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bonesHb lomne — pegkoe TsaxKenoe HacaeAcTBeHHoe 3abosieBaHne, 06YC10BAEHHOE M36bITOYHLIM HAaKOMIEHUEeM [MIMKOreHa
B OpraHax v TKaHsIX-MULLIEHSIX BCAeACTBMUE MyTaLlum reHa KMC/I0M a-oKo3uaassl. MnageHyecKas (MHpaHTUAbHas) M B3pocaas
dopmbl 60n1e3HM [ToMne XapaKTepu3yloTCcs BOBJEYEHNEM B MaTo/OMMYECKMI NpoLecc cepaeqyHO-CoCyaNCTON, AbiXxaTesbHOM
M MbILLEYHOM cUCTEM. B HacTosLee BpeMs eAUHCTBEHHBIM CrieLudu4ecknm crnocobom neveHns 6one3Hu lNomne asasetcs pep-
MeHTO3aMeCTUTe IbHas Tepanus (nytemM BHyTPMBEHHOIO BBEAEHUS PEKOMOUHAHTHOM KUCIOM MIMKO3MAa3bl Ye10BeKa), 9pdeK-
TUBHOCTb KOTOPOH 3aBMCUT OT CPOKOB Hayasa Tepanun. C MOMEHTa BHEAPEHUS B MPaKTUKY AaHHOM Tepannm CMepPTHOCTb MpH
6one3HM lNomne cHmuannack Ha 79%. B Kapanonornyeckom otaeneHun HayyHoro LeHTpa 340p0Bbs geter ¢ 2011 no 2014 r.
npoxoannu obcnenoBaHue U neveHne 6 getei ¢ nHpaHTUAbHON popmoi 601e3Hu [omrie. B cTaTbe 0nMCbIBAETCS KITMHUYECKMI
cy4a, KOTopbl AEMOHCTPUPYET COBPEMEHHbIE BO3MOXHOCTU ANArHOCTUKM MAageHYeCcKor Gpopmbl 601e3HM [Tomne B Poccuu,
a TaKkKe appeKTMBHOE NpUMeHeHne aaroKo3naassl albda y pebeHka B Bo3pacTe 4 Mec.

KnioyeBbie cnoBa: 60s1e3Hb [lomne, 6071€3Hb HAKOMAEeHUs, MajeHYecKas gopma, pepmeHTo3amMecTuTeIbHas Teparnms.

(Meaunatpuyeckas papmaronaorus. 2014; 11 (5): 93-97)

BBEAEHUE

BonesHb lNomne — 3aboneBaHne C ayTOCOMHO-peLec-
CMBHbIM TUMOM HacfleAoBaHUs, reH KOTOPOro KapTupoBaH
Ha xpoMmocome 17g25. OnucaHo 6onee 300 MyTaumn gaH-
HOro reHa. Yactorta BCTpevyaemocTu natonorun B Poccuum
HEW3BECTHa, PErUCTPUPYIOTCS NUWb E€AUHWYHbIE Ciyyau,
YTO, BEPOSITHO, CBA3AHO C HEAOCTATOYHON MHPOPMMPOBAH-
HOCTbIO Bpayen. CymmapHas YactoTta Bcex GopM 3aboneBa-
HUA pacueHmBaeTcs Kak 1:40000 [1].

Mytauua B reHe GAA npuBoauT K AedeKty depmeHTa
Kucnon anbda-rnoKo3ngassl n 06yCnoBANBaAET HapyLLIEHUe
paclenneHns rMuKoreHa U HakonieHne ero B 1M3ocomax
W uMTOnNnIa3mMme MMoKapaa (CoOKpaTUTENbHOM U NPOBOASILLEN
CUCTEME), CKENEeTHbIX MblWLAx M MeyeHu, 4To MPUBOAUT
K Heo6paTUMbIM MOBPEXAEHUAM OPraHoB WM TKaHew 60/b-

E.N. Basargina, E.N. Arkhipova, V.S. Ermolenko

HOro 1 onpeaensieT KIMHUYECKYIO KapTuHy 60one3Hu Momne
(rnmkoreHos lla Tnna) [2].

®dopMbl U KIMHUYECKOoe TeueHue 6onesHu Momvne

[Ons 6onesnn lomne xapaKTepHO nporpeccupytollee
TeyeHue. Bblaensior MHGaHTUIbHYIO (MafgeH4YecKyio) dop-
My CO CTPEMUTESIbHBIM CMEpPTE/IbHbIM UCXOA0OM Ha MepPBOM
roAy *W3HW U B3POCNYI0O — C MEANEHHbIM, HO HEYK/IOHHbIM
yXyAWEHWEM COCTOSIHUS GONBbHOIrO W/WAK NPEXAEBPEMEH-
HOWM CMepTblO.

UHpaHTHNIBHas ¢opma. KnuHuyeckne nposiBneHus
60/1e3HM Yalle MaHUPECTUPYIOT B NePBblE MECSLLbl XU3HM.
TAXecTb COCTOSHUA NaLMEHTOB 0BOYCNI0BNEHA KOMIMIEKCOM
naToiorMYeCcKMX U3MEHEHUW. Y Bcex [eTel oTMevaeTcs
3aflepyKKa ABUraTesibHOro pas3BuTUA, yTpaTa nNpuobpeTeH-
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Alglucosidase Alfa — a New Stage in the Therapy of Infantile

Pompe Disease

Pompe disease is a rare severe hereditary disease caused by excessive glycogen storage in organs and target tissues due to the acid
a-glucosidase gene mutation. Infantile and adult Pompe disease is characterized by involvement of cardiovascular, respiratory and
muscular systems in the pathological process. The only specific method of treating Pompe disease is enzyme replacement therapy
(intravenous administration of recombinant human acid glucosidase), the effectiveness whereof depends on the time the therapy
started. Since such a therapy was introduced into practice, Pompe disease mortality decreased by 79%. 6 children with infantile
Pompe disease were observed and treated at the cardiovascular care unit of the Scientific Center of Children’s Health in 2011 2014.
The article presents a clinical case demonstrating capabilities of diagnosing infantile Pompe disease in Russia and effective application
of alglucosidase alfa in 4-month-old child.
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Pepkue 60n1e3Hu

HbIX HaBbIKOB. [lapanfienbHO pa3BMBAETCS BbIPaXKEHHas
M BbICTPO Mporpeccupyiolas rmMnoToHUsa (CMHAPOM BSIOro
pebeHKa, 3anpoKuabiBaHWe ronoBbl). HecMoTps Ha Mbllwey-
Hyl0O CNnaboCTb, MKPOHOXHbIE MbIlLbl BbIMSAAT rMNEepTPo-
GUPOBaHHbIMK, NPKX NanbnaumMm — MNAOTHbIMU. TPyAHOCTH
NpU KOPMJIEHUU U [NIOTaHWUK YCYrybnsaoTcs MaKpOrioccuemn
M COYEeTaloTCHa C HeJOCTaTOYHOM NPUOGaABKOW B BECE.

XapaKTepHbl HapylleHue AblXaHUsl, 0COGEHHO BO CHe,
pas3BuTUE AblXxaTeNbHOM HeAOCTaTOYHOCTH, YacTble pecnupa-
TOpHble 3a601eBaHUs (MHEBMOHUSA, GPOHXUT).

3/710Ka4YeCcTBEHHOE TeYeHue Npu MnageH4yeckon dopme
6onesHn Nlomne BO MHOrOM oOnpeaensieTcs HapylweHUs MU
CO CTOPOHbI CEPAEYHO-COCYANCTOM CUCTEMbBI, KOTOPbIE PEeaKO
BCTpeYaloTCs y B3pocC/bix. [MnepTpoduma MMoKapaa Kak npu-
3HaK pas3BuBalolEenca rmneptTpodmUyecKon Kapamomuona-
TMM OBHapyXMBaeTCs Npu yNbTPa3BYKOBOM MCCNefoBaHUU
BHYTPMYTPOOHO MK y pebeHKa C MepPBbIX MECALEB KU3HM.
Y peten 6bICTPO MPOrpPEeccUpyroT MNPOSIBIEHUSA CepAeYHOn
HefgocTaToyHOCTM. O6pallaloT BHUMaHME OfblllKa, OTEKM,
renaTomeranus, UMaHo3. Npun aycKynbTauuMm perucTpupyoT-
Ccsl TaxMKapaus, puTM ranona, rpyoblit CUCTONIMHECKUI LWyM
3a cyeT 06CTPYKLMM BbIXOAHOMO TPaKTa Xenyao4KoB. HacTble
acnupaumoHHble MHEBMOHWK CMOCOGCTBYIOT MPOrpeccupo-
BaHMWIO CEPAEYHON HeAOCTaTOYHOCTH.

TeueHne mnageH4yeckon GopMbl 3abosieBaHMa 6e3 npo-
BeaeHns depmeHTo3amecTutenoHon Tepanuu (P3T) npwu-
BOAMT K NleTalbHOMY MCXoAdy OT CEepAEeYHOW WIu CepaevHo-
JIErO4HOM HeAoCTaTOYHOCTW; CPefHMM BO3PacT Ha MOMEHT
CMepTH, No AaHHbIM UTepaTypbl, cocTaBnset 8,7 mec [3].

B3pocnasa ¢opma. Cumntombl 6051e3HU [omne moryt
NnosiBUTbCSA B IIOO60M BO3pacTe, NPU 3TOM OCHOBHbIE U3 HUX —
NPOKCUMasbHas MbllleyHasi cnabocCTb, HapyLleHWe NOXOAKM,
MblleyHaa 60nb, TPYAHOCTM Mpu MNogbeMe MO NecTHuue,
YyacTble nageHus. bonesHb 06bIYHO NPOSABASETCA Nporpec-
cupylowen cnabocTblo MbIlWL, Ta30BOro nosica, CnMHaabHO-
ro otaena. Bo3mMOXHO pasBUTME CUMMTOMATUKK NEro4YHOm
rMNEpTEH3UN C MPaBOXENyAOYKOBOMW HEeAOCTaTOYHOCTbIO,
YCUIMBAIOWENCH B HOYHbIE Yacbl, YTO CBA3A@HO C MMNOBEH-
TUASUMEN M3-3a NPOrpeccupyowero HepBHO-MbILLEYHOTO
nopaxeHusa auadparmbl. XapaKTepHbl OPTOMHO3, OAblLU-
Ka npu PpuU3MYecKoM HarpysKke, pecnupaTtopHble WMHOEK-
UMK, OHEBHAA COHJIMBOCTb, YTPEHHAS rosoBHas 60/b, HOY-
Has FMNOBEHTUNALMS, AblXxaTe/lbHasg HeAOCTaTOYHOCTb Mpw
OTCYTCTBUM Kapauomeranuu. 3aTpygHEeHHOe XXeBaHWue Wau
cnaboCTb YestoCTHOM MYCKynaTypbl CO34aloT TPYAHOCTM
npu KOPMJEHUM W [N0TaHuM U 0OYCNOBAMBAIOT OTCTaBa-
HMe B GU3MYECKOM Pas3BWUTUM, CHUKEHME Beca. B otnunune
OT MJIafleH4YeCKOoM Mpu B3pocion popme Kapaunomuonatus
BCTpeyvaeTcs peako (B 30% cny4aeB) U MOXKET NpeacTaBnsTb
C/ly4arHyl0 HaxoAKy npu o6cneaoBaHnn No NOBOAY MbllLey-
HOM cnabocTu. XpoHuyecKkas cepaevHas HefoCTaTO4YHOCTb
pa3BMBaETCA MeJIEHHO, rogamMu, AJUTENIbHO MOXET UMETb
NaTeHTHbIM XapaKTep. [enatomeranus oTMevaeTcs ropasao
pexe, TaK Xe KaK W MaKpornoccus. [lpexaeBpemeHHas
cmMepTb 60JIbHbIX HacTynaeT OT CepAevYHO-Nero4Hon Hepo-
CTaTO4YHOCTH.

[AmnarHoctuka

[narHoctuka 6one3xvun llomne BKAOYAET AeTalbHbIM
aHaMHe3 KaK cembW (Cllyd4anm CMepTuM B paHHEM Bo3pac-
Te, MMonaTMmMu 1 T.4.), Tak U 3aboneBaHns C y4eToM AaH-
HbIX 06CnefoBaHUa B Mepuof BHYTPUYTPOOGHOIrO pasBuUTUSA
(rmneptpodus MMOKapAa, HapylweHus puTma cepaua y nno-
[a). B cneKkTpe KIMHUYECKMX NPOosiBNEHUI obpallaeT BHUMa-
HWEe AOMUHMpYIOLWLas MblllevyHas cnabocTb, yTpaTa HaBbIKOB
W/WNn cepaeyvyHo-nerovyHas HeJOCTaTOYHOCTb M, YTO BaXHO,
coyeTaHue 3TUX NPOSIBNEHMI C NOBbILIEHWEM B KPOBW YPOB-

Hen KpeaTuHdochokmHasbl (KPK) n nakrataerngporeHasbl
(14r). Hanbonee BbiCOKas aKTMBHOCTb GepMeHTa, Kak npa-
BMNO, HabnogaeTcs Npu MnageH4yeckon dopme 6051e3Hu
Momne (go 2000 ME/n).

[JanbHenluve AeNCcTBUS Bpava AOMKHbI ObiTb Hamnpas-
fieHbl Ha o6cnegoBaHWe MauueHTa C y4yacTMeM KOHCY/b-
TaHTOB (Kapauonora, HeBposora v Ap.) Ana onpeaeneHus
NO6bIX NOTEHUMaNbHbIX MPUYUH OOGHAPYKEHHbBIX KIWUHMU-
YeCcKux HapyweHun. O6a3aTelbHO MPOBEAEHWE WHCTPY-
MEeHTaNbHbIX UCCNEeAOBaHWN: 3xoKapauorpammbl (IxoKr),
aneKkTpoKkapanorpammbl (IKI), peHTreHa rpyaHon KAeTKM,
3neKTpoMunorpadum, U3y4eHne KpoBu (YpOBHU KpeaTUHKKU-
Ha3bl B Nja3me, anaHWH- M acnaprataMuMHoTpaHchepasbl
(ANT/ACT), AT v ap.

Y neten ¢ KapaunomuonaTuen, no aaHHbim IKI, xapak-
TEPHbl MPU3HAKW NIEBOXENYAOYKOBON WAN OUBEHTPUKY-
NIAPHON TMNEepPTPOodUNM MUOKapaa, BbICOKWUWA BObTAX KOM-
nnekcoB QRS u 3y6uoB T, yKOpo4YeHHbIin uHTepBan P-R;
HapyleHns penonapusaunn B BUAE [OEMNPECCUU, peEXe
nogbema cermeHta ST U CUMMETPUYHOM WHBEPCUU 3Y6-
ua T npeumyuiectBeHHO B |, Il 1 neBbIX rpyaHbiX oTBeae-
Husx. Mpu B3pocnon dopme MoryT HabnoaaTbCqd CUHAPOM
Bonbda-IlapkuHcoHa—Yanta (cuHagpom WPW) 1 atpruoBeH-
TpUKynsipHas 6nokaga | unu Il ctenenn. Ha peHtreHorpamme
OpraHoB rpyiHOM KNIETKM onpeaensieTcs wapoBuaHowm Gopmbl
TEeHb CepALa W yCUaeHne COCYAUCTOro PUCYHKa NEerkux, npu
OxoKIN — runepTpodus MUOKapaa, YMEHbLUEHWUE MOJSIOCTH
enyaoyKa, NPU3HaKkn 06CTPYKLMK BbIBOAHbIX OTAENOB (Kap-
TMHa runepTpodmnyecKon Kapavomuonatuum). Mneptpodus
MUOKapaa 4acTo KOHLEHTpUYecKas (CMMMETpUYHas), pexe
acMMMeETPUYHas ¢ NPeEMMYLLECTBEHHOM rMNePTPODUEN MEXK-
eNnyo4YKOoBOM neperopoaxku. Npu Hanmynmn acCMMMeETPUYHOM
cenTanbHON runeptTpodum Hepeako dUKcupyeTcs nepeaHe-
CUCTONNYECKOE ABUXEHWE CTBOPKM MUTPAsbHOrO Knanawa,
a npu gonnaeporpadumn perncTpupyeTcs rpaaueHT aBieHus
MEeXAy aopTon M NeBbIM XKenyao4ykoM. Hapsgy ¢ runeptpo-
$uren neBoro xenygoyka npu MnageH4yeckon dopme 4acto
onpeaenseTca runeptpodms CBOOOAHOM CTEHKM MpPaBoOro
eNnyfoyKa M yBeNMYeHne ero KOHTPaKTUIbHOCTM.

[na NOoATBEPXKAEHWS AMarHo3a BaXHO OLEHWUTb aKTWB-
HOCTb depmeHTa Kucnomn anbda-rnoKko3unaasel (GAA). PaHee
B KayecTBe OMOMIOMMYECKOro MaTepuana WCcnosib3oBanu
KYNIbTYPY KOXHbIX dnbpobnactos (KKP), 6uonTtaT MbiwL, nam
neyeHu. B HacTosLEee BpemMs NPUMEHSAIOT MUHMMabHO MHBA-
3UBHbIE MCCNENOBaHUSA MO METOAY CyxuX NSATEH KPOBW, YTO
Nno3BONSET MPOBECTU KOMMYECTBEHHOE OMpedesieHne aKkTuB-
HoCTM depmeHTa [4]. Mpu cHMKeHun ypoBHA GAA ocyulecT-
BNSIIOT MOJIEKYNAPHO-FEHETUYECKOE NCCeaoBaHme Al BbisiB-
JIEHUST MyTaLUMKW B TEHE KWUCIOM ManbTalbl, B TOM 4Yucie ans
YCTaHOBNEHUSA HOCUTENbCTBa (CeMbsi/cubCehbl). OnpeaeneHve
MyTaL MK MOXET UMETb M MPOrHOCTUYECKOE 3HAYEHHME.

AnddepeHymnanbHas guarHocTuka

e Mwuonatuu.

e 3aboneBaHus LIEHTpPaNbHOMW HEPBHOW CWUCTEMbl (Ta30-
BO-NJieyeBass muonatus, muoauctpodun [ioweHHa u
bekkepa, cnuHanbHas aMmmMoTpodus, NOIMMUOIHUT).

e bonesHb [laHoHa (rMuKoreHoa llb Tuna).

* Kapavomuonatuun opyrov aTMONoruu.

MporHos
3aBuCUT OT BO3pacTa MaHudecTauun 3abosieBaHug,
Hadvana nposeaeHna P3T.

NleyeHue
[OnuTenbHbI Nepnos BPEMEHU OKalaHWe MeAULIMHCKON
noMOLLM MauueHTaM ¢ 6one3Hbto Nomne orpaHnyYMBanochb



CUMNTOMATUYECKMMMU MEPAMU, HanpaBJEHHbIMU Ha Kynnpo-
BaHWe MpOSBJEHUN CepPAEYHO-IErO4HON HEeAOCTaTOYHOCTH
[anypeTnkK, B-6noKaTopbl, UHTUOUTOPbLI AaHTUOTEH3UHMNPEB-
paujatoulero GepmMeHTa, UCKYCCTBEHHAst BEHTUNALIUSA NEMKUX
(MBJ1), TpaxeocTOMUA] U MUOMATUYECKOTO CUHAPOMA (NeYeb-
Has GU3KynbTypa, Maccax, ’rMMHacTMKa). [poBoaMmas Tepa-
n1Ma B 3TOM c/lydae MOo3BoONsAa JiMb BPEMEHHO yay4ylwaTb
KayecTBO ¥M3HM, HO HEe cnocobHa 6blla UBMEHNUTb TeYEHNE
3aboneBaHus.

EAMHCTBEHHbIM cneunMpuiecKknuin crnocob JnevyeHus
6onesnn Momne — 3to P3T, HanpaBieHHass Henocpen-
CTBEHHO Ha NepBUYHbIM AedeKT meTabonuama. B HacTo-
dllee BpemMsi BO3MOXHa nartoreHetnyeckasas P3T nytem
BHYTPMBEHHOIO BBEAEHUST PEKOMOWHAHTHOM KUCIOW [i0-
Ko3uaasbl 4yenoBeKa (anrnioko3upasa anbda, Manosanm,
[xeHzanm, Benbrus), Kotopas BOCMNOSHAET OTCYTCTBYIOLLMM
WM HegocTalWwnin GepMeHT U TaK e, Kak Kucnasa anbda
rNoKO3MAa3a, pacwennser MUMKoreH Ao roKo3bl [3, 5].
AnrnoKosnaasa anbda npeactaBnsaer cobon peKoMOUHaHT-
Hyl0 GOPMY 4EN0BEYECKON KUCIOM o-TNIOKO3MAA3bl U MPOn3-
BOAMTCS MO TEXHONOMMKU peKkoMbuHaHTHOM AHK ¢ ncnonb3o-
BaHWEM KJIETOYHOM KyNnbTypbl SU4HUKA KUTAWCKOro XOMsKa.
YcTaHOBAEHO, 4TO anriioKo3naasa anbda BOCMNONHAET aKTUB-
HOCTb IN30COMasIbHOM KUCNOM a-TN0OKO3MAa3bl, YTO NPUBO-
AWT K CTabunmsalumm unmM BocCTaHOBNEHMIO GYHKLMK cepaey-
HOW W CKeNeTHbIX MblWL, (BKIOYas AblxaTenbHble). JleyeHne
npenapaTtoMm anrioKo3uaasa anbda AOHKHO NMPOBOAUTLCS
noa HabnogeHMeM Bpaya, MMetoWwero onbIT padoTbl ¢ Nauyu-
eHTamMu, cTpajalowumn 6onesHbto [lomne wanM Apyrumu
HacneaCTBEHHbIMU METab0/IMYECKUMM UM HEMPOMbILLEYHbI-
MW 3a601€BAHNSTMM.

KnuHuyeckne vccnefoBaHus, NpoBeAeHHble Yy NauueH-
TOB C MHMaHTUNbHOW dopmMon 6one3Hu Nomne, NpoaeMoH-
CTpUpoBaNu, 4YTo GapMaKOKMHETUYECKME CBOWCTBA anrito-
Ko3uaasbl anbda NponopLUMOHalbHbl A03€ U HE MEHSTCS
co BpeMeHeM. ocne nepBon 1 wecTton MHdY3uKn npenapara
cpefHad MaKcuMmanbHas KoHLeHTpauusa B nnasme (C,,,,) Haxo-
avnacb B MHTepBane oT 178,2 no 263,7 MKr/mn, a cpegHsas
naowanb Noi KpMBOW 3aBMCMMOCTW KOHLIEHTPaL M —Bpems
(area under the curve, AUC) — o1 977,5 o 1 872,5 MKr*y/mn.
CpeaHui nna3meHHbln kKnupeHc (CL) coctasnan 21,4 mn/Kr
B Yac, a cpeaHuMn o6beM pacnpeaeneHns B paBHOBECHOM
coctosiHun (Vss) — 66,2 mn/kr. CpeaHuin nepuog nonyBbl-
BefleHns u3 nnasmbl (t1/2) — 2,75 4. PeKomeHLoBaHHbIN
peXuM A03MpoBaHUA anroko3naasbl anbda: 20 mr/kr
Macchbl Tena oauH pa3 Kaxable 2 Hef B BUe BHYTPUBEHHOM
MHOY3UK, KOTOpble cneayeT NPOBOAUTL C NMOCTEMEHHbIM yBe-
IMYEHUEM CKOPOCTW BBeAEHMS npenaparta [6].

b dpektnBHocTb P33T 3aBUCUT OT GOPMbI U CTaaun 3abo-
NeBaHus: ANs Noay4eHUs NyylinMx pe3ynbTaToB BaXKHO Hauu-
HaTb Jle4EHUEe KaK MOXHO paHbuwe. [pyu MnageH4YecKown
dopme 3aboneBaHuns Hanbonee 6GnaronpusTHble pPe3yib-
TaTbl AOCTUTHYTbI NMPW Hadvane Tepanuu B paHHeEM BoO3pac-
Te — [10 Pa3BUTUSA 3HAYUTENIbHOTO NOBPEXAEHNS CKENETHOM
MycKynatypbl. IbdeKTMBHOCTL P3T 3HAUUTENIBHO HUXKE NPU
no3gHMX cTaauax 3abofieBaHMs, Korga o6lMpHas BaKyo-
NM3auma 1 3amMelleHne UHTePCTULMANbHON TKaHbo NPUBO-
AAT K HeobpaTMMOMy MOBPEXAEHMIO MbIWEYHbIX BOSIOKOH
W CTPYKTYPbl TKAHEN, XOTS HEKOTOPOE y/y4ylleHne MOTOPHOM
W AbIXxaTenbHOW QYHKLMU MOXKET OblTb JOCTUIHYTO U B Cy-
Yae nosagHero Havana nevyeHus [7]. Y HeKOTopbIX 60/bHbIX
HabnoaalTCA 3aMeTHble KIMHUYECKUE YNydlleHus, y apy-
rMX — OTBET Ha Tepanuilo MUHMMalbHbIW. PedynbtaTbl Npu-
MeHeHua P3T y rpyaHbix geten ¢ 6onesHblo Momne xapak-
TepusytoTcs:

° yBeMYEHUEM MPOAOCIKMUTENBbHOCTU XKU3HU U YMEHbLUe-

HMem notpebHocTn B UBJ;

® Jle4eHMeM UM MNPODUNAKTUKON YrpoMKaloWIMX HKUSHM
NPOSiIBIEHNIN BONE3HU;

°  NpUOBGPETEHMEM HOBbIX BMraTe/bHbIX HABbIKOB;

° yBE/IMYEHMEM WM MOAAEPKAHMEM MapaMeTPOB pocTa

B Npeaenax BO3PaCTHbIX HOPM.

Y neTten crapluero Bo3pacTa M B3pPOC/biX OTMeYaeTcs
yMeHblleHrne notpebHocTn B MBJI, yBennyeHne dopcupo-
BaHHOW €MKOCTM NIErKKX, BO3pacTaHe MOBGUILHOCTH U CMo-
COGHOCTM NepeaBuratbCsi, 06PETEHME YTPAYEHHbIX ABUra-
TeNbHbIX HABbIKOB, YBE/IMYEHWE MACChl Tefla B COOTBETCTBUU
C BO3PACTHOM HOPMOW, ynyyllEHWE Ka4yecTBa KU3HMU.

Mo pe3ynbrataM KIMHUYECKOrO MCCNefoBaHUs, B KOTO-
poe O6bin BKAYeH 21 pebeHoK (3-43 mec, mMeavaHa
13 mec), 44% naumeHToB, nonyyawowmm P3T, He noTpebdo-
Basacb WMHBa3WBHasa pecnupaTtopHas noaaepxka, y 100%
6GONbHbIX YMEHbLUWICS WMHAEKC MacCbl MWOKapaa /1eBOro
}enygoyka, 62% — npuobpeny HOBble MOTOPHbIE HaBbIKK.
[0 cpaBHEHWIO C PETPOCMEKTUBHOM KOrOpTOM MaLMEHTOB,
He nonyyaBlINX CNeundUYECKOrO JIEYEHMS, PUCK CMEPTU
cHM3uncsa Ha 79% (p < 0,001), a pUCK MHBA3UBHOW BEHTU-
naumm nerknx — Ha 58% (p < 0,02) [2]. PaHHee Havano 3T
B BO3pacTe A0 6 mec npu MnageH4yeckon Gpopme 60/1e3HM
[lomne, No cpaBHEHMIO C HaYanoM cneundruyecKon Tepanunu
B Bo3pacTe 6-36 mec, NoKkasano 60siee BbICOKyD apdek-
TMBHOCTb. TaK, BbI}XMBAEMOCTb B Te4yeHne 1 roga coctaBu-
na 100 n 73%, vHBa3MBHas pecnupaTopHas noagepxKa
He noTpe6oBanacb 83 1 50%, yMeHblLIEHWE NHAEKCa MacChbl
MUOKapaa n1eBoro xenynoyka — B 100 n 87%, BocctaHoBe-
HWEe 1 pa3BUTME MOTOPHbIX HAaBbIKOB — B 72 1 40% cnyyaes,
COOTBETCTBEHHO [8].

Ha Ttepputopun Poccuiickon depepaunn GpepmeHTo3a-
MECTWUTENbHbIM NpenapaTt, PEKOMEH/I0BaHHbIN NpU 601e3HU
llomne, B HacTosllee Bpems 3aperucTpupoBaH, OAHAaKo,
6one3Hb [lomne He BKAOYEHaA B CNUCOK 24 opdaHHbIX
6onesHen, YTo co3aaeT NpPobaembl C 3aKynKow npenapara.
HecMoTps Ha To, 4TO YKa3aHHbI METO/, ABNSETCH €ANHCTBEH-
HbIM crneundUYecKUM Cnoco6OM NEYEHNUS 3TOro THKENOro
3aboneBaHus, HE06X0AMMO MOMHUTb, 4TO P3T y AeTen npu-
MEHSIETCSA MO BUTA/IbHbIM MOKa3aHUAM.

B Kapavonorvyeckom otaeneHmn Hay4yHoro ueHtpa 340-
poBbs ageten ¢ 2011 no 2014 r. o6¢cnefoBanunchb M Nonyyvanu
NnledyeHne 6 fetei (4 manbyuKa, 2 OEBOYKM) C MNajeHye-
CKOM dopmon 6one3Hu lomne, KOTOPbIM OJHUM M3 NEPBbIX
B Poccumn 6bina Havata P3T nytemM BHYTPUBEHHOIO BBeE-
JEHNS PEKOMOWHAHTHOM KWUC/IOM [IOKO3WUJa3bl 4enoBeKa
(anrntoko3unaasbl anbda). B HacTosuee BpeMs npogomKatoT
HabnoaaTbes 3 geten.

MpuBoanM cO6CTBEHHOE HabnoaeH e.

K/IMHUYECKUNA CNYYAH

PebeHoK 3., oT 2- 6epeMeHHOCTH, NPOTEKaBLUEN 6e3
OC/OXHEHMW. MpU NNaHOBOM YNbLTPa3BYKOBOM MCCNefoBa-
HUM Nnofa Ha 22-23-i Hep BbIIB/IEHA TMNEPTPOPUSA CTEHOK
cepaua. Poabl camocTosTenbHble, B CPOK. Mpu NnpoBeaeHMM
3xoKI B Bo3pacTte 5 AHEN COXPaHSANUCh NMPU3HAKK TMNepTpo-
dun MMoKapaa (3aaHas CTeHKa neBoro enyaoyka, 3CJIHK —
5,5 MM, mexoKenyaodkoBas neperopoaka, MMM — 5,7 mm),
Ha OKI — BbipakeHHOe HapylleHre npoLecca penonspuaa-
LMK MUOKapaa, runepTpoduns Mmokapaa. Bpadsamu no mecty
UTENbCTBA AaHHble U3MEHEHUS cepAla paclLeHeHbl Kak
nocTMUOKapaMTUYecKas runeptpodus M1MoKkapaa.

C Bo3pacTta 1,5 Mec MaTepblo OTMEYEHbl MOABIEHME
W HapacTaHue LMaHO3a HOCOrybHOro TpeyrosbHWKa, BAIO-
CTW, YTEPSl HaBbIKOB (AeBOYKa NepecTana yaepKuBaTb ronao-
BY, XBaTtaTb UrpyLlwKK). B AMHamuKe, no gaHHbIM OxoKT, oTme-
YeHO O6bICTPOE YBENMYEHWE BbIPAXKEHHOCTU TMMNEPTPObUM
CTEHOK nieBoro xenyaoyka (3C/1K 9 mm, MXKTI 12 mm).
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Pepkue 60n1e3Hu

B Bo3pacTe 3 Mmec pebeHOK BrnepBble NOCTYNWA B Kapamo-
nornyeckoe otgenenve OIrbHY «HayyHbIM LEHTP 340POBbS
JIeTeW» B TAKENOM COCTOSIHWUM C IMArHO30M rmnepTpoduyecKomn
Kapavomuonatuu. MNpu ocMoTpe obpallany Ha cebs BHUMaHUe
rMnoTpodus 3-i CTeNeHn, MaKpPOr0CCUs, LIMAHO3 HOCOryGHOMO
TpeyrofibHuKa, rmnepruapos, nepudepuyeckne OTEKM, CTOHY-
Lee AblxaHue, BblpaXKeHHbIV cepaeyHbIvi rop6, renatomeranus;
NepPKYTOPHO: pacllMpPeHUe rpaHunL, cepaLa, ryXocTb CepAEYHbIX
TOHOB, TaxuKapana Ao 190/MuH, AblXxaHWE XECTKOe € y4acTnem
BCMOMOraTelbHOM MYCKynaTtypbl, TaxunHoa go 60/muH, caty-
pauusa kucnopoga 82%. fonoBy He yaep)KMBaeT, COCET BSSO,
ronepxmBaeTcs, KpUK cnabbli (puc. 1).

[laHHble NpoBeeHHOro o6¢cnefoBaHUs

9XoKI: Bblpa)keHHass runepTpoduss CTEHOK cepaua
(BC/K 13 mm, MK 15 Mm), cHUKeHne dpaKLnn Bbibpoca
NEBOr0 XenyaoyKka Ao 27%, NoATBEPKAAEMbIE NPU3HAKaMu
neperpy3ku feBbix 0TaenoB cepaua npu KT (puc. 2 A, 3).

PeHTreHOrpamma OpraHoB rPYAHOM KIETKM B MNPSIMOH
MPOEeKUMH: KapaMOMeranus, KapauoTopaKalbHbld WMHAEKC
78% (puc. 4 A).

B 6noxummnyeckom aHaimse Kposu: ANIT 153 Ea/n, ACT
288 Eg/n, NAr 1410 Ep/n, KOK 1582 Eap/n, KOK-Mb
19,1 Hr/mn, NT-proBNP 17859 nr/mn.

YunTbiBas KIMHWYECKYIO KapTUHY 3a6oneBaHusi, ob6Ha-
PYXEHHblE M3MEHEHWs NpU NabopaToOpPHOW W WMHCTPYMEH-
TanbHOWM MarHoCTMKe, 3amnojo3peHa MnajgeHvyeckas dopma
6one3nHn MNMomne. [ns NOATBEPKAEHWUS AMArHo3a onpegene-
Ha aKTMBHOCTb anbda-D-rnioKo3ngasbl B KPOBM, YPOBEHb
dpepmeHTa coctaBun 2,2 HM/mr B 4Yac. BoinonHeHa [HK-
[MarHocTMKa, obHapy»eHa MyTaumsa c. 875 > T reHa GAA
(nccnemoBaHWe MPOBOAMIOCL B laGopaTopun MOJSIEKynsp-
HO-reHeTnyeckon auarHoctukm ProHY «HU3O»). AnarHos
60ne3Hu Nomne 6bi1 NOATBEPHKAEH.

B Bo3pacTte 4 mec Havata P3T npenapaTom anritoKo3u-
Aa3bl anbda B o3e 20 Mr/Kr B TeyeHue 14 gHen; napannesb-
HO MpoBOAMNACb KOPPEKLMSA cepe’yHON HemoCTaTO4YHOCTH
(AMYPETHKM, aHTMAPUTMUYECKME Mpenapatbl, MHIMBUTOPLI
aHrMoTeH3WHNpeBpallaoulero depmeHTta, B-610KaTopsl).
[na ycTpaHeHus W NpeaoTBPaLLEHUS 3aCTOMHbLIX SBAEHWUM
B JIEFKMX OCYLIECTBASNACb 4acTas caHalMs HOCOIOTKM
M BEPXHWUX AblXaTeNbHbIX MyTeN; PeGEeHOK Mnoyyan Kypchbl
Maccaxa M neyebHon GUIKyNbTypbl, dr3noTepanesTuye-
cKkue npoueaypbl. C Lenblo NpefoTBpalleHns acnupaumnm 1
YYWUTbIBAS BblpaXKEHHYIO rMNOTPOGUIO0, 06YCIOBAEHHYIO UMeE-
ouienca aucdarven, ang KOPMIEHUS BbICOKOKANOPUNHBbIMU
CMECSIMM UCMOJIb30BaSICS Ha3oracTpasbHblA 30HA.

Ha d¢oHe npoBOAMMOro KOMMAEKCHOrO JfleYeHus
(20 mHpy3un anrnoko3ungasbl anbda) oTMeYeHa MOMOXKHU-
TeNnbHas AMHaMWMKa B BWAE MOBbIWEHUS dpaKLMK BbIGPO-
ca neBoro xenygoika Ao 53%, yMeHbWeEeHWS Tonuwm-
Hbl CTEHOK MMUOKapAa neBoro enygoyka (3C/IXK 12 mm,
MMM 11 mm) (puc. 2 B), ymMeHblUeHUa KapaMoTopaKaibHO-
ro MHAEKCa Ha PEeHTreHorpamme OpraHoB FPYAHOM KIETKM
10 60% (puc. 4 b), CHUKEHUS YPOBHA MO3rOBOr0 HaTpumype-
Tuyeckoro ropmoHa (NT-proBNP) go 1200 nr/mn. NprubaBKa
B Bece coctaBuia 3000 r. lnHaMmnKa NoKasaTenem TONWMHbI
MUOKapAda NeBoro xenyaoyka, yposHen NT-proBNP n KOK
B Nna3Me npeacTaB/ieHa Ha puc 5.

MepBble pe3ynbTaTthbl cneLnMdUYecKoro Ne4YeHuns, NpoBo-
[MMOro B Te4yeHue Mnoayrofa, NoKasanu yny4ylleHUe rncuxo-
MOTOPHOIO Pa3BUTUSA: MOBbLICUICA MbILLIEYHbIN TOHYC, YBENH-
yunacb ABUraTeNibHas akTMBHOCTb peGeHKa. [leBo4YKa KMBO
MHTEPECYETCS WIPYLIKaMW, YAEPHKMUBAET UX MPOAOCIKUTENb-
Hoe Bpemsi, cTana nepeBopayvynMBaThCs, YAEPHKMBATb roIoBY
(puc. 6). bBuoxMuMmnyeckue noKasaTenun Npu 3TOM CyL,EeCTBEH-
HbIX UBMEHEHWI He NpeTepnenu.

Puc. 1. lMNauuneHTka 3., 3 mec.
[OwnarHos: «<bonesHb Momne,
MnageH4yeckas dopmar

OBCYXAEHME

MpeactaBneHHbIn KIK-
HUYECKUN cry4yanh [OEeMOH-
CTPUPYET CNOMXHbIK NyTb
K AuarHosy u nocnepgy-
jowemMy nedyeHuto pebeH-
Ka. Cneayetr y4uTbiBaTb
BEPOATHOCTb 3TOM TsXe-
JION natonorMm npu Bbl-
ABNEHUU  runepTpodumn
MWOKapaa y nnoga wau
B NepBble MeCsLibl XU3HM.
B npeactaBneHHoM cny-
yae pebeHOK C poXaeHus
Habnoganca neaMaTpom,
c 1,5 mec — Kapaguono-

= v VNN
lNpumevarne. PebeHoK
He yLepvBaeT rosoBy
NPy TPaKLKUK 3a PyKH.

Puc. 2. 9xokapavorpamma (4-kamepHasi No3uLMs) NaunMeHTKu 3.
[uarHos: «<bonesHb [Momne, mnageH4yeckas d¢opmar»

lMpumeyvaHume. A (ncxogHas): MK 17 mm, 3CJTXK 15 mm (sHBapb,
2013); b (nocne 20 nHoby3unin O3T): MM 11 mm, 3CITK 12 mm
(HOA6pb, 2013).

Puc. 3. dneKTpokapavnorpamma naumeHTtky 3. inarHos: «<bonesHb
MNMomne, mnageHyeckas dopmar»
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Mpnmedarue. NMpu3HaKkK Neperpy3xkn MUoKapaa NesbIX OTAeNoB
cep/ua, BO3MOMXHO, 1 NPaBoro Xenyaodxa.

Puc. 4. PeHTreHorpamMmma opraHoB rpyaHOM KIETKW B NpsiMOM
npoeKLmMn nauneHTkm 3. inarHos: «<bonesHb MNomne, mnageH4yecKas
dopmar

MpumevaHune. BblpaxeHHas Kapanomeranus. YBenuyeHol neBble
1 npaBble oTAeNbl cepaua. A (McxofHas): KapanoTopaKkanbHbIN
nHaekc 78% (aHBapb, 2013); b (nocne 20 nHby3nn ¢3T):
KapanoTopaKanbHbli MHAeKC 60% (Hoa6pb, 2013).



Puc. 5. NMauuneHTka 3. narHo3: «bonesHb MNomne, mnageH4eckas
dopma»

Maumnentka 3., 2012 r.p.
-]
§ 18 -
) 16 4
17
g i ¥ 16
S 127 13
« 4
: 10 11 12
52
o 6
g 2]
H 0 T T T T T |
E-‘[ Mpwn Yepea Yepes Yepe3s Yepes Yepes
nocty- 1mec 3mec 6mec 9mec 1rog
nneHmn MM
A == MXN
MaumnenTtka 3., 2012 r.p.
20000 1 18759
18000 ~ 15670
16000 -
14000 -
E 12000 -
~ 10000 -
E 8000 A
6000 -
4000 -
2000 -
0 T T T T T |
Mpwn Yepea Yepes Yepe3s Yepes Yepes
nocty- 1mec 3mec 6mec 9mec 1rog
nneHmn
AnuTtenbHOCTb HabGnoaeHus
b == NTproBNP
MauuenTtka 3., 2012 r.p.
2000 7 1759
1800 - 1686
1600 -
1400 -
= 1200
E 1000 - 1165
800 1 796
600 1 757
400 1 658
200 1
0 T T T T T |
Mpwn Yepes Yepes Yepes Yepes Yepes
nocty- 1mec 3mec 6mec 9mec 1rop
nneHun
AnuTenbHOCTb HaGnoAeHNs
B — KK

lMpnumeyvaHme. nHaMnKa nokasaTtenen.

A — TOonWMHa 3aHel CTEHKM MUOKapAaa NeBOro Xenyao4Kka;
B — yposeHb NTproBNP B nna3me; B — coaepxaHne KOK
B nnasme; MXIM — mexkenyao4koBas neperopoaka;

K®K — KkpeaTnHdochoKkunHasa.
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rom, 6blS1 KOHCYNbTUPOBAH
HEBPOMNaTONIOrOM B CBfA3M
C HapacTatoLlLen r’MNOTOHU-
€N, 0OJHAaKO TPaKTOBKa 00-
HaPYXEHHbIX W3MEHEHUM
Oblna HEBEPHOW.

Mpwn o6crneaoBaHum
pebeHKka B Hay4yHOM UeH-
Tpe 340pOoBbSA AeTen U co-
NoCTaBNEeHUM pPe3ynbTaToB
nabopaTopHON AMarHOCTU-
KW (NoBblleHWE YPOBHEW
TpaHcaMuHas, KpeaTuHdOoc-
GOKMHa3bl), KIMHUYECKOWM
CUMMTOMATUKK  (TMNOTpPO-
duna, nonHoe oOTCyTCTBUE
JBUraTteflbHON aKTUBHOCTH,
andodysHas MbllieyHas rm-
NOTOHMSA, MCEBAOrMNEPTPO-
dUA  MKPOHOMHbIX MbILLLI,
NPU3HaKK cepaeyHoOn 1 abl-
XaTesbHOW HeaocTaTO4YHO-
CTW, MaKpornoccus), AaH-
HbiIX 3xoKI (runeptpodu-
yeckasi KapauvomuonaTtus),
a TaKXKe yyuTbiBas oTpuua-
TeNbHyl0 AMHAMMKKY NOKa3a-

Puc. 6. PebeHok 3., 1 roa.
[uarHos: «<bonesHb Momne,
MnaaeHvyecKas dopmar

lMpnumevaHme.

Ha doHe npoBeaeHus
depmeHTO3aMeCcTUTENbHOM
Tepanuu (20 HbY3KI) pebeHoK
CTan yaepXwBaTb rosoBy.

Tenen B npolecce HabnwoaeHus, 6b110 BbiICKa3aHO Npeano-
NIOXKEHMEe O Hannuuun y pebeHKa 6onesHu Momne. [leBoyKa
OKazanacb B 4Mclie NepBbIX POCCUMUCKMUX MALMEHTOB, KOMY
nposoaunnace ®3T anrntoko3naaszon anbda ¢ NONOKUTENb-
HbIM addeKkToM. O6pallaeT BHUMaHWE OTCYTCTBUE ANHAMMUKHM
OMOXMMHUYECKMX MOKa3aTeNien: ypoBHM TpaHCaMMHas 1 Kpe-
aTMHPOCPOKMHA3bl B Mia3Me KPOBW OCTalOTCS MOBbIWEH-
HbIMU, 4TO TPEBYET AaNbHENLLEr0 U3YHEeHUS U OO BSACHEHWS.

3AK/TIOMEHUE

TaknMm 06pasoM, HECMOTPS Ha APKO MNPEACTaBEHHYIO
KMHUYECKYIO KapTWHY, 60ne3Hb 4acTo OCTaeTcs Hepac-
NO3HAHHOW, WAW AMArHO3 CTABWUTCS CIIMILKOM MO3AHO.
Heo6xoanMoCTb KaK MOXHO 60/iee paHHen [AMarHOCTUKM
6onesHu MNMomne obycnoBneHa AOCTYMHOCTbIO B HacToslllee
Bpemsa ®3T anbda-rnoKo3naasbl U JOKa3aHHON ee addeK-
TUBHOCTbIO [9], N03BONSAOWEN OCTAHOBUTbL NMPOrpeccupoBa-
HWe 3a60N1eBaHNUS 1 U3GEKaTb NIETANILHOIO UCX0Aa B PAHHEM
Bo3pacrte [8].
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