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Mykononucaxapuao3 (MIIC) Il Tuna (cuHApPom XaHTepa) — HacieAcTBEHHOe 3aboeBaHne U3 rpynnbl IM30COMHbIX 60/1€3-
Hel HaKOorM/JAEeHUs, BbI3BAHHOE MNaTo/I0rMYecKuMmu BapuaHtamu reHa IDS. [locnegHue npuBoAsiT K Aepuunty depmeHTa
naypoHar-2-cynbgatasbl U HapylleHWIo KaTtaboan3ma MnKo3aMuHOIMKaHoB. OCHOBHbIE KIIMHUYECKUE NposiB/IeHUs 3a60-
JNIeBaHNS — OPaKeHNe LIeHTPasIbHON HEPBHOM CUCTEMbI, KOCTHO-CYCTaBHOIo annapara, naTo/ior1s cepaeyHo-cocyancTom
M AbiXxaTesIbHON CUCTEM, renaTtocr/ieHOMeraans, HapyleHue cayxa. PepmeHTozamectutenbHas Tepanns (P3T) gaet Bo3-
MOHOCTb CKOPPEKTMPOBaTh METab0/IMYECKME MPOLIECChI B IN30COMaX MHOIMX OPraHoB U TKaHEMN, YydLiaeT KIMHUYECKYIO
CUMITOMATHKY 3@ CYET YaCTMYHOIro BOCCTaHOB/IEHMS paboThl NOBPEXAEHHOro pepmeHTa. KapanoBacKynspHas natoiorus
sIB/ISIeTCS OCHOBHOWM MPUYUHOMN SIeTaslbHOro mcxogda y naymeHtos ¢ MIIC. B aTo# ¢BA3M Hamu 6bl/in U3y4eHbl 3QHEKTUBHOCTb
3T uaypcynbpasoi 1 ee BIUSHUE HA cepAeyHO-cocyancTyro cuctemy y 55 nayumeHton ¢ MIIC Il Tuna. bbiio nokasaHo, 4To
3T, npoBoaMmas ¢ paHHero Bo3pacTa, CyLeCTBEHHO y/y4luasia COCTOSIHME AeTen, npeaoTepalyana nim yMeHbllana npo-
rpeccrpoBaHue nopaxkeHms cepaua. lepepbiBbl B ne4eHnn ot 1 4o 7 mec, 06yc1oBAeHHbIE Y 12 60/1bHbIX 9KOHOMUYECKUMM
M OpraHn3aLMoHHbIMU paKTopamm, BO BCEX CAyHasax NPUBOANIN K YXYALIEHMIO COCTOSIHMS NaLMEeHTOB.

KnroyeBble cnoBa: geTn, 1M30COMHbIE 60/1€3HU, MyKOonoamcaxapmnaos Il Tuna, cepaeyHo-cocyamctas cuctema, QepPMEHTO-
3amecTuTeIbHas Tepanusi, uaypcyibpasa.
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Mucopolysaccharidosis type Il: Enzyme Replacement
Therapy Efficiency

Mucopolysaccharidosis type Il (MPS Il), or Hunter syndrome, is the hereditary lysosomal storage disease caused by pathological
variants in IDS gene. Such variants lead to iduronate-2-sulfatase enzyme deficiency and glycosaminoglycan catabolism disorder.
Major clinical signs are central nervous system lesion, disorders of musculoskeletal system, cardiovascular and respiratory systems
pathologies, hepatosplenomegaly, hearing impairment. Enzyme replacement therapy (ERT) makes it possible to adjust metabolic
processes in lysosomes of many organs and tissues, to improve clinical signs due to partial restoring of the damaged enzyme
function. Cardiovascular pathology is the main cause of death in patients with MPS. In this regard we have studied efficiency of ERT
with idursulfase and its effects on the cardiovascular system in 55 patients with MPS II. It has been shown that ERT started from an early
age can significantly improve children's condition, reduce or event prevent cardiac involvement. Treatment gaps from 1 to 7 months due
to economic or organizational factors in 12 patients caused worsening course of the disease.

Key words: children, lysosomal diseases, mucopolysaccharidosis type Il, cardiovascular system, enzyme replacement therapy,
idursulfase.
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BBEJAEHMUE

Mykononucaxapugos Il Tuna (MMC 1l; cuHgpom XaHTe-
pa) — nporpeccupylollee 3abonieBaHne, BbI3BaHHOE NaToso-
rMYeCKMMK BapuaHTaMu reHa IDS (KapTMpoBaH Ha AJIMHHOM
nne4ve X-xpoMocoMbl Xq28), NPUBOAALLMMU K CHUKEHUIO UK
OTCYTCTBMIO aKTUBHOCTU depmeHTa naypoHaTt-2-cynbdartasbl
W, KaK pe3ynbTaT, K HaKOMIEHWUIO B OpraHax W TKaHsAX MMnKo-
3aMUHOMMKaHOB, AepMataHcynbdaTta U renapaxcynbdata
[1, 2]. Tun HacnegoBaHUA — X-CLLENIEHHbIN PELECCUBHbIN,
NMo3TOMYy B OCHOBHOM 60J€I0T fiLa MyXcKoro nona [3, 4].
PacnpoctpaHeHHocTb MIC |l cpean HOBOPOMKAEHHbIX MaJsib-
4YnKoB BapbupyeT oT 1:34 000 go 1:132000 [5, 6].

B pe6tote 3ab6oneBaHns ¢ paHHEro BO3pacTa XxapaKTepHbl
YyacTble pecnupaTopHble 3a6o0feBaHus, OTWUTbl, PELUANBU-
pytowme rpbixu, GopMmpoBaHne rypaeponogobHoro ¢eHo-
TMNa (orpybfieHne 4epT Nnua), NosaBAsgeTcs arpecCUBHOCTb
B MNOBEJEHWU, Pa3BMBAIOTCA TYroyxoCTb, TyrOrnoABWUXKHOCTb
B cycTaBax. B ctapwem Bo3pacTe HaKomnaeHue rmmnko3amu-
HOMMKaHOB B OpraHax v TKaHsX NPUBOAMT K Nporpeccupy-
oMM HEeLOCTaTOYHOCTU U/UNK CTEHO3Y KilanaHoB cepaua,
Kapanomuonatuu, 3abofieBaHMAM HUMXHUX AblXaTeNbHbIX
nytTen, renatocniaeHomeranuun [7-9]. Mpu Taxenon dopme
MTIC Il y naumeHTOB nNpeBanupyeT nopaxkeHue LeHTpanbHOm
HepBHOM cuctemsbl [10]. Jlerkas dopma 3aboneBaHns xapak-
Tepusyetcs 6onee no3gHum aebotom (7—210 neT 1 nosxe),
NpW 3TOM UHTENNEKT Y MALMEHTOB HE CHUXEH MM BO3MOXHA
YMCTBEHHas OTCTanoCTb JIErKown creneHu. MPorHo3 XW3Hu
GnaronpuatHbin [7, 11, 12].

B 2006 r. YnpaBneH1e no caHUTapHOMY Haf30py 3a Kaye-
CTBOM MULLEBbIX NPOAYKTOB M meankameHToB CLUA (Food and
Drug Administration, FDA) ono6puno natoreHetuyeckyto dep-
MeHTo3amecTuTenbHyto Tepanuto (P3T) ans MIC Il npenapatom
Onanpasa (Maypcynbdasza — peKoMObuHaHTHas YyenoBeyeckas
naypoHat-2-cynbdatasa). B ctpaHax EBpocotoda npenapat npw-
meHsieTcs ¢ 2007 r., B Poccnn — ¢ 2008 [13]. IPPEeKTUBHOCTb
naypcynbdasbl Oblna MNOATBEPXKAeHa B psAje UccnefoBaHun
[11-13]. Tak, Ha PoHe NeveHns oTMeYanuCb CHUXKEHUE YPOB-
HS MIMKO3aMUWHOMIMKAGHOB B MOYe, Hopmanusauus pasMepos
NMevyeHn U cene3eHKu, cTabunusauns naTonorMvyeckux uame-
HEHWN KapAMOBaCKYNSPHOW CUCTEMbI, YaydlleHne @yHKUUK
[blXxaTeNnbHON CUCTEMbI, BBIHOC/IMBOCTU U B LieNIoM GU3NHECKOro
pa3BuTua nauueHToB [11, 12, 14]. CnepyeT OTMETUTD, 4To 3T
mManoaddeKTMBHa AN CnaboBacKyNapU3MPOBaHHbIX OpraHoB
U CUCTEM (LLeHTPasIbHOM HEPBHOM CUCTEMBI, POrOBWLLbI, CyCTaB-
HbIX XPSALWEN 1 cepaeyHbix KnanaHoB) [14, 15].

MaTtonorua cepaevyHo-CoCyaUCTON CUCTEMbBI ABSETCA
Haunbonee 4acTbiM U cepbe3dHbiM nposisiaeHvem MIIC 1l [14].
B cBfA3M ¢ 3TMM ocHoBHas uenb P3T 1 cumnTomaTUyecKom
Tepanuu 6o0nbHbIx MIC Il — 31O NpeaynpexaexHve u/unm
npeKpalleHMe nporpeccupoBaHnsg CUMMITOMOB CepAeYHHOM
HeloCTaTO4HOCTU. MexayHapoaHble W OTeYeCTBEHHble
uccnefoBaHUA KapAWMOBaCKYyNApHOM CUCTEMbl MaLMUEHTOB
¢ MINC Il B ocHOBHOM npoBeAeHbl Ha HEBGOMbLWMX rpynnax
yyacTHWMKOB [13, 14], N03TOMY LieNbto Hallero uccnegoBaHuns
Obl1 aHanM3 ahGEKTUBHOCTU naypcynbdasbl U ee BAUSHUE
Ha cepaeyHO-COCyanCTyto cuctemy y nauunentos ¢ MIIC .

COBCTBEHHbDIE JAHHBIE
Pa6oTta BbinonHeHa Ha 6a3e PrAY «HaunoHanbHbIN
MEAULIMHCKMIA UCCnefoBaTeNbCKUt LEHTP 340POBbA AETEMN»

MwunsgpaBa Poccun (MockBa). [AnarHo3 BceM MauueH-
TaM Obl/l YCTAHOBNEH Ha OCHOBAHWM KIMHUYECKOW KapTu-
Hbl 3a6ofieBaHuKs (MPOBOAUIOCH HEOBXOAMMOE A1t TOYHOM
BepMdMKaLMKM AMarHo3a nabopaTtopHOe U MHCTPYMeHTaslb-
Hoe ob6cnefoBaHuWe), onpeaeneHus rMUKO3aMUHOIIMKaHOB
B MOYe, 3H3MMOAMArHOCTMKM (onpeaefieHne aKTUBHOCTH
JIN30COMHbIX GEPMEHTOB B CyxMX MATHAX KPOBW METOAOM
TaHAEMHOW Macc-CMeKTPOMETPUMU U B NIENKOUUTax nepude-
puyeckomn KposHu). NMpoBoanan TakKe NOMCK MyTaLMin B reHax
MEeTOAO0M MPSIMOro aBTOMAaTUYECKOIr0 CEKBEHMPOBAHMUSI.

Mpu rocnutanM3aumm B KIMHWKY BCEM MaLMeHTam npo-
BOAMNOCH 3xoKapauorpaduyeckoe (IxoKl) mccnegoBaHue
Ha annapate Vivid E9 (GE Healthcare, CLUA). Uamepsnu
KOHEYHO-4MaCTONMYECKYIO TONLMHY MEXIKENYLOYKOBOWM
neperopoaku (B CM), a TaKKe KOHEYHO-CUCTOTMYECKUI (B CM)
N KOHEYHO-AMACTOIMYECKUIN (B CM) pa3mepbl IEBOMO Keny-
[0YKa, KOHEYHO-AMACTONIMYECKYIO TOMWMHY 3ajHEen CTeH-
KW NEeBOro enygoyka (B €M), AMameTp MoaoCTU NIeBOro
npeacepavs (B CM); pacCYmMTbiBanM KOHEYHO-CUCTONTUYECKUM
(B MJ1), KOHEYHO-ANACTONMYECKUI (B MJT) U yAapPHbIM 06bEMbI
nesoro enygodka no L. Teichholz n Simpson. YuuTbiBas
[EeTCKUI BO3PacT M 3aBUCMMOCTb OT POCTO-BECOBLIX Napa-
METPOB, oueHKa 3xoKl-napameTpoB cepaua npoBoaniach
B OTHOCWTENbHbIX Z-eAuHuLax. B HopMe noKasatenb He Jon-
¥EeH npeBbiwaTtb 2 OTKJIOHEHWW OT cpeaHero (Z-score 2).
CepaeyHyto HeJOCTaTOYHOCTb OLLEHMBANM NO MEXKAyHapoa-
HOM WKane Ross. KNMHMKO-aHaMHecTMYeckue, nabopartop-
Hble U MHCTPYMEHTa/bHble AaHHbIE MONYYEeHbl N3 MEeAWLIMH-
CKOM JOKyMeHTaumu 3a nepuog ¢ 2009 no 2018 .

lMpoBeneHne nuccnegoBaHma ogo6peHo JIoKanbHbIM 3TU-
YECKUM KomuTeToM HaunoHanbHOro MeAMLUMHCKOro uccne-
[0BaTeNIbCKOro LeHTpa 340poBbs AeTern MuHaapaBa Poccun
(npoTtokon N¢ 7 o1 11.05.2010).

MpoaHanuanpoBaHbl gaHHble 117 nauueHToB (30 aeBo-
4yeK) B Bo3pacte OT 6 mec Ao 17 net, U3 Hux 23 (19,6%)
pebeHka ¢ MIC | Tuna, 55 (47%) — ¢ MIC I, 24 (20,5%) —
¢ MNC I, 7 (6%) — ¢ MMNC IV, 8 (7%) — ¢ MIC VI. Ha MmoMeHT
rocnutanuMsauum MeguaHa AMTeNbHOCTM 60Ne3HM NauueH-
TOB cocTtaBuna 3 (1; 7) roga, MeanaHa Bospacta — 7 (4; 9)
net. B Poccun gna nauuneHtoB ¢ MIC cpeaHun BospacT
NOCTaHOBKM AMarHosa coctasnseT 47 mec (3 roga 10 mec),
MIC Il — 45 mec (3 roaga 9 mec). C 2008 r. B Poccmn Hava-
nacb peructpauma npenapatos ans nposegeHns ®3T nauu-
€HTaM ¢ pasHbiMu TMnamu MIC, 4yto 06ycnoBMNO HeO6X0AM-
MOCTb paHHen AMarHOCTUKKM 3aboneBaHWn AaHHOW rpynnbl.
BospacT noctaHoBKkU guarHo3a MIIC Il y geten, poxaeHHbIX
no 2008 r., coctaBnan 57 mec, nocne 2008 r.— 22 mec.
BbisiBneHne nauueHtoB ¢ MIC (He3aBUCMMO OT TuNa)
¢ 2008 1. 3Ha4YnTENbHO yBENNYMUIOCH (Tabn. 1).

CpeaHui Bo3pacT NOCTaHOBKM AnarHo3a Ans nauueHToB
C CUHOPOMOM XaHTepa (CBeaeHus yaanocb YTOYHWUTb ANs
52/55 peten) coctaBun 3 roga 9 Mec, BO3pacT, B KOTOPOM
nauuneHTy HaunmHanu @3T — B cpeaHeM 74 mec (6 net 1 mec),
COOTBETCTBEHHO, MEPUOS C MOMEHTA NOCTAHOBKM AMarHosa
no Havana 3T coctaBun 2 roga 6 mec. He Bce nauu-
€HTbl MoMyYann NaToreHeTUYECKy Tepanuito HenpepbiBHO.
BpemeHHOM nHTepBan B fedveHun 12 geten ¢ MIIC Il cocTa-
BMn oT 1 go 7 mec. MNpu otcytctBun P3T y BCex naumMeHToB
BbISIBIEHO yXyAllEHWE COCTOSIHWUSA: MHBEPCUS CHa — y 3,
HapacTaHue cnabocTu, YyTOMASEMOCTb — Yy 9, HapylueHune



Ta6nunua 1. CpeaHuii BO3pacT NOCTAHOBKM AMarHo3a nauueHTam ¢ MyKononucaxapnao3om B Poccum

Table 1. Median age of MPS diagnosing in Russian patients

[o 2008 . 11 47

| 0,009 0,005
MNMocne 2008 1. 12 16
Jo 2008 r. 33 57

1] 0,000 0,000
Mocne 2008 . 19 22
[o 2008 r. 4 88

I\ 0,073 0,034
[Mocne 2008 . 3 36

MpumeyaHme. * — B uccnefoBaHue GblIM BKIIOYEHBI TONIbKO AETU, POXKAEHHbIE B Poccuitickon Penepaumn. MIMC — myKkononncaxapuaos.
Note. * — the study included children born in Russian Federation. MIC — mucopolysaccharidosis.

Ta6nuua 2. [MaTonorvsa KnanaHHoOro annapara cepilua y naumMeHToB ¢ MyKononucaxapuao3oMm Il Tuna B cpaBHEHWM € OBLLMM YUCIIOM BCEX

TUMNOB MyKONo/Caxapnao3a

Table 2. Disorders of valvular heart apparatus in patients with MPS Il in comparison with all types of MPS

MnAc i

n = 55; a6c. (%) 44 (80) 31 (56) 23 (42) 10 (18) 3(6) 2(4) 7(13)
mnc

n = 117; a6c. (%) 86 (73) 53 (45) 44 (38) 16 (14) 3(2,6) 2(2) 19 (16)

MpumeyarHume. MINC — myKkononucaxapuaos, MP — peryprutaumsa Ha MUTpanbHOM KnanaHe, AP — peryprutauuns Ha aoptanbHOM KnanaHe,
TP — peryprutauus Ha TpUKycnuaanbHOM Knanaxe, JIP — peryprutauus Ha nero4Hom Knanave, MC — CTeHO03 MUTpanbHOro Knanaxa,

AC — cTeHO03 aopTaibHOro Knanasa.

Note. MMNC — mucopolysaccharidosis, MP — mitral valve regurgitation, AP — aortic valve regurgitation, TP — tricuspid valve regurgitation,
JIP — pulmonic valve regurgitation, MC — mitral stenosis, AC — aortic stenosis.

MOXOAKM W yTpaTa ABWraTefibHblX HaBblKOB — Yy 7, yTpaTa
peun —y 2, nceBaobynbbapHbIi CUHAPOM — Y 2. [10 HalwuMm
[JaHHbIM, MepepbiBbl B Tepanuu 6binn CBA3aHbl C 3KOHOMUYe-
CKMMM U OpraHuM3aLMoHHbIMK haKTopamu.

BauaHue pepmeHTO3aMeCcTUTEIbHON Tepanum

Ha cepAevyHO-COCYAUCTYIO CUCTEMY

Y4nTbiBas BbICOKYIO 4acTOTy BCTPE4aeMOCTM Kapauo-
BACKy/NISipHOW MaToNorMuK, ee Mnporpeccupytollee TeyeHue,
NPUBOASLLEE K CHUXEHWMIO MPOAOIKUTENBHOCTU MKU3HM
y naumeHToB ¢ MIC, nccnefoBaHne COCTOSIHUA CepaedHo-
COCYAWCTOM CUCTEMbI MPOBOAMNIOCH ABaXKAbl: Ha MOMEHT
NepBUYHON M MOBTOPHOM rocnuTanndauuu Ha doHe npose-
neHuns O3T. Bece getv nonyyanu no 0,5 mr/Kr naypcynbdasbl
exeHegenbHo.

M3mMeHeHnsa co CTOPOHbI cepala BbisiBaeHbl y 85% nauu-
eHToB ¢ MIC BHe 3aBMCMMOCTM OT Tuna 3abosieBaHusd
(100/117 ob6cnepoBaHHbix paeten). CpegHun BO3pacTt
BbIIBIEHUS KapAWOBACKYNSPHbIX HapyweHW CcocTaBu
50 = 0,4 roga. Y 89% nauuneHtoB ¢ MIC Il namenexHus
B cepALe BbiaBAsnnch B Bo3pacte 4,5 + 0,5 roga. Hanbonee
4acTo cepheyvHo-cocyaucTas naTonorns y naumMeHToB Gbiia
npeactaBfeHa KAanaHHbIMKM HapyleHUMU (HegocTaTou-
HOCTb W/WKU CTEHO3), apTepuaibHON runepTeH3nen, Hapy-
LEHWEM pUTMa cepaLla (Yalle TaxMKapaus ¢ Kapagmomuona-
TUEWN), peOKO — NEro4YHOn runepTeH3nen.

Hamu 6bi10 NpoBeAeHO AMHaMM4ecKoe HabniogeHue
n obcnegosaHne 35/55 nmauMeHTOB C CMHAPOMOM XaHTepa,

nonyyaBlumnx ®3T (cpegHuit Bospact 81,5 = 50,2 wmec).
Haunbonee 4acto y nauMeHTOB [AaHHOW Trpynnbl BbisiBASIACH
naTtonorns MUTPanbHOro KnanaHa (Tabn. 2). YMepeHHbIn cTe-
HO3 MUTPaSIbHOMO K/amnaHa B COYETAHUM C HEAOCTATOYHOCTLIO
2-i cTeneHu BbisiBAEH y 3 60/1bHbIX, HEOCTAaTOYHOCTb aopTalib-
HOro K/ianaHa co CTeHo30M — Yy 2. Becrneacteue 3HavyuTeNbHO-
r0 CHUMEHWS 3NaCTMYHOCTM aopTbl €€ AunaTtauus BbisiBAEHA
y 5 (9%) neten (Z-score 2,5-4,5). Taxukapaus 6blia gnarHo-
CTUpPOBaHa NPaKTUYECKM Y Kaxkaoro BToporo peéerHka ¢ MIIC I,
runepTpoduyecKkas Kapagunomumonatua — y 11% peten.

lMockonbKy natonorus cepaua npu MIMC HocUT npo-
rPeCcCUpYoOWKNIn XxapaKTep, Hamu 6bI10 NPOBELEHO CpaBHe-
HME U3MEHEHMI Ha KnanaHax Npu NepBUYHOM M MOBTOPHbLIX
rocnutannadaumsx y 35 nauneHtoB ¢ CMHAPOMOM XaHTepa,
nonyyaswunx P3T. MNpu NpoBeAEHMU OLIEHKM YYWUTbIBANMUCH
HanM4yMe U cTeneHb HeAoCTaTOYHOCTM, CTEHO3a U MUKOCO-
MaTto3a CTBOPOK KianaHoB. 3a BpeMs HabniogeHus cylie-
CTBEHHOIO MPOrPeCcCUPOBAHUS WAK YIYYLWEHUS COCTOSAHWUS
KnanaHHOro annapaTta cepila He 0TMeYanoch.

ApTepuanbHyl0 TMNEPTEH3UIO NPU MOCTYMIEHUN UMENU
3% nauuneHToB. OgHaKo, Npu NPOBEAEHUN CYTOHHOIO MOHU-
TOPUPOBaHUS apTepuanbHOro AaBneHns AaHHas natonorus
Oblna BbisiBNeHa y 14,5% feten ¢ pa3nuyHbimu Tunamm MIIC.
CnenyeT OTMETUTb, YTO apTepuasibHas rMNepPTEH3MS oTmeYe-
Ha B 16% cnyyaes npu MIC Il. 3a BpeMs HabnogeHns 3Ha-
4YnMoe yaydlleHne/yxyaleHne nokasaTenen aptrepuanbHoOro
naBneHus Ha ¢oHe O3T He BbIBAEHO, COCTOSAHUE MaLUeH-
TOB OCTaBanoCb CTabubHbIM.

BOMNPOCbLI COBPEMEHHOW NEAWATPUU /2019/ TOM 18/ N2 6
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Ta6auua 3. MIHAEKC Maccbl MMOKapaa NeBoro xenyaovka y 60bHbIX MyKONonncaxapuao3om
Table 3. Left ventricular mass index in patients with mucopolysaccharidosis

CooTBeTCcTBYET HOpMme Bbiwie HOpMbI
Tunbl MINC
n M * o (min-max) n M % ¢ (min-max)
Bce 60nbHble MIC (n = 80) 48 59,4 +£9,1(41,6-77,6) 32 103,2 + 25,6 (69,2-180,4)
BonbHblie MMNC Il (n = 39) 26 60,8 + 9,2 (45,4-77,2) 13 105,1 + 33,7 (69,2-180,4)

Mpumevarume. MINC — mykononucaxapnios. M £ o — cpeaHee aprudMeTnyecKoe 3HaYeHe U CTaHAapTHOE OTKIIOHEHMe.
Note. MINC — mucopolysaccharidosis. M = o — arithmetic mean and standard dispersion.

JleroyHas runepteHa3us Habnwoganacb y 2 nauneHToB
C CMHAPOMOM XaHTepa npu NnepBMYHOM rocnutanmaaumu. Mo
Mepe NporpeccupoBaHmnst COCTOSHUS IerodyHas rmnepTeHsuns
nosiBunach elle y 2 yenosek. CpeHee faBieHUe B N€roYHom
aptepun coctaBuno 38 = 6 MM PT. CT. Y OCTanbHbIX AETEN,
nonyvyaswux ®3T, gaBneHWe B NeroyHom apTepuun octaBa-
flocb B Npeaenax Hopmbl.

Kapavomuonatusa 6biia guarHoctupoBaHa y 6 60/bHbIX
CUHAPOMOM XaHTepa. [JMarHo3 ycTaHOB/IEH Ha OCHOBaHWU
¥anob (oAblWKa, YTOMASeMOoCTb), GU3MKaNbHOro OcMoTpa
M JaHHbIX MHCTYMEHTaNbHOro o6cnegoBaHusa. Ha 3OxoKr-
M306parKeHUsX ONpesensancb rMnepTpodus CTEHKM NEBOrO
enyfoyKa, CHUXeHne dpakumm BbiGpoca M pacwupeHue
Kamep cepaua C yBeIMYEHMEM KOHEYHO-CUCTOSIMYECKOro
N/VUNN KOHEYHO-OAMACTONIMYECKOro pa3MepoB M/vnv 00b-
eMoB neBoro xenygoyka. Y 32/80 (40%) nauueHToB
C pasnuyHbiMu TMNamu MIC 6bl10 BbIABAEHO YBenn4ye-
HMEe MHAEKca Macchbl JIEBOr0O Kenygoyka, cpeau GOJbHbIX
MMC Il —y 13/39 (33%) (Tabn. 3).

Haunbonbluee 4ucno aeten ¢ BbICOKUM GYHKLMOHANbHbIM
Knaccom no Ross oTmedeHo cpean 60MbHbIX CMHAPOMOM
XaHTepa. PyHKUMOHaNbHBIM Knacc |l 6bin gMarHocTMpoBaH
y 42%, dyHKuMoHanbHbiM Knacc Il — y 13% nauueHToB
3TOoM rpynnbl. Mpu AMHaMU4yecKoM HabnoAeHUN Y MaLMEHTOB
C CMHAPOMOM XaHTepa Ha ¢GOoHe MPOBOAMMOM NaTOreHeTMye-
CKOM MU CMMNTOMaTUYECKOW Tepanuu He BbISBNIEHO yXyLlle-
HWS KapAMOBACKYNSIPHbIX NPOSIBNEHUI 6ONE3HU U yBennYye-
HMS GYHKLIMOHANbHOrO Knacca.

OBCYXAEHMUE

MyKononucaxapuaos — TSKENoe, MHBanManaupyollee
3a6oneBaHne, NPUBOASLLEE K PA3BUTUIO TAKENbIX OCNOXKHE-
HUN. COOTBETCTBEHHO, OTCYTCTBME NaTOreHeTUYEeCKon Tepa-
nMUU UK ee No3fgHee Havyano Ha GoHe ye CylecTBYoLWEen
TSXKENOW NaTtonorMun LeHTpanbHOW HEPBHOW, Cepae4HO-COCY-
OUCTON, AbIXaTebHOW, ONOPHO-ABUraTeIbHOM CUCTEMbI MPU-
BOJMT K PE3KOMY CHMMEHMIO KayecTBa XWM3HW MaLMEeHTOB,
Pa3BUTUIO KMBHEYIPOXKAIOLWMX COCTOSHMUI BMOTb [0 SIeTab-
Horo ncxopa [16].

MepBoe KnMHUYecKoe uccnegoBaHme P3T y nauUMeHTOB
¢ MIC 1l 6bino Havato B 2001 r. 1 3aBeplieHo B 2006.
C 3TOro BpPEMEHW OTCYMTbIBAETCS HOBasi 3pa He TO/NbKO
B Jle4eHUn 3abofieBaHWi M3 rPynnbl MyKOMoaucaxapuao-
30B, HO 1 BCEN Ipynmnbl TIM30COMHbIX 60ONE€3HEN HaKoMNIeHUs
B uenom. MNo3gHAs anarHocTMKa 601e3HM B Hallel cTpaHe
W, COOTBETCTBEHHO, MO3AHAS MHULMALUMS Tepanuun, oGHapy-
JKEHHble B HalleM UccneaoBaHMK1, CBA3aHbl, C Hallewn TOYKK
3pEHNS, C HU3KOW MHDOPMMPOBAHHOCTBIO Bpayen O BO3-

MOHocTsax ®3T M nocneacTBuMax ee Mo3gHero Hadvana,
3KOHOMMWYECKUMU TPYAHOCTAMM, HEMOHUMAHUEM poauTenen
Heo6X0AMMOCTH Ie4eHUsl, 0COBEHHO Y MALMEHTOB C NIEMKUM
Te4yeHneM 3aboneBaHms.

YKe ony6aMKoBaHbl pe3ynbTaTbl Hay4YHbIX MCcneaoBa-
HUM, NOCBSLWEHHbIX U3y4yeHuto BansaHua 3T naypcynboda-
301 Ha QYHKLUMOHUPOBAHWE Pa3IMYHbIX OPraHOB M CUCTEM
y NauMeHToB C cMHApPOMOM XaHTepa [17, 18]. B 2005 .
Oblfl 3anylleH camblii 60/bWON MHOMOLEHTPOBOW PErncTp
peanbHbIX JaHHbIX O ecTecTBeHHOM nctopumn MIIC Il u gonro-
CpOoYHOM 6Ge3onacHocTM M addekTnBHOCTM DP3T ¢ mayp-
cynbdazon (Hunter Outcome Survey, HOS) [13]. Llenbio
[laHHOr0 aHanM3a 6blI0 CpaBHEHUE BbIXXMBAEMOCTH Cpeaum
nauveHtoB ¢ MIMC Il, nonyyaBWKX WMAK HE NOJyYaBLUMUX
neyeHne waypcynbdazon. Onpegensnn Takxe MNpPUYHUHBI
cMepTu. He BHOCMAMCL AaHHble TONbKO MO MNauLMeHTaM,
KOTOPbIM BO BPEMS y4acTuUs B KJIMHMYECKOM MCCefoBa-
HUKU GblNa NpoBedeHa TpaHCnaaHTaUMs reMono3TUYECKMX
CTBOJIOBbIX K/IETOK MKW KOTOpbIE MOJy4anun NeYeHne nayp-
cynb®a3on BHYTPUOPIOWKMHHO. HOS HOCHUT UCKNIOYUTENBHO
HabnogaTeNbHbIM XapaKTep, He BK/OYaeT B cebs cneuu-
anbHble OCMOTPbI Bpaya M MNpoBedeHWe OonpeaeneHHbIX
o6cnegoBaHmin. o cocTtodHMio Ha utonb 2016 r. B HOS
6binM BHeceHbl AaHHble 1200 naumeHToB n3 134 UeHTPOB,
pacnonoxeHHbix B 33 cTpaHax mupa, U3 Hux 1034 oTcne-
¥XUBanM npocnekTuBHo. CpeaHur BO3pacT MOCTaHOBKM
onarHosa — 3 roga 3 mec (1,0; 7,1), cpeaHun Bo3pacT
Havyana ®3T — 6 netr 9 mec (2,1; 19,8). B wccnepno-
BaHMM B OCHOBHOM Y4aCTBOBaJMW MNauMeHTbl n3 EBponbl
n CeBepHor AMepuKkun. MeanaHa BbIXKMBAeMOCTU, OCHOBAH-
Has Ha oueHKax no metoay KannaHa—Menepa (95% pose-
putenbHbin MHTepBan, AW), y nauneHtoB Ha ¢oHe P3T
coctaBuna 33 roga (30,4; 38,4), 6e3 nevyenna — 21,2 roga
(16,1; 31,5). Puck cmepTtn (rnaBHbIM 06pa3oM OT cepaeu-
HO-COCYAMCTbIX U PECMUPATOPHbIX OCIOXHEHWUI), COrNacHo
perpeccvoHHon moaenu Kokca, coctaBun 0,46 (95% AU
0,29-0,72), T.€. 6bl1 Ha 54% HWXKe y NauMeHToB, Noy4aB-
LUMX NaTOreHEeTUYECKYIO Tepanuto, B CPaBHEHWUW C TAKOBbLIM
y HeneyeHblx 60/bHbIX [13].

O3T adpPeKTMBHO AENCTBYET Ha Psf KIMHUYECKUX MpPO-
ABNEHUI 3aboneBaHunsl, MMeeT XopoLwmnin npodunb 6esonac-
HOCTM, y/yyllaeT BbIXKMBAEMOCTb, OHAKO OHa HE MOXKET
3pDEKTUBHO BO3AENCTBOBATb M MOJIHOCTbIO OCTAHOBWUTH
nporpeccupoBaHne 3aboneBaHWUs MNPU Ha3HA4YeHUU ee
B MO3[HME CPOKW, KOraa COCTOSIHWME NauueHTa CTaHOBMT-
ca Tsenbim [9, 10]. 3HauuTeNbHOE ynyylleHWe Ka4vecTBa
YU3HM NPOUCXOAUT NPU UHUUMaLKMK 3T B paHHEM Bo3pac-
Te [16]. BaxKHbIM UTOrOM Hallero MccnegoBaHus aBAseTcd




TOT ¢daKT, Yto npepbiBaHne 3T Ha nepuog ot 1 Ao 7 mec
y 12 nauMeHToB NPUBENO K YXYALIEHWUIO COCTOSIHUA BO BCEX
cnyyasx BNAOTb 4O Pa3BUTUSA HEO6PaTUMbIX MOCNEACTBUN —
yTpaTbl peyn MU CnocoBHOCTU CaMOCTOSTENbHO MNepeaBu-
ratbcsi. AT0 roBOPUT 0 ToMm, 4YTo P3T AOMKHA NPOBOAUTLCSH
perynsipHo U AAUTENbHO, M HE MNpepbiBaTbCs 6€3 BECKMX
Ha TO OCHOBaHWM.

Matonornsa cepaeyvyHoO-CoOCyaMCTOM CUCTEMbI MpU pas-
Nn4HbIX TUNax MIMC n BnnsHue 3T Ha nporpeccMpoBaHne
3TOM NATONOTMK U3YyHanUCb B HECKONbKUX MCCNe0BaHUNAX
[14, 18, 19]. Bcneacteme OTNOXKEHUSA MMMKO3aMUHOMNUKa-
HOB B 06/11acTW K/ianaHHOro annapata, 3HAOKapAa, Muo-
KapAa, CTEHOK KOPOHapHbIX apTepui yKe K KOHLY NepBoro
LECATUNETHS KM3HU 66Mbluas YacTb NaLMEHTOB C pa3nmy-
HbiMK TUNammn MIC nmeeT naTtonornio KnanaHoB cepala,
0CO6GEHHO MpKU BGbICTPOMNPOrpecCUpyoLLEM TEYEHUN 3ab0-
neBaHus ¢ paHHero sBo3pacta [14, 19]. UMeHHO noatomy
MMC 4yacTo Ha3sblBaloT «KianaHHOWM 60ne3Hblo cepauar.
Peryprutaums Ha KnanaHax siBAsieTcs caMbiM cneunodmy-
HbIM CMMMATOMOM MOpPaXeHUs CepAedYHO-COCYANCTON CUCTe-
Mbl Yy TaKux 60MbHbIX. [10 AaHHLIM 3apy6exHbiX aBTOPOB,
yacToTa nartosiorMn cepaua BapbupyeT oT 57 go 100%
y naumeHTtoB ¢ MIC [13, 19]. Mo gaHHbIM HalLEero uccneno-
BaHUWA, KapAMOBaCKyNsapHble UBMEHEHNS ObliM BbISBMEHbI
y 89% peten ¢ MIC Il. Hanbonee 4acto Mbl BbIABASAU
HEeOOCTaTOYHOCTb MUTpaNbHOro KnanaHa (80% cny4vaeB);
naTonorua Apyrux KnanaHoB BCTpeyanacb pexe. HyxHo
OTMETUTb, YTO OLEHKa COCTOSIHUS CepAevHO-COCYaAWUCTOM
CUCTEMbI Y MaUMEHTOB B psje CnyvyaeB 3aTpyaHUTENb-
Ha BCNeACTBME CKENIeTHbIX HapylweHWr, 0COBEeHHOCTEMN
NOBEAEHMS, KOMHUTUBHbBIX HapyweHui. TyronoABUMXKHOCTb
KPYMHbIX MU MESIKUX CYCTaBOB OC/IOXKHSAET UBMEPEHME My/b-
ca, KOHTPO/b apTepuanbHOro AaBfieHUs Ha KOHEYHOCTSIX.
3aTpyaHeHa U OueHKa LWyma Haj COHHOM apTepuen 1M3-3a
KOPOTKOW Weun. BblpaxeHHble AblXxaTeflbHble HapylleHWUs
NPensaTCTBYIOT ayCKynbTauumn cepaua.

Mpy AMHaMUYecKOM HabnoaeHUN NaLUMEHTOB C CUHAPO-
MOM XaHTepa, Haxoasawmxcs Ha P3T, He OblI0 BbIABIEHO
[LOCTOBEPHbIX AaHHbIX, AEMOHCTPUPYIOWMX YXYALEHUE WAn
ynyylweHne KnanaHHbIX HapyleHWn. 3TO KOCBEHHO YyKas3bl-
BaeT Ha CTabuaM3aumio COCTOSHUSA GOJbHbIX, MONyYaBLIMX
®3T. Bo3penctBre ®3T Ha CTPYyKTypy M PyHKLUMIO cepaua
y nayueHToB ¢ MIC 1M3y4anocb B HECKONbKUX 3apyOEKHbIX
ncenegosaHusx [14, 20]. O. Gabrielli u coaBT. B 2016 1. ony-
6/1MKOBaNN MHTEPECHbIE JaHHble HabMAEHUS O4HOW CEMbMU,
rae Aetu Havanu nonydyatb 3T B pasHom Bo3pacTte [20].
Craplwumm getam Tepanus Oblna UHMLUMKMpoBaHa B 4 n 5 net
(B 9TOM BO3pacTe OHWM UMENU TUMUYHbIE NPOSIBIEHUS 3a60-
NleBaHus, B TOM 4Mcnie MaToNornio KnamnaHHOro annapara
cepaua), a Mnaglwine 4etTi Hadanu noayyatb Tepanuio B nep-
BOM MONYrOANN XU3HU, U K 5 rogam OHW UMENN HoOpMaSibHbIN
dbeHOoTMN, a NaToNorns cepaeyHo-CoCyaNCTON CUCTEMbI Y HMUX
oTcyTcTBOBana. [InarHocTMKa cepaedyHor HeaoCTaTOYHOCTH
Ha HayanbHbIX CTagusx Heobxoanma AN nNpefoTBpalleHus
ee NporpeccMpoBaHms, B TOM YMCne NOCPEeACTBOM Ha3Have-
HUS afeKBaTHOW Tepanuu.

Mbl BbIIBUAN KIAMHUKO-UHCTPYMEHTANbHbIE MPU3HAKM
Kapamomuonatum y 11% 60MbHbIX CMHAPOMOM XaHTepa.
KapanomunonaTus 4acTo BCTPeYaeTcs Npu pasinyHbiXx MeTa-

60n1n4ecKknx 3aboneBaHmnsx. OCHOBHOM MeXaHW3M pa3BuUTUS
KapanomMuonaTumM COCTOUT B OT/IOXEHWMU MPOAYKTOB MeTa-
6onM3Ma B uMTONIa3Me WAM IM30COMaxX KapAMOMMOLM-
TOB. MHOUNBLTPATUBHbIE N3MEHEHUS C HAKOMNEHNEM Hepac-
LWEeNNeHHbIX MaKpOMONIEKYT B MUOLIUTAx WU UHTEPCTULMM
MWOKapaa MPUBOAAT K YBEIMYEHMIO TONWMHBI CTEHKN 6e3
GaKTMYecKon runeptTpodmnn MMounToB. Mbl BbISBUIM YBENN-
yeHue Maccbl Mmokapaa y 40% 6o0nbHbix MIC 1 y Kaxgoro
TPEeTbEero nauMeHTa ¢ CMHAPOMOM XaHTepa. MHbunbTpauus
rMUKO3aMUHOMIMKAHOB CepALLa MOXKET CTaTb NPUYMHOM pas-
BUTUS OCNIOXXHEHWI M, COOTBETCTBEHHO, PaHHUX NleTanbHbIX
ncxonos [14]. BnepBble TEPMUH «MHUNBLTPATUBHaAsA Kap-
avomuonatus» npeanoxunu J. Seward M coaBT., YTO Hawu-
6onee npuvemnemo ansa nauueHtoB ¢ MIC [21]. AHanu3
JaHHbIX PYHKLMOHaNbHbIX KNaccoB cepaevyHOn HeaocTaTou-
HocTM No Ross y 35 mauMeHToB C KapguomuonaTtuen npwu
OMHaAMUYECKOM HabnogeHnn rnokaszan, 4to B 89% cnyyaes
Ha doHe P3T cocTosHME N0 KapAMOBaACKYNAPHbLIM NPosiBe-
HUAM OblJIO CTABUNIbHBIM.

3AK/IIOMEHME

depmMeHTO3aMecTUTeNbHAA Tepanus npenapaTom uayp-
cynb®asou, No HalMM JaHHbIM 1 OMbITy 3apy6eXHbIX KOMNET,
anseTcsd apPeKTUBHbIM U 6e30MacHbIM METOAOM Tepanuu
nauueHToB € CMHAPOMOM XaHTepa. PaHHee Havano Tepanuu
ynyylwaeT COCTOsiHME NaLMEeHTOB W npeaynpexaaeT pas-
BUTME WX 3aMefnseT NPorpeccupoBaHue yKe UMEKoLMX-
CH M3MEHEHWN CO CTOPOHbI KapAMOBAaCKYNAPHOM CUCTEMbI.
PaHHee BbisiBneHne nauyueHto ¢ MIMC B Luenom 1 CUHAPO-
MOM XaHTepa B 4aCTHOCTW, KOMIJIEKCHOe o6cnenoBaHue
1 nHnumnauma 3T B nepBble oAbl XU3HKW NOMOTYT U36exaTb
Pa3BUTUSA TSXKENbIX OCMOXHEHUN W, COOTBETCTBEHHO, MPW-
BEeyT K CHUXEHWMIO YMCna NeTaNbHbIX MCXOL0B M YBETUYEHUIO
BbI)KMBAEMOCTHU MaLMEHTOB.
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