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OnbIT NPUMeHeHUA TapreTHOMU Tepanuu

npu 6onesnu Momne

H. M. JlanteBa, M. A. CkaukoBa, B. I. KopHees, H. ®. TapaceHko, E. I. Kapnosa

Operbypeckuli 2ocydapcmseHHbili MeduyuHckul yHusepcumem MuH3dpasa Poccuu

Llenb ctatbu: nofenntbcsa onbiToM BefeHNs pebeHka ¢ opdaHHbIM 3aboneBaHnem — GonesHbio Momne.

OcHoBHble nonoxeHuna. bonesHs Momne — reHepan3o0BaHHbIN MUKOTreHO3, BO3HMUKAKOWMI B pe3ynbTaTe MyTaLumn B reHe, KOAMPYIOLWEM Jn30-
COMHyI0 Kucnyio anba-D-rioko3npasy. lepuuut dhepmenTa, NpoaBAAWMIACA C poxaeHns (MHbaHTUNbHAA GopMa), aCCOLMMPOBAH C THXe-
JIbIM TeYeHWeM, NPOrpeccupoBaHem CepaeyHoi U AblXaTeNbHON He0CTaTOYHOCTU U CMEPTEIbHbIM UCXOAOM Ha NepBOM rody XU3HW pebeHka.
TapreTHas (epmeHTO3aMecTuTeNbHAs) Tepanus ABNAETCA eAUHCTBEHHbIM creuuduyecknm cnocobom neyenus. B cratbe paccMOTpeHbl oco-
GEHHOCTU KMHUYECKOTO TEYEHUS U OUATHOCTUKM AAaHHOW MaToNoruu, NpeacTaBieH OnbIT NPUMEHEHUS TapreTHOW Tepanuu PpeKoMOUHAHTHO
Kucnoit anbda-D-mioKo3naasoit y naymneHTa ¢ MHGaHTUAbHON Gopmoit GonesHu Momne.

3akntoueHue. bonesHb Momne — pefkas reHeTMyeckas NaTonorus ¢ MHOroobpasHol KNMHUYecKoi kapTuHoi. Micnonb3oBaHue Guoxummuye-
CKUX METOL0B AMArHOCTUKM MO3BONSET BbIABUTL 3ab0feBaHME HA PaHHUX CTafusax. PaHHee Hayano Tepanuu nosbilwaeTr ee 3hHEKTUBHOCTb.
B cBsA3M € nonMcUCTEMHBIM XapakTepoM 3a60NeBaHNs NaLUeHTbl HYKAAIOTCA B KOMMIEKCHOM fIeYeHUN U AUHAMUYECKOM HAabNoAeHUY.
Knioyessie cnosa: 6onesHb Momne, feTy, MUKOreHO3, TapreTHas (hepMeHTO3amMecTUTeNbHAA) Tepanus.
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a combination treatment and periodic follow-up.

CBA3M C pa3BUTUEM COBPEMEHHbIX METOOB aHanuTH-
YecKOW OGUOXMMUM M MONEKYNAPHOW TEHETUKU BO3MOX-
HOCTb 3anmofo3puUTb UM AWArHOCTMPOBaTh opdaHHble

3aboneBaHus y feTeii GMOXMMUYECKMM METOLOM MOsIBUAACh

M B 0bnacTHbix LeHTpax. bonee 70% wn3 HuUx maHutecTupyloT

B PaHHEeM BO3pacTe, NPUBOAA K TAXKENbIM UHBANUAUZUPYIOLUM

pacctpoiicteam (y 65% pAeTedt) U ABNAACL NPUYMHON CMEpPTU

nauMeHToB Ha NepBOM rofy Xu3HU B 35% cnyyaes [7]. bnarogaps

Pa3BUTUIO MONEKYNSPHON MeauuMHbl CHOPMUPOBANNUCE HOBbE

NpeAcTaBieHUs O MaToreHese pasNUyHbIX 3aboneBaHuil. Jlekap-

CTBEHHOE BO3[ECTBME HA KOHKPETHble MOJEKYbl, MONEKynsp-

Hble KOMMJIEKCbl MU CYOKNETOUHblE CTPYKTYPbI, fedeKTbl KOTo-

pbIX 00ycnaBnuBaloT pa3BuTUE GONE3HW, B MOCNefHUE oAbl

MoNy4Ynno Ha3BaHue «TapreTHas Tepanusay» [9].

JInzocomHble 60N€3HN HAKOMNEHUS — rpynna HacnefCcTBEH-
HbIX MeTabonnyeckux 3a6oneBaHui, CBA3AHHbLIX C HApyWEHUEM
AKTUBHOCTM JIN30COMHbIX TMAPONA3 WAKM CUCTEMbl TpaHCMopTa
6enkoB u cybcTparos B M30coMbl [3]. TMUKOreHo3bl NpefcTaBs-
nsoT coboii rpynny 3aboneBaHWit, B OCHOBE KOTOPbIX JEKUT
HapylueHMe pacnaja MUKoreHa, NPUBOAALLEe K HAKOMNEHUIO ero
B Pa3NMYHbIX OpraHax. Tun HacnesoBaHUs ayToCOMHO-peLeccms-
HbIW, FeH KapTpoBaH Ha xpomocome 17g25. PacnpocTpaHeHHOCTb

Purpose of the Paper: To describe the authors' experience in following up a child with an orphan condition (Pompe disease).

Key Points: Pompe disease is a generalized glycogen-storage disease caused by a mutation of the lysosomal acid alpha-D-glucosidase gene.
Enzyme deficiency that presents at birth (infantile form) is associated with severe manifestations and a worsening of cardiac and respiratory
failure; it ultimately leads to death within the first year of life. Targeted (enzyme-replacement) therapy is the only specific treatment option.
This paper describes the characteristic clinical features of this condition and specific diagnostic approaches. It also summarizes the authors'
experience of using targeted therapy with recombinant acid alpha-D-glucosidase in a patient with the infantile form of Pompe disease.
Conclusion: Pompe disease is a rare genetic disorder with various clinical manifestations. Biochemical diagnostic techniques help detect this
condition in its early stages. Early therapy improves treatment outcomes. Since Pompe disease affects several body systems, patients require

Keywords: Pompe disease, children, glycogen-storage disease, targeted (enzyme-replacement) therapy.

MUKOreHo30B BapbupyeT oT 1 : 14 000 go 1 : 300 000 [11].
McTuHHas yactota BcTpeyaemocTu B Poccun HenssecTHa [6].
MukoreHo3 II Tuna (6bonesHb Momne) — 3To reHepanu-
30BaHHbIA TNMKOreHo3, BO3HWKAWOWMIA B pe3ynbTate MyTaLuu
B reHe GAA, koaupyrolem hepmeHT Kucayio anbda-moKosnaasy
(kmcnyio manstasy). Ero pedwuumt accouumpoBaH co 3Hauu-
TeNbHbIM CMEKTPOM KAMHWYECKUX NPOABNEHWUIA: OT TAXKENOro
W CTPEMUTENbHOrO TeYEHWUS C BbIPAXEHHON MbIWEYHON TUMNOTO-
HUell 1 runepTpoduyeckon kappuomuonatein (c neTanbHbIM
MCXOOM Ha MEpBOM TOAY XWU3HW) [0 MEe[JIEHHO Nporpeccupy-
folWeit MMONATUM C MOPaXKEHWEM [bIXaTefbHOW MyCKynaTypbl.
B 3aBMUCMMOCTYM OT BO3pacTa 60/1bHOrO Ha MOMEHT fiebioTa bonesHu
BbIAENAIOT iBe hopMbl 3a00NeBaHNA — MNafeHuYeckylo (MHMaH-
TUbHYI0) 1 opMy 6one3HU € NO3AHUM Havanom. KnuHuueckue
CUMNTOMbI NPU MH(AHTUALHON POPME NPOABAAIOTCA NPAKTUYECKM
C poxpeHus (Yawe B Bo3pacTe 1-2 MecsALeB) B BUAE MblleYHO
TMNOTOHWUM, MAKPOTNOCCUMW, renatoMeranun, Kapauomuonatum c
nporpeccupyiolleit CepaeyHo HeJ0CTaTOYHOCTbIO, MPUBOLSALLE
K CMepTU Ha NepBOM TOAY XW3HU [2, 4]. B GUoXMMUYECKOM aHa-
JM3e KPOBW XapaKTepHO NOBbIWEHWE YpoBHeil TpaHcaMuHas, KOK
u NIAT. Mpu nposegeHun KT BLIABAAIOTCA YKOPOYEHNE UHTEP-
Bana PQ (muKoreH CTUMynMpyeT npouecchl MPOBOAWUMOCTH),
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runeptpodus NEBOTO XeNyaoUKa, BbICOKWIA BONbTAX KOMMIeKca
QRS, npn IxoKlI — Hapacratowas runeptpotdus muokapaa [1].
[ns nopTBepXaeHUs 3aboneBaHUs MCMONbL3YIOT ONpeAeneHue
aKTUBHOCTU Kncnoii anbta-D-rmioKo3uaasbl B pas3inyHbIX TKAHAX
(kpoBb, MblwwLbl). CHUKEHWE aKTUBHOCTM (hepMeHTa B KPOBU
ABASETCA BedylWM [0Ka3aTeNbCTBOM fuarHo3a. PaspabotaHa
MOJEKYNAPHO-TEHETUYeCKas fAUarHoCTUKa 6onesHu Momne, K Ha-
CTOsILEMY MOMEHTY M3BecTHO 6onee 200 MyTtauuit reHa [5].
OvddepeHumanbHas fuMarHoCTUKa NPOBOAWTCA C MUONATUAMMU,
3abonesanuamu UHC, kapguommuonatusamu gpyroii atmonorum [8].

[onroe Bpems OKazaHue MeLULMHCKOW NOMOLLM NaLMeHTam
c 6onesHblo NMomne orpaHUYMBaANOCH CUMNTOMATUYECKON Tepa-
nueit. Ha ceropHAWHMIA AeHb e[UHCTBEHHbIM CneunduuecKnm
(U3NONOTMYECKUM CMOCOBOM NeYeHWs ABNAETCA TapreTHoe
BO3AENCTBUE, UK (epMeHTO3aMecTuTeNbHas Tepanusa (®3T).
3a py6exoMm 3TOT cnocob nedyeHus wcnonbayetcs c 2006 r.,
LOKa3aHbl ero 3(hheKTUBHOCTL U Lenecoo6pasHOCTb NpuMeHe-
HUA C MAaKCMMaNbHO paHHUX CTaguii 6onesHu. Anrnioko3uzasa
anbta (Canotdu [ensaiim, CLUA) — pekombuHaHTHas kucnas
rNioKo3naasa — NpUMEHAETCA AN JIeYeHus Bcex GopM MUKo-
reHosa II tuna (MHdaHTUABLHON M hOpPMbI GONE3HW C NO3AHUM
Havyanom). Hanbonee GnaronpusTHble pe3ynbTaTel JOCTUAIOTCA
npu Hayane Tepanuu B paHHeM BO3pacTe, 1O Pa3BUTUA 3HAYU-
TENbHOr0 NOBPEXAEHUS CKeneTHOM Myckynatypsl [10]. B Poccum
OLHUMU N3 NEPBbIX JIeYeHNe PeKOMOMHAHTHON KUCNOi M0KO3U-
[a30ii N0 BUTANbHLIM MOKAa3aHUAM NONYYMUNU YeTbipe pebeHKa ¢
MHbaHTUNBLHON opMoii 6onesHn Momne B KapAMONOrMYECKOM
otgeneHun HayyHoro ueHTpa 3go0posbs feteit PAMH (panee —
HU3[J PAMH) c 2011 no 2013 r. [1, 2].

Lenb cratbu: nopenuthcs OMNbLITOM BeAeHUs pebeHka
c opthaHHbIM 3a6oneBaHnmeMm — 6onesHbio Momne.

KNWHNWYECKOE HABJTIOQEHUE
Bacs T. — pebeHoK OT TpeTbeil 6epeMeHHOCTH, NpoTeKaBLuei
C Yrpo3oil NpepbiBaHUA Ha BCEM ee MPOTAXEHWUM, BTOPbIX
cpouHbix popoB. Popuncs ¢ Becom 2930 r, poctom 51 cm,
C OLieHKo# no wkane Anrap 7/8 6annos. 3a nepsblit MecsL, Npu-
6aBun B Bece 1200 r, Bbipoc Ha 5 cM. K KOHLy nepBoro mecsaua
KU3HU MOABUNACh OfbllKa NMPWU KOPMIEHUM W GecrnoKoicTae.
Manbynk Bnepeble Neynncs B OTAENEHWUU [eTeil paHHero BO3-
pacTa AeTcKoro ctauuoHapa B LeTCKOM ropoACcKON KAMHUYECKO
6onbHuLe r. OpeHbypra (ganee — MAY3 «[IFKb» r. Openbypra)
B BO3pacTe nosnytopa mecaues (aHBapb 2011 r.) ¢ AMarHosom:
lunepmpocguyeckas cummempu4Has (KOHUeHmMpuyeckas) Kap-
Oduomuonamus 6e3 obcmpyKyuu B8bIB00H020 MPAKMa Jseso-
20 JKenyo0oyka. BpoxoOeHHsIli nopok cepoya — yMmepeHHas
Koapkmayus aopmsl; BMOpUYHbIl Oegekm mexnpedcepo-
Hol nepe2opodku 5,5 MM. YmepeHHas Nie204Has eunepmer-
3uf. HedocmamoyHocmb kposoobpaweHus IIA cmeneHu.
lepuHamansHoe nopaxerue LJHC, cuHOpom mbiweyHol 2unomo-
Huu. Tonyyan neyeHne: CMMPOHONAKTOH, NPONPAHO/0., ronaH-
TeHoBylo kucnoty, NWOH-a-2b, TpumetasuamH. B 2 mecsua
pebeHKa KOHCynbTUpoBasu B HayyHOM LieHTpe ceppeyHo-cocy-
aucton xupyprun um. A. H. bakynesa. bbino pekomeHpoBaHo
NPOJO/IKMUTL NeyeHne CMMPOHONAKTOHOM U TPUMETA3ULUHOM.

B 4 mecsua manbuuk nosTopHo noctynun B MAY3 «AIKb»
r. OpeHbypra B CBSi3W C YXYAWEHMEM COCTOSIHWA: Hapocna
cepAedyHas Hef0CTaTOYHOCTb, NMPUCOE[UHUNCA KOPOHAPHbIA
cuHppom. Mpu ocMoTpe cocTosHUE TAXKENOE, GnefeH, MOHWKEH-
HOTFO MUTaHWS, OTMEYeHbl NAaCTO3HOCTb roJeHel, MaKporIoCcHs,
MblweyHaa runotoHus. Bec 5630 r, poct 57 cm. Tonosy aep-
Xan nnoxo, nepesopaynBanca ¢ Tpynom. OfgbiliKa CMeWwaHHoro
xapakTepa 4o 68 B MUHYTY, BTAXXEHNE YCTYNYMBbIX MECT rPYyAHON

KNeTku npu pbixaHuu. [paHuubl OTHOCWUTENbHOW CepAeYHOM
TYNOCTU paclupeHbl BNeBo — Ha 3-3,5 CM KHapyXu oT neBon
CPELMHHO-KNIYNYHOW NUHKUKU. TOHbI CepALa rpoMKue, BbICNy-
WIMBANCA CUCTONMYECKMA WYM BAOMb NEBOTO Kpas TPYAUHbI
6e3 nppagmauuu. YCC go 160 B MUHYTY. HukHMiA Kpail nevyeHu
BbICTYNAN Ha 3 CM HuKe Kpas pebepHoii fyru.

Pe3ynsmamsi 1a60pamopHo20 U UHCMPYMeHmanbHo20 06ce-
dosaHus. buoxumuyeckuit aHanus kposu: ANIT — 117 Ep/n,
ACT — 232 Ep/n, NAT — 949 Ep/n, KOK — 796 Ep/n. 3KTI:
cuHycoBan 6papuaputmus ¢ YCC 103-142 B MUHYTY, yKOpo-
yeHue wuHTepsana PQ po 0,07 cekyHAbl, KOMOUHMPOBAHHAs
runeptpodus KenyaoykoB M JE€BOr0 Npefcepaus, npusHa-
Ku cy6aHpokapanansHoi nwemun. IxoKr: runeprpoduyeckas
cMMMeTpuYHas (KOHLEHTpUYECKas) KapauMoMuonatusa ¢ yTon-
LWeHMEM MEeXOKeNyAoYKOBOW neperopofku Ao 11 MM, 3apHeit
CTEHKM NeBOro xenyfoyka 4o 10 MM, nepefiHeit CTEHKN NpaBoro
Kenypouka fo 5 MM; dpakuus Bbibpoca — 78%, faBneHue
B NPaBOM Xenyaoyke — 32 MM pT. cT. Y3/ BHYTpeHHUX OpraHoB:
yBeNMYeHne pa3MepoB NeYeHH, NOBbILEHWE IXOTEHHOCTH neye-
HU, noyeK. PeHTreHorpatus rpyAHON KNeTKW: ycuiaeHue neroy-
HOrO PUCYHKA B MPUKOPHEBLIX 30HAX, YBENMYEHbl BCE OTAENb
cepiua, KapauMoTopakanbHbl MHAEKC — 64%.

MpoBeneHo neyenue: uedTpuakcod, UPH-a-2b, cnupoHo-
NaKTOH, TPUMETA3uAMH, NPONpaHosoN, u3ocopbuaa AUHMTPAT,
aLeTUNCanMuMIoBas KUCNOTa, NeBOKaPHUTUH, budugobaktepum
6udunoyM, MenbAOHUA BHYTPUBEHHO.

C y4yeToM nNOpa)eHWs ceppuLa, MbIWEYHON TFUMOTOHMUM,
VBEIMYEHUA MeYeHU, MOBLIWEHHOW aKTUBHOCTU (epMeHTOB
B cbiBopoTke kposu (AJIT — B 3, ACT — B 5, JIAT 1 KOK —
B 4 pa3a) BbINONHANCA AuddepeHUManbHbI JUarHo3 ¢ MUTO-
XOH[pUanbHeIMK 3aboneBaHuaMU (COAEPKaHMe NakTaTa B Kpo-
BW 0Ka3anocb B Npefenax HopMbl) U MUKOreHO30M.

MonoXuTenbHbI pe3ynbTaT UCCAE[0BAHMA KPOBM HA
KWCAYI0 MansTaly MeTO0M CyxUX NATEH CBUAETeNbCTBOBAN
B nosb3y 6onesHun Momne. ns ganbHeiiwero neyeHns pebeHok
B BO3pacTe 4,5 mecAua Oblnl HanpasneH B Kappuonoruye-
ckoe otaeneHue HU3J PAMH ¢ anarHo3om: [unepmpocpuyeckas
cummempuyHas (KoHyeHmpuyeckas) kapouomuonamus 6e3
006CMpPYKYUU KPOBOMOKGA, OC/NOKHEHHAS KOPOHAPHbIM CUHOpPO-
moM. BpoxoeHHbili nopok cepdya: eunonsnaszus nepewelika
aopmel, GHOMAIUA CMPOeHUsS AOPMAsbHO20 KAAnaHa, yKopoye-
Hue npasoli KOpOHApHOL CMBOPKU. YMepeHHas Ne204Has aunep-
meH3us. HedocmamouHocms kpogoobpauweHus IIA cmeneHu.
[pynna pucka no cuHopomy sHesanHol cmepmu. [locredcmsus
nepuHamansHozo nopaxeHus LJHC, cuHOpom HapyweHus mbiwey-
Ho20 moHyca. Puck 2zunomupeo3sa. [unompocgus I cmeneHu, npe-,
nocmHamanbHas, cmewanHol amuonoeuu. bonesxs llomne (?)

IH3MMOAMArHOCTMKA NpoBefeHa B nabopatopuu Hacnep-
CTBEHHbIX 6onesHeil o6MeHa BewecTB MeanKo-reHeTUYECKOro
Hay4yHoro ueHtpa (r. MockBa). BbisiBneHO cHuxeHue anb-
ta-D-rntoko3upasel go 0,4 Hmonb/mMr/y (npu Hopme 13,00-
53,66 HMONb/Mr/4), 4TO ObIIO MOATBEPXAEHO B YHMBEpPCUTET-
CKOM MeJuLMHCKOM LeHTpe r. Tambypra (®PT). MonyyeHsl
oTpuuaTenbHble pe3ynbTaThl aHaAW30B KPOBM Ha OpraHuye-
CKMe aMMHOoAUMAYypUM W HacnefCcTBEHHble aMUHOALMAONATUN.
[narvo3 6onesnu Momne 6bI1 NOATBEPXKAEH reHETUYECKMU: 0OHa-
pyxeHa myTauus B reHe GAA B reTepo3uUroTHOM COCTOSHUM —
p.Cys103Gly/c.1030_1039del. laHHas MyTaLus onucaHa B MeX-
AyHapogHoi 6a3e [aHHbIX M accoLMMpOBaHA C NOTEHLMUANLHO
MeHee TAXKeNbiM TeyeHueM 3aboneBaHus [2]. OKOHYATENbHbIN
LnarHos: [unepmpoguyveckas Kapouomuonamus, cneyugudye-
ckas, HeobcmpykmusHas ¢opma. HedocmamoyHocms aopmans-
Ho20 Knanawxa. [unonnasus nepewelika aopmesl. PeHomeH yKkopo-
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yeHHo2o uHmepsana PQ. HedocmamoyHocms KposoobpaweHus
IIA cmenetu. bonesHs lomne. BmopuyHas muonamus. 3a0epxka
MOMOpPHO20 passumus. Puck cuHOpoma sHe3anHol cmepmu.

C 4,5 po 9 mecsues xu3HM (c anpens no ceHTabps 2011 r.)
pebeHOK NepuoOAMYEcKM HAXOAWUNCA B KapAMONOrMYECKOM
otaenenmn HU3[ PAMH, nonyyan TONbKO CMMNTOMATUYECKYHO
Tepanuio: KanTonpua, NMponpaHoNon, CNUPOHONAKTOH, aleTu-
CanNLMNOBYIO KUCNOTY, TPUMETa3n[MH, YPCOAE30KCUXOeBYIO
kucnoty. K 8 mecsuam Hapocna MblleyHas runoToHUA, ManbynK
nepecTan NnepeBopaynBaThCs, BO3HUKIN NPOGIEMbI C II0TaHUEM,
oTmeyanacb noteps B Bece. Ha IKI coxpaHanucb npusHaku
runepTpotum 060MX KeNyaouKOB U BbIPaXKEHHbIE HapyLieHUs
npoLeccoB penonapu3aunu, NOSBUAUCH MPU3HAKW TUMEpTPO-
thun mexokenypoukosoii neperoposku. Mpu nposegerun IxoKr
Takxe HabnAanach oTpuULATENbHAA AMHAMUKA: TONWMHA 3a4-
Hell CTEHKW JIEBOrO XenyAaouyka yBenunyuiacb Jo 12 mm, mex-
)KenyaouyKoBOW neperopogkn — pfo 14 MM, nepefHen CTEHKM
npaeoro xenyfouka — fo 11 mm, pakuums Beibpoca Bo3pocna
00 80%. Mpu KT rpynHOiM KNeTku v GPIOLWHOM MONOCTU AaHHbBIX
33 CyXeHU1e aopThl NOy4YeHO He Gblno.

TonbKo ¢ 9-MecAYHOro BO3pacta B KapAMONOrMyeckoM oTae-
nenun HU3[, PAMH 6bin Hayat kypc ®3T anrioko3unaasoit anbda
B fo03e 20 Mr/Kr C KpaTHOCTbio BBefeHus 1 pa3 B 14 fHef.
o 1 ropa 5 mecaueB faHHoe neyeHne npoBoaunoch B Mockse.
B nanbHeiiwenm (c mas 2012 r.) pebeHok nonydyan ®3T B ycnosu-
AX nanarbl MHTeHcUBHOM Tepanun MAY3 «[iTKB» r. OpeHbypra,
c aBrycta 2013 r. — yepe3 MHDY3MOHHYIO NOPT-CUCTEMY. TeM He
MeHee A8 NMPOBeJeHWUs NOJHOro ob6cnefoBaHUsA U KOppeKuuu
Tepanuu ManbyuK perynspHo (C WHTepBanom B 3—-6 MecsLeB)
rocnuTanu3npoBancs B Kapauonoruyeckoe otgeneHne HL3[
PAMH. Momumo ®3T nauueHT NocTosHHO mosiy4yan GeTa-appe-
HoGnoKaTopsl (6uconponon), aHTUarperaHTbl (aLeTUNCaNULUIO-
BYIO KUCIIOTY), yPCOAE30KCUXONEBYIO KUCIOTY, aHTUONPOTEKTOPbI
(neHTOKCUUANUH); Kypcamu — npenapatbl Kapauometabonu-
YecKoro AencTBMA, HeMpPONenTuAbl, COCYANCTbIE NeKapCTBEHHbIE
cpenctea M HooTponbl (TpUMeTasuAWH, TUOKTOBYIO KUCIOTY,
NUPUAOKCHUH + THAMUH + LMaHoKoGanamuH + nugokanH (pacteop
LNs BHYTPUMbIWEYHOro BBefeHus), KopTeKkcuH, 3tunameTunru-
LPOKCUNUPUAMHA CYKLMHAT, roNaHTEHOBYIO KUCnoTy). B nutanne
Obina BKIloYeHa NevebHas cmech «[leguallypy», NpPOBOJUANCH
JIOK, maccax, 3aHaTua c noronefoMm. 3a Bpems HabnofeHus
(c 1ropa 5 mecsues Ao 3 net 3 mecsLeB) peGeHOK 5 pas nepeHec
OPBW, B 2 rofa — 06CTPYKTUBHBII GPOHXUT.

Ha doHe TapreTHoit Tepanuu (Hayatoii ¢ 9-Mecs4yHoro BO3-
pacta) y mauueHTa K nojyTopa rofaMm no pesyibrataMm WHCTpY-
MEHTa/IbHbIX MCCNefoBaHWN COXpaHAnacb KappauMomeranua
(puc. 1, 2), x0T ObIIO OTMEYEHO YMEHbLIEHWE TOJLMHbI 3afiHEl
CTEHKM NEeBOro Xenynoyka ¢ 12 MM fo 7 MM 1 MEXOKeNya04KOBOM
neperopofku cepaua ¢ 14 mm go 7 MMm. KnuHuyeckue npusHa-
KM CcepAeyHol HeAOCTaTOYHOCTU YMEeHbWWANCh, ABUraTenbHas
aKTWBHOCTb YBEIMYMAACh: MANIbYMK CTasl CAMOCTOATENbHO CUAETL
¢ 1 ropga; xogun ¢ nogaepxkon ¢ 1 roga 10 mecsues, camocTo-
ATenbHo — c 2 neT; beran, 3abupanca no nectHuue ¢ 3 ner.
YMeHbLWHMANCE NPU3HAKN 3afepPXKN HEePBHO-NMCUXMYECKOro pas-
BUTUA: peOEHOK C 2 1eT rOBOPUN OTAENbHbIE CNI0B], C 3 NeT Urpan
C [leTbMMU, Y HEro UMeNUChb BCe HaBbIKM CaMOOOCYKMUBAHNUS.

Mpwv ocmotpe B 3 ropa 1 mecsu: Bec 13,7 Kr, pocT 96 CM, HECKOb-
KO MOHWXEHHOro nutaHus. OTMeYanuch 61eAHOCTb KOXHBIX MO-
KPOBOB, NepuopanbHbI LMaHO3, MaKpOMOCCUA, runepcannsa-
LMA, NPU3HAKMU MbILIEYHON TMNOTOHUM, NCEBAOTUNEPTPODUN UK-
POHOXHbIX MbIWL, BbIPAXEHHAA 3KBMHOBapycHas Aedopmauus
npaBoi U NNOCKOBaNbrycHas fedopmauus 1eBoii CTonbl. [paHuLbl
OTHOCUTENbHOW CEPAEYHO TYNOCTH He paclmnpeHsl. ToHbl ceppLa

CpefHen rpoOMKOCTH, BbICIYLIMBANCA KOPOTKUN CUCTONMYECKUIA
LyM, He NPOBOAMBLUMIACA 3a Npefensl cepaua. Yactota gpixaHus
1 YCC B npepenax Bo3pacTHoii Hopmbl. Micyesna renatomeranus.
B 6uoxumMuyeckoMm aHanuse KpPOBU COXPAHANOCH MOBbI-
weHne aktueHoctn ¢epmentoB: AJIT — B 5 ACT — B 10,
NOr — B 9 pas. Ha 3K — runeptpodus oboux enymoy-
KOB, N€BOro MpeAcepAns, BblpaXeHHble HapyleHWs npouec-
COB penonspusauun, ykopoyeHue uHtepsana PQ po 0,08-
0,10 cekyHabl (puc. 3). Ha 3xoKI coxpaHanuce npusHaku runep-
TPOUYECKOW CUMMETPUYHOI KapanmomuonaTum 6e3 npu3HaKoB
0OCTPYKLMUM BBIXOAHbIX OTAENOB; TONWMHA MEXIKENYA0UYKO-
BO/l neperofiku 7-8 Mm (Hopma — 3—4 MM), 3afHeil CTeHKU
NIeBOrO Xenygoyka — 7-8 MM (HopmMa — 3-4 MM), nepeg-
Hell CTeHKM NpaBOro Xenynouyka — 5 MM (HopMma); dpakuus
BbiOpoca — 66%. PeHTreHorpadus rpynHoOi KNETKU: 04aroBo-
nopobHble TeHU 10 5 MM, KapAMOTOpaKanbHbli MHAEKC — 61%.
B 3 roga 2 mecsua pebeHKy npoBogunach NpaBOCTOPOHHSASA
axuNNoTOMUS N0 NOBOAY IKBUHOBAPYCHON AedopmaLum cTomsl.
B 3 roga 3 mecsua manbuunk 3ab6onen OPBW, neunnca ambyna-
TOpHO (UedTasuanMM BHYTPUMbIWEYHO, aueTunumctent, NOH-o-
2b). Ha 6-i1 peHb 601e3HM Npon30LWI0 pe3Koe yXyalleHue cocTo-
AHUA, HAPOCNa AblXaTeNbHas HeA0CTAaTOYHOCTb. MalwnHoON ckopon
nomouwy pebeHoK Obii focTasieH B ctauuoHap MAY3 «[TKb»
r. OpeHbypra B KpaitHe TAXeNOM COCTOSHUM: KOHEYHOCTU X0J10A-
Hble, AN dY3HLIN LMaHO3, CaMOCTOATENbHOE [iblXaHWe 3aTpyAHe-

Puc. 1. Dxoxapanorpammer 0oasnoro Bacu T.
B Boszpacte 1 roaa 2 mecsrieB Ha (DOHE ITOAYIACMOH
B TEUCHUE 5 MecAIEeB (PEPMEHTO3AMECTHTEABHOM

TCPaIII (C.\Cl;ﬂ) n 3,\()})()1%()] O 1)666]’”(21 B BO3pacTe

1 roaa (cpasa). Qoo H. M. Aanmesoi, 2012 e.

Puc. 2. PenrreHorpamMma rpyAHOM KACTKH OOABHOTO
Bacu T. Ha done moaygaemoii B TedeHme 5 mecAres
depMEHTO3aAMECTHTCABHOH TCPAITNIL. Y CHACHIC
AETOYHOI'O PUCYHKA B IIPUKOPHEBBIX 30HAX,
YBEATUCHIE BCEX OTACAOB CEPATIIA.

Domo H. M. Aanmesou, 2012 e.

\
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Puc. 3. Daexrpoxapanorpanvya 0oabHOTO Bacu T.B Bozpacte 3 Aer. | '}mcpr()(i)m{ 0DOUX KEAYAOUKOB U AEBOTO

IIPEACEPAHS, BEIPAKEHHbIE HAPYIIIEHHUS IIPOLIECCOB perroAfpusarud, ykopodenue uarepsasa PQ Ao 0,08-0,10 cexyHApL

Domo H. M. Aanmesoi, 2014 .

HO, BbIPA)XEHHAs MblleyHas runoToHus. MpoBefeHbl MHTYGALMSA
Tpaxewn W nogkniodeHue Kk annapaty VBJI. B nerkux ocnabnesHoe
LblXaHWe C MeNKOMy3bIpyaTbiM1 BNAXHbIMU Xpunamu. ToHbl cepa-
La CpefHeit rPOMKOCTH, PUTMUYHbIE, BBICIYLWMBANACA KOPOTKUNA
CUCTONMYECKMIA WYM, He MPOBOAMBLIMIACA 33 Npefensl cepaua.
HuxHUMI Kpail neyeHu BbICTYNAN Ha 2 CM HuKe Kpasi pebepHoil
ayru. LleHTpanbHas remoauMHamuka HectabunbHas, YCC — 180 B
MUHYTY, 4acToTa AblxaHua — 40 B MUHYTY, apTepuanbHoe AaBne-
Hue — 108/64 mm pr. cT., Sa0, — 52-100%.

B 6uoxumnyeckom aHanuse kposu ypoBeHb AJIT noBbi-
weH B 4, ACT — B 8 pas. lpoBeaeHo MuKpobGuonornyeckoe
uccnenoBaHWe MOKpOTHI, BblaeneH Acinetobacter calcoaceticus
B TuTpe 6onee 10° PeHTreHorpadus rpyaHoWl KneTku: no
BCEM JIErOYHbIM MONAM ONpPefeNnsNnucb MHOXECTBEHHble oya-
roBble TeHM, MecTamu cnauBHoro xapaktepa. JKI: cuHycoBas
aputMus — 118-185 B MuHyTy, uHTepBan PQ 0,09 cekyHAbl,
rMnepTpoma NpaBoro 1 EBOTO XKENYA0YKOB, BbIpaXKEHHOE Hapy-
WweHue npoueccoB penonapu3auuun. IxoKl: cHuxeHne dpakuymm
BbiOpoca [0 60%; B AMHAMMUKe MOSIBUAOCH 3X0CBOOOAHOE Mpo-
CTPaHCTBO B 06M1acTv BepXyLWKY (7 MM) 1 N0 3aAHei CTeHKe NeBo-
ro xenypouka (7 mMm). Y3U BHyTpeHHUX opraHoB: AuddysHble
M3MEHEHWS NeYEeHU, NOLKENYA0YHON XKene3bl, NoYeK.

B cBA3M C AMArHOCTMPOBAHHON BHEGONbHUYHON [BYCTOPOH-
Hel NONMCErMeHTapHON MHEBMOHMEN TAXKENOW CTeneHu, Hanu-
ymem Tokcuko3a III cteneHu M AbIxaTeNbHOW HEAOCTATOYHOCTU
III cTeneHu 6bina npoBeaeHa aHTUOAKTepuanbHas Tepanus (Led-
Ta3nguM, amMUKaLWH, BAaHKOMULMH, MeponeHeM, Luunpodokca-
LMH); pebGEHOK Mnojyyan MIIKO30-CONEBblE PACTBOPbI BHYTPU-
BEHHO KanesbHO, Npenapatsbl Kanus, fekcametasoH, gypocemus,
LUIOKCUH, aMUOJLAPOH, aNlbOYMUH, CBEXE3AMOPOXKEHHYIO NIa3My;
emy nposogunu VBJ1 (505 yacos). HecmoTps Ha neyeHwe, cocto-
AHME NPOrpecCUBHO YXYALWANOCh: YTHETEHWE CO3HAHMA [0 KOMbI
IIT creneHwn, nossunucs [OBC-cuHppoM, monuopraHHas Hepo-
CTaToyHOCTb. [eMofMHAMMKa oCTaBanacb CTabUIbHONM TO/bKO
Ha podamuHoBon nopgepxke. Ha 23-i1 geHb rocnutanu3auum
npou3oLia 0CTaHOBKa CEpAeYHON aeatenbHocTu. CeKuMoHHOro
MCCNesoBaHUs He NPOBOAMIIOCH MO NPocbbe poauTenei.

06cyaeHune
Hanuune y peGeHka npu MOBTOPHOI rocnutanusaLum
B 4 MecAua NOAUCUCTEMHOrO MOPaXKEHWA B BUAe rUNepTpo-
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Ocob6eHHocTM Tepanuu 6one3Hn KpoHa
OCJIOXKHEHHOro TeYyeHUA y AeBOYKU 17 net

A. B. lTopenos'?, E. A. ibnokosa?, E. B. bopucosa!, E. l0. NonotHaHKo?, A. A. KaHwuHa?, A. M. 3uHkeBuUY!

T [lepssiii Mockosckuli 2ocydapcmseHHbili meduyuHckull yHusepcumem umeru Y. M. CedeHosa MuH3opasa Poccuu
2 lleHmpansHbIli HayyHo-uccaedosamensckuli uHcmumym snudemuonozuu PocnompebHadsopa, 2. Mocksa

Llenb cTaTbu: NPOAEMOHCTPUPOBATb 0COGEHHOCTU KNMHUYECKOTO TeYeHUs ocnoxHeHHoi 6onesnn KpoHa (BK) y neBouku-nogpoctka Ha doHe
npepBaHHOro Kypca buonoruyeckoi Tepanuu MHGAMKCMMabom.

OcHOBHbIe MoIoXKeHUA. PocT 3a60n1eBaeMoCTU BOCNanUTeNbHbIMK 3a00/1eBaHUAMN KUWEYHUKA, U ocobeHHo BK, npoucxoaut Bo Bcem mupe.
B metckom Bo3pacTe 6one3Hb NpoTeKaeT Gonee arpeccuBHO, C PaHHUM Pa3BUTUEM OCNOXKHEHMIA. JleueHNe aKTUBHBIX NepUaHaNbHbIX OCTOXHEHUI
y AeTeil BKIOYAET XMPYpruyeckoe BMELIATENbCTBO, aHTUOAKTepUabHYI0 U GUONOrNYEecKyIo Tepanuio MHTMOUTOpamMu GaKkTopa Hekpo3a onyxonu.
B cratbe onucaH cnyyait BK y gesoukn 17 net ¢ MNeoKonnToM, OCNOKHEHHbIM CTEHO30M GayrMHWUEBOI 3aCNOHKW W nepuaHanbHoit GUCTYON.
MpumeHeHne UHbANKCUMaba y nauueHTkM (2 UHGDY3UM) NPUBENO K KNMHUYECKOMY YNYYLIEHUI0 — 3aKPbITUIO CBUWA. A MpexpeBpeMeHHas
OTMeHa npenapara nosJiekna 3a co6oit 060CTpeHNe KULEYHbIX NPOABNEHNIT U NepUaHaNbHbIX OCNTOXHEHU OCHOBHOTO 3aboneBaHus.
3aknioueHue. OTKIOHEHUA OT NPUHATOI CXeMbl MPOBEAeHUs GMONOTMYECKON Tepanun HefONYCTUMbI, TaK KaK OHU HEraTUBHO BAWSIOT HA Ku-
HUYecKoe TeyeHue 0CHOBHOTO 3aboneBaHus.

Kntouessie cnosa: 6onesHb KpoHa, Guonoruyeckas Tepanus, uHbankcumao.

Complicated Crohn's Disease in 17-Year Old Girl:
Specific Treatment Aspects

A. V. Gorelov* ?, E. A. Yablokova!, E. V. Borisova?, E. Yu. Polotnyanko?, A. A. Kanshina?, A. P. Zinkevich®

1. M. Sechenov First Moscow State Medical University, Ministry of Health of Russiay
2 Central Research Institute of Epidemiology of the Federal Service on Customers' Rights Protection and Human Well-Being Surveillance,
Moscow

Purpose of the Paper: To demonstrate the specific clinical features of complicated Crohn's disease (CD) in a teenage girl whose course of
biological treatment with infliximab was stopped.

Key Points: The incidence of inflammatory bowel disease, especially that of Crohn's disease, is increasing worldwide. In children, this disorder
is more aggressive and is associated with early complications. For children, treatment options for active perianal complications include
surgery, antibacterial therapy, and biological (tumor necrosis factor inhibitors) agents. This paper describes the case of a 17-year-old girl
with CD — ileocolitis complicated by stenosis of the ileocecal valve and perianal fistula. After infliximab treatment (two infusions), she
experienced a clinical improvement — her fistula closed. However, a premature discontinuation of this therapy led to a worsening of her
intestinal symptoms and perianal complications of the underlying disease.

Conclusion: Deviations from the approved biological-therapy regimen are unacceptable as they negatively affect the clinical course of the
underlying disease.

Keywords: Crohn's disease, biological therapy, infliximab.
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