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MbiweyHan anctpodua OiowenHa (MA[) — HacnepcTBEHHas Nporpeccrpyollas MblleyHas ANCTPoduA ¢ X-CLienneHHbIM PeLecCUBHBIM Th-
MoMm HacnefjoBaHNsA, B OCHOBHOM MPOABNAOLLAACA Y MaNlbUMKOB, XapaKTepum3ytoLwasca Hauyanom B paHHEM BO3pacTe, 6bICTPO Nporpeccupyto-
Leid aTpodmen NonepeyHonoNocaTon MycKynaTypbl KOHEYHOCTEN, TYNOBWLLA, MOPaXKEHNEM CEPAEYHON MbILLLbl. DTOT MPOLECC NPVBOANT K
NOCTeNEeHHON yTepe ABUraTeNbHbIX HaBbIKOB, CEPAEYHO-COCYANCTBIM U AbIXaTENIbHbIM OCIOKHEHVAM, MOPAXXEHWIO OMOPHO-ABUraTeNIbHOTO
annapara, YTo, B KOHEYHOM WTOTE, 3HAUNTENBHO YXYALIAET KaueCTBO »KMN3HN BONbHOTO 1 COKPaLLAEeT €€ NPOLJOMKNTENbHOCTb.

B HacToALLee BpemsA NOABUINCH HOBbIE NIEKaPCTBEHHbBIE NpenapaThbl A4nA natoreHeTuyeckoi Tepanun MO, Vix 3¢pdeKTBHOCTb MaKcMmarnbHa
npwv paHHeN MHULMALMK Tepanun B aMmbynaTopHoii cTagun 3aboneBaHumsA. [o3ToMy BO3pacT NMOCTAaHOBKU AMarHo3a 1 ymeHue 3anofo3putb
naToNornio Ha eé paHHNX CTaauAX CTano B NOC/EAHNE rofbl OCOGEHHO aKTyarbHbIM.

OpHUM 13 HOBbIX MeTof0B NeueHns M| ABnAeTcsa Tepanva npenapaTom atanypeH. [laHHas Tepanusa OTHOCUTCA K NaTOreHeTUYECKON 1 Nop-
XOAWT PALY NaLMEHTOB, MEILMX HOHCEHC-MyTaLuio B reHe DMD. KombuHauma atanypeHa v rioKOKOPTUKOCTEPOVAOB MO3BOMAET YBEIMUNTD
NPOAOMKNTENBHOCTb aMbyNaTOPHOro Neprofa U CTabun3npoBaTb COCTOAHNE AbIXaTeNIbHOW 1 CEpAEUHON GYHKLMIA.

B cTaTbe npefcTaBneH KNVHUYECKWIA NpUMep TpexneTHero HabnoaeHna NauneHTa, ctpapatowwero M/, o6ycnoBneHHON HOHCEHC-MyTaLmen
B reHe DMD, HaxopfsLLerocsi Ha KOMOVMHVIPOBaHHOW Tepanuy MMIOKOKOPTUKOCTEPOVAAMI 1 aTalypeHOM.
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Duchenne muscular dystrophy (DMD) is a hereditary progressive muscular dystrophy with an X-linked recessive type of inheritance, mainly
manifested in boys, characterized by an onset at an early age, rapidly progressive atrophy of the striated muscles of the limbs, trunk, and
damage of cardiac muscle. This process leads to a gradual loss of motor skills, cardiovascular and respiratory complications, deterioration of
the musculoskeletal system, which, ultimately, significantly worsens the patient’s quality of life and reduces its duration. Currently, there are
new drugs for the pathogenetic therapy of DMD. Their effectiveness is maximum with early initiation of therapy in the outpatient stage of the
disease. Therefore, the age of diagnosis and the ability to suspect pathology in its early stages has become especially relevant in recent years.
One of the new treatments for DMD is ataluren therapy. This therapy refers to pathogenetic and similar affects a number of patients with a
nonsense mutation in the DMD gene. The combination of ataluren and glucocorticosteroids can increase the duration of the outpatient period
and stabilize the state of respiratory and cardiac functions. The article presents a clinical example of a three-year follow-up of a patient suffering
from DMD due to a nonsense mutation in the DMD gene, receiving combination therapy with glucocorticosteroids and ataluren.
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MbiieyHast auctpodust HiomenHa (MIJ) — Ha-
CJIeICTBEHHAsI MPOrPeCcCUpyollasi MbllIeYHasi TUCTpodust
¢ X-CUEIMJIEHHbIM PELECCUBHBIM TUIIOM HAacCJeIOBaHUS,
BOCHOBHOM ITPOSIBJISIOIIASICS Y MAJTBYUKOB, XapaKTEPU3YI0-
Iasicsl Ha4ajaioM B PaHHEM BO3pacTe, ObICTPO MPOTPECCU-
pywolleil atpodueil mornepevyHoIoJ0caToil MycKyJaaTypbl
KOHEUYHOCTE, TYJIOBUILA, a TAKXE MOPaXKEHUEM cepaeyd-
HOU MBIIIBI. DTOT MPOLECC MPUBOAUT K MOCTENEHHOMN
yTepe ABUTATEJIbHBIX HABBIKOB, CEPACYHO-COCYIUCTHIM
U JbIXaTeJbHBIM OCJIOXHEHUSIM, IOPaXeHU OMop-
HO-JIBUTATEJIbHOTO ammnapaTta, YTOo, B KOHEYHOM WTOre,
3HAYUTEJBHO YXyIIIAET KaYeCTBO XU3HU OOJBHOTO U CO-
KpauaeT €€ MpoIOIKUTETbHOCTD.

XapaktepHbiMu cumntomamu MJI/L sBasieTcss Hayaiio
3a00JIeBaHUS B MEPBbIE TOAbI XKU3HU, HATUYUE TEMIIOBOM
3aIep>KKA MOTOPHOTO PAa3BUTUS BO BTOPOM IOJYTOAUU
XKW3HU, NaJIbHElIlee MPUCYTCTBUE MOTOPHOW HETOBKO-
CTU, TPyIHOCTe Habopa 0ojee CIOXHBIX JBUTaTEIbHBIX
HaBBIKOB: XONBOBI MO JIECTHULIE, MPBIKKOB, MOBBIIIEH-
HOU yTOMJIIEMOCTU TP CPEeNHUX (PUMYECKUX HATPY3-
kax. C BO3pacToM MPOTrpPecCMBHO HAPACTAIOT MbIIIEYHAS
ci1abocTb M aTpodusi MBI, YTO MPUBOIUT K MOTEpe
JIBUTATEJIbHBIX HABBIKOB W CIOCOOHOCTU TEPEABUTATHCS
B Bo3pacte 10 12 jet [1]. Takke mocTeneHHO MpUcCoear-
HSIIOTCSI KOHTPAKTYPbhl KPYMHBIX CYCTaBOB, Aedopmanus
TMO3BOHOYHUKA, NbIXaTeJlbHas HEIOCTAaTOYHOCTh W Kap-
nuomuonarus. [Ipu ecTeCTBEHHOM TeueHUU 3a00J1eBaHUS
CPEeNHSIS MPOJOJIXKUTEIbHOCTD XKU3HU 00bHbIX M/JI/] co-
crasisier 20—25 net [2—35].

Jo HemaBHEro BpEMEHW B KayecTBE JIEUEHUS MpPO-
rpeccupytonieit MJIJI paccmaTpuBaluch TOJbKO Teparusi
rmokokoptukoctepouaamu (I'KC) u psa apyrux cuMmnro-
MaTUYEeCKUX METOHOB JieueHust. MHoro jet tepanusi I'KC
HCTOJIb30BAJIACh B KAUeCTBE OCHOBHOTO METONA JICUYEHMUS
MpU NaHHOM 3aboseBaHuu. [Ipu paHHEM Ha3HAYEHUU OHA
TMO3BOJIsIa OOJBHBIM Ha HECKOJIBKO JIET TTPOUTUTh MTEPUOLT
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CaMOCTOSITeJIbHOM X0oab0bI. [1o pe3ynbraTaMm KpynmHOMacui-
TaOHBIX KOTOPTHBIX HUCCJIENOBAHUI ECTECTBEHHOIO pa3-
BUTUS OOJIE3HU y MAlMEHTOB, KoTopble mpuHuManu ['KC
MEeHee roja, BO3pacT COXpaHEHUs CIIOCOOHOCTU CaMOCTOSI-
TEJIbHO MEePEABUTAThCS COCTaBISIET B cpenHeM 10 siet, y na-
LIMEHTOB, €XXEeTHEBHO MPUHUMABLINX MPEAHU300H, — 11,2
rofa, y MalyveHTOB, €XEIHEBHO MPUHUMAaBIIMX neduiaza-
KopT, — 13,9 roga [6]. OnHAKO AaHHBIA METOH J€YEHUSI
MpU JUIUTETbHOM HWCMOJb30BaHUU WMMEET PSI OCJIOXHE-
HUI: OXUpEHUE, 3alepXkKa pOoCcTa U MOJOBOTO PAa3BUTHUS,
TSKEJIBIA OCTEONOpPO3, KaTapakTa, apTepuaibHasl TUIep-
TeH3us1, nuabet u np. [2, 7, 8]. DTo yacTo yBeJIMUMBAET KO-
JINYECTBO MPOOJIEM U BUIOB CUMITOMATUYECKOU Tepamuu
y MalMEHTOB, MOPOXAAET MHOTO CTPAaXOB y UX POAUTEJEN
U 3HAUUTESIbHO CHIKAET KOMIUIAEHTHOCTh K JICYEHUIO.
Tepanusg 'KC HanpsiMyto He 3aBucelia OT BO3pacTa Mmocra-
HOBKM AuarHo3a. OHa He ObUIa aKTyalbHOM B MIEPBbIE TOMIbI
>KU3HU O0JIbHOTO. 3a4acTyl0 €€ Ha3HAvYalIy B KOHIIE IEPBOTO
TECATUIIETUSI XKU3HU, KOraa OOJbHON yXe MOTepsUT 3HaYu-
TEJIbHOE YMCI0O MOTOPHBIX HABBIKOB. MoTUBaIus ISl paH-
Helt Bepudukauyu auarHoza M/ y 1eTCKUX HEBPOJIOTOB
ObLTa HEBBICOKOM, T.K. COCTOSIHUE OOJBHOTO HE 3aBUCENIO
OT CKOPOCTH U BO3pacTa MOCTAaHOBKHU TUArHO3a.

ITouck HOBBIX METONOB Tepamuu, OCHOBAHHBIX Ha
naTtoreHeTM4eckux Mexanmsmax MJIJI, B mocinenHue ne-
CATUJIETUSI BEJCS BO MHOTUX CTpaHax. Pa3paboTaHbl HO-
BbI€ JIEKAPCTBEHHbIE MpemnapaThl ISl MaTOreHETUYECKOMN
tepanuu MJIJI. OHM yXe Mpouuiu KJIMHUYECKUE UCCTIe-
JIOBaHUS Y 3apETUCTPUPOBAHBI BO MHOTUX CTPaHaX, B TOM
yucie B Poccuun. Nx appekTuBHOCTS MaKCUMalIbHA TIpU
paHHEl WHULIMALMWU Tepanuyd B aMOyJaTOPHOW CTaauu
3a0oneBaHus. [loaToMy BO3pacT MOCTAHOBKM IHMArHO3a
U yMEHUeE 3aMOoA03PUTh MATOJIOTHIO HA €€ PAHHUX CTaIUSIX
CTajiv B IOCJIETHUE TOIBI OCOOEHHO aKTYaJIbHBIMU.

OnHUM M3 HOBBIX MeTOnOB JieueHust M siBisiercst
Tepanusl npenapaToMm ataiypeH. OHa OTHOCUTCS K TaTo-
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TEHETUYECKON M ITOAXOIUT PSMy MAlMEHTOB, MMEIOIIUX
HOHCeHC-MyTauui B reHe DMD. ]JleiictByss Ha 23tarme
TpaHCJISILMK OeJIKa B puOOCOMe, aTaTypeH MO3BOJISIECT CUM-
TeiBaTh MHMopMauio ¢ MPHK u cuHTe3npoBath yHK-
LIMOHAJBHBIN IUCTPOGUH, OO0XOms IIpeXIeBpPeMEHHBIN
cron-kogoH. Komounauusa atanypeHa u 'KC mo3Bosnsier
YBEJIUIUTD TTPOIOJKUTEIIBHOCTD aMOYIaTOPHOTO TIeproaa
W CTaOWJIU3UPOBATh COCTOSIHME IBIXaTEeJIbHON M cepraed-
Ho# dyHkumit [9—11].

B naHHOW cTathbe nNpuBEAEH KIMHUYECKUM Mpu-
Mep TPEXJICTHETO HAOMIONCHUS TAllMEHTa, CTPaIaroIlero
MJI/1, oOycioBieHHOII HOHCeHC-MyTalueid B reHe DMD,
Haxomsalerocsi Ha KomMOuHupoBaHHOU Tepanuu ['KC
W aTaJTypeHOM.

OnuncaHne KNNMHNYECKOro cnyyan

Manpurk A., 6 et 8 Mec. PeGEHOK oT 2-i1 GepeMeH-
HOCTU, TIpoTeKaBlIei Ha ¢boHe aHemuu | cremeHu. Po-
IIbl 2-€, cpouHble, Ha 41-11 Henene. Macca Tejia mpu poxje-
Huu 3555 1, nHa tena 55 cM. OKpy>KHOCTb roJIOBbI 34 CM.
Ouenka 1o mkaie Anrap 8/9 6amioB. MoTopHOE pa3Bu-
THe Ha 1-M TOIIy COOTBETCTBOBAJIO BO3PACTY: TOJIOBY yIep-
xwuBai ¢ 1,5 Mec, cest B 6 Mec, TIOITOJI3 C 8 MeC, B IO, BCTAJI,
nowén B 1 rox 2 mec. OgHako ¢ 1-ro roga >XKU3HU OTMe-
yajach 3alepKKa MCUXOIPEAPEISBOTO Pa3BUTHS: TTO3THO
cTaJl TyJIUTh, He IIPOU3HOCHII CJIOTH, CJIOBA.

B Bo3pacte 1,5 roga poautenu BoepBbie 0OpaTUINCh
K Bpady-HeBposiory. MIX oCHOBHBIMM Xajio0aMu ObLTH 3a-
JepXKa TICUXOPEYEeBOrO Pa3BUTHSI, TPYAHOCTU B KOMMY-
HUKAIMU C OKPYKAIOIMMHU JTIoAbMU. OTHAKO CIeIUaTUCT
00paTu BHUMaHWE Ha OCOOEHHOCTHM TIOXOAKM TIO0 THUITY
«ytuHOM». Ilpu moapoOHOM cOoOpe aHaMHe3a BBISICHU-
JIOCh, YTO MaJIbUMK C TPYIOM ITOAHUMAETCS TI0 JIECTHUIIE,
OBICTPO YCTAéT, MEHEee aKTUBEH IT0 CPAaBHEHUIO CO CBEPCT-
HuKamMu. OCMOTp BBISIBWI yBEeJIWYEHUE Pa3MEpPOB UKPO-
HOXHBIX MBI, HATMIUE MUOTIAaTUYECKUX TTPUEMOB MPH
BepTUKaM3alnu. TakuM o0pa3oM, y MaiMeHTa BIIEpBbIC
OBIJIO  3aMONO3PEHO HEPBHO-MBIIIEYHOE 3aboseBaHue
1 peKoMeHa0BaHO obcienoBaHue. [1o JaHHBIM OMOXUMMU-
YECKOTO HCCJIEMOBAHUS BBISIBJIEHO TIOBBIIIIEHUE YPOBHS
TpaHcaMMHAa3 (aTaHMHaMUHOTpaHchepa3a — 10 274 EI /1,
acnapratamMmuHoTpaHcdepaza — o 237 EJI/n), nmosblle-
HUe ypoBHS KpeaTuHdochokmHazbl 1o 11 620 EJI /1, kpea-
tuHpochokuHazpl-MB — mo 370,1 ur/mi. Ilo maHHBIM
WUTOJILYATON 2JIEKTPOHEpoMUorpadu MaTojaoruy He Bbl-
SIBJIEHO, YTO, BO3MOXKHO, OBLIO CBS3aHO C TPYIHOCTSIMU
TIPOBENEHUST UCCIIEOBAHYSI B MaJIOM BO3pacTe O0JIbHOTO.
Ha sxokapmuorpamme maToJOTMM TakKe HE OTMEUYEHO.
[To pesynbrataM KOHCYJbTallUM Joromena-aedexkToyiora
BepU(pUIIMPOBAHO, YTO PeUeBOe U TTO3HABATEIbHOE Pa3BU -
THE UAET CO 3HAUUTEIbHON 3aIeP>KKOIA.

B Bo3pacrte 2 roga 7 Mec MauuMeHT ObLT MTPOKOHCYJIb-
THPOBaH T€HETUKOM, B3SIT aHAJIM3 KPOBU, TI0 pe3yJibTaTaM
KOTOPOTo ObUTa MIEHTU(UIIMPOBAHA AeJIeIsI-UHCEPIIST
B 9K30He 8§ reHa DMD B reMU3UTOTHOM COCTOSTHUU, TIPU-
Boaguiasg K HoHceHc-3ameHe (p.[Phe236Leu;GIn237Ter],
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NM_004006.2). ITo pe3ynbrataM MNpOBeAEHHOIO 00CE-
NOBAaHMS Ha OCHOBAaHMU XapaKTEpHON KIMHUYECKOM
KapTUHBI, JJAOOPATOPHOU M MOJIEKYISIPHO-TeHeTUYeCKOM
IMATHOCTUKHU OOJIBHOMY B 2 roma 8 Mec ObUT OKOHYATE Tb-
HO ycTaBieH nuarHo3 MJIJI. B teueHue Bcero BpeMeHU
OT MOMEHTA MEPBbIX MOJO3PEHUI O HAIMYUU 3a00jeBa-
HUS 10 OKOHYATEJbHOM MOCTAHOBKM IMArHo3a B COCTOSI-
HUM OOJIBHOTO OTMEYaJlach OTPMLATENIbHAS TWHAMMKA:
YMEHbIIAIACh IJIUTEJIbHOCTh CAMOCTOSITEIbHOU XOIbOBI,
MaJIbYMK C TPYIOM HAyIMJICSI TOTHUMATHCH I10 JTJECTHULIE,
He MOT 0eratb, IpbIraTh.

BriepBble peOGEHOK ObLT TOCTIUTAIM3MPOBAH B OT/Ee-
HU€ TCUXOHEBPOJOTUM W TMCHUXOCOMATUYECKOW MaTOJI0-
ruu @AY «HMMUII 3nopoBbst neteit» Munsapasa Poc-
cuu B Bo3pacte 3,5 roma. IIpm mocTymieHnu oOpaliaiu
Ha ce0s1 BHUMaHWE HapylIeHUE MOXOIKU MO TUIY «YTHU-
HOIi», OBICTpasi YTOMJISIEMOCTb T10CJIe KpaTKOBPEMEHHOM
JNBUTATEJIbHOW AKTUBHOCTHU, 3aTPYIHEHUSI NPU MONBEME
MO JieCTHUIIEC (MTOTHUMAJICS IO JIECTHUIIC TPUCTAaBHBIM
1IaroM, ONMpasiCh pyKaMM Ha CTYIIeHHN ), HEYyMeHUe OeraThb,
TICEeBAOTUIICPTPOMUS MBIIIILI TIJIeYa U TOJICHE W MTPpU3HAKU
BBIpAXKEHHOM 3aIePKKHU IICUXOPEUEBOTO Pa3BUTHS (TTOHM-
MaHHe OOpall€HHOU peuyr ObLJI0O MUHUMAJILHBIM, KOMMY-
HUKalMsl OrpaHWYEHa, MPOU3HOCHUJ TOJIbLKO OTIAEJIbHBIE

3BYKH).
OO1iee coCTOsIHME OBLUIO pacleHeHO KakK CpelHe-
Tsxkénoe. Bec — 12 kxr, poct — 101 cm. CocrossHue

nuTaHus ObUIO yMEpeHHO TIoHMXeHOo. KoxHble 1o-
KpOBBI (PM3MOJIOTUYECKOI OKpacku. Cnausuctoie 000-
JIOUKM YUCTBIC. 36B M MHWHIAJIWHBI YMCTHIE, PO30BBIC
0e3 HamoxeHuil. IlomkoxkHasi KJieT4yaTKa pa3BUTa He-
3HAYUTEIBbHO, paclpeneeHa CHUMMETPUMYHO, OTEKOB
He oTMedasoch. JIumparnyeckas cucrteMa 0e3 CUCTEM-
Horo yBenuueHus. KocTHas cuctemMa: TyronmoaBUKHOCTD
B TOJICHOCTOITHBIX cycTaBax. OpraHsl IBIXaHUSI: HOCOBOE
IblxaHue cBobogHoe. O61acTb rpyIHOM KJIETKU BU3YaTbHO
HEe U3MEHEeHAa, CHMMETPUYIHO yYaCTBOBAJIA BAKTE IBIXaHMUSI.
AyCKyIbTaTUBHO B JIETKMX IBIXaHWE ITy3PUJIbHOE, IIPO-
BOJIMJIOCH BO BCE OTHEJIbI, XPUITI HE BBICTYIINBAJINCH.
Y1/ 20 B munyty. CepaeuHast 00J1acTh BU3YaTbHO HE U3-
MeHEHa. AYCKyJIbTaTUBHO TOHBI CEpilla 3BYIHBIE, PUT-
muuHbie. YCC 89 B munyty. Al 90/60 MM pT. cT. Opratsl
MNULIeBapeHMsI: alllleTUT coXpaHEH. SI3bIK PO30BHIM, Y-
cThIlt. 2KUBOT MATKMI1, 6€3001e3HEHHBIN NTPU NaJbIaldN
BO Bcex oTmenax. [leyeHb He yBelmdeHa, Kpail 3J1acTHY-
HBI, 0e30oJyie3HeHHBIN. Cene3éHKa He IMalbIIUpPYEeTC.
Crynn exXemHeBHBIN, oopMIIeHHBIN. MoueronoBast cu-
cremMa chopMUpOBaHA IO MYXKCKOMY TUITY. ModencIryc-
KaHUe CcBOOOmHOe, 0e30oie3HeHHOe. OpraHbl YYBCTB:
BUIUT, CJIBIIINT.

IIpu oreHKe HEBPOJOTMYECKOTO CTAaTyca: CO3HAHUE
SICHOE, O0LLIEMO3roBOiA U MEHUHTeaJlbHOM CUMIITOMATHU -
Ku HeT. OKpyXHOCTb rooBel — 48 cMm. Ilcuxosamoimo-
HajbHas1 cdepa: BHUMaHUE TPUBICKAIOCh U YICPXKH-
BaJIOCh KPaTKOBPEMEHHO, ITOCe Meproia amarTallnu
ObLT mOCTyIieH ocMOTpy. KOHTaKT orpaHndeH, KOHTaKTa
«IJ1a3a B rja3a» He ObL10. B3aumoneiicTBOBal B OCHOB-
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HOM ¢ MaTtepblo. IIpocTeie mpeniokeHHbIe MHCTPYKIIUT
He BBHITIOJHSUI. MIHTepechl UTpOBBIC, UTpa MMeEIa MexXa-
HUYECKMI XapakTep. PedeBast MpoayKius — OTAEIbHBIC
rylacHble 3ByKM. HaBBIKM OMPSITHOCTHA M CaMOOOCITYKH-
BaHUS He ObLIU c(popMUpPOBaHEI 110 Bo3pacTy. UepemnHble
HepBHl 0e3 OTKJIOHeHUH. JIBurarenbHas cdepa: oObEM
ITACCUBHBIX NBVIKCHUI HE OB OTpaHWYCH, aKTHUBHBIX
IBUXKEHUI — OrpaHMYeH B HMKHUX KOHEYHOCTSIX M3-3a
c/1aboCcTu B MpOKCUMalibHbIX oTaenax. [lcesnoruneprpo-
¢ust b roeHeit. MbleyHsIit TOHYC Tuddy3HO CHU-
XKEeH, CMUMMeTpu4yeH. MblllleuHasl cujla B pyKax Ha 5 6a-
JIOB, B TIPOKCUMMAJIbHBIX OTAeNIaX HOT — Ha 4—3 Oaa,
B OIUCTAIBHBIX — Ha 5 OammoB, D = S. CyxoxXuibHBIE
pediekcsl ¢ pyK 1 Hor xuBble, D = S. I[1aronmornuyeckux
pedekCcoB He OTMeUYanoch. MOTOpHBIE HAaBBIKM: XOIWII
CaMOCTOSITEJIPHO, HO TIOXOAKa OblIa M3MEHEHA IO THUITY
«yTUHOW». Xonbba 1o JiecTHULIE Oblia 3aTpyaHeHa. [1pu-
celajl Ha KOPTOYKM CaMOCTOSITEJIbHO, IPU BCTaBaHUM
C KOPTOYEK U C T10J1a MCITOJIb30BaJI MUOTIATUYECKIUE TIPHE-
Mbl. K mipeaMery TsHYJICS 0€3 MHTCHIIUM U TUCMETPUM.
YyBCTBUTENBbHOCTD: O0JieBasi M TeMIrepaTypHasl He Hapy-
meHbl. Ta3oBble GYHKIIMM HE HAPYIIICHBI.

B oTaeneHuun 6610 NpoOBEAEHO BCECTOPOHHEE 00CIe-
noBaHue. Ilo maHHBIM J1abOpPaTOPHOroO MCCJIETOBAHUSI:
BBICOKMI YpOBEHb TpaHCaMMWHA3 (aJaHWHAMUHOTpPAHC-
depaza — mo 278 EJl/n, acrmapraramMmuHoTpaHcdepaza —
oo 332 ENI/n), kpeatundocdokuHasbl — 10 17 967 En/n,
kpeatnHpochoknHazpel-MB — 06onee 300 Hr/mu, 4ro
YKJI1aJIbIBAJIOCh B KAPTUHY OCHOBHOTIO 3a00J1eBaHUs. YUu-
TBIBasI XapakTep OCHOBHOTO 3a00jieBaHMS, ST MCKIIO-
YyeHUs1 KapauoMuornaTuu BhImogHeHbl DXxoKIT u DKI.
ITo pesynbraram OKI BbIsIBIeHA MUTpaLUs BOIUTENS
pUTMa M3 CHHYCOBOTO y3JIa B MUOKapJ IIPaBOTO IpeIcep-
IS, BRIpaXKeHHAasl apuUTMUSI, BRICOKUIA 3y0er] R B oTBeze-
HUAX V2—V4, HenomHas 0JioKana MpaBoil HOXKHM ITydKa
l'uca, oTpuuaTenbHbli T1yooKuit 3ydel; 7' B OTBeIEHUSIX
V2—V3, crinaxeH B CTaHIAPTHBIX U JIEBBIX TPYIHBIX OTBE-
nenusx. [To nanaeiM DxoKT', momocTu cepalia He paciin-
PEHBI, CTEHK! HE YTOJIIMIECHBI, MEPErOPOAKA WHTAKTHBI,
KJIaITaHBl M KPYITHBIE COCYObl HE U3MEHEHBI, (PYHKIINO-
HaJIbHbIE TTapaMeTphl cepala B HopMme. bojbHOI ObLT OC-
MOTpPEH JIOTONeaoM-Ie(heKTOJI0roM, BepUMUIIMPOBaHA
BBIpaXXEHHAs 3a7epKKa ICUXOPEYEBOro pa3BUTHS. BbLT
KOHCYJIbTUPOBAH C IIEJIbIO OIIEHKW BaKIIMHALIMM M TLIA-
HUPOBAaHMS NaJIbHEHIEro rpacduka MpuBUBOK. B cBsI3m
C HaJIMYMEeM BCeX HEOOXOIMMBIX IMPUBUBOK, B TOM YHCJIe
JKMBBIMU BaKIIMHAMU (BETPSIHASI OCIIa, KOPbh), OBLIO IIpU-
HsTO pemeHne 06 manuanuu repanun [’ KC. Taxke ObL1
MNpOBeIEH KOHCUINYM clieluaaucToB LleHTpa u nmpuHSTO
pelIeHre 0 HeoOXOIMMOCTH Ha3HAYEHUS aTajlypeHa B 10-
3¢ 40 MI/KT B CYyTKHM €XeTHEBHO IIJIsI JUIMTEILHOTO IIPUME-
HEHMUSI.

Jleuenne 'KC 6bU10 MHULMUPOBAHO B MEPUOM TO-
crmmtanuzanuu (B 3,5 roma). Tepanust ataaypeHOM Hada-
Ta B Bo3pacTte 4 rofa 3 Mec 1 B IaJibHEIIIEM TPOBOAMIIACH
coBMecTHO ¢ Tepanueil [KC. JleueHne nmalmeHT nepeHo-
CHJI XOPOIIIO, PeaKIIiii HEIIePEeHOCUMOCTH HE OTMEJaJIOCh.

Clinical cases

KnuHnueckne cnyyan

Kpome 3T0r0 oH mojyJan psia CMMIITOMATUIECKUX TTpeTia-
paToB WIS TPODMIAKTUKI OCTEOINOPo3a (IIpernapaTsl BUTa-
MuHa D 1 Kanbiys), mopaxkeHUS KeITyT0YHO-KUIIIETHOTO
TpakTa (0JOKAaTOpPhl IIPOTOHOBOM ITOMIIBI, AHTAILIWIbI).
B Tedyenue mocnemyromiero moxyroaus Ha (poHe JedeHUs
OTMeYaJlach 3HAYMTENIbHAS TIOJIOXKMUTEIbHAS IMHAMUKA!
MalMeHT CTaJI JIy4Ille TIepeHOCUTh (PU3MIECKre Harpy3Ku,
XOIWUTh Ha O0Jiee JUITMTEIBHBIC PACCTOSTHUS, 00JIee aKTUB-
HO TIOTHUMATHCS 110 JICCTHUIIE, UCTIONB3YS PEIIUTIPOKHYIO
XOIb0Y 1 He onMpasich Ha pykKu. Taxke Ha (hOHE perysip-
HBIX 3aHSITUI C JIOTOIIeaI0M-Ie(eKTOJIOTOM MaJbuMK CTall
0oJiee KOHTAaKTHBIM, KOMMYHHMKAOETbHBIM, B PeUHU TTOSIBU-
JINCH OTHEJbHBIE CII0BA.

B Hacrosiimii MOMEHT IJIMTENBbHOCTb KOMIUIEKCHOM
Tepanuu OOJBHOTO cocTtamisieT 2,5 roga. PerymsgpHo Ha-
OiogaeTcss M IpoxomuT obciemoBaHue Ha 6aze PIAY
«HMMWLI 3n0poBbs AeTeii». BaxkHO OTMETUTD, 4TO Ha (hOHE
JICYECHMST OTPULIATSIPHON TUHAMMKHN B COCTOSIHUU OOJIb-
HoTo HeT. bojiee Toro, oTMedaeTcst SBHAs TTOJIOXKUTEIbHAS
IWHAMMKA B BUIE 3HAUUTEJIBHOTO YBEINICHUS TTIEPEHOCH -
MOCTH (pu3NIeCKrX Harpy3oK. [loMrMo IIUTETbHOTO TIe-
puoaa Xoab0bl, MaIbYUK CBOOOJHO MOHMMAETCS 10 JIeCT-
Hulle (4—5 MpoJieToB), KaTaeTcsl Ha BEJIOCUTIENE U JIbDKAX,
Hayuuscs 6erath, MpbIraTh Ha NBYyX Horax. OOBEKTUBHBIC
NaHHbIE TIOATBEPXAAOT 3TO HabmoneHue. I[lo maHHBIM
TecTa 6-MUHYTHOI XOAbObI Yepe3 4 Mec TepalllM aTajy-
pPEHOM TpoiiicHHOEe paccTosiHue coctasisuio 302 M, 4de-
pe3 11 mec — 340 M, uepes 2 rona — 411 m. [1o pesynbratam
onleHKH 1o mkaje «North Star», yepe3 11 Mec ot Havyaja
Teparnuu aTaJlypeHOM CyMMapHBIi1 0aju1 cocTaBsi 25 6a-
JIOB U3 34 BO3MOXHBIX, a yepe3 2 roga — 28 0aios.

B GuoxumMunyeckoM aHaiu3e KpOBU COXPaHSIETCS MO-
BbILIIEHWE KOHIEHTpaluu ananuH- (296,29 EJl/n) u ac-
rmaprataMuHoTpaHcdepassr (159,54 EJl/n), kpeatnHdOC-
dokunassl (11 417,54 EJ1/7), xpeatuadochokmHazsi-MB
(200 =r/mn), nakrtatoerunporeHassl (789,29 EJl/m), Ha-
TpuifypeTndyeckoro mnentvnga Turma B (88,27 nr/mi), 4ro
COOTBETCTBYET TEUEHNIO OCHOBHOTO 3a00JICBaHUS.

Ha ¢one mmmrtenbHOro mpuéMa TOPMOHAJIBHOM Te-
parmuu ypoBeHb 25(OH) Butamuua D (33,75 Hr/mur) Obu1
B IIpefeaXx HOPMaJbHBIX 3HadeHMi. C IebI0 OLEHKHU
IJIOTHOCTY KOCTHOIM TKaHU IIPOBEIACHA peHTreHorpadus
KMCTel — KOCTHBIM BO3pacT OTCTAET OT KaJleHOapHOTO
Ha 2 roga 2 mec. ITo JaHHBIM OEHCUTOMETPUU C YIETOM
KOCTHOTO BO3pacTa, MUHEpaJIbHAs IJIOTHOCTh KOCTE! Ha-
XOOUTCS B MpeneiaX BO3pacTHBIX 3HaUYeHU. MuHepab-
Hasl II0THOCTB Koctu = 0,757 r/cm?, Z-score = 1,0.

C 1Lenbl0 OIEHKM COCTOSIHMSI CepISYHO-COCYIUCTOMN
cucteMbl TipoBeneHo OxoKI: maTomorum He BBISIBICHO,
HacocHasl (pyHKIus cepana nocrarogHas. 1o pesyiabraTam
OKI 3adukcupoBaH CMHYCOBBIII PUTM, HOpMaJbHOE T10-
JIOKEHME JIEKTPUUYECKOM OCU cepila, TaKKe UMEIOT Me-
CTO pe3Kas ObIXaTeJIbHAsk apUTMUSI, TIOBBIIICHUE JICKTPH-
YEeCKOI aKTUBHOCTA MUOKApPA JIEBOTO KEIYA04YKa, HEIb3s
HUCKIIIOUMTH €TI0 TUIIePTPOGUIO, HE3HAUNTEIbHOE HapyIlle-
HUeE TIpoBeeHUs 1o MpaBoit HoxKe nydka ['uca. [TpusHa-
KM paHHEeH perosipu3aluu XeayaouykoB. PeOEHOK KOH-
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KnuHunuyeckne cnyyan

CYJBTUPOBAH BPavyoOM-KapauojaoroM. B cBa3mM ¢ puckom
Pa3BUTHS KapAMOMUOIIATHH C TTPODMIAKTUIESCKOM IIETbIO
0OJIBHOMY PEKOMEHIOBaHA WHUIIMALIUS KapIUOIIPOTEK-
TOPHOM Tepanuu (MHTUOUTOPHI AaHTMOTEH3UHITPEBPAIIIAI0-
mero pepMeHTa).

JIms KOHTPOJIS 32 COCTOSIHMEM IbIXaTeIbHOU (hyHK-
LIMY ¥ UCKJTIOYEHMST CITA00CTH IBIXaTeIbHOM MYCKYJIaTyphl
MPOBEICHO MCCenoBaHNe (DYHKIIMU BHEITHETO TBIXaHUS,
MOKAa3aTeJ I CITUPOMETPUM B HOPME.

Takum o6pa3oM, y 60JbHOTO A. ¢ paHHETO BO3pacTa
MMEJIM MECTO BbhIpaxkeHHbIe cuMmiToMbl MJ1J1 u nipu3Ha-
KU OBICTPOTrO MporpeccupoBaHus 3a001eBaHUsI, UTO CBU-
NeTeJIbCTBOBAJIO O TSKEIOM Te4yeHUM 6osie3HU. B ciyuae
MO30HEW NTUArHOCTUKU C BBICOKOUW CTEIEHBIO BEPOSITHO-
CTHM MaJIBYMKY I'pO3MJIa OBICTPast yTepsl HAaBBIKA CAMOCTOSI -
TEJbHOM XOmBOBI, a TaKKe pPa3BUTHE KapIMOMMOIIATHU
W IbIXaTeJbHBIX HAPYIICHWI B KOHIIE IIEPBOTO M Havaje
BTOPOTO AECITUIICTHS KU3HU. PaHHSIS MOCTaHOBKA TMAar-
HO3a U CBOEBPEMEHHOE HAyajo KOMILJIEKCHOI Teparuu
C MCIIOJIb30BaHWEM HOBOTO IIperiapara atajypeHa Io3Bo-
JIMJIO TOOUTHCS HE TOJBKO 3aMeICHMS TTaTOJIOTMIECKOTO
mpoiecca M ero CTabMIM3aliy, HO M SIBHOM TOJIOXM-
TeJIbHOW TUHAMUKU B COCTOSIHUU 60JIbHOTO. Masblii BO3-
pacT mamnyeHTa M HeOOJIbIIas IJINTeIbHOCTh HAOIOMCHUS
HE TIO3BOJISTIOT B HACTOSIIIMI MOMEHT IpeAIiojaraTb XoI
pa3BuTUsS OOJIE3HM B TOJTOCPOYHON mepcrnekTuBe. Om-
HaKO JTaHHBIE paHee MPOBEAEHHBIX KIIMHNYECKUX UCCIIe-
JToBaHUM 3(PPEKTUBHOCTY KOMOMHMPOBAHHONM Teparnuu
I'KC u atanypeHa [9—11] mo3BosSIIOT HamesIThesl Ha 6osiee
OJ1arOTNpPUSITHBINA MPOrHO3 TeYeHUs 3a00jeBaHUS y JaH-
HOTO TaIeHTa.

3ak/ouyeHve

M1 sBasieTcss ofHMM M3 HauboJiee 4acTbIX HEPB-
HO-MBIIIIEYHBIX 3a0oyieBaHUil. Ha mpoTsskeHMn MHOTIUX
JIET 3Ta MMaTOJIOTUSI OCTaBajlach HeKypabeabHOU. JInarnos
M1 ycTaHaBIMBAaJICS IO3MHO, HO Jaxe ¢ BepUPUIIUPO-
BaHHBIM OMAarHO30M MALIMEHTHI MOTJIHU I10JIy4aTh TOJBKO
CUMIITOMATUYECKYIO Tepanuio W Morudbamu Ha 2—3-Mm
OeCSITWICTHU XU3HU. B HacToSIIMiT MOMEHT MBI HaXoO-
NMCS Ha IMOPOTre HOBOM 3pbI JICYCHUS TAHHOUW I'PYIIIIbI
OOJBHBIX. AKTUBHO pa3pabaThIBAIOTCS JIEKapCTBEHHBIE
Mpernaparbl, OKa3blBalOIIMEe BIWSHUWE Ha pa3IMIHbBIC
9Tambl TaToreHe3a 3a0oJieBaHUsI, TaKWe KaK IIPOIYCK
CTOM-KOJOHA y TIAIlMEHTOB C HOHCEHC-MYTAIUSIMMU,
NpOoNycK 3K30HOB B cllyyae psiga aejeuuii B reHe DMD
[10, 12, 13]. HoBeiilieit pa3pabOTKOI1 SIBIISIETCS TeHHas
Tepanud [14, 15]. Dmoxa HOBBIX MeTOHOB JcueHUsT MJI/]
TUKTYET HEOOXOOMMOCTb CBOCBPEMEHHOM TMArHOCTUKU
¥ 00S13bIBaeT Bpaya HAYYUTHCS PAHO BBISBIISITH OOJIC3HD
10 TICPBBIM CUMIITOMAaM, T.K. BpeMs Hadaja JCYCHUS Te-
nepb OyIeT ONpeneIsATh IMMPOTHO3 TEUSHMS 3a00JIeBaHUS,
CTeTIeHb BBIPAaXKEHHOCTH CUMIITOMATUKM, BIUSITh Ha Ka-
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YECTBO U MPOJOJKUTEIBHOCTD KU3HU MALMEHTOB C 3TUM
TSKEJIBIM 3a00JIEBAaHUEM.
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