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KNMMHUYECKOE TEYEHME U 3®OEKTUBHOCTb ®EPMEHTO3AMECTUTENIBHOU
TEPANMUN MYKOIMONUCAXAPUOO3A | TUNA Y OETEN

INAPUIIOBA M.H.', ATIAMOBA I.C.!, TYJIEBAEBA A.K.?

"HayuHbil ueHmp neduampuu u demckoli xupypauu MuHucmepcmea 30pagooxpaHeHuUsi U coyuabHo20 pa3sumusi
Pecnybnuku KazaxcmaH, 2. Anmamel.

2Kazaxckull HayuoHanbHbIl MeduyuHckul yHusepcumem um. C.. AcpeHOusiposa, e. Anmamesi, Pecriybnuka KazaxcmaH

C anarHo3om Mykononucaxapuao3s | B knuHuke HayyHoro LeHTpa neguatpum u OETCKON Xmpyp-
rum ¢ 2011 roga nog HabnwogeHnem Haxogunuck 10 getein. I3 HUx ¢ cuHapomom lypnep-Lene 8
Aeten n asoe - ¢ cMHApoMoM lyprep, ¢ xapakTepHbiM (DEHOTUNOM M BOBIEYEHUEM B NaTonormye-
CKWI MpoLecc BCEX OPraHoB U cUcTeM. HegoCTaToYHOCTb MUTPanbHOroO M aopTanbHOro KrnanaHos,
cpeaHee 3HadveHue ®U - 66,9%. Y 4 petelt n B 75% ycTaHOBNEHbI HapyLLEeHNS DYHKLUN BHELLUHEro
ObIXaHMA Mo cMelaHHoMYy Tuny. PepMeHTO3aMeCcTUTENbHYIO Tepanuio AeTy nonyyanu B cpefHem
B TeyeHne 3 net. OTMeYanucb NOMNOXUTENbHaA QUHAMKKa B (hM3M4ECKOM pas3BUTUM U 3ameaneHne
nporpeccupoBaHns NopaxxeHns BHyTPEHHNX OPraHoB.

KnioueBble cnoBa: mykononucaxapuaos | Tuna, cungpom lNypnep, cuigpom Lere, depmeHTOo-
3amMecTuTeNnbHasa Tepanus, 4eTu.

BANANAPOAFblI MYKONMOJNIMCAXAPUAOO3ObIH | TYPIHIH KITMHUKATDbIK AFbIMbI
XOHE ®EPMEHT ANNMACTbIPYLUbI TEPAMUAHBIH TUIMAINITI

LUAPUMOBA M.H.", ADAMOBAT.C.!, TYIIEBAEBA A.K.2
'KasakcmaH Pecriybnukacbkl OeHcayrblK cakmay XoHe arneymemmik 0amy MUHUCMPIIigiHiH
lMeduampusi xxeHe bana xupypeausicbl fblbiMU opmarnbifbl, AnmMamsl K., KazakcmaH Pecnybnukacsl,
2C.)K. AcpeHOusipos ambiHOarbl Kazak ¥nmmeik MeduyuHa YHusepcumemi,
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Megnatpusa xeHe Gana XMpyprusicel fbinbIMU opTanbiFbl kKnNuHukacbiHaa 2011 >xbingaH G6epi My-
kononucaxapugos | Typi avarHosbimeH 10 6ana empenreH. 8 6ana lypnep-Lleine, eki 6ana lypnep
cuHapoMbiMeH. Mykononucaxapugosfa TeH deHoTunneH bipre Gapnblk ar3anapbl MeH XynenepiHiH
3akbIMAaHFaH. MuTpanbbl )xaHe aopTanblk kaknakwanapblHbIH eTicneywiniri, optawwa dU-66,9%. Pe-
cnupaTopibl PyHKLUMSHBIH By3binbickl 4 6anana 6ankanfaH, 75%-HAaa TeiHbIC any Oy3binbICbIHbIH apanac
TUNi aHbikTanfaH. bananap depmeHT anmacTbipyLbl TepanusHbl 3 Xbin kenemMiHae kabbingaraH. Pusnm-
Kanblk 4aMyblHAA XKaKCbl HOTUXeCI bankanyblMeH kaTap iLKi aFr3anapablH Jamybl basynaraH.

Herisri ce3pep: Mykanonucaxapugos | Typi, lypnep cuHgpomel, Leve cuHgpomel, dbepmeHT anva-
CThIpyLUbI em, 6ana.

CLINICAL FEATURES AND EFFICACY OF ENZYME REPLACEMENT THERAPY IN CHILDREN
WITH MUCOPOLYSACCHARIDOSIS TYPE |
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Since 2011y 10 children with Mucopolysaccharidosis type | were under observation in complex
somatic pathology ward of Scientific Center of Pediatrics and Pediatric Surgery. 8 children were with
Hurler-Scheie syndrome and two children with Hurler syndrome. All children have typical phenotype and
involvement in pathological process all organs and systems. Valvular heart diseases (mitral and aortic
valves insufficiency), myocardial contractility - average EF 66.9%. Respiratory function was assessed
in 4 children, 75% of children had combined type of respiratory dysfunction. Children received enzyme
replacement therapy (ERT) in average during 3 years. On ERT there was a positive trend in physical
development and delay in progression of multisystem impairment.

Keywords: mucopolysaccharidosis |, Hurler syndrome, Scheie syndrome, enzyme replacement
therapy, child.

TpyIIa HACJIEACTBEHHBIX OONe3Hel HAKOIUICHMS, Xa-  HEOCTAIOLIEro JM30COMAaIbHOr0 (hepMEeHTa U aKKyMYIIUpOBa-
PaKTepU3YIOIIMXCS aKTHBHBIM aKKyMyJIHpOBaHHEM  Husl omnpenencHHbix Al (mepmaran cynbgar, KepataH Cylib-
ruko3amuHorikanoB (IATT) B cBs3u ¢ reHernyecku oOy-  ar, XOHAPOUTHH cynb(dar, remapan cyib}ar) Ha CEroHsII-
CJIOBJICHHOI HEIOCTaTOYHOCTHIO JTU30COMANIBHBIX (PepMEHTOB,  HUil 1eHb u3BectHo 7 Turos MIIC: I, 11, II1, IV, VI, VII u IX.

!- KTYaJbHOCTb: MyKonoanaxapm[o%I (MHC) — Y4JacTByHOIIMX B HUX PACHICIIIICHUH. B 3aBucumocTu or BHJa
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NEAUATPUA

Myxkononucaxapuno3 | tuna (MIICI) oGycnosieH Hemocra-
TOYHOCTBIO JIM30COMAJIbHOTO (epMeHTa anbda-L-unxyponu-
Ja3bl ¥ XapaKTepU3yeTcsi aKTUBHBIM HAKOIUICHUEM TeTapaH H
nepMaral cyibharos [1]. I3BecTHO 3 KIMHUYECKHX MOJTHUIIA
MIIC I: cunapom I'ypnep (Hurler syndrome OMIM #607014),
I'ypnep-1lleiie (Hurler-Scheie syndrome OMIM #607015) u
[eiie (Scheie syndrome OMIM # 607016). [y Bcex Tpex
MIO/ITUITOB XapakTepeH aepuuut oxHoro ¢hepmenta. CHHAPO-
MBI Ha3BaHBI B YeCTh MEPBOOTKpBIBaTeNeH: cunapoM ['ypiep
ObUI BIIEpBBIE OMHUCAH aBCTPUICKUM reauarpoM [eprpynoi
T'ypnep (Hurler Gertrud) u Hemenkum nexuarpom Meitaxap-
nom ¢ou Ilpaynanepom (Pfaundler Meinhard von) B 1917 .
[Tozxe amepukanckum odranpmonorom Illerie (H.G. Scheie)
onucaHa Bropast popma 00sie3HH ¢ Ooiee TTO3AHUM Ha4ajIoM U
6onee 1OOpOKadeCTBEHHBIM TEUCHUEM, Ha3BaHHAS! CHHAPOMOM
Ieite. [TocnenHei onucana npoMexyTouHas popma 0o1e3HY,
Ha3BaHHas cuHapoMoM ['ypuep-Ileite.

3abosieBaHue pPeNKOE, PacIpPOCTPAHEHHOCTh B €BPOIEH-
ckoii momymsiiuu coctasisieT ot 0,68 1o 3,85 na 100000 xwu-
BOpoXIeHHBIX [2, 3]. Tum HacienoBaHMUs ayTOCOMHO-peLEeC-
cuBHbIH. [IpunHOil 3a00sIeBaHMs SIBISICTCS MYyTallUsl B TCHE
IDUA, nokanuzoBanHoM Ha 4p16.3. Onucano 6onee 100 my-
tanmii B rene IDUA, BeisiBaronmx MIIC. Hanboee uacteie
myTtanun Q70X n W402X [4].

Knunnueckoe TedyeHHe BceX TpeX MOATHUIIOB OTIMYAET-
cs npyr ot apyra [1]. Haubonee Tsoxenoii ¢popmoit sBisiercs
curapom ['yprep, xapakrepusyroluiics paHHed MaHugecTa-
el (B MepBBIA TOX KU3HM), TPyOBIMH YepTaMu Jinna (rap-
TOWJIU3M), Makpoledanueil, MaKporIOCCHEH, IYyNOYHOW H
[1aXOBO-MOIIIOHOYHOM IpbIKaMH, T'€NaToCIICHOMEerajaueH, 1mo-
pa’KeHHEM KOCTHO-CYCTaBHOW CHCTEMBI, KIIMHUKOHN JIbIXaTellb-
HOU U CepIEeYHO-COCYIUCTON HEAOCTaTOYHOCTHU, BOBJICUECHU-
em B naronoruyeckuit nmporecce [IHC Bune ruppouedanuu un
rpy0Ooii 3a/IepKKH TICUXO-MOTOPHOTO Pa3BHTHSI, TIOPAKEHUEM
JIOP-opranos. [IpogomkuTeabHOCTD KU3HU MAaKCUMAJIBHO J10
10-nerHero Bo3pacra.

Cungpom ['ypnep-Illeiie xkIMHHYECKH TpPOTEKaeT MeHee
arpeccuBHO, MaHU(ECTUPYET Ha BTOPOM TOAY KU3HU. Bripa-
JKEHHOCTh TapromjmM3Ma CpeiHel CTemeHH, Makporedanns,
3aJiepKKa B MHTEIJIEKTYyaJbHOM Pa3BUTHU yMEpEHHasl, BOB-
JIe4eHre B TATOJOTUYECKHUI MPOIECC IbIXaTelnbHOH, cepaey-
HO-COCYIHUCTOH M KOCTHO-CYCTaBHOM CHCTEM, TYHHEJIbHBIN
CHHAPOM, CHIDKEHHE CIIyXa, TIelaTONUCHANBHBIA CHHAPOM.
[HanuenTs! ¢ cungpomoM ['ypiep-Ileiie nokHMBaIOT 10 3peno-
TO BO3pacTa.

Cawmoii Msarkoii u HauOosee OnaronpusiTHol hopmoit MIIC
I sBnsiercst cunnpom Ileite. J{inst Hero xapakTepHBI MSTKHE
MIPOSIBJICHHUS TaprOMJIM3Ma, TeNaToCITICHOMEralus, Mopake-
HUSI IBIXaTEIbHON U CeplIeYHO-COCYIUCTON CHCTEM, TyTOIoI-
BI)KHOCTh CYCTaBOB; KapIaJbHBIA TYHHEIBHBIH CHHIPOM,
CHIDKEHME CIIyXa, IPH 9TOM MEHTAJIFHOE Pa3BUTHE COOTBET-
CTBYET BO3pACTy, MHTEJUIEKT coXpaHeH. [lanmenTsl ¢ cCuHpo-
moM llleiie connanbHO aganTUpoOBaHkI [5, 6].

[lo nmaHHBIM JMTEpaTyphl MOPAKEHHE CEpACYHO-COCY-
qucroit cucremsl ipu MIIC 1 Bctpeuaeresa B 60-90%, npeu-
MYIIECTBEHHO C W3MEHEHHEeM KJIAllaHHOTO arrapara cepiua
B BHJIE HEJIOCTATOYHOCTH MUTpAJIbHOTO KiamaHa B 92%, u
aoprajbHOro kiarana B 57% [7, 8]. Ilatomorust co cTopoHsbI
pecupaTopHO CHCTEMBI BCTpPEYaeTCs 4YacTo, CMEPTHOCTD

OT JBIXaTeIbHONH HEAOCTAaTOUHOCTH cocTasisieT 63% [9, 10].
IToBpexeHuE KOCTHO-CYCTaBHOM CHUCTEMbI MMEET IIpOrpec-
CHPYIOILMI XapaKTep, BIUIOTh 10 AECTPYKLUH KOCTHO-CyCTaB-
Holi TkaHu [11]. Co cTOpOHBI LEHTPATbHON HEPBHOHU CHCTEMBI
YacThl NPOSBICHUS B BUJE CHIDKCHUSI HHTEIUICKTA, 3a0EPIKKH
TICUXO-PEUEBOr0 PAa3BUTHS, CYAOPOKHOTO CHHPOMA, YTO CBS-
3aHO ¢ aTpPO(UUECKUMU HU3MEHEHUSIMH B TOJIOBHOM MO3Te H
rporpeccupytoei runponedanueii [12].

B Hacrosiiiee Bpems pazpaboraHa naroreHeTrueckas dep-
meHTo-3amecturenbHas tepanus (P3T) MIIC I ¢ ucnonb3o-
BaHMEM PEKOMOMHAHTHOW (opmbl YenmoBedeckor anbda-L-u-
IypoHunasel - npenapara Jlaponunasa (Anbaypasum), ozo-
opennoro B 2003 rogy FDA (CILA) B Tom xe rogy u EMEA
(EBpoma). Ho nanHBIi mpernapaT HE crocoOeH NpPOHUKATh
yepes reMarodHIeQarTnuecKkuii 6apbep U TOPMO3UTH MPOrpec-
curo HeBposoruyeckoit cumnromarukd [ 13]. Ilo atoii npuuunne
nomumo D3T, ans neuenns MIIC I mpoBoasT Tak ke TpaHc-
IJIAHTAIUIO TeMOIodTHYeCKuX cTBONIOBBIX KieTok (TI'CK).
JlaHHBIN METO/ JIeUEHHS! yCIICITHO UCTIONb3yeTcs B TeueHue 30
net. B uccnenosanusx nokasana adpexrusHocts TI'CK, mpo-
BEZICHHOHN B paHHUE CPOKHU, 10 2-JI€THETO BO3pacTa MallleHTa
[14]. OneparuBHas KOPPEKLHUs IIPOBOAUTCS AN YIIyUIIEHUS
(YHKIMH KIamaHHOTO aIapara Cep/ia, N3BECTHBI yCIICIIHbIe
OIepaTHBHbIE 3aMEHBI MUTPAJIBHOTO ¥ A0PTAIHLHOTO KJIallaHOB
npu MIIC I [15].

C 2011 roma B Pecrrybmuke Kasaxcran netu ¢ auarao3oM
MIIC I naganu nomydars ©@3T Anpaypa3uMoM B paMKax ra-
PaHTHPOBAHHOTO 00beMa OeCILIATHOW MEIUIIMHCKON ITOMOIIIH.

Heas ucciaenoBanus. M3yuurs KIMHHYECKOE TEUEHHE U
a¢pdexrurocTs O3T y mereii ¢ MIIC L.

O0bexT ucciaenoBanus. Ilox HabmoneHNEM HAXOAWINCDH
10 nereit ¢ BepupunuporanasiM MIIC I, moxyuasmme O3T B
CpeIHeM B TeUeHHUE 3-X JIeT.

METOABbI NCCJIEJOBAHUSA

Ha ocHoBaHMM KIMHUYECKUX JaHHBIX Y Beex 10 nereii Obu1
BeicTaBiieH auarHo3 MIIC. [lanee s Bepudukaiuu THIA
OBUIO NPOBEIEHO OIpe/esieHHe B JICHKOIUTAX CyXOH Karuiu
KPOBH aKTHBHOCTH JIM30COMAJILHOTO (hepMEHTa U MOJIEKYJISIP-
HO-TeHeTH4YecKoe uccienopanue. OociaeyemMbple IeTH MPOIUTH
KOMIUIEKCHOE  J1abOpaTOpHO-UHCTPYMEHTAIbHOE  HCCIENO-
BaHME: aHTPOIOMETPHs, PEHTIeHOrpadusi OPraHOB TIPYIHOH
knetku, OxoKI, crmmporpadus, OICHKa TOJEPAHTHOCTH K
(usryeckoll Harpy3ke METOIOM 6-MHHYTHOTO TeCTa XOIbOBI
(6MTX) u Tecra 3-x MUHYT noabema 1o siectauie (3MSC).

PE3YJIBTATbI

VY Bcex 00CIIeIOBaHHEIX JeTeH ObLI BBISBICH CHHKCHHBIH
ypoBeHb (epMeHTa anbda-L-uaypoHunassl, McciaeqOBaHHE
npoBoxum B Jaboparopun Universititsklinikum Hamburg-
Eppendorf (I'epmanust). MonekyasipHO-TEHETHYECKOE HCCIIe-
JIOBaHHE OCYIISCTBICHO Yy 5 MAIMCHTOB B JIa0OpaTOpHHU re-
HETUKHM M KJIEeTOUHOH Omosormn HaydHoro meHTpa 370pOBbBS
gereil (. MockBa, Poccuiickas ®enepauus). B pesynbrare
BBISIBIICHBI ciieaytomne Mytamuu: ¢.1598C>T (p.ProS33Leu),
c.1709A>T (p.Asp570Val), ¢.208C>T (p.GIn70X), IVS9as
-1 G>T (CS128167), onucaHHble B TCHOMHOM 0a3e JaHHBIX
HGMD kak Be3biBatomue MIIC 1. Bmecte ¢ Tem y 3 nereid
u3 5 ycranosinena ¢.1709A>T (p.Asp570Val) myranusi, paHee
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HE ONHMCaHHasl, HO SBJISIOLIASCS MATOTEHHOM M0 JaHHBIM KOM-
nploTepHOTO aHamm3a (Alamut Visual).

Cpenu o0creryeMbIX ieTeid OblIo 6 1eBOYCK 1 4 MaJIbUHKA.
CpenHuii BO3pacT Ha MOMEHT HaOIo/IeHHs cocTaBui 6,3 roza
(2-15 ner). lnarHo3 yCTaHOBJICH B CpPEIHEM B BO3pacte 3,5
rona. Jlo mocranoBku auarHoza MIIC Bce NIeTH HaXOAWIUCH
Ha TUCIIAHCEPHOM Y4YeTe y HEBPOIATOJOra CO CJIEAYIOMINMHU
JIMAarHO3aMU: JIETCKUIl IepeOpaibHbIi Tapaind;, THUIIEPTCH-
3MOHHO-THIpOLEhaTbHbIH CHHAPOM; 3a/IepKKa MICHXOMOTOP-
HOTO Pa3BUTHS. DTHUYECKH JIETH MPEACTABICHBI B OCHOBHOM
Ka3aXCKOH HallMOHAIBHOCTEIO (60%), 1Ba MallMEeHTa TaKUK-
ckoit (20%) 1 1o ogHOMY peOeHKY TypEIKOi U pyCCKOI HaIu-
onanpHOCTeH (10%). Cpean obcnenyeMbIx aeTed ObuIH 1o 2
cubca U3 JBYX ceMei, B OHOW M3 KOTOPBIX POAUTENH SIBIIS-
JCh OMM3KMMH POJICTBEHHUKAMHU.

Ipu ocmotpe y 7 meteit u3 10 ycraHOBIEHA 3a/1epKKa B (hH-
3UYECKOM PA3BUTHH, BBIPAKABIIASCS B CHYDKSHHUH JUIMHBI TeTla,
TI0 CPaBHEHHUIO C UMEIOIIUMICS BO3PACTHBIMU HOpMaTuBamu. M3
Hux y | pebenka (14,3%) ke 10 mpoLeHTHI O LEHTHILHOM
HIKaJIe Tpajalliy pU3HaKa, a y 6 nereit (85,7%) wimxe 3 mpo-
LEHTII. AHaJIOTHYHAsl KapTHHA HAOMIONanachk U B OTHOLICHUH
MAcchl Tela, I7ie €€ OTCTaBaHue 3aPETUCTPHPOBAHO Y TIOJIOBUHBI
ob6cnenoBanHbIX. B oqHoM cirydae Hike 10 (20%) mporeHTHs
u B 4 (80%) cinyuasx Hwke 3 npoueHtwis. Pacnpenenenue mo
THIIaM TPOBOAWJIOCH COIVIACHO TSDKECTH TEUeHWs M Hporpec-
CHpPOBAHMsI TATOJIOTMYECKHUX TIPOSIBICHHH. Y JBOMX HETeH ObLT
curapom ['yprnep, y ocrampHbix 8 — cunapom [yprep-Ileiie.
Cunzipom ['ypriep XapakTepr30Bajcs TSHKEIBIM IIPOrPEeCCUpOBa-
HHEM JIBIXaTeNbHOM M CepIeYHO-COCYIUCTON HEIOCTaTOYHOCTH,
BBIPOKEHHOH MHTEIUICKTYAIBHON 33/Iep)KKOM, TTOBEICHUESCKIMH
paccrpoiicTBamu, rpyObIMH YepTaMu Jinna (raprovwiusm). [lepe-
xomusli cuanpoM ['yprep-1llefie ObUT BEICTaBIEH HA OCHOBAHHH
Goee MSTKON KIIMHUKH, CPEIHEH CTEICHN BhIPAKEHHOCTH rapro-
WIH3Ma U HOPMAJIFHOTO MEHTAJIBHOTO Pa3BUTHS JTMOO HE3HAYH-
TENTHHOM €ro 3a/1epKKu. J[1ist Beex JieTeid ObLT XapakTepeH TUINY-
HBIA (pEHOTHIT: MaKporehains, HU3KO PACIIONOKEHHbIC YITHBIC
PaKOBHHBI, MaKpOIJIOCCHSI, T'aprOMIN3M (IIMPOKash M IUIOCKast
TIEPEHOCHIIA, BBIBEPHYTBIE HO3IPH, TOJICTBIC TyObI, BEIpOYKSHHbBIC
Ha0poBHBIC MyTH (pUcC. 1), HU3KUI POCT BOJIOC, THIEPTPUXO3,
KOPOTKHE KOHEYHOCTH, IIHPOKasi CTOIA, KHCTh IO TUITY «KOTTH-
CTOI1 JIambD», OrpaHIYEHNE IBWKEHNH B JTy4e3aIsICTHBIX, JIOKTe-
BBIX, IUICYEBBIX, KOJICHHBIX CYCTaBax; ITylOYHAs TPhDKA, aJICHO-
UJIBI, IIYMHOE JbIXaHUE, Xpall BO CHE, YacThle PEeCIUPaTOpHbIC
uHpexuuu (10 4-5 pas B ron).

OrneHka (QyHKIIMU PECITUPATOPHON CUCTEMBI MTPOBOIMIACH
MeTozioM crimporpaduu y 4 manueHToB. OcTanbHbIC JIETH HE
CMOIJIM NPOUTH JAHHBIA TECT B CBSI3M CO CIOKHOCTHIO BBI-
TIOJTHEHUSI HEOOXOAUMBIX TPEOOBAaHUI TNpPU HCCISOBAHUH.
VYV 3 neteii ObUIO BBISIBIICHO HApyIICHUE (YHKIMH BHEIIHETO
JIBIXaHUS TI0 CMEIIAaHHOMY THITY, B BHJIC CHIDKCHUS ITOKa3aTe-
nei (PyHKIUMOHAIBHOW JKU3HEHHOH emkocTH jerkux (FVC) u
00béMa hopcupoBaHHOro Bblgoxa 3a 1 cexynny (FVC1): cpen-
nee 3Hauenune FVC=53,6%, FVC1=56,8%, npu nopme >80%.
1 pebeHOK WMMen HOpMalbHBIE IMOKazarenu. VcciemoBaHue
(YHKIMU cepAeYHO-COCYANCTON CHCTEMBI OCYIIECT- BIISUIACH
METOJIOM PEHTTeHOrpaduu OpraHoB rpynHoi KieTkn u DXoKT.
Ha pentrenorpamMmme opranoB rpyiHO# KJIETKH KapAHO-TOpa-
kanpHbI nHneke (KTU) mokasan paciiupenue TeHH cepia B
nonepeunuke y 50% obcnenyembix, cpennee 3Hadenue KTU

NEAWUATPUSA

PucyHok 1. [leBouka T., Bo3pact 2 . 8 mec. MNC |
(cunppom lFypnep)

coctaBuio 56,4%. Pesynbrarsl OXoKI' BbIABHIN BOBiIEUEHHE
B I1AaTOJIOTHYECKUI NMpolecC KIAaHHOTO ammapara cepiua B
100% B BuJi€ yIUIOTHEHUSI MUTPAJIBHOTO M a0PTAJIbHOI'O KJlama-
HOB. IIpu 3ToM y 70% nereil onpenensnuch HeIOCTATOUHOCTD
MUTPAJIBHOTO KJanaHa ¢ peryprutauueii I ct., y 20% - neno-
CTaTOYHOCTh MUTPAJILHOTO KJamaHa ¢ peryprurauueit I cr,
y onuoro pedenka (10%) ObUT codeTaHHBIH MOPOK KiIamaH-
HOTO armapara cepjlla MUTPaJbHOTO KjaraHa (HeJocTaTrod-
HOCTB | CT.) M a0OpTaibHOTO KianaHa (HempocTatodHocTsk 11 ct).
V 50% nereii orMedanach JuiaTalus IOJIOCTEN cepala U ru-
nepTpodusi MHOKapa JIEBOTO JKEeIyAOouKa: CpeJHUE 3HAYCHHS
T3CIDK=7,2 mm, MXII=7 mwm. IIpu 3TOM cokparutenbHas
CcrocoOHOCTh MHOKapaa Oblia yMepeHHo yBenuueHa, O B
cpeaHeM coctaBuil 66,9%, 4To ABIISETCS HHAMKATOPOM IOBbI-
LIEHHOW Harpy3KH Ha MHOKap[ JIEBOTO jkemygouka. OmHomy
pebenky 1o nocraHoBku auarnosa MIIC I, B Bo3pacre 2 net
ObuTa IPOBENICHA ONEepaIys: IUIACTUKA MUTPAJIIBHOTO KIIaraHa
MpOKJIaAKoN [op-Tekc, B CBA3M C MPOrpecCUpYOIEld Hemo-
cTaTouHOCThIO Kiamana. [lo pesynsraram DxoKI' Ha MomeHT
HAONIONCHUS: KianaH (YHKIMOHUPYET YIOBICTBOPHUTEIBHO,
CTEHO3 ¢ perypruranuei [ ct.

ITpu nposenenun Y3U opraHoB OproLIHOM MONIOCTY remna-
ToMeranus OblIa ycTaHoBieHa y 6 nereit (60%), meueHb BbI-
CTymaia u3-moj kpas pebepHOil nyru B cpemHem Ha 4,5 cMm,
cpenHsisi BbIcOTa mpaBoil nomu — 91,3 mm, nmeBoit — 52 mw;
CIUICHOMeTaus OblTa yCTAHOBIICHA Y OJHOTO TarueHTa. Mc-
CJIeI0BaHME KOCTHO-CYCTABHOM CHCTEMBI BBISIBUJIO Y BCEX Jie-
teit (100%) nedopmariiio rpyaHOil KISTKH, TOPaKOIIOMOab-
HBIA KU(O3 MO3BOHOYHHUKA («KOLIAYHMid TOpO», pHC. 2), KUCTh
[0 TUIYy «KOTTHUCTOH JIalb» - IIMPOKAas KHCTh C KOPOTKUMHU
U YTOJIICHHBIMU (pajaHramu majbiieB (puc. 3); yTOJIICHHE
JIy4e3arsCTHbIX, JOKTEBBIX, [UIEYEBbIX, KOJIEHHBIX CyCTaBOB C
OrpaHWYEHHEM HX TOIABIKHOCTH, B 60% Banbrychas aedop-
Malys HIKHUX KOHEYHOCTel (puc. 4), HapylleHHe MOXOIKH,
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00nb B HOTax, MOBBIICHHAS YTOMIISIEMOCTh IIPU (hU3HUECKON
Harpyske.

PucyHok 2. leeouka T., 2 1. 8 mec. MIC | (cuuapom lypnep),
TopakonioMbanbHbIi K o3

Ipu uccnenosanuu JIOP-opraHoB ageHOM bl ObUIN BBISIB-
nens! y 30%, ogHOMY peOeHKy paHee MPOBEIH aJIeHOUIIKTO-
muro. B 30% cinydaeB nmenn MecTo mymnouHas rpebka u B 10%
naxoBasi. Y nosnoBuHbl aereil (50%) uHTe/UIeKTyanbHOE pas-
BUTHE COOTBETCTBOBAJIO BO3PACTY, Y TPOUX AETeH MEHTaIbHas
3ajiepkKa ObUIa yMEepeHHas, B TO BpeMsl KaK y JIBOMX HallieH-
TOB C CHHAPOM [ypriep uMeno MecTo BEIpaKeHHas 3aJeprKKa
TICHXO-PEUeBOT0 Pa3BUTHUS C KOTHUTHBHBIMH M TIOBEJICHIECKH-
MH HapyIICHUSMH.

C 1esnpio yTouHeHHs (PH3NUECKON BHIHOCIUBOCTH JICTH MPO-
xommn Tect 6MTX u 3MSC. Bee aetu nmpouuiu TeCThl, 3a UC-
KITFOYEHUEM OJTHOTO pebeHKa, KOTOphIii B Bo3pacte 1 rona 8 mec.
He ObLT B COCTOSHUU TIepeIBUraThesl 0e3 moanep:kku. CpenHsis
mucraniyst 6OMTX =224 m, 3MSC = 73,9 crynenu.

OnHomy pebenky ¢ MIIC I B Bo3pacte 2 jiet Obliia IpoBeicHa
TI'CK B ycnoBusix MHcTUTyTa IETCKOM IeMaToloruu U TpaHc-
manTonorun uMenn P.M. Topbauesoii (. Mockga, Poccuiickas
®enepanust). Ha naHHbIi MOMEHT peOSHOK HaXOUTCS IO/ IHA-
MHYECKUM HaOIIOCHIEM Bpadyel BBIIIEYKa3aHHOTO IIEHTPA.

NEAUATPUA

Ha cerogusiuramii 1eHb U3 HAOIHOIAEMBIX HAMHU JICTEH Tpe-
napar AnbIypa3uM Moiydarot 7 nereit, u3 pacuera 100 En/xr
1 pa3 B He/l. B BUjIe BHYTPUBEHHBIX MH(Y3HUil B TeueHHEe 4-X
net. Onenka 3pQEeKTHBHOCTH Tepanuu B AMHAMUKE ObLIa TIPO-
BeaeHa 3 gersim ¢ MIIC 1 (T'ypnep-llleiie), HaxoquBuumes
Ha CTallMOHApHOM JiedeHWH B HayuHOM 1eHTpe mnenuarpuu
U JIeTCKOW XUpypruu: 2 manpuuka u 1 geBouka. Ha momeHT
HaOmonenust netn Haxomwiuch Ha O3T B TeueHuwe 3 ner
(Tabmuisr 1- 3).

PucyHok 3. Manbumk 3., 12 net. MNC |
(cunapom lypnep- Lleite), «kortucras nana»

PucyHok 4. Manbumk 3., 12 net. MIC | (cunapom lypnep-
Llleke), BanbrycHas aecopmaums HHKHMX KOHEYHOCTEN
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NEAWUATPUSA

Ta6bnuua 1. 3ddektmeHocTh M3T. Maument 3.LU., BospacT 15 net. MIC | (cunapom lypnep-Lleite)

Mokasarenu Ao 3T Ha 156 Hepn. Tepanmum
Poct 104 cm 106 cm
Bec 19,3 kr 20 «r
KTH 64% 64%
eo]7] 72% 57%
MeueHb: neBas gons, npaBas gons >7 tam 58 mm
106 mm 97 MM
CeneseHka 83x42 mm 85x38 mm
6MTX 270 300
3MSC 90 100

Tabnuua 2. dddektmeHocts M3T. Maument 3., Bospact 14 net. MIC | (cunagpom Fypnep-Lleite)

Mokasarenu Ao d3T Ha 156 Hep. Tepanuu
Poct 110 cm 113 cm
Bec 18 kr 20 «r
KTH 62% 60%
dU 67% 65%

52 Mm 51 Mm
lMeyeHb: neBas gons, npaBas gons

82 Mmm 84 mm
CeneseHka 82x32 mm 77x30 mm
6MTX 310 315
3MSC 100 105

Tabnuua 3. 3ddekTmBHOoCTL M3T. MauneHT M., BospacT 3 roga. MIC | (cunapom Fypnep-Lleite)

Moka3arenu Ao d3T Ha 52 Hep. Tepanmm
Poct 85 cm 92cm
Bec 11,5 kr 14 kr
KTH 65% 45%
(es]7] 78% 76%
MeueHb: neBas gons, npaeas gons 38 mm 40 mm
83 Mm 82 MM
CeneseHka 63x31 MM 62x35 mm
6MTX 220 240
3MSC 90 110

Ha ¢one Tepamuu ormedanach MOJOKUTEIbHAS THHAMU-
Ka B ()U3MUYECKOM PA3BUTUH: POCT B cpenHeM coctasuin 103,6
CM, YBEJIMUUBIINCH HA 4 CM OT HCXOIHOTO cpeaHero - 99,6 cM;
OTMeUaJIach MOJOKUTENbHAS AMHAMHUKA B OTHOIICHHH MAacChl
Tena - npubaska Ha 1,8 kr. [To pesynsraraMm peHTIeHOrpaMMBI
opranoB rpyaHoit kinetku KTU B nunamuke ymMeHbIINICS Ha
7,3%, cpennee ero 3HadueHue coctraBmio 56,3%. Co cropo-
HBI CEPJICUHO-COCYIUCTOM CUCTEMbI TUNEPTPOdHs MHOKap/a
B JIMHAMUKE YMEHBIIMIACh, OJHAKO IOpPa)KEHUE KJIANaHHOTO
anmapara cep/ua ocraBajiock 0e3 mamenenuii. ®U y oxHo-
ro MamyeHTa cHusmiach 10 57%, y BTOpOro OCTaBajJUCh Ha
BeICOKUX IUGpax (76%), 4To TakKe SBISETCS MOKa3aTeaeM
runepyHKIUY JIEBOTO XKeIyAodKka. Y TpeThero pedeHka co-
KpaTuTebHas CIIOCOOHOCTh MUOKAp/Ia YepKHUBaIach B Ipe-
nenax HopMbl = ®U 65%. Tect TonepaHTHOCTH K (PU3NIECKOM
Harpy3ke TOKasal IOJIOKHUTEIBbHYI0 TUHAMUKY: JTHCTAHIIMS
6MTX yBenmumnace Ha 20 M, KonmdecTBO cryneneir 3MSC
yBenuumioch Ha 12. I'emaromeranusi B IUHAMUKE Y/IE€p>KHUBa-

JlaCb, HO HE MIpOTrpeCcCupoBaia, Ipru 3TOM pa3sMEphbl CCIIC3CHKU
YMEHBIIWIUCH ITO CPABHCHUIO C U3HAYAJIbHBIMHU JaHHBIMH.

3AKJIIOYEHUE

[To uroram nmpoBenenHoro HabmroneHMs 3a qeTbmu ¢ MIIC
I MO)XHO KOHCTAaTHPOBaTh, YTO BCE OOCIIEAYEMbIC JICTH UMEIH
MYJIBTHOPTaHHOE MOPaKeHUE — U3MEHEHHUsI CO CTOPOHBI cep-
JIEUHO-COCYIUCTOM, IbIXaTeJIbHON, HEPBHOM U KOCTHO-CYCTaB-
HOM cucteM. KIIMHNYeCKH BEIyIIMMHU CAMIITOMAMH OBLIH: TH-
MoCTaTypa, raprouu3M, MHOKECTBEHHBIE KOCTHO-CYCTAaBHBIC
W3MEHEHUS, TeraToMeraius, MyrnoyHas Ipblka, HEJOCTaTo4-
HOCTh MHUTPAJBHOTO M a0pTaJbHOrO KianaHoB. OTmevanach
TIOJIOXKHTENbHAS IUHAMUKA Ha ()OHE Teparuy B BUAE MPUOaB-
KM B POCTE, Bece; yaydlleHHe (U3NYECKOH BBIHOCIMBOCTH.
OTCyTCTBOBAJIO IPOTPECCUPOBAHUE MTOPAKEHHUS CO CTOPOHBI
CepICYHO-COCYICTON CUCTEMBI, TOT/Ia KaK IPH €CTECTBEHHOM
TeueHue 3aboneBanus (0e3 @3T) oTMedanock nporpeccupoBa-
HUE MaTOJIOrHYECcKoro nporecca [16].
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HaHHas cmambs snepebie bbina onybnukosaHa 8 XypHane «[leduampusi u demckas xupypaus»,

«[aHHass cmambs s18/719emcsl pa3peweHHbIM aemopoM pPenpuHmMom onybruKkoeaHHoU paHee
cmambu 8 XxypHane «[leduampusi u Oemckas xupypeausi». BoickazaHHble 8 daHHOU cmambe 8b1800bl,
MHeHUs unu pekomeHOauuu omobpaxarom MoYKy 3peHUst agmopa cmambu U Mo2ym He coerna-
damb ¢ mHeHuem TOO «CaHogu-aseHmuc Kazaxcmar» unu 0aHHo20 uddaHus «MexoyHapodHbIl
npogheccuoHanbHbIl XypHan «MeduyuHary. JaHHbIG penpuHm He QO/KeH paccMampueambCs Kak
pekomeHOauusi K UCMO/b308aHUI KakKux-nubo fiekapcmeeHHbIX npenapamos unu mMemoooes fedye-
Hus. CaHoghu He Hecem omeemcmeeHHOCMU 3a /1t0bbie 8bI800bI, UHOPMAaYUO, HEMOYHOCMU Uu
owubku, donyw,eHHbIe 8 cmambe, a makxe 3a rocsiedcmeusi 803MOXHO20 UCMOMb308aHUSI UHGHOP-
mayuu, codepxxauwjelicss 8 cmambey.
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