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GonesHb MNomne — peaKoe Tsxkesnoe HacieACcTBeHHoe 3aboieBaHme, 06yC/10B/IEHHOE N36bITOYHbIM HaKOM/IEHUEM JIMKOreHa
B OpraHax u TKaHsIX-MULLEHSIX BC/IEACTBUE MyTaLMU reHa KNCJI0M o-JioKo3umAaa3bl. MaageHyecKas (MHpaHTUIbHas) n B3pocias
dopmbl 601€3HU [Tomne XxapaKTepu3yloTCsi BOBAEYEHMEM B NaTo/I0OMMYECKMI MPOLIECC CEePAEYHO-COCYAMCTOM, AbiXaTe/lbHON
M MbILLUEYHOM CUCTEM. B HacTosiLee BpeMsi eAMHCTBEHHbIM crieLMpuyecknm crnocobom nevyeHuns 6o1e3Hm [lomne ssasetcs pep-
MeHTO3ameCcTuTeIbHas Tepanus (MyTem BHYTPUMBEHHOIO BBEAEHUSI PEKOMOUHAHTHOMN KMC/IOM [NIMKO3UAa3bl Ye/10BeKa), 9PpeK-
TMBHOCTb KOTOPOW 3aBMCHT OT CPOKOB Hayasa Tepanmu. C MOMEHTa BHEAPEHUS B MPAKTUKY AaHHOM Tepanun CMepPTHOCTb Mpu
6os1e3HM lNomne cHmuannacb Ha 79%. B Kapanonorndyeckom otgeneHnn HayyHoro LeHTpa 340p0Bbs geter ¢ 2011 no 2014 1.
npoxoannu obcnegoBaHue v eqeHme 6 geten ¢ nHpaHTMAbHON popmor 60s1e3HM omne. B cTaTbe 0nmcbiBaeTCs KIMHUYECKMI
CJlyda, KOTOPbIN JEMOHCTPUPYET COBPEMEHHbIE BO3MOXHOCTU AMArHOCTMKN MaageH4YecKor opmbl 601e3Hu [Tomne B Poccun,
a TaKkKe apOEKTUBHOE NMPUMEHEHME allTIlOKO3uAasbl asabga y pebeHka B Bo3pacte 4 mec.

KnroueBbie cnoBa: 60/1e3Hb [Tomne, 60/1€3Hb HaKOMIEHNS, MAaJeHYecKas popma, pepMeHTo3aMeCcTUTeIbHas Teparnus.

(MeanatpuyecKkas papmaronorns. 2014; 11 (5): 93-97)

BBEJAEHUE

BonesHb MNomne — 3aboneBaHne C ayTOCOMHO-peLec-
CMBHbIM TUMOM HacfleloBaHUs, FTeH KOTOPOro KapTMpoBaH
Ha xpomocome 17g25. OnucaHo 6onee 300 myTaumi aaH-
HOro reHa. Yactota BcTpevaemocTv natonorun B Poccum
HEW3BECTHA, PErUCTPUPYIOTCS JULLb E€AUHWYHbIE ClyYau,
4TO, BEPOSITHO, CBA3AHO C HEAOCTAaTOYHOW MHDOPMHUPOBAH-
HOCTblO Bpayen. CymmapHas 4acTtoTa Bcex Gopm 3aboneBa-
HUS pacueHnBaeTcs Kak 1:40000 [1].

MyTtauma B reHe GAA npuBoauT K aedeKty dpepmeHTa
Kucnon anbda-rnoKosvnaassl v 06ycnoBIMBaAET HapyLWeHne
pacLienneHunst rMUKoreHa U HaKomnneHne ero B IM30CoMax
W UMTOMNa3mMe MUOKapaa (COKpaTUTENbHOM M NPOBOASLLEN
CUCTEME), CKENETHbIX MbIWILAX M MEYEHWU, YTO MPUBOAWT
K Heo6paTUMbIM MOBPEXKIEHUAM OPraHoOB W TKaHeW 60/b-

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

HOro W onpeaenseT KIMHUYECKYIO KapTMHY 60n1e3HK Momne
(rnukoreHos lla Tuna) [2].

®opmbl U KNTIMHUYECKOE TeueHUue 6one3Hu NMomne

Ona 6one3Hun lomne XapakKTepHO Mporpeccupytollee
TeyeHue. BbliaensoT MHPaHTUNbHYO (MaageH4YecKyo) dop-
MYy CO CTPEMMUTENbHBIM CMEPTENIbHbIM UCXOA0OM Ha MEpPBOM
roay XW3HW U B3POCNYI0 — C MEANEHHbIM, HO HEYKNOHHbIM
YXyAWEHUEM COCTOSIHUS GONbHOIO WM/UNK NpexaeBpeMeH-
HOWM CMEepPTbIO.

UHPaHTUABHas ¢opma. KnMHUYecKue NposiBIEHUS
60N1€e3HM Yalle MaHUPECTUPYIOT B NEPBbIE MECSLLbI XU3HMU.
TAXeCcTb COCTOSHMA NaLMeEHTOB 06YC0BNEHA KOMMIEKCOM
NaTo/IOrMYEeCKMX M3MEHEeHUN. Y Bcex aeTen oTMedvaercs
3a[lepyKKa ABUraTeNlbHOro pas3BuTUSA, yTpaTa NpUOGPETEH-
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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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PepKkue 6onesuHu

HbIX HaBbIKOB. [apannenbHO pa3BMBAETCA Bblpa)KeHHas
M ObICTPO Mporpeccupytollas rMNnoToHUS (CMHAPOM BSIIOro
pebeHKa, 3anpoKuabiBaHWe rofioBbl). HECMOTPS Ha MblLeY-
HYl0 CNnaboCTb, MKPOHOXHbIE MbIlWLbl BbIMSAST TMNEpPTPoO-
GUpPOBaHHbLIMKM, NPU MNanbnauuMn — MNAOTHbIMKU. TPyAHOCTU
npyv KOPMNEHWUU U TNOTaHWUU yCyrybnaiTcs Makpornoccuen
M coYeTalTCs C HegocTaTo4HOM NpUbGaBKOM B Bece.

XapaKTepHbl HapylleHue AbiXxaHWs, 0CO6EHHO BO CHe,
pa3BuUTUE [bIxaTeNbHOWM HEAOCTaTOYHOCTH, YacTble pecnunpa-
TOpHble 3a60s1eBaHNs (MHEBMOHUSA, GPOHXMT).

3n0KayecTBEHHOE TeYeHMe Npu MnageH4yeckon dopme
60ne3Hu lomne BO MHOrOM onpeaensercss HapyweHUaIMU
CO CTOPOHbI CepaAeYHO-COCYANCTOM CUCTEMbI, KOTOPbIE PEAKO
BCTpeYaloTcs y B3pocbix. [MnepTpodunsa MmoKapaa Kak npu-
3HaK pasBuWBalolLlencs rmneptTpodUYeckon Kapavomuona-
TMK OBHapyKMBaeTCs MpU YAbTPa3BYKOBOM MCCNeLOBaHUM
BHYTPUYTPOOHO MK Yy pebeHKa C NepBbIX MECSALIEB HU3HW.
Y peten GbICTPO MPOrpeccUpyroT MPOSIBAEHUS cepaevHOom
HegocTaToyHoCTM. O6pallatoT BHUMaHWE ofbllKa, OTEKMH,
renatomeranus, LmMaHos. Mpu aycKynbTalMn perncTpupyroT-
Csl TaxuKapausl, pUuT™M ranona, rpyobii CUCTOSIMYECKUIA LIYM
3a cyeT 06CTPYKLMM BbIXOAHOIO TpaKTa Xenyao4Kos. HacTble
acnupauMoHHble MHEBMOHWKM CMOCOGCTBYIOT MPOrpeccupo-
BaHWIO cepae4yHON Hea0CTaTOHHOCTMH.

TeueHne mnageH4yeckon GopMbl 3aboneBaHma 6e3 npo-
BeaeHns depmMmeHTo3amecTutenbHon Tepanuu (P3T) npu-
BOAMT K NleTasibHOMY MCXofy OT CepaeqyHON WAu CcepaeyHo-
NIEFOYHON HEAOCTaTOYHOCTU; CPedHUM BO3pacT Ha MOMEHT
CMepTH, Mo AaHHbIM NnuTepatypsbl, coctaBnseT 8,7 mec [3].

B3pocnass ¢popma. Cumntombl 60n1e3HU [lomne moryT
nosiIBUMTbCS B 1t060M BO3pacTe, MPY 3TOM OCHOBHbIE U3 HUX —
NPOKCUMManbHas MbllleyHas cnabocTb, HapyleHUe NOXOAKM,
MblleYyHaa 60/b, TPYAHOCTM MpW MNOAbEME MO NECTHULE,
yacTble nageHuns. bonesHb 06bIYHO MPOSABASETCA Nporpec-
cupylowen cnabocTbio MbllL, Ta30BOro nosica, CAMHa bHO-
ro otaena. Bo3mMOXHO pa3BUTME CUMMTOMATUKK NEro4YHowm
FTMNEePTEH3NN C MPaBOXKENYAO4YKOBOM HEAOCTaTO4YHOCTbIO,
yCUAMBAIOWENCA B HOYHbIE Yacbl, YTO CBSI3AHO C MMMOBEH-
TUASLUMEN M3-3a NPOrpeccupylollero HePBHO-MbIWEYHOrO
nopaxeHunsa anadparmbl. XapaKTepHbl OPTOMHO3, OAblLU-
Ka npu OU3NYECKOW Harpyske, pecnupatopHble UHPEK-
UMK, AHEBHAs COHAMBOCTb, YTPEHHAS ronoBHas 60/b, HOY-
Has TMNOBEHTUNALMSA, AblxaTeNbHas HEeAOCTaTOYHOCTb MpPU
OTCYTCTBUM Kapaumomeranuu. 3aTpyaHEHHOE KeBaHWe unu
cnaboCcTb YeNCTHOM MYCKynaTypbl cO34atoT TPYAHOCTU
npv KOPMAEHWU W TNOTaHMM M OBYCNOBAMBAOT OTCTaBa-
HUWE B GM3MYECKOM pPa3BUTUK, CHUXKEHUE Beca. B otnnune
OT MJlafleHYecKon npu B3pocnon dopmMe Kapavomuonatus
BCTpeyvaeTcs peako (B 30% crnyyaeB) U MOXKET NpeacTaBnsaTb
CNyYamHy0 HaxoAKy nNpu o6cnefoBaHnM No NOBOAY Mbllley-
HOM cnabocTu. XpoHMYecKasa cepAeyHasl HegoCTaTOYHOCTb
pa3BMBaETCH MeLIEHHO, roAaMu, AUTENbHO MOXKET UMETb
NaTeHTHbIN xapaKTep. f[enatomeranus oTMevyaeTcsa ropasgo
pexe, TaK e KaK W Makpornoccus. lNpexaeBpemMeHHas
CMepTb 6O0MbHbIX HAcTynaeT OT CepAeYHO-ero4HoOn Hepao-
CTaTO4YHOCTH.

AunarHocTuka

[JnarHocTuka 6one3Hu llomne BKAOYaAET AeTalbHbIN
aHaMHe3 KaK cembW (cly4yanm cMepTM B paHHEM BO3pac-
Te, MMONaTUMK U T.4.), TaK 1 3abofeBaHna C y4eToM AaH-
HbIX 06CnefoBaHMA B Mepuos BHYTPUYTPOOGHOrO pPasBUTUSA
(runeptpodua MMOKapaa, HapylleHMs puTMa cepgua y nio-
na). B cnekTpe KIMHMYECKKX NposiBIEHNI obpallaeT BHMMa-
HWEe oOMUHMpPYOULas MblllevyHas cnabocTb, yTpaTa HaBbIKOB
W/UNn cepaevyHo-Nero4yHas HefoCTaToYHOCTb M, YTO BaHO,
coyeTaHme 3TUX NPOSIBNEHMI C NOBLILLEHWEM B KPOBU YPOB-

Hen KpeaTuHdochoKkmHasbl (KPK) n naktataernaporeHasbl
(nA4r). Hanbonee BbicOKas aKTMBHOCTb depPMEHTa, KaK npa-
BMNO, HabnogaeTcs npu mnageHvyeckon ¢opme 60n1e3HU
Momne (go 2000 ME/n).

[JanbHenwmne OencTBUS Bpada AOMKHbI OGblTb Hanpas-
NleHbl Ha obcnefoBaHMe MauMeHTa € y4acTMeM KOHCY/b-
TaHTOB (Kapauonora, HeBposiora v ap.) 4nsg onpeaeneHus
No6bIX NOTEHUMANbHbIX MPUYUH OOHAPYKEHHbIX KIAWHU-
YeCKUX HapyweHuin. O6a3aTefnibHO NpoBeAeHWEe WHCTPY-
MEHTaNbHbIX WMCCNeaoBaHUN: axoKapauorpammbl (3xoKrI),
anekTpokapanorpammbl (AKI), peHTreHa rpygHon KIETKM,
aneKkTpoMmuorpadmn, U3ydeHme KpoBu (YPOBHU KpeaTUHKM-
Ha3bl B Nja3Me, allaHWH- U acnapTaTamumHoTpaHchepasbl
(ANT/ACT), NAT v ap.

Y peten ¢ KapgunomuonaTtuen, no gaHHoim IKI, xapak-
TEPHblI MPU3HAKKM NEBOXKENYAOYKOBON WAM OUBEHTPUKY-
NIIPHON TMNepTPOPUM MUOKapAa, BbICOKMM BOMbTAXK KOM-
nnekcoB QRS u 3y6uoB T, yKOpO4YeHHbIM WMHTepBan P-R;
HapyweHus penonsipu3aumm B BUAE [AEMNPECCUU, pexe
nogbema cermMeHta ST U CUMMETPUYHON WMHBEPCUU 3Y6-
ua T npeumyllectBeHHo B |, Il 1 neBbIx rpyaHbIX oTBEAe-
Huax. MNpu B3pocnon dopme MoryT HabnaaTbCsd CUHOPOM
Bonbda-IlNapknuHcoHa—Yawnta (cuHgpom WPW) n atpuoBeH-
TpUKynsipHasa 6nokaga | unum Il cteneHn. Ha peHTreHorpamme
OpraHoB rpyaHOM KNeTKK onpeaensercs wapoBnaHon GopMbl
TeHb cepaua v YyCUNEHWe COCYAMCTOr0 PUCYHKa NErkux, npm
OxoKIN — runeptpoduns MUOKapaa, YMEHbLUEHME MONOCTU
KenyaoyKa, MpU3Hakn 06CTPYKLMM BbIBOAHbIX OTAEN0B (Kap-
TUHa runepTpodUYecKon Kapauomuonatuu). Mneptpodus
MWOKapAa 4acTo KOHUEHTpUYecKas (CUMMETPUYHAs), pexe
aCMMMETPUYHAaNA C NPEeMMYLLECTBEHHON rMNepTpoduen Mex-
¥enyaoyKoBoKn neperopoaku. NMpu HannmYnnm acuMMeTpUYHOM
cenTanbHOM rMNepTpodmn Hepeako GpUKCUpyeTcs nepeaHe-
CUCTONIMYECKOE ABWMKEHME CTBOPKM MWUTPaNbHOroO KianaHa,
a npuv gonnneporpadun perncTpupyeTcs rpagueHT gaBneHuns
MEXIy aopTOM W NEBbIM enygo4ykoM. Hapsay ¢ runeptpo-
duren neBoro xenyaoyka npuv MnageH4eckon dopme 4acto
onpeaensetcs runeptpoduns cBOGOAHON CTEHKM MNpPaBoOro
KenyaoyKa v yBenmyeHue ero KOHTPaKTUIbHOCTH.

[ns noaTBepKAEeHWS AMarHo3a BaXHO OLEHWTb aKTuB-
HOCTb pepMeHTa Kucnon anbda-rnoko3ngasbl (GAA). PaHee
B KayecTBe OMONOrMYECKOro MaTepuana MCnonb30oBanu
KYNbTypy KOXHbIX ¢dnbpobnactoB (KKP), Guontat MmbillL, um
neyeHu. B HacToswwee Bpems NPUMEHSAOT MUHUMaNbHO MHBA-
3WBHbIE UCCMEA0BaHWA MO METoAYy CyXMX NSATEH KPOBW, YTO
NMO3BOSET NPOBECTU KONMYECTBEHHOE OMNpeaeNeHne aKTuB-
HocTn depmeHTa [4]. Mpu cHUKeHnn ypoBHA GAA ocyllecT-
BASIOT MONEKYNAPHO-TEHETUYECKOE UCCNEeA0BaHUE ANs BblsB-
NIeHWS MyTaLMK B FeHe KUCAOoW ManbTasbl, B TOM 4ucie ans
YCTaHOBNEHUS HOcUTENbCTBa (Ccembsi/cnbebl). OnpeneneHune
MyTaLMK MOXKET MMETb U MPOrHOCTUYECKOE 3HaYEHME.

AnddepeHumnanbHaa guarHocTuka

e  Mwvonatuu.

e 3aboneBaHus LEHTpaSbHOM HEPBHOW CUCTEMbI (Tal3o-
BO-Mne4yeBass muonaTtus, muoauctpodmun [oweHHa u
bekKepa, cnnHanbHas ammMoTpodus, NOTMMUOIHT).

e bonesHb [laHoHa (runKoreHo3s llb Tnna).

e Kapavomuonatuu Apyromn aTMonoruu.

MporHos
3aBuCUT OT BO3pacTa MaHudecTaumn 3abosieBaHus,
Hadvana nposeaeHna P3T.

JleyeHune
OnuTenbHbIM Nepuon BPpEMEHU OKa3aHne MeaunLMHCKON
noMolLM naumeHTam ¢ 6onesHbto Nlomne orpaHMyYMBanochb



CUMMTOMATUYECKNMMMU MepaMu, HanpaBiEHHbIMKU Ha Kynupo-
BaHWe MNPOSABNIEHUN CepAeYHO-TEero4HON HeAOCTaTOYHOCTH
[anypeTnKK, B-610KaTOPbl, UHTMOUTOPbLI aHTMOTEH3UHNPEB-
pauwatouiero pepmeHTa, UCKYCCTBEHHAA BEHTUAALMS NETKUX
(MBJT), TpaxeocToMUSA] U MHMONATUYECKOIO CUHAPOMa (Ne4eb-
Hasa GU3KyNbTypa, Maccax, rMMHacTuKa). lNposoaMmas Tepa-
nus B 3TOM ClydYae No3BOMsAa Wb BPEMEHHO yny4ywaTb
Ka4yecTBO XM3HM, HO He CrnocobHa 6blla UBMEHUTb TeYeHne
3aboneBaHus.

EAMHCTBEHHbIM cneuupuyecKknnt cnocob nevyeHus
6one3Hn Momne — ato P3T, HanpaBneHHas Henocpes-
CTBEHHO Ha nepBWYHbIK AedeKT meTabonuama. B HacTo-
qllee BpemMs BO3MOXHa nartoreHetvdyeckas P3T nytem
BHYTPUMBEHHOIO BBEAEHUA PEKOMOWUHAHTHOW KUCOW [Nto-
Ko3ngasbl YyenoBeKa (anrnioko3ngasa anbda, Manoszanm,
[xeH3anm, benbrus), Kotopas BOCMNONHAET OTCYTCTBYIOLMM
WX HepocTaloWwnin GepMeHT U TaK e, Kak Kucnas anbda
rNIOKO3MAasa, pacuennser rUMKoreH Ao roKosbl [3, 5.
AnrnoKosngasa anbda npeacraBnsaer cob6om peKoMOUHaHT-
HYIO GOPMY YEeNI0BEYECKOM KMCIOM a-TNI0KO3naasbl U NPpon3-
BOAMTCA MO TEXHONOMMK pekoMbuHaHTHoM HK ¢ ncnonb3o-
BaHWEM KNETOYHOW KYNbTypbl SUYHUKA KMTaMCKOro XxomskKa.
YcTaHOB/IEHO, YTO anrnoKo3naasa anbda BOCMNONHAET aKTUB-
HOCTb IN30COMasIbHOM KUCOW a-TNIOKO3MAa3bl, YTO NPUBO-
AUT K cTabunmnsaLumm nnm BOCCTaHOBAEHUIO YHKLMK cepaey-
HOW M CKENETHbIX MbIlWL, (BKNOYaa AbixaTenbHble). JleueHne
npenapaTtoM anroKo3ngasa anbda LOMKHO MPOBOAWUTLCSA
noa HabnwaeHMEM Bpaya, MMEIOLLEro onbIT paboTbl C Nauu-
eHTamu, cTpajallwmmn 6one3Hblo lomne wuan Apyrumu
HacneacTBEHHbIMU METAB0MYECKMMM MU HEMPOMBbILLIEYHbI-
MW 3a60/1EBaAHUSMM.

KnuHnyeckne uccneaoBaHus, NPoBeAEHHble y nauueH-
TOB C MHdaHTUNbHOW dopMon 6one3Hu Nomne, NpoaeMoH-
CTpupoBanu, 4to GapMaKOKMHETUYECKME CBOMCTBA arfito-
Ko3ngasbl anbda NponopLmnoHanbHbl 4O3€ U HE MEHSIOTCS
co BpeMeHeM. [locne nepBon u Wwecton MHPY3nn npenapara
cpeAHas MaKcManbHasa KoHueHTpauua B niasme (C,,,,) Haxo-
aumnacb B MHTepBane ot 178,2 0o 263,7 MKr/mn, a cpeaHsas
nnowazab nog KpMBON 3aBMCMMOCTH KOHLEHTPaLMAa—BpemMs
(area under the curve, AUC) — o1 977,5 00 1 872,5 MKr*y/m.
CpeaHun nna3MeHHbIn KnupeHc (CL) coctasnan 21,4 mn/Kr
B Yac, a cpeaHuMn 06beM pacnpeneneHns B paBHOBECHOM
cocTosHuKn (Vss) — 66,2 mn/Kr. CpegHu nepuod nonysbl-
BefeHus 13 nnasmbl (t1/2) — 2,75 4. PeKkoMeHAoBaHHbIN
peXnM A03MpOBaHMUA anrnKkosnaasbl anbda: 20 Mr/Kr
Maccbl Tena OAuH pa3 Kaxable 2 Hej B BUAe BHYTPUBEHHOM
MHDY3UK, KOTOPbIE CleayeT NPOBOAWUTL C NOCTENEHHbLIM yBeE-
NIMYEHNEM CKOPOCTH BBeAEHNUSA nNpenaparta [6].

AddpeKTuBHOCTL P3T 3aBUCUT OT GOPMbI U cTaaumn 3a6o-
NeBaHus: AN NOAyYEeHUs NyYLKMX pe3ynbTaToB BaxKHO Hauu-
HaTb NeYeHMe KaK MOXKHO paHbwe. lpu MnageH4YecKown
dopme 3aboneBaHus Haubonee 6GnaronpuUATHble pPe3yib-
TaTbl AOCTUTHYTbI NPW Hayane Tepanuu B paHHEM BO3pac-
Te — [0 pa3BUTUS 3HAYMTENbHOrO NOBPEKAEHUS CKENETHON
MycKynatypbl. 3dPeKTUBHOCTL P3T 3HAUYMTENBHO HUKE NPU
no3aHuX crtaguax 3abofieBaHus, Korga oO6lIMpHas BaKyo-
NM3auna M 3aMelleHne UHTEPCTULMAaNbHON TKaHbo NPUBO-
9T K Heo6paTMMOMy MOBPEXAEHMIO MbIWEYHbIX BOSIOKOH
W CTPYKTYPbl TKaHEMn, XOTs HEKOTOPOE yny4leHWe MOTOPHOM
W OblXaTeNbHOW QYHKUMU MOXKET ObiTb AOCTUIHYTO U B CNy-
yae nNo3gHero Havana nedyeHus [7]. Y HEKOTOpbIX 60SbHbIX
HabOAATCA 3aMETHbIE KIIMHWUYECKUE YydLEHUs, Yy ApY-
rMX — OTBET Ha Tepanuio MUHUMaNbHbIA. PedynbtaTbl Npu-
MeHeHua P3T y rpyaHbix aeten ¢ 6onesHblo Momne xapak-
TepuaytoTcs:

°  yBEJMYEHWEM MPOAOCIKUTENBHOCTU HKMBHU U YyMEHbLUE-

HMem noTtpebHocTn B UBJT;

® Jle4EHMEM WAN NPODUNAKTUKON YrpoXKalolWmnX XHKU3HK
NposiBIEHNN 6ONESHY;

° nNpuobpeTeHMEM HOBbIX ABUraTENbHbIX HABbIKOB;

° yBE/MYEHWEM WM MOALEpP)KaHMeM MnapaMeTpoB pocTa

B npeaenax BO3PacTHbIX HOPM.

Y pgeTen crapliero Bo3pacta M B3pOC/blX OTMevaeTcs
ymeHblueHne notpebHoctn B MBI, yBennyeHne dopcupo-
BaHHOW €MKOCTU JIEMKMUX, BO3pacTaHne MOBWUSIbHOCTU U Cro-
COBGHOCTM nepeaBuraTbCs, O6peTeHne yTpayvyeHHbIX ABUra-
TeNbHbIX HABbIKOB, YBE/IMYEHME MacChbl Tefla B COOTBETCTBUM
C BO3PacCTHOM HOPMOW, yNy4llEHME KayeCTBa XU3HMU.

Mo peaynbrataM KAMHWYECKOro MCCNeAoBaHUs, B KOTO-
poe 6bln BKIOYEH 21 pebeHok (3-43 mec, MeauaHa
13 mec), 44% nauuneHToB, nonyyawowmm P3T, He noTpebdo-
Banacb MHBa3WBHasa pecnupatopHasa noaaepxka, y 100%
60/bHbIX YMEHbLUMICS WMHAEKC MacCbl MMOKapaa fieBoro
enyaoyka, 62% — npuobpeny HoBble MOTOPHbIE HaBbIKW.
o cpaBHEHUID C PETPOCMNEKTUBHOM KOroOpTOM MaLMEHTOB,
He MnonyyaBLKX CNeLndUYECKOro NeYeHns, PUCK CMepTH
CcHU3UNCA Ha 79% (p < 0,001), a pUCK MHBA3UBHOW BEHTHU-
naumm nerkmx — Ha 58% (p < 0,02) [2]. PaHHee Havano 3T
B BO3pacTe A0 6 Mec npu mnageH4Yeckon dopme 601e3HM
lMomne, No cpaBHEHMIO C Ha4YanoM cneuuduyeckon Tepanum
B BO3pacTe 6-36 Mec, nokasano 60nee BbICOKyO adpdeK-
TUBHOCTb. TaK, BbXXMBaemMoCTb B TedyeHue 1 roga coctaBu-
na 100 u 73%, uHBa3MBHasa pecnupaTopHas noadepKa
He notpeboBanacb 83 1 50%, yMeHblUEHWE UHAEKCa MacChl
MWOKapaa neBoro xenyagoyka — B 100 u 87%, BocctaHoBe-
HUE U pa3BUTUE MOTOPHbIX HaBblKOB — B 72 1 40% cny4yaes,
COOTBETCTBEHHO [8].

Ha Tepputopun Poccuickon depepauumn depmeHTo3a-
MECTUTENbHbIN NpenapaTt, PEKOMeHA0BaHHbIN Npu 601e3HK
Momne, B HacTosillee BpeMs 3apernctpupoBaH, OAHaKo,
60ne3Hb [lomne He BKAOYEHa B CAMCOK 24 opdaHHbIX
6one3Hen, 4To co3gaeT Npobsembl C 3aKynKoW npenapara.
HecmoTps Ha TO, YTO YKa3aHHbIN METOA ABNSETCS €ANHCTBEH-
HbIM CrNeundrUYecKnM CnocoO60M NeHEeHUA 3TOro TAMESOro
3a6oneBaHns, HeE06X0ANMMO NOMHUTb, YTo P3T y AeTen npu-
MEHSETCS MO BUTa/IbHbIM MOKa3aHUAM.

B Kapanonornyeckom otaeneHnn Hay4yHoro LeHTpa 340-
poBbs geten ¢ 2011 no 2014 r. o6¢cnegoBanuch M nosydyanu
neyeHne 6 geten (4 ManbyuKa, 2 OEBOYKM) C MIadeH4e-
CKOW dpopmon 6onesHu lMomne, KOTOpPbIM OAHUM M3 NEPBbIX
B Poccumn 6bina Havyata P3T nytem BHYTPUBEHHOro BBeE-
[EHUS PEKOMOMHAHTHOM KWUCMOW [NOKO3MAa3bl YenoBeEKa
(anrnoko3naasbl anbda). B HacToslee Bpemsa npoaosKatot
Habnopatbesa 3 geTen.

MpruBoaNM COBCTBEHHOE HabNOAEHME.

KNMHUYECKHUHA CNYYAR

PebeHoK 3., oT 2- 6epeMeHHOCTH, MpoTeKaBllen 6e3
OCNOXHeHu. Mpu NnaHOBOM YNbTPaA3BYKOBOM WUCCefoBa-
HUM Nofa Ha 22-23- Hef BbiIBIEHaA rMNepTPoPUa CTEHOK
cepaua. Poabl camocTtosaTenbHble, B CpoK. Npu npoBeaeHumn
AxoKI B Bo3pacTe 5 gHEN COXpaHANMUCb NPU3HaAKK rMnNepTpo-
du1M MMOKapda (3aaHASA CTEHKa neBoro xenygoyka, 3CJK —
5,5 MM, MexKenygodkoBas neperopoaka, MMM — 5,7 mm),
Ha IKI — BblpaxKeHHOE HapylleHne npoLecca penonaspuaa-
UMK MUOKapaa, runeptpoduna MmoKapaa. Bpayamu no mecty
WUTENbCTBaA AaHHble U3MEHEHUS cepAla pacleHeHbl Kak
NOCTMUOKapAUTMYECKasn runeptpodus MmoKapaa.

C BospacTta 1,5 Mec MaTepblo OTMEYEHbl MOosBIEHME
W HapacTaHue LMaHOo3a HOCOry6HOro TpeyrosbHuKa, BSIO-
CTW, yTeps HaBbIKOB (AeBOYKa nepecTana yaepKuBaTtb rono-
BY, XBaTaTb UrpywWwKHn). B anHamumke, no gaHHbIM IXoKI, oTme-
YEeHO ObICTPOE YyBEMYEHUE BbIPaAXEHHOCTU TMNepTpodun
CTEHOK neBoro xenyaodka (3CJTHK 9 mm, MMKIT 12 mm).
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PepKkue 6onesuHu

B BospacTte 3 mec pebeHOK BnepBble NOCTYNUA B Kapano-
norunyeckoe otaeneHne ®rbHY «HayyHbI LEHTP 340POBbS
[eTel» B TAKENOM COCTOSIHUM C AMArHo30M rMnepTpopUyecKon
Kapavomuonatuu. MNpu ocMoTpe o6palLanu Ha cebst BHUMaHWe
runoTpodus 3-m CTeneHn, Makpornoccus, LLMaHo3 HOCOry6HOro
TpeyrofnbHUKa, rMnepruapos, nepudepuyeckne OTEeKM, CTOHY-
Lee AblxaH1e, BblpaxeHHbIV cepaeyHbli rop6, renatomeranms;
NePKYTOPHO: pacllMpeHne rpaHunL, cepaLa, ryxocTb cepaeyHbIX
TOHOB, TaxuKapana Ao 190/MuH, AblXxaHWe KECTKOE € y4acThuem
BCrioMoraTtenbHOM MyCKynaTtypbl, TaxunHo3 o 60/MuH, caTy-
pauuns kucnopoga 82%. fonoBy He yaeprKMBaeT, COCeT BSANO,
rnonepxmBaeTcs, KpUK cnabbln (puc. 1).

[laHHble NpoBeEeHHOro o6¢cnefoBaHus

OXOoKI: BblpakeHHas runepTpodus CTEHOK cepaua
(BCJTX 13 mm, MMKIT 15 MM), cHUXKeHWe dpaKunn BbiGpoca
NeBOro Xenyaoyka 4o 27%, noaTeepaaemble npusHakamu
neperpysku nesbix otaenos cepaua npu KT (puc. 2 A, 3).

PeHTreHorpamma opraHoB rpyaHON KIETKM B MPSIMOK
MpoeKynn: KapavoMeranus, KapauoTopakalbHbld MHAEKC
78% (puc. 4 A).

B 6uoxummndeckom aHanmse kposu: ANT 153 Ea/n, ACT
288 Ea/n, NAr 1410 Ea/n, KOK 1582 Eg/n, KOPK-Mb
19,1 Hr/mn, NT-proBNP 17859 nir/mn.

YauTblBas KAMHWYECKYIO KapTUHY 3aboneBaHusi, obHa-
PYKEHHble M3MEHEHWUs Npu NabopaTopHOM U WMHCTPYMEH-
TanbHOM AMArHoCTMKe, 3anofo3peHa MnageHvyeckas popma
6onesHu Momne. na NoATBEPKAEHUS AnarHo3a onpeaene-
Ha aKTMBHOCTb anbda-D-rnioKo3ngasbl B KPOBMU, YPOBEHb
depmeHTa coctaBun 2,2 HM/mr B 4ac. BeinonHeHa OHK-
OnarHocTuKa, obHapyxeHa mytauusa c. 875 > T reHa GAA
(nccnegoBaHWe NPOBOAMAOCL B flabopatopum MONEKynsp-
HO-reHeTuyeckon auarHoctukn ProHY «HU3O»). AunarHos
60ne3Hu Momne 6bl1 NOATBEPIKAEH.

B BospacTte 4 mec Havyata 3T npenapatom anrntoKo3u-
nasbl anbda B fo3e 20 Mr/Kr B TeyeHue 14 aHen; napannenb-
HO MPOBOAMNACb KOPPEKLMSA cepAevyHOM HedoCTaTO4YHOCTH
(BMYPETUKM, aHTUaApPUTMMUYECKMe npenapatbl, MHIMOUTOPLI
aHrMoTeH3WHNpeBpalwatouero dgepmeHTta, [-610Katopbl).
[na ycTpaHeHus W NpeaoTBpalleHus 3aCTOMHbLIX SBAEHWUH
B NIEerKMX OcCyllecTBAsNacb 4actas caHauus HOCOIIO0TKM
M BEPXHWUX AblXaTeNbHbIX MyTen; pebGeHOK mnonyyan Kypchbl
Maccaxa W nevyebHOW GUIKYIbTYpbl, PpU3MoTEepaneBTUye-
CKkue npoueaypbl. C Lenblo NpefoTBpalleHns acnupaunm u
YYUTbIBaS BblPaXKEHHYO rMNoTPoOdUio, 06yCIOBAEHHYIO UMe-
loulenca aucdarven, ang KOpMIeHUss BbICOKOKaNOpUMHbIMK
CMeCsIMM UCMONb30BasICs Ha3oracTpaibHbIA 30HA.

Ha d¢oHe npoBOAMMOro KOMMAEKCHOro feyeHus
(20 nHPy3nn anrnoKko3naasbl anbda) oTMeYeHa MOSIOKHU-
TeNbHas AMHaMWMKa B BWAe NOBbIWEHUS dpaKumMK BbIGPO-
ca neBoro enygodyka Ao 53%, YMEHbLUEHWS TOLWM-
Hbl CTEHOK MWOKapaa nesBoro enygodka (3C/IK 12 wmwm,
MMM 11 mm) (puc. 2 B), yMeHblUEHUS KapaAnoTopaKaibHO-
ro MHAEKCa Ha peHTreHorpamme OpraHoB TPYAHOM KIETKM
00 60% (puc. 4 b), CHUKEHWS YPOBHSA MO3rOBOr0 HaTpunype-
Tnyeckoro ropmoHa (NT-proBNP) no 1200 nr/mn. lNMpubaBKa
B Bece coctaBuaa 3000 r. iItHaMuKa nokasaTtenen TONLWNHbI
MWUOKapaa NeBoro xenyaoyka, ypoBHeh NT-proBNP n KOK
B Nna3Me npegcraB/ieHa Ha puc 5.

MepBble pe3ynbTatbl cneundUYecKoro ne4YeHuns, NpoBo-
AMMOro B TeyeHue nonyrofa, NoKasanu ynydleHue rncuxo-
MOTOPHOIO Pa3BMUTUSA: MOBbLICUACA MbILEYHbIN TOHYC, YBENU-
yunacb ABUraTenbHas akTMBHOCTb pebGeHKa. [leBo4YKa KMBO
WHTEPECYETCH UIPYLIKaMW, YOEPXKMBaET UX MPOACIKUTENb-
Hoe Bpems, cTafa nepeBopavyMBaThCs, YAEPHKMBaTb ronoBy
(puc. 6). bBuoxmmunyeckune nokazaTenu NpPU 3TOM CYLLECTBEH-
HbIX UBMEHEHMI He NpeTepneny.

Puc. 1. NauneHTka 3., 3 mec.
[uarHos: «<bonesHb Momne,
MnageH4yecKkas dopmar

OBCYXAEHME

MpencraBneHHbIA KK-
HUYECKUIN CcnyyYanh AEeMOH-
CTPUPYET CIOXKHbIA NyTb
K [OuMarHosy w nocnemy-
lolemMy Jfie4yeHuto pebeH-
Ka. CneayeT y4uTbiBaTb
BEPOATHOCTb 3TOM THAME-
JIOW natonorum npu Bbl-
ABNEHUN  TUNepTPpoOPUMn
MWOKapaa y njoga wau
B NepBble MEeCsLibl }XU3HM.
B npeactaBneHHom cny-
yae pebeHOK C poXaeHus
Hab6aganca neanaTtpom,
¢ 1,5 mec — Kapauono-

lNpumevyaHune. PebeHoK
He yaepXMnBaeT ronosy
npv TpaKLMKU 3a PyKH.

Puc. 2. Oxokapavorpamma (4-kamepHas no3nums) naumeHTkn 3.
[OunarHos: «<bonesHb MNomne, MnageH4yeckas Gopmar

lMpnumeyvanme. A (ncxopHasn): MM 17 mm, 3CJXK 15 mm (sHBapb,

2013); b (nocne 20 nHobyaun ©3T): MM 11 mm, 3CJTHK 12 mm
(Hos1I6pb, 2013).

Puc. 3. dneKTpokapanorpamma nauneHTky 3. narHos: «<bonesHb
Momne, mnageH4yeckaa dopmar»

lMpumeyvaHue. NMpuUsHaKu Nneperpyskn MMoKapaa NeBblx 0TAeNoB
cepaua, BO3BMOXHO, U NMpaBoro Xenyao4ka.

Puc. 4. PeHTreHorpamma opraHoB rpyaHOM KETKW B NpsiMOK
npoeKLumMun nauneHTkn 3. inarHos: «<bonesHb Nomne, mnageH4yeckas
dopma»

MpumevaHue. BolpaxkeHHas KapaMomeranus. YBenuyeHbl ieBble
1 NpaBble OTAenbl cepaua. A (McxoaHas): KapaMoTopaKabHbIN
MHaeKe 78% (saHBapb, 2013); b (nocne 20 nHoby3unin G3T):
KapanoTtopakanbHbI MHAeKC 60% (HoA6pb, 2013).



Puc. 5. NMauneHTka 3. AunarHo3: «<bonesHb Momne, mnageHyeckas
dopmar»
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lMpumevaHue. lIntHaM1Ka noKasaTenen.

A — TOMLWMHa 3aHeN CTEeHKM MUOKapAa NeBOro XenyaoyKa;
B — ypoBeHb NTproBNP B nna3me; B — cogepxaHne KOK
B nna3me; MK — mexokenyao4KoBas neperopoaka;

K®K — KkpeatnHdocdokmnHaza.
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[OnarHoa: «<bonesHb Momne,
MiageH4yecKasa popmar

roMm, 6blfl KOHCYNbTUPOBaH
HEeBpPONaTonoOromMm B CBSA3MU
C HapacTatoLen rMnoToHuU-
€W, 0HaKO TpaKTOBKa 00-
HapyX€EeHHbIX W3MEHEHUN
6blla HEBEPHOMN.

Mpwn ob6cnenoBaHum
pebeHKa B HayyHOM UEH-
Tpe 300poBbS AETEN U CO-
NnocTaBfleHUU pe3ynbTaToB
nabopaTopHOW AMarHOCTU-
KW (MOBbIWEHME YPOBHEWN
TpaHcamuHas, KpeaTuHdoc-
GOKMHA3bl), KIMHUYECKON
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a TaKXe y4yuTbiBas oTpuua-
TeNbHYI0 AMHAaMKKy NoKa3za-
Tenen B npolecce HabnwgeHus, 66110 BbiCKa3aHo Npeano-
JNIOXXEHWEe 0 Hanuyuu y pebeHKa 6one3Hu MNMomne. [leBoyKa
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nposoaunack ®3T anrntoko3naas3on anbda ¢ NONOKUTENb-
HbIM 3adPpeKToM. O6pallaeT BHUMaHMWE OTCYTCTBME ANHAMUKHM
OGUOXMMUYECKUX MOKa3aTeNen: ypoBHM TpaHcaMMHa3 U Kpe-
aTMHPOCHOKMHA3bl B Mniasme KPoBM OCTAOTCS MOBbILIEH-
HbIMW, YTO TPEBYET AaNbHENLEro N3YYEHUS N OOBACHEHUS.

lpumevaHue.

Ha ¢doHe npoBeaeHuns
depMeHTo3amMecTUTeNbHON
Tepanuu (20 nHbY3M) pebeHoK
CTan yaep»KuBaTb ronosy.

3AKJ/IIOMEHME

Taknm 06pa3oM, HECMOTPS Ha SPKO MpeAcTaBfiEHHYO
KNMHUYECKYIO KapTWHY, 60ne3Hb 4acTo ocTaeTcs Hepac-
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TUBHOCTbIO [9], NO3BONAIOLLIEN OCTAHOBUTb MPOrpeccupoBa-
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Bo3pacrte [8].
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