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bosiestib lomne — pegroe TAeNoe HacneACTBEHHOE 3a60NEBaHNE, 06YCTOBAEHHOE U3GLITOYHLIM HAKOMIEHUEM TIHKOreHa
B 0praHax i TRaHsX-MHLEHSX BCAEACTBHE MyTaLMK FeHa KUCOH a-ITTIoK03vaaasl. MiafienvecKas (MHpaHT1ALHaN) 1 B3POCAas
popmbl GontesHu Momne XapaKTepH3YIOTCS BOBICYEHUEM B MaTON0MMYeCKHil NPoLEece CepAeyHO-COCYAUCTOM, AbIXATEIbHON
M MbILIEYHOM CHCTEM. B HaCTosLIee BPeMSs €4MHCTBEHHbIM CIELIMPHYECKAM CROCOBOM ieyeHms GonesHy [Tomie SBAseTcs dep-
MeHTO3aMecTUTe IbHas Tepanus (yTem BHYTDUBEHHOTO BBEAEHUS PEKOMBUHAHTHON KMCNOI IIMKO3MAE3b! YeI0BeKa ), apPpekK-
TMBHOCTL KOTOPO# 38BMCHT OT COOKOB Havana Tepanuy. C MOMEHTa BHEPEHUS B rpaKTUKy AaHHONA Tepanum CMepTHOCTL npu
6onesnu lNomne cHuanaack Ha 79%. B Kapamonornieckom oTaeneHnm1 HayuHoro LieHTpa 3/40poBka geten ¢ 2011 no 2014 r.
npoxoaunnu o6enefoBanme 1 nevenne 6 geTesi ¢ nHpaHTUIbHONA GOPMOIt 6oa1e3HH ToMne. B CTaThe OMMCLIBAETCH KIHHHYECKUiT
C/1y4ai, KOTOPbI IEMOHCTPUPYET COBPEMEHHbIE BO3MOXKHOCTY AMArHOCTUKN MELEHIECKOR $opMbi Gonesuu Momie B Poccyn,
a TarKe IPPEKTUBHOE NPUMEHEHHE anlTIioK031Aa3bl ankpa y pebenKa B BospacTe 4 Mec.

Knwuesbie cnosa: GonesHb [loMne, 60/1e3HL HAKONAEHUS, MAaJleHyecKas popma, pepmeHTO3amMecTUTeNbHASA Tepanis.

(MNeanatpudecrasn papmaxonorus. 2014; 11 (5): 93-97)

BBEAEHMUE

bonesHb lMomne — 3aboneBaHue ¢ ayTOCOMHO-peLec-
CHMBHbIM TUMOM HacnefoBaHWs, FeH KOTOPOro KapTMpPoBaH
Ha xpomocome 17g25. OnucaHo Gonee 300 MyTalui AaH-
HOTO reHa. Yactota BCTpE4aeMOCTH NaTonoruu B Poccum
HEW3BECTHa, PerncTpupyioTca NMUIb €4WHWUYHBIE Crydawu,
4TO, BEPOATHO, CBA3AHO C HEAOCTAaTO4HON UHGOPMUPOBAH-
HOCTbIO Bpadei. CymmapHas yactoTa Bcex Gpopm 3abonesa-
HWa pacueHuBaeTcs Kak 1:40000 [1].

MyTauma B reHe GAA npuBOaWT K fedeKTy depmeHTa
KUCnon anbda-rioKo31aasbl U 06YCNOBIUBAET HapylueHne
pacuwenneHna rMUKOreHa U HaKkonaeHue ero B IM30COMax
1 uuTonnasmMe MUoKapaa (COKpaTUTEnLHON 1 NpoBoAdALLen
CUCTEME), CKENETHBIX MbIWILEX W MEYEHW, 4TO NPUBOAMT
K HeoBpaTUMbIM NOBPEXAEHUAM OPraHOB WU TKaHEW 60Mb-

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

HOMO U ONPeAENseT KIMHUYECKYIO KapTuHy 601e3HK Momne
(rnukoreHos lla Tuna) [2].

®dopMbl ¥ KNMHUYECKOe TeueHsne Goneanu Momne

Ans Goneshn Tomne xapaKTepHo Mporpeccupylollee
TeyeHwe. BblaensioT nHbanTUAbHYIO (MnageHyeckyio) dop-
My CO CTPEMMTE/IbHBIM CMEPTENbHBIM UCXOA0M Ha NEPBOM
roAy XHW3HW W B3POCYIO — € ME/IEHHbBIM, HO HEYHIIOHHbLIM
YXyALEHWEM COCTOSIHWA GONbHOTO WM/UNW NpeXaeBpeMeH-
HOW CMepThIo.

HUnpantnnbHan ¢opma. KinHuueckne nposBReHus
60o/1e3HM Yale MaHUGECTUPYIOT B NEpPBbIe MECsLLbl HUIHM.
TaxecTb COCTOAHUSA NaLMEHTOB 06YCNOBEHa KOMIIEKCOM
NaTo/orMYecKMX U3MeHeHWH. Y BeCex feteil oTmevaeTcs
3ajepKa [BWUraTenbHOro pasBUTHSA, yTpaTa NpUoBpeTeH-

Scientific Center of Children’s Health, Moscow, Russian Federation

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 chidren 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

Key words: Pompe disease, storage disease, infantile disease, enzyme replacement therapy.

(Pediatricheskaya farmakologlya — Pediatric pharmacology. 2014; 11 (5): 93-97)
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Peakue 60ne3Hu

HbIX HaBbIKOB. [MapannencHo pasBMBAETCH BbipaykeHHas
U ObICTPO NPOrpeccUpylowas rMNoTOHAA (CMHAPOM BSIOTO
pebeHka, 3anpoKuabiBaHKe ronosbl). HecMoTpa Ha Melwey-
HYIO CnaBoCTb, WKPOHOMHLIE MbiliUbl BLIMAAAT rMnepTpo-
GUPOBaHHLIMY, NPYU NafbnauMm — MJI0THLIMKU. TPYAHOCTU
NP KOPMJTEHUM K [NIOTAHUKU YCYryGnsaioTcs MaKpPOrioceuen
W COYETaINTCH C HEAOCTaTOYHOM NPUBaBKON B Bece.

XapaKTepHbl HapylleHWe fAblXaHUs, 0COGEHHO BO CHE,
pasBuTHe AblXaTeslbHOW HEAOCTATOYHOCTH, YacTele pecnupa-
TOPHble 3a00/1eBaHUA (MHEBMOHMA, GPOHXUT).

3N0KaYeCTBEHHOE TEYeHWe Mpu MNafeH4ecKoi dopme
GonezHu Momne BO MHOrOM OMPefensieTcsl HapyleHUsMu
CO CTOPOHbI CepieYHO-COCYAUCTON CUCTEMBI, KOTOPBIE peiKo
BCTpeyvaloTes y B3poc/bix. MnepTpodus myokapaa Kak npu-
3HaK pasBuMBalollencs rMnepTpodUYeCcKon Kapauomuona-
TN 0BHapPYyMUBAERTCA NPU YNbTPa3BYKOBOM WCC/EfOBaHMM
BHYTPUYTPOGHO MNKU Y peGEHKA C NepBbIX MECALEB HU3HU.
Y AeTel 6bICTPO MPOrPECCHPYIOT MPOSIBNEHWUA CePLeYHOT
HeaocTato4HoCTU. O6pallaoT BHUMaHWE OfbILKA, OTEKM,
renatomeranus, unaHos. Mpu aycKynbTaumn perucTpupyloT-
CA TaxuKapausl, puTM rasiona, rpybblil CUCTONUHECKHUI LWYM
3a CHET 06CTPYKLIMM BLIXOHOMO TPaKTa Henyno4Kos. Yactele
acnupaunoHHble NMHEBMOHWM CMOCOBCTBYIOT NPOrpPeccUpo-
BaHWIO CepaevyHON HEAOCTAaTOHHOCTH.

TeveHne mnageHveckoil GopMbl 3a6onesanns 6e3 npo-
BeAeHWUs1 pepmeHTo3amecTuTenbHoM Tepanuu (H3T) npu-
BOAMT K NIeTa/lbHOMY WCX0AY OT CEPAEYHOW WAW CepaeqHo-
Nero4YHoM HeJoCTaTOMHOCTH; CPEAHMI BO3PacT Ha MOMEHT
CMEPTH, NO AaHHLIM NUTepaTypsl, coctasnaeT 8,7 mec [3].

B3pocnas ¢opma. Cumntombl 6onesHu Momne MoryT
NosABUTLCA B JII060M BO3pacTe, NP 3TOM OCHOBHLIE U3 HUX —
NpoKcrManbHas MbllledHas cnabocTb, HapylWeHUe MoXoaKH,
MblleyHas 60/b, TPYAHOCTM NPWU NogbemMe Mo necTHULE,
4acTbie nageHusi. boneaHb 0BLIMHO NPOsBASETCA Mporpec-
CUpYIOLIEN CNaGoCTbio MbIlWL TA30BOTO M0Sca, CAMHANBHO-
ro otgena. Bo3mMOXHO pazBuUTME CUMIMTOMATUKM NEroyHow
TUNEepPTEH3UU C NPaBOMXENYJOYKOBOH HELOCTAaTOHHOCTbLIO,
YCUIIMBAIOWENCS B HOYHbIE YAChl, YTO CBA3AHO C NMMNOBEH-
TUNSILMER W3-3a NPOrPECCUPYIOWEr0 HEepPBHO-MbILIEHHOrO
nopameHus fimacdparmbl. XapaKTepHbl OPTOMNHOS, OAbILL-
Ka NMpu QU3MYECKOW Harpyake, pecnupaTopHble WHbEK-
Uunu, AHEBHAA COH/IMBOCTb, YTPEHHAN rofloBHas 6O0Nb, HOY-
Has TUNOBEHTUNALUWSA, AblXaTeNlbHas HeAoCTaTO4HOCTb pu
OTCYTCTBUM KapAMOMEranuu. 3aTpyaHEeHHOE XeBaHue WU
€nabocTb 4ENMOCTHON MYCKYNaTypbl C€O3AaioT TPYAHOCTH
NPW KOPMAEHUK W TNOTaHWKM WU 06YCNOBAMBAIOT OTCTaBa-
HWEe B PU3NYECKOM pasBUTUW, CHKeHMe Beca. B oTauume
OT MNajieH4eCcKON Npu B3pocnoi Gopme KapanoMuonaTus
BCTpevaeTcs peako (B 30% cnyyaes) M MOMKET NpeacTaBnaTh
Cly4aiHylo HaxoaKy npu o6cnefoBaHuu No MOBOAY MbILEY-
HOW cnaboctn. XpoHUuecKas cepaeyHas HEefoCTAaTOMHOCTb
pa3BUBaeTCa MEANEHHO, TOAaMH, ANUTENbLHO MOXET UMeTb
naTeHTHLIA XapaKTep. [enaTtomeranus oTMEYaeTcs ropasgo
pexe, TaKk Me Kak v Makpornoccusi. TpemaeBpeMeHHas
CMepTb GONbHbIX HaCcTynaeT OT CepaeyvHO-NerodHON Heao-
CTaTOUYHOCTH.

Anarnoctuka

AunarHoctnka GonesHu lMomne BHIWYAET AeTanbHbIN
aHaMHe3 KaK CeMbM (Crydan CMepTM B paHHem Bospac-
Te, MMONaTUMKU U T.A.), TaK W 3a60NeBaHNA C Y4ETOM AaH-
HbIX 06CNenoBaHns B Nepuod BHYTPUYTPOGHOro passuTus
(rMnepTpodua MHoKapaa, HapylleHns puTma cepaua y nno-
Ja). B cnexTpe KNUHUYECKKX NPOABAEHUI 06palLaeT BHUMa-
HWe JOMUHUPYILas MblllevHas cnabocTb, yTpaTa HaBLIKOB
M/WIK CepaeYHo-NerouHan HegoCTaTo4HOCTb U, YTO BAXHO,
Co4eTaHne 3TUX NPOAB/IEHWHA C NOBLILIEHUEM B KPOBK YPOB-

Hel KpeatnHdochoknHasbl (KOK) u nakTaTtaernpporeHass
(IAr). Han6oree BhICOKas aKTMBHOCTb hepMeHTa, KaK npa-
BWIO, Habntofjaetcs npu mnageHd4ecKon dopme GonesHu
Nomne (go 2000 ME/n).

JanbHeAwne aeAcTBUS Bpada AOMKHLI GbiTe Hanpas-
NeHbl Ha o6cnejioBaHue NalWeEHTa C y4acTUeM KOHCYNb-
TEHTOB (KapAuonora, HEBPOJOra U fp.) ANS OnpeaeneHus
NMOGLIX MOTEHUMANbHLIX NPUYUH OGHAPYMEHHLIX HKITMHW-
YeCKUX HapyweHuin. 06A3aTenbHO NpPoBeAeHHE WHCTPY-
MEHTaNbHbIX WCCrefoBaHWin: axoxaparorpammbl (3xoKr),
aneKTpoKapanorpammbl (3KI), peHTreHa rpyHON KIETHM,
3NEKTPOMUOTPAaDHUM, U3YYEHUE KPOBU (YPOBHU KPEaTUHKK-
Has3bl B MJa3Me, anaHuH- U acnaprataMuHoTpaHcdepass
(ANIT/ACT), N4l v pp.

Y #eten ¢ Kaparomuonatuei, no aanHbiM JKI, xapax-
TEPHbI TIPU3HAKKU NEBOMENYAO4KOBOW WAW GUBEHTPHKY-
NAPHON TUNEPTPODUN MUOKAPAE, BbICOKMI BONBLTAX KOM-
nnekcoB QRS u 3y6uoB T, yKOpPoueHHbIM WHTepsan P-R;
HapylwieHua penonspusauldu B Buie LEMNPECCHU, peme
nogeema cermeHta ST U CUMMETPHYHOM WMHBEPCHMK 3y6-
ua T npeumywiecteeHHo B |, Il M NeBbiX rpyaHbIX oTBege-
Huax. Tpu B3pocnon dbopme MOryT HabmoaaTbCa CUHAPOM
Bonbda—MNapKkuHcoHa-Yaiita (CuHapom WPW) 1 atproBseh-
TPUKynsipHas 6iokaga | uin li crenenn. Ha pentreHorpamme
0praHoB rpyAHON KNETKM onpejesnsieTcs apoBUAHON GOpMbI
TeHb cepalla U YCuneHUe COCYAMCTOTO PUCYHKA NErkux, Npu
3xoKI — TUNepTPOdUA MHOKapaa, YMEHBLIEHWE MONOCTH
HENYA0UKa, MPU3HaKKM 0GCTPYKLIMKM BLIBOAHLIX OTAE/IOB (Kap-
THa runepTpodUYecKoi Kapguomuonatvu). lMnepTpodus
MHUOKapga 4acTo KOHLEHTPUYECKas (CUMMETPUYHas), pexe
ACUMMETPUYHARA C NPEUMYLIECTBEHHOM rMNEPTPOdUei Mex-
HENYA0HKOBOW Neperopoaxu. Mpu Hanuimm acuMmeTpUYHOM
CenTanbHON rUNepTPOdUn HEPEAKO GUKCHMPYeTCA nepegHe-
CUCTONNYECKOE ABMKEHME CTBOPKM MUTPA/IbHOTO KianaHa,
anpu gonnneporpapun perucTpupyeTes rpaaneHT AaBaeHus
Mey aopToi 1 NEBhkIM MenyaoyKoM. Hapsay ¢ runeptpo-
buedi nesoro wenyaouKa Npu MAaIeHYecKoN HopMe YacTo
OnpefenseTca runepTpodua CBOGOAHON CTEHKU NpPaBoro
HeNyAoqKa W yBeNMYEHUe ero KOHTPaKTUIbHOCTH.

Ans nogTEepHAEHWA [MArHO3a BAKHO OLEHMTb AKTUB-
HOCTb pepMeHTa KUCNOW anbda-rioko3nuaass (GAA). PaHee
B KayectBe GMOJIOTM4ECKOTO MaTepuana WCrnoAb30Bany
HYNIBTYPY KOXHBIX $ubpobnactor (KK®), GuonTaTt mMbiwl, umm
nevyeHu. B HacToswee BPeMs NPUMEHSIOT MUHUMANbHO MHBa-
3UBHbIE WCCNEA0BaHMA MO MEeToAy CYXMX MATEH KPOBM, YTO
NO3BONAET NPOBECTH KOSIMHECTBEHHOE ONpPeaeneHne aKTUB-
HocTH depMenTa [4]. Mpu CHUKEHWU ypoBHS GAA ocyllecT-
BAAOT MONIEKYNAPHO-reHETUHECHOE MCCNeoBaHue Ans Bhisis-
NEHUST MyTaLMK B TeHe KUCNOH ManbTasbl, B TOM Yucne ans
YCTaHOBNEHWS HOCUTENbCTBA (Cembs/cubebl). OnpepeneHue
MYTaLMM MOMET UMETb ¥ NPOrHOCTUYECKOE 3HAYEHUe.

AuddepeHumanbHans gUarHocTMKa

Muonatuu.

3aboneBaHuA LEHTPaTbHOR HEPBHOW CWCTEMbI (Taso-
BO-nfie4eBas MUONaTUf, MUOAWCTPOdDUKU [IOWEHHE M
Bexkepa, cnuHanbHas aMuoTpodus, nonrMmnozunT),
Boneanb JaHoHa (rnukoreHos lib Tuna).
KapguomuonaTum apyroit atvonoruu.

MporHos
3aBuCHT OT BO3pacTa MarudecTauum 3aboneBaHus,
Hayana npoeegeHua O3T.

Nevenue
AnnTenbHbli Nepuos BpeMeHH oKkasaHue MeANLMHCKOM
nomoLn nauneHtTam ¢ 6onesHeto Momne orpaHMYMBanocs
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CUMMTOMATUYECKUMU MEDAMM, HAMNPABAEHHLIMU Ha Kynupo-
BaHne NPOAB/IEHUIA CEPAEYHO-NEro4HON HEenoCTATOYHOCTH
[anypeTurm, B-Bnokatopsl, MHMMOUTOPLI aHMMOTEHIUHNPEB-
Pallalowero pepmeHTa, UCKYCCTBEHHAS BEHTUAALMS ErKUX
(MBIM), TpaxeocToMus] U MMONaTHHecKoro cuHApoMa (neqe6-
Has GU3KyNLTYpa, Maccar, rMMHacTuKa). Nposoaumas Tepa-
NS B 3TOM cnyvyae Mos3eonsna Nuils BPEMEHHO YryylaTh
Ka4eCTBO MM3HW, HO He crocobHa 6bila U3MEHWTL TeUeHUe
3ab6oneBakus.

EAMHCTBEHHBIM  chneunduuecKkuil  crnoco6 nevyeHus
6onesHu Momne — 3o ®3T, HanpasneHHas Henocpea-
CTBEHHO Ha nepBUYHbLIA AedexT metaGonmaMa. B Hacto-
filllee BpemM#A BO3MOMHa naTtoreHeTWdyeckass 3T nyrem
BHYTDUBEHHOIO BBEAEHWA PEKOMOBUHEHTHON KWCHON Mio-
KO3KAasbl Yenoseka (anrnioKkosngasa anbda, Marwo3zaiim,
Hxensaliv, Benbrus), KoTopas BocnonHseT OTCYTCTBYIOWMA
Wi HefocTalollmi GepMEHT U TaK e, Kak Kucnas ancda
MIOKO3KAa3a, pacluennaeT MMKOreH A0 IoKo3b I3, Bl
AnrnioKosugasa anbda npeacrasnseT co6oi PEeKOMOUHaHT-
Hyto GOpMY YenoBEeYeCcKoi KUCoi -TNOKO31gasbl U NPoU3-
BOAMTCS N0 TEXHONOTUM peKOMGHUHaHTHON JHK ¢ uenonb3o-
BAHWEM KIETOUHOW Ky/bTYPhl AMYHMKA KUTAHCKOrO XOMSIKA.
YCTaHOBNEHO, 4TO anrioKo3Masa anbda BOCMONHAET aKTUB-
HOCTb /IN30COMANLHON KUCNOH a-TNIOKO3UAA3kI, YTO NPUBO-
AWT K CTabUAM3aLNN WM BOCCTAHOBNEHUIO bYHKLMK cepaey-
HOM W CHENETHLIX MbILLL (BKAOYaR AbixatensHele). JleyeHue
npenapaTom anrnioko3ngasa anbda A0/MKHO NPOBOAUTLCS
noa HabnioaeHneM Bpaya, MMEIOWEro oMbIT PaGoThl ¢ nauu-
SHTaMy, cTpajanwiMu GonesHbto Momne wan Apyrimu
H&CNEACTBEHHBIMU METAGONUYECKUMU UK HENPOMBILIEYHbI-
MK 3a60neBaHUAMM.

KnvHudeckune uecnegosanms, nposeaeHHble y nauuex-
TOB € MHBAHTUIBHOI dOpMOoi GonesHn Momne, NpoAEMOH-
CTPMpOBanK, 410 papMakoKMHETUYECKUE CBOWCTBA anrmnio-
KO3WJasel anbha NponopuuoHansHbl A03e M He MEeHSIoTCH
co BpemeHeM. [ocne nepsoit U WwecToit MHby3uK npenapata
CpeaHAn MaKCUManbHas KOHLEHTpaLWs B nnasme(C,,,) Haxo-
Annack B uHTEpBane ot 178,2 no 263,7 MKr/mMJ1, a cpeaHss
MolaAb Noj KPUBOI 3aBHCUMMOCTU KOHLEHTPaLMA —Bpems
(area under the curve, AUC) — 01977,5 00 1872,5 MKr*u/mn.
Cpenuuii nnasMeHHbIi Knupetc (CL) coctagnsin 21,4 mMn/Hr
B 4ac, a cpegHuid o6bem pacnpegeneHus B pPaBHOBECHOM
cocTosHmuu (Vss) — 66,2 mn/Kr. CpegHuil rnepmog nonyBbil-
BeleHna u3 nnasmbl (t1/2) — 2,75 4. PekoMeH[oBaHHbIN
PeXnM [103MpOBaHUS anrnioKko3ugassl anbda:; 20 MI/Kr
MaCChl TeNa OAWH Pa3 Kam/ble 2 Hef B BUAE BHYTPUBEHHOM
MHbY3MKM, KoTOPbIE CieayeT NPOBOAMTL ¢ NOCTeNEHHbLIM yBe-
NIU4EHNEM CKOPOCTU BBEAEHUS npenapara [6].

OddeKTuBHOCTL P3T 3aBUCHT OT dopMmebl U cTaguK 3a6o-
NEBaHUA: ANA NONYYEHWUS JIYHLIMX PE3YNLTATOR BAKHO HauM-
HaTb NledeHue Kak MOMHO paHblie. Mpu MaageHYecKon
dopme zabonesaHus HaubGonee BnaronpusTHble pPesynb-
TaTkl QOCTWUIHYTLI NPU Havase Tepanuu B paHHeMm BO3pac-
T€ — [10 Pa3BUTHA 3HAYMTENBLHOIC NOBPEHAEHNUA CKENETHOM
Mycrynatypbl. IQPEKTUBHOCTE D3T 3HAYUTE/IbHO HUMMKE npu
NO3AHKUX CTapuaAx 3aGoneBaHus, Koraa OBUIMPHas BaKyo-
7M3aL1s W 3amelleHne HTEPCTULMaNnbHON TKaHbI0 NPUBO-
AAT K HEOBPaTMMOMY MOBPEMAEHWIO MbILIEYHbIX BONOKOH
1 CTPYKTYDPbl TKAGHEH, XOTA HEKOTOpOe yiydlleHWe MOTOPHOM
W AbIXATENbHON QYHKUMM MOMET BbiTh AOCTUTHYTO W B cny-
Hae NosgHero Hayana neveHus [7]. Y HeKoTopbiX GOJbHLIX
HabnogalTea 3aMeTHblE KIMHUYECKUe YAY4LWEHNUA, ¥ ApYy-
TMX — OTBET Ha Tepanuio MUHUMaNbHbIA. PesynLTaTh npu-
MeHeHWss O3T y rpyaHbIX peteil ¢ 6onesHbio Momne Xapak-
TEPUIYIOTCSH:

YBENMYEHUEM NPOLOMKHMTENBHOCTHA MW3HW U YMEeHbLUe-

Hhem notpebHocTu B NBJT;

JledeHemM unu npodunaKkTUKo YrpoOXalloWwmx »u3aHu

NPosiBNEHNI GonesHu;

NproGpeTeHneM HOBbIX BUraTeSIbHbIX HaBbIKOB;

YBE/IMHEHUEM WNU NOAJeKaHUEM MNapameTpos pocTa

B Npejeniax BO3pacTHLIX HOPM.

Y peTeit cTapwero Bospacra u B3POCNkIX OTMeYyaeTcs
yMEHblleHne notpeGHocT B UBJI, yBenuyenue $opcupo-
BaHHOW EMKOCTW NIETKUX, BO3pacTaHe MOBHALHOCTH 1 cno-
COGHOCTW nepeaBuraThcs, oGpeTeHmne YTP@4YeHHbIX [BUra-
TENbHBIX HABLIKOB, YBENIMYEHNE MACChI Tena B COOTBETCTRUM
C BO3PACTHOW HOPMOI, YNYYLIEHME KAYECTBA KU3HM.

Mo pesynstatam KaMHWYecKoro ucecnefoBaHusa, B KoTo-
poe Obin BKAlOYeH 21 peGeHok (3—-43 mec, meguaHa
13 mec), 44% nauueHToB, nonydvawouwmm 3T, He notpe6o-
Banacb WHBasMBHan pecnupaTopHas NoagepKa, y 100%
BONbHBIX YMEHLIUMACH WHAEKC MacChl MWUOKapaa nesoro
enyaoyka, 62% — npuobGpenu HoBbie MOTOPHbIE HaBbIKK.
Mo cpaBHeHWIO C PeTPOCNEeKTUBHOM KOFOpTOX MauueHTos,
HE MONy4aBUKX CMELUOUYECKOro NEHEeHWs, PUCK cMepTH
CHM3WICA Ha 79% (p < 0,001), a PUCK MHBA3UBHOI BeHTH-
NALKMK NerkMX — Ha 58% (p < 0,02) [2]. PanHee Hayano ©3T
B BO3pacTe 0 6 Mec Npu MNageHYecKo dopme GonesHu
Momne, No cpaBHEHWID ¢ HaYanoM cneundrIecKoin Tepanum
B BO3pacTe 6-36 Mec, noxkasano 6onee BbICOKYIO addek-
TUBHOCTb. TaK, BbIKMBAEMOCTL B TedeHne 1 roga cocTasw-
na 100 v 73%, wHBasMBHas pecnuvpatopHas nogaepmka
He noTpeGoBanack 83 u 50%, yMeHbLEHHe MHAEeKca Macchl
MUWOKapaa neBoro xenynouka — B 100 u 87%, BOCCTaHORMe-
HWE 1 Pa3BUTHE MOTOPHLIX HABbLIKOB — B 72 1 40% cliy4aes,
COOTBETCTBEHHO [8].

Ha tepputopun Poccuiickoit Pepepaunn bepmeHTo3a-
MECTWTENbHbLIA Npenapat, PeKOMEHJ0BaHHbIA NpK B0Me3HU
Momne, B HacTosillee Bpems 3aperucTpupoBaH, ofHaKo,
6one3Hb Momne He BHAWYeHa B CMHUCOK 24 opdaHHbIX
BonesHel, 4To co34aET NPOGNEMBI G 3aKynKoW npenapara.
HecmoTps Ha 1o, 4To yKasaHHbIi MeTog senseTcs efIMHCTBEH-
HBIM CNELIMDUYECKUM CMOCOGOM NEYEHUS 3TOMO THKENOro
3a6oneBanns, HeoGXOANMO NOMHMTL, YTo B3T y AeTei npwm-
MEeHSAETCS NO BUTaNbHbIM MOKa3aHUAM.

B kapguonornyeckom otaenenmm Hay4Horo ueHTpa 3g0-
poBbA AeTel ¢ 2011 no 2014 r. o6cnegosanics U nonyy4anu
NeveHue 6 peteit (4 manbuuka, 2 [EBOYKM) ¢ MNageHye-
CHOM dopmoit GonesHn Momne, KOTOPBLIM OAHWUM K3 NEePBLIX
B Poccun 6bina Havata O3T NyTeEM BHYTPUBEHHOIO BBe-
AEHUA PEKOMOWHAHTHOM KUCHOM rMoKo3n[a3bl YenoBeka
(anriokoanaassl anbda). B HacTosiliee BpeMs NpojomKaloT
Ha6noaatees 3 geTei.

NpuBoanM coberTseHHoe HabnogeHue.

KNUHUYECKMIA cnyvail

PeGenok 3., oT 2-ii 6epemeHHocTH, nporexaBlein 6e3
OCNoMHeHUH. TTpu NNaHOBOM ynbTpazByKoBOM uccnenoBa-
HWW Nnoga Ha 22-23-i HeA BLIABNEHA rUNepTpodra CTEHOK
cepaua. Pojbl caMocTosTeSIbHbIe, B CPOK. lpu npoBeaexuu
IAxoKT B Bo3pacte 5 gHeil COXpaHANUCb NPU3HAKK rMNepTpo-
buM MUOKapaa (3aHA5 CTEHKA NeROro Henynodka, 3CMK —
5,5 MM, MEHOKENYA0YKOBAR neperopogka, MMM — 5,7 mm),
Ha 3Kl — BhbipameHHoe HapyleHn1e npouecca penonspusa-
Lnn MruoKapaa, runepTpodus MuoKapaa. Bpauamu no MecTy
HMUTENLCTBA NaHHble U3MEHEHWUS Cepaua pacUeHeHbl Kak
NOCTMHOKapAUTHHECKas rMNEepTPOhUS MUOKapaa.

C Bospacta 1,5 mec MaTepbl0 OTMEYEHbI MOsBAEHUE
1 HapacTahue LnaHo3a HOCOryGHOMO TPeyroNbHWKa, BARo-
CTW, YTePA HaBLIKOB (AEBOYKa NepecTana yaepKUBaTh rofo-
BY, XBaTaTb UrpyLIKK). B anHamuke, no aanHbiM 3xoKE, oTme-
HEHO ObICTPOE YBENMYEHWE BhIPAMEHHOCTH runepTpodum
CTEHOK NEBOTO xenyaoHKa (SCIHK 9 mm, MK 12 mm).
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Pepuue 6onesnmu

B Bo3pacte 3 Mec peGeHoK BNEpBbIe NOCTYNMA B Kapauo-
norndeckoe otreneHne GrEHY «HayuHbii LeHTp 3a0poBLA
feTelr B TAKENOM COCTOSHUM G AUarHO30M rUNepTpoprUIECKOM
Kapa1ommonatuu. Mpn ocmoTpe o6paluany Ha ce6s BHUMaHWe
rMNoTpodus 3-# CTENEHW, MaKPOINOCCHS, LIaHO3 HOCOTYGHOrO
TPEYronbHuUKa, runepruapos, nepudepuHecHne OTeKM, CTOHY-
Liee abixaHne, BbiparKeHHbI cepaeyHbli rop6, renatomMeranvis;
NEePHYTOPHO: paclMpeHue rpaHKL, cepaua, MyxocTb CepaeYHbIX
TOHOB, TaxMKapAus 10 190/MUH, AblxaHWe KECTKOE C y4acTUeM
BCMoOMOraTenbHON MycKynaTypbl, TaxunHoa 4o 60/MuH, caty-
pauuna kucnopoga 82%. [on0By He yaepuBaeT, CoCeT BAnO,
nonepxveaeTcs, KPUK cnadbli {(puc. 1).

AaHHble NnpoBefeHHOro 06CcnesoBaHUsA

OXOKI: BbipaMeHHasi runepTpodMa CTEHOK cepaua
(BCTIHK 13 mm, MK 15 MM), cHukenne Gpakumu Bbi6poca
NEBOrO Xenyaouka A0 27%, nogteepxaaemble NpUsHakamu
neperpysKkn nesbix OTAEN0B cepaua npu KT (puc. 2 A, 3).

PeHTreHorpamma OpraHoB rpyAHOH KAETKM B MpPAMOE
NPpoeKLMM: KapauoMeranansa, KapavoTopaKanbHblil MHAEKC
78% (puc. 4 A).

B onoxummyeckom aHanmze kpoem: AT 153 Ea/n, ACT
288 Ep/n, NOI 1410 Eg/n, KOK 1582 En/n, KOK-MB
19,1 nr/mn, NT-proBNP 17859 nr/mn.

YuuTbiBaa HIMHAYECKYIO KapTUHY 3aboneBaHus, o6Ha-
PYyHEHHbIE M3MEHEHWS MpKu NabopaTopHON W UHCTPYMEH-
TanbHOW AWarHocTUKe, 3anojo3peHa MiageHyeckas gopma
Bonesnn Momne. Ans noaTBepsKaeHWs guarHosa onpegene-
Ha aKTMBHOCTb anbda-D-rnioKosmaasel B KpoBM, YpoBeHb
depmenTa cocTaBun 2,2 HM/Mr B yac. BuinonHeHa OHK-
OMarHocTnKa, obHapyweHa MyTauus c. 875 > T reHa GAA
(MccnepoBanWe NPoBOAMNOCH B NaBOPATOPUM MONERYISD-
HO-reHeTHYecKon auarHocTuku OIFBHY «HU3M»). OuarHos
6onesHu NMomne Gbin NOATBEPIKAEH.

B BoapacTe 4 mMec HauaTta D3T nipenapaTom anrnioKo3u-
Aa3bi anboa B 1036 20 Mr/Kr B TeyeHue 14 gHeid; napannens-
HO NpoBofgunack KOPPeKUMUs cepieqHoi HefoCTaTouyHOCTH
{BMYPETUKM, aHTUAPUTMUYECKME NpenapaTbl, MHIMGUTOPSI
aHrMoTeH3MHNpeBpallaolero depmeHTa, P-GnoKatopsl).
Ana ycTpaHeHus W NpeAoTBPAaWEHUs 3aCTOMHbIX SIBREHMI
B NIETKMX OCYyLecTBAsNAch 4Yactad caHalMs HOCOMAOTKH
Y BEPXHMUX AbIXaTeslbHblX NyTer; peGeHOK Nofyyan Kypcbi
mMaccaxa W neqebHON QUIKYILTYPLl, PU3MOTEpaneBTUYe-
CHue npouedypbl. C Lenbio NpesoTBpaweHnd acnpaLun 1
YaMTbIBaA BbIpaXeHHYo runoTpoduio, 06YCIOBAEHHYIO UMe-
lollefics aucharneit, Ans KOPMIEHNS BbICOKOKANOPUIHbIMMU
CMECAMU MCNONL30BANCH Ha30racTpabHbIKA 30H/.

Ha doHe npoBOAMMOro KOMNMEKCHOrO JeYeHHs
(20 vHby3u# anrniokoaugasbl anbda) oTMEYeHa MOMOMMK-
TenbHan AWHaMKWKa B BWAE NOBbIWEHUS GpaKkuuu BbIGPO-
Ca JIeBOro enyfnodka Ao 53%, yMeHblueHus Tonulu-
Hbl CTEHOK MWOKapia NesBoro xenygoyka (3C/HK 12 mwm,
M 11 MM) (prc. 2 B), YMEHBLIEHNS KapaMOTOpaKahHO-
TO MHAEKCA Ha PEHTreHorpamMmme OpraHoB FPYOHOM KAETKM
80 60% (puc. 4 B), CHMMEHNS YPOBHA MO3rOBOMG HaTpuiype-
Tuyeckoro ropmoHa (NT-proBNP) go 1200 nir/ma. MpuGaska
B Bece cocTaBwia 3000 r. AvkamMuKa noKasatenei ToNLMUHbI
MHWOKapda NeBoro XeJsyaodka, ypoeHeit NT-proBNP u KOK
B NNasme npeactas/ieHa Ha puc 5.

MNepBble pesynbTaThl CrneurbUyecKoro NeveHus, npoBso-
AUMOTO B Te4eHWe MoJfyrofia, NoKazanu yaydleHWe neuxo-
MOTOPHOrO Pa3BUTHUA: MOBLICUNCA MbILEYHbIA TOHYC, YBeu-
HYnnace ABUratesibHas aKTUBHOCTb pebeHKa. [eBOYKa KUBO
MHTEPECYETCA WFPYLUKaMK, YAEPKUBAET UX NMPOSOIIKUTENb-
HOE& Bpems, cTana NepeBopayvBaThCH, YAEPHMBATE MONOBY
(prc. 6). BoxnmuUuecK1e NoKasatenu nNpmu 3TOM CYLLECTBEH-
HbIX UBMEHEHWH He npeTepnent.

OBCYX/JAEHME

MpeacTaBneHHbl Kin-
HUYECKWI cnyyalh AemMoH-
CTPUPYET CNOMHLIK NyThb
K AnarHo3y W nocneay-
owemMy neyeHuilo peteH-
Ka. CnegyeT y4yuTbiBaThb
BEPOATHOCTL 3TOM TAME-
NI0OA  NaTtonoruu npu Bbl-
ABfIEHUU  rUnepTpoduu
MWOKapaa y nfaoaa unu
B NepBble MeCSLbl HU3HK.
B npegctasnenHom cny-
Yae pebeHoK C PoMaeHUs
Ha6nojanca neanatpom,
¢ 1,5 mec — Kapguono-

Puc. 1. MauneHTHa 3., 3 mec.
[Auarxos: «BoneaHs Momne,
MnageHdyeckaa Gopmar

o -t
Mpumevarme. PebeHok
He yAlepuBaeT ronoey
Npw TpakLUMK 3a PyKu.

Puc. 2. 3xokapavorpamma (4-kamepHasi AO3ULKMA) NAUMEHTKK 3.
[lnarHos: «bonesHs Momne, MnageH4Yeckan dopmar

Mpumeyanne. A (nexogHan): MMM 17 mm, 3CIMK 15 MM (AHBapb,
2013); B (nocne 20 vHdyauin ©3T): MMM 11 mm, 3CIIHK 12 Mm

(Hos6pb, 201.3).

Puc. 3. GneKkTpoKapanorpaMma naumeHTHu 3. AunarHos: «bonesHb

Momrie, MnagzeH4eckasn dopMmar
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llpumedative. NMpUsHAKN NeperpyaKM MUOKapAa NeBbIX OTAEN0B
CepALa, BO3MOXHO, W Pasoro HenyaoqKa.

Puc. 4. PeHtreHorpamma opraHos IPYAHON KNETKU B NPAMON
NPOEKUMM NaLMeHTku 3. narHos: «boneans Momne, MiageHyeckas
dopmar

[Ipumeyanme. BoipameHHas KapanoMeranus. YBenuueHs! nessie
W npaBbl€ 0TAENk! cepala. A (MICXOfHaR): KaPAMOTOPAKAbHbIA
uHaexc 78% (aHBapk, 2013); B (nocne 20 HHY3Ki ©3T):
KapanoTapakanbHeli MHAEKE 60% (HosGpL, 2013).




Puc. 5. Nauuentka 3. AuarHos: «Boneads MNaomne, MnaaeHyeckas
dpopman

NMauyuentka 3., 2012 r.p.
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Mpumevanue, IuHamMuka nokasatenei.

A — ToNWKMHa 33HEN CTEHKM MUOKAp4a NEeBOro WenyouKa;
B — yposetb NTproBNP B nnasme: B — coaepwanme KOK
B nna3me; MMM — Mexokenynoukosan neperopoaxa;

K®K — kpeatnHdochokuHasza.
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roM, Gblfl KOHCYNIBTUPOBAH
HeBponarTo/ioroM B CBA3U
C HapacTalLwWwen runoToHu-
€#, 0OAHaKO TpaKToBKa 06-
HapyXeHHbIX W3MeHeHuH
6bina HeBepHoiA.
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Mpumeyarme.

Ha ¢oHe npoBenenus
$epmMeHTo3aMeCTUTENbHOM
Tepanuu (20 nHdpyanin) peGeHok
CTan yaepmMusaThb rososy.
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BO3pacTe [8].
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