTU ONpefeNeHne
VPOBHA  KpeaTMH(OCHOKMHA3b, MONEKYNAPHO-TeHeTUYeCcKoe
“ccnefoBaHue, Ha3HAYMTb ALEKBATHYIO Tepanuio M yayylWwuThb
KauyecTBO M3HW 60NbHOTO pebeHKa.
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