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06ocHoBaHue. MyKkononucaxapuaos Il tuna (MIIC Il, Takxe U3BECTEH KaK CUHAPOM XaHTepa) — X-CLiENIeHHOEe peLeccuBHoe
3abosieBaHne, 06yC10BIEHHOE AEPULNTOM JIM30COMHOI0 GeEPMEHTa UaypoHaT-2-cynbpatasbl, MPUBOASLLIEE K POrPeECCHpPYIO-
LeMy HaKorIeHuo rmnuKo3aMmuHormkaHoB (TAlN) aepmataHcynbgaTta v renapaHcyib@ata B TKaHsaX. AKKymynsums FAl B kneTkax
MPUBOAMNT K Pa3BUTUIO MPOrPECCUPYIOLIMX NaTONOMMYECKNX HapyLLEeHUH paboTbl Pas3/IMYHbIX OPraHoB U CUCTEM, paHHEH MHBa-
NIMAN3aLMN U CHUXKEHMIO MPOAOIKUTENIBHOCTH KU3HU. DepmeHTo3amecTuTebHas Tepanmst (P3T) cHMKaeT Temnbl pas3BuTUs
JKUBHEYrPOXKaloLLMX COCTOSIHMI naymeHTa. Hanbosnbluas appexktuBHocTb O3T onvicaHa npu paHHEM ee Ha3Ha4YeHUU, 0CO6EHHO
Ha AOKIMHUYECKOV CTaanu, KOrja B KIIETKE elUe He MPOM30LL/IO0 BbIPaXKEHHbIX, HEOBPATUMbIX UBMEHEHUI 1 MPUMEHEHME naTore-
HETUYECKOM Teparnuu NPUBEAET K CHUKEHMIO TEMMOB HaKonaeHus FAlT B iM30comax, 3aMeIeHUI0 NaToa0rM4ecKoro npoLecca
YAYHLEHNIO CaMOYyBCTBUS NaluneHTa. OnMcaHue KIMHWYeCKoro cayyas. [lalueHTy My»KCKoro rnosa ¢ gunarHosom MIIC Il 6bina
nHumnpoBaHa 3T naypcynbda3or 6eta B Bo3pacte 6 Mec, 4YTO NprBEJIO K 60s1ee IErKOMy TeYeHUIo 3ab60/1eBaHusI Mo cpaBHe-
HUIO ¢ AsiAen npobaHaa, MMEBLLIMM aHaI0rMyYHyo MyTaLmio B reHe IDS, Tsaxxenbi ¢peHoTun 3aboneBaHus u Hadano @3T B 6osee
rnosaHem BospacTte (2,5 roga). 3aknoyeHme. PaHHsst nHumauymsa O3T y naymeHToB ¢ MIIC Il no3BossiET CylLeCTBEHHO 3aMes-
JINTb Pa3BUTUE TSIKEJbIX U UIHEYPOXKAIOLLMX OCTIOKHEHNH, yBEINYUTb MPO[OIKUTENIHOCTb M OBLICUTh KAYECTBO MX KUIHM.
Knro4eBbie cnoBa: MyKonosamcaxapuaos, KIMHUYECKUI CaydYan, naypcyibpasa 6eta, XaHTepasa, GepMeHTo3aMeCcTUTe lb-
Has Tepanus
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Background. Mucopolysaccharidosis type Il (MPS Il, Hunter syndrome) is an X-linked recessive disease caused by lysosomal enzyme
iduronate-2-sulfatase deficiency resulting in progressive glycosaminoglycans (GAG) accumulation in tissues (dermatan sulfate and heparan
sulfate). GAG accumulation in cells leads to the development of progressive pathological disorders, malfunction of various organs and
systems, early disability, and decrease in life expectancy. Enzyme replacement therapy (ERT) reduces the rate of life-threatening conditions
development in patient. ERT would be more effective if it is prescribed early, especially at preclinical stage. This is the time when there
are no severe irreversible changes in the cell, thus, pathogenetic therapy will decrease GAG accumulation in lysosomes, slow down the
pathological process, and improve patient's condition. Clinical case description. Male patient diagnosed with MPS Il was administrated with
ERT idursulfase beta at the age of 6 months. It led to milder disease course compared to proband uncle who had similar mutation in the IDS
gene, severe disease phenotype, and later initiation of ERT (at the age of 2.5 years). Conclusion. Early ERT initiation in patients with MPS I
significantly slows down development of severe and life-threatening complications, increases the duration and improves the quality of life.
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OBOCHOBAHME

Mykononucaxapmgo3 Il Tuna (MMC 1l; cuHapom XaHTe-
pa) — HacneacTBeHHoe MysibTUCUCTEMHOE 3aboieBaHne 13
rpynnbl NTM30COMHbIX 601€3HeN Hakonnexwus [1].

bonesHb XaHTepa BO3HMKaET BCNEACTBME HEAOCTaTOYHO-
CTW JIN30COMHOro dpepmeHTa naypoHat-2-cynbdatasnl (IDS),
NPUBOASILLEN K NMPOrpeccupyiolemMy HaKOMIEHUIO MMUKO3a-
MWHorMKaHoB (AN B pa3nuyHbIX opraHax u TKaHsax [2, 3].

Hakonnexwue Al (aepmataHcynbdaTa u renapaHcynboda-
Ta) B IM30COMax NPUBOAUT K TMBENn KIIETOK U CNOCO6CTBYET
nporpeccupyolleMy TedyeHuto 3aboneBaHus. Tun Hacne-
JOBaHUA — X-CLENNeHHbI peLeccuBHbIN. KnuHuyeckas
KapTuHa y nauneHTtoB ¢ MIC Il xapaKkTtepuayeTcs pasinyHon
CcTeneHbto TaKecTu [4]. HacTto nepBbie CMMNTOMbI 60NE3HM
NosIBNSIOTCS B paHHEM [JEeTCKOM BO3pacTe.

[OwnarHo3 MIIC |l yctaHaBnMBaeTCs Ha OCHOBAHWKU Kin-
HMYECKOW KapTWHbI 3ab0neBaHUs, CHUXEHUS aKTMBHOCTH
depmeHTa mnaypoHaT-2-cynbdatasbl, runepakckpeunn Al
C MOYOM M JAaHHbIX MONEKYNAPHO-rEeHETUYECKOrO aHann3a —
Hann4yma naToreHHbIXx BapuaHToB B reHe IDS [4, B].

[eH IDS pacnonoxeH Ha AJIMHHOM ne4vye X-XpoOMOCOMbI
B XPOMOCOMHOM o6nactvn Xq28, umeet annHy 44 K6 1 cocTto-
UT U3 9 3K30HOB [6].

Bnepsble MIC Il 6bin onncaH KaHaACKUM [OOKTOPOM
Yapnb3om XaHtepom B 1917 r. OH Habnogan AByx 6paTbes,
MMEBLIMX Fpybble 4epTbl AMLA, HWU3KWUIA POCT, BblpaKeH-
Hble KOCTHble AedopMaLMm U 3aePIKKY MHTENEKTYabHOIro
passutua [7].

OaHaKo nuib B 1978 . 6binKv BbISIB/IEHBI NATOrEHETHYE-
CKME MEXaHM3Mbl Pa3BUTUS 6GONE3HMU.

B HacTtosuee Bpemsa 4yactota BcTpedaemoctu MIIC Il
coctaBnset ot 0,38 go 1,09 Ha 100 Tbic. BCeX HOBOPOXKAEH-
HbiX B Bpasunuu n o 1,09 Ha 100 TbiC. HOBOPOXAEHHbIX
B [MopTyranun. B eBpOMenCcKnx cTpaHax pacnpocTpaHeH-
HOCTb JaHHOro 3ab60sieBaHNa HECKObKO HUKE, YeM B CTpa-
Hax BocTo4yHoM A3uun. B HeKoTopbix cTpaHax gona MIIC I
coctasniset okono 50% ot Bcex MIC [8].

OCHOBHble KJ/IMHMYECKME NpOosABNEHUA 3aboneBaHus
xapaktepuaytoTca [ypnep-nogo6HbiM deHoTUnoMm: rpybble
YyepTbl MLA, 3anasluee nepeHocbe, 60nblune rybbl, Makpo-
rnoccus, ckadouedanus, KOpoTKas Les, HaB1catoWmnn noo;
y MaUWEeHTOB MMEKTCSH WM3MEHEHWSI CO CTOPOHbI OMOPHO-
ABUratenbHOro annapaTa (3afeprKa pocTa, aedpopmauns
CKeneta, TyronoABM»HOCTb CYCTaBOB); HapyLleHUE bIXxaHUs,
yacTble G6POHXWTbI, MHEBMOHWW, CUHAPOM OBCTPYKTUBHOIO
anHo3 CHa; KapAMOBacKyfspHas naTonorus; yBenuyeHue
neyeHu, ceneseHkM, NaxoBble WU NynoYyHble IPbIXKKU; NaTono-
rns JIOP-opraHoB, CHWXXEHWE chyxa; HapylweHWe 3peHus.
Mporpeccupytolias naTonorns LeHTpaabHOM HEPBHOM cUCTe-
Mbl (LLHC) Habnogaetca y 2/3 nauneHToB [2, 9]. B KnnHU4e-
CcKon npaKktuke MIIC Il ycnoBHO nogpasaensiercs Ha Henpo-
naTM4ecKn n HeHemponaTuiecknin deHotmnel [10, 11].

3aboneBaHne MMeEeT XPOHMYECKOE TeYEeHNe U 4YacTo Npu-
BOJMT K CHUKEHMIO MPOAOIKUTENBHOCTU KN3HU. OCHOBHbLIMM
npUYNHaAMU CMEPTU OOLIYHO ABASIOTCS OCMOMXHEHUA CO
CTOPOHbI CEPAEYHO-COCYAUCTON M AbIxaTenbHON cuctem [12].

[o cepeauHbl npowsoro Beka nedyenne MIIC Il Hocuno
cuMnToMaTMyeckmnn xapaktep. B 1980 x rr. ana Tepanuu
MTIIC BnepBble BHEAPWIN B KIIMHUYECKYIO MPaKTUKY TpaHC-
naaHTaLumio reMonoaTUYeCcKMX CTBONOBLIX KneTok (TICK),
a ¢ 2006 r. — pepmeHTO3amecTuTenbHyto Tepanuio (P3T).

OcHoBHOM npuHUMN npumeHeHns P3T 3akno4vaeTca BO
BHYTPUBEHHOM BBEAEHUU PEKOMOUHAHTHOrO AedULUTHOIO
depmeHTa. Ha cerogHawHui geHb ans nedenuns MIC |
[JOCTYMHbl [ABa PasfiniHbIX PEKOMOUHAHTHbIX GepMeHTa:
naypcynbdasa (Elaprase, Shire HGT, Bnocneactsuu npu-
o6peTteHHas Takeda Pharmaceutical Co., Tokno, AnoHus),
ofobpeHHas YnpasfieHMeM MO CaHUTapHOMY Haa3opy 3a
Ka4yeCTBOM MULLEBbLIX MPOAYKTOB M MeanKameHToB CLLUA
B 2006 r., u uaypcynbdasza 6eta (Green Cross Corp, Yongin,
Kopes), ogobpeHHasa YnpaBneHneM No KOHTPOIO KavecTBa
NULEBBLIX MPOAYKTOB M NeKapCTBEHHbIX cpeactB Kopewu
B 2012 r. [13, 14]. O6a depmeHTa o06nagaloT CXOAHbIMMU
OUOXMMUYECKUMU U PUBUKO-XMMUYECKMMU CBOMCTBAMM,
3pDEKTMBHO CHM¥KAIOT ypoBeHb Al B MoYe, Mpu aTOM Ans
naypcynbdasbl 6eTa xapaktepHa 60see BbiCOKas yaenbHas
depmeHTaTuBHaa aKTMBHOCTb [13, 14].

B Poccuun maypcynbdasa 6eta (XaHTepasa) 6bina 3ape-
ructpupoBaHa B 2018 r. 3a roabl NnpuMeHeHus npenapat
[loKa3an cBolo 6e30nacHoCTb U addeKTUBHOCTL [15, 16].

[Mocne 24 Hep neyvyeHUss B KIMHUYECKUX UCCNefoBaHM-
ax ¢asbl I/l Habnwoganocb 3HavyuTeNbHOE CHUKeHue TAl
B MOYe, YMEeHblUeHMe 06beMOB NeYeHU U CeNne3eHKH, ynyy-
LeHWe noKasaTteNien TecTa LWeCTUMUHYTHOM Xoab6bl (BMTX),
OHaKO OTMeYanocb He6GObLLIOE yNydlleHWE UK OTCYTCTBUE
AWHAMUKKU CO CTOPOHbI AbIXaTe/lbHON CUCTEMbI, MOABUMKHO-
CTW B cyCcTaBax U MHAEKCa anHo3-runonHoa [15, 17].

KnuHunyeckoe uccnepgosanue dasbl /1l aHanornyHbim
06pa3oM MPOAEMOHCTPUPOBANO, YTO MPUMEHEHME Wayp-
cynbdasbl 6eTa B TeyeHne 1 roga npmMBeno K CHUKEHMIO SKC-
Kpeunn FAl ¢ MOYON, HE OKa3biBasi BAUAHUA Ha 3afepPrKKy
pas3suTua [15].

MpenapaT noka3an cBoto 3PpPEKTUBHOCTb M BGe3onac-
HOCTb. P3T XOpPOLIO MEPEHOCUTCSH, pPeaKLnKn, CBSI3aHHble
¢ MHdy3unen, HabnopaoTcs y 2/3 nauMeHToB U ABNSOTCA
NIETKUMU UNK YMepeHHbIMu [18, 19].

MpeacraBngem KAMHUYECKMW MPUMEP, NMOKa3biBaoLWMM
3QDEKTMBHOCTb NATOrEHETUHECKON Tepanun Npu ee Ha3Ha-
YeHWUU B paHHeM Bo3pacTe.

KNIUHUYECKUHA NPUMEP

O nauueHTe

AHamHe3 60s1e3HU. PebeHOK OT BTOpon 6epeMeHHOCTH
(cTapluen cecTtpe 5 net, 300poBa), NPOTEKABLIEN C YrPO30M
npepbiBaHMa Ha 12-n Hen, deTonniaueHTapHOW HeaocTa-
TOoYHOCTbIO Ha 30-i Hed, OT BTOPbIX POAOB Ha 38-M Hep
nyTeM N1aHOBOro Kecapesa cevyeHus. [pn poxaeHun macca
Tena — 3670 r, AivHa — 52 €M, OKPYXHOCTb rofioBbl —
36 cm, oueHKa no wKane APGAR — 6/76. lNMocne poxae-
HUS pebeHOoK Obl1 NepeBeleH B peaHMMaLMOHHOE oTaene-
HWe C AnarHo3om: «/[IByCTOPOHHWI rMAPOTOPAKC; OTKPbLITLIN
apTepuanbHbl NPOTOK; IeroYyHas rmnepTeH3uns; HapylleHne
KpOBOOOpaLlleHMsT 3-M CTEeneHM; 3/I0Ka4YeCTBEHHas CTOM-
Kas rmneptepMus; HeoHaTalbHas KenTyxa; TPOMOGOLMTO-
neHus, BHYTPUYTPOOGHaa ABYCTOPOHHASA MOAMCErMeHTapHas
NHEBMOHMSA». C LeNbio cTabuinM3aunn COCTOSHUSA MaLueHT
Haxoauncs Ha CPAP-tepanuun (CPAP — Continuous Positive
Airway Pressure — MNOCTOSIHHOE MOJIOKUTENbHOE AaBleHune
B [bIxaTeNbHblX MyTsAX), 3aTemM Obll nepeBefeH Ha MCKyc-
CTBEHHYI0 BeHTUnauuio nerkux (MBJ1) B TeyeHune 3 cyt. Mocne
cTabunnsalumm CoCTOSHUA MasbyMK Habnaancs B neauar-
pPUYECKOM OTAENEHWUM C AMarHo3om: «bpoHxoneroyHas auc-
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g Clinical Observation

KnuHunyeckKoe Ha6noaeHue

nnasus Nerkon cTenexHu, HenoaHas PEMMUCCHS, OCNIOKHEHHas
peunanBmpyloller NpPaBOCTOPOHHEN MHEBMOHMWEN; Ablxa-
TeNnbHas HeJoCTaTOYHOCTb 1-M cTeneHu; uepebpanbHas ulle-
MUa 1—2-11 CTENEHW; CUHAPOM ABUraTeNbHbIX HAPYLLEHWW».

Y nauueHTa oTMevyanacb 3aAepKa TEMMNOB pPaHHEro
MOTOPHOIO pPa3BUTUA: FONOBY Hayvan gepxatb ¢ 4 Mec,
cuaeTb M nonsatb — € 8 MeC, CTOATb Y onopbl — ¢ 9 Mec,
CaMOCTOSITE/IbHO Havyan xoauTb B 1 roa.

B pogocnoBHOM. Y ASAM HaLLero naumneHTa no MaTepuHCKOM
NnHKMM MIC 1I, 6pat 6abylwKn ymep B paHHeM Bo3pacTe U Mo
OMNUCaHUI0 UMEN KNnHWYecKne npuaHakm MIC. Matb pebeHKa
N 6abylwKa SBAAOTCS HOCWUTENbHULAMW CEeMEWHOW MyTaluuu
¢c598C>T (p.GIn200*) B reTepo3nUroTHOM COCTOSIHMM B reHe IDS.

MNMauneHT 6bi1 BakunHUpoBaH BCG B aHBape 2022 r.,
WHble BaKLUMHaLMKN OTCYTCTBYIOT M3-3a MeOTBOAOB B CBA3MU
C YacTbIMK pecnmnpaTopHbIMK 3a60NEBAHNUAMMU.

MTIIC Il BnepBble 6bl/1 3aN0403PEH BO BPEMS rocnutanu-
3auunKn B neguaTpuyeckoe oTaeneHne B CBA3K C OCTIOKHEH-
HbIM T€YEHMEeM paHHEero HeoHaTaNllbHOro nepuoaa wu OTAro-
LLIEHHOW HaCNeACTBEHHOCTbIO. B Bo3pacTte 1 Mec mManbyunKk
Obl/1 KOHCYIbTUPOBAH FrEHETUKOM, B35iTa KPOBb A/19 onpeje-
NeHUs aKTMBHOCTK depMeHTa naypoHaT-2-cynbdartasbl.

Mpn npoBeaeHMM TaHAEMHOW MacC-CNEKTPOMETPUM aKTUB-
HOCTb GEPMEHTOB ranaktouepebpo3naasbl, anbda-rnoKo3u-
nasbl, anbda-ranakro3uaasbl, 6eta-rnoKkouepebposnaassbl,
anbda-naypoHungassl, cdbuHrommennHasbl B npegenax pede-
PEHCHbIX 3HayeHun. UckntoyeHbl 6one3Hb Kpabbe, Mowmne,
dabpw, lowe, HUmaHa — Muka, MIIC I. Mo pesynstatam uccne-
[0OBaHWS BbISIBNIEHO PE3KOE CHWUXKEHWE aKTUBHOCTU MaypaHaT-
2-cynbdatasbl 4o 0,01 npu Hopme 10-50 MKM/n/u.

Puc. 1. NMaumnent ¢ MIMC Il Tvna, Bo3pact 3 Mec
Fig. 1. Patient with MPS Il, 3 months old

MauneHTy NpoBefeHO MONEKYNSPHO-FEHETUYECKOE UCChe-
foBaHue. MeToaoM MpsSMOro aBTOMaTU4ECKOro CEKBEHMPO-
BaHWS NpoBefeH NonHbIM aHanm3a reHa IDS (NM 000202.8),
MyTaumss B KoTopom obycnosnuBaeT passutne MIIC I
(6onesHb XaHTepa; OMIM #309900, TMn HacnegoBaHUsS —
X-cuenneHHbl peLeccuBHbIN). B ak30He 5 reHa IDS o6Ha-
PYKEH NaTOreHHbIM BapuaHT HYKNeoTUAHOW nocneaoBaTtesb-
HocTK ¢.598C>T (p.GIn200%*) B reMM3UrOTHOM COCTOSIHUM,
NPMBOASALLMA K 0Opa30BaHMIO MNpPEXKAEBPEMEHHOrO CTOM-
KogoHa. [narHo3 «Mykononucaxapugod, Tvn Ib» 6bin noa-
TBEPKAEH MONEKYNAPHO-TEHETUYECKM.

B Bo3pacTte 2 mec nauueHTy NpoBeAeHO KOMMIEKCHOe
obcnegoBaHue (puc. 1).

YnbTpa3BykoBoe uccnegoBaHne (Y3U) TazobeapeH-
HbIX CYyCTaBOB: BUAMMbBIX AWCNAACTUYECKMX UBMEHEHUN He
BbISIB/IEHO.

HeipocoHorpagus: NMKBOPOAMHAMUKA He HapylleHa.
CTPYKTYPHbIX UIBMEHEHUI MO3ra He BbISIBNEHO.

Y3W opraHoB 6pioLLIHOM M00CTH: CTPYKTYPHbIX U3MEHE-
HWUIN He BbISIBJIEHO.

B cBfA3K 4acTbiMM pecnupaTopHbIMU 3ab60/IEBAHUAMMU
W ANUTENbHbIM Kawnem B 5 Mec 6blna npoBefeHa KOMMblo-
TepHas ToMorpadusa opraHoB rpyaHOM KNEeTKM. [Tony4yeHHble
[laHHble COOTBETCTBOBAIN MHPUILTPATUBHLIM U3MEHEHUSM
BEPXHEN [0NM NpaBoro fierkoro (B npeaenax CermMeHta);
KUCTO3HOM NepecTporKe HWXKHEW A0AM NpaBoro Jerkoro;
6ynnam B NeBOM JierKom. ManbyuK 6bl1 FOCAUTANNU3UPO-
BaH C AMarHo3oMm: «BHeb6onbHUYHAs NPaBOCTOPOHHASA BEPX-
HegoneBas MHEBMOHUA. [bixaTenbHas HeAOCTaTOYHOCTb
1-2-i cTeneHun» (puc. 2).

Puc. 2. NMaumnent ¢ MIMC Il Tvna, Bo3pact 5 mec
Fig. 2. Patient with MPS I, 5 months old




MNepepn Hayanom P3T B 6-Mecsa4HOM BO3pacTe npoBeae-
HO o6cnefoBaHKe, NoNyYeHbl ceayowne pesynbraThl.

OneKktpokapaunorpapusa (9KI): cuHycoBasi apuTmus,
yacTtoTa cepaeyHbix coKpalleHnin (HCC) — 125-107 ya./MuH;
BEPTUKaNbHOE MOMIOXEHWE 3MIEKTPUYECKON OCKH cepaua
(30C); HapylueHne BHYTPUIKENYAOYKOBOro NpoBeAEHUS MO
npaBoOM HOXKe MyyKa [Mca; NoBbIWEHWE 3/IEKTPUYECKOM
aKTMBHOCTM NPaBOro enyaoyKa.

Oxokapamnorpapus (3xoKrl): OTKpbITOE OBa/ibHOE OKHO —
1,4 MM C remoaMHaMW4YeCcKM He3Ha4YMMbIM NEeBO-NpaBbiM
c6pPOCOM KPOBW; IKTOMUYECKOE KPEMjeHne XOpAa K CTBOp-
KaM MWTpaNbHOrO KnamaHa; MosoCcTM cepiua He pacwu-
peHbl; rnobanbHas cuctonnyeckas GYHKLMS KenygovyKkos
He HapylleHa.

Y3U 6proLiHo MosIocTU 1 MOYEK: renatomMeranus; pota-
LMS NEBOW MOYKM; YTONLLEHNE NapEeHXUMbl MOYEK.

OnektpoaHuyepanorpapus (33): ocHoBHas aKTUBHOCTb
fe3opraHnsoBaHa, GopMUpOBaHME BO3PACTHON KOPKOBOW
PUTMWKK 3adeprKaHo; npoBegeHne GOTOCTUMYNALIMM NOSB-
NIEHUS NaTONOrMYECKON aKTMBHOCTM HE NMPOBOLIMPYET; MEXK-
NonylwapHoOM acUMMETPUK, ANUNENTUPOPMHON aKTUBHOCTH
He 3aperncTpmMpoBaHo.

C 6-mecayHoro Bo3pacTta nonydyaer 3T npenapatom
maypcynbdasa 6eta (XaHTepasa) u3 pacyeta 0,5 Mr/Kr
Maccol Tena.

B Bo3pacTte 1 rog 9 Mec Manb4ymMK NOCTYNWUA A0S KOHT-
ponbHOro oécnegosaHuns (puc. 3).

dusuKkanbHaa AMarHocTMka

OueHka no AnthroPlus: UMT — 98,1, z-score +2,07;
poct — 86,5 cm, z-score —0,17; macca Tena — 14 Kr,
z-score +1,38; TemnepaTtypa Tena — 36,5 °C. CocTtosiHMe
pebeHKa cpedHen TAXKEeCTU Mo OCHOBHOMY 3aboseBaHuio.
O6uiee camo4yyBCTBME HE HapylleHo. TenocnoxeHue npo-
nopuMoHanbHoe. Manb4ymK BCTYNaeT B KOHTAKT CMYCTS HEKO-
TOpOE BpeMsl, NPOSBASET UHTEPEC K UIPYLLKaM U MOCOBUSM,
CaMOCTOSITENbHO MaHUNyAMPYeT NpeaMeTamu, BbINOMHAET
NPOCTble MHCTPYKUMU. IMOLIMOHA/bHbIE peaKLUnn agexkBaT-
Hbl, AuddepeHLMpoBaHbl B 3aBUCUMOCTK OT cutyauuu. Co
C/I0B Mambl, anneTuT U COH B nopsifke. HaBbikn camoo6-
CNYy)XMBaAHUSA B COOTBETCTBMM C BO3PAcCTOM. 3PUTENbHOE,
CNYXOBOE W TaKTU/IbHOE BOCMPUATUE, KpynHas W MenKas
MOTOpUKa chOopMMPOBaHbI MO BO3pacTy. Peyb Mmnpeccms-
Has: NOHMMaHWe o6palleHHOM pPeyu, NMPOCTbIX MHCTPYKLMA,
$pas3 gocTynHo, pasnmyeHme GopMbl U BEANYUHbBI MO CMOBY
3aTPyAHUTENbHO; 3KCMPECcCUBHAas: HECKObKO CNOB WU C/O-
roB, BOKann3aLmu, nenet, UMUTaLms }KUBOTHbIX.

[onoBa no cpegHen NMHUKM, NOBOPOT rOM0BbLI BMNpaBo-
BIEBO, HAK/IOHbI BNepea-Hasaj B npegenax Hopmbl. OTme-
yalTcad PEeHOTUNMYECKMEe OCOBEHHOCTM: Makpouedanus,
rMNepTenopusm rnas, 3anaBliee NepeHocbe, AMCnaacTuy-
Hbl€ YLWHbIE PAaKOBUHbI, OTHOCUTENbHAA MaKpPOCTOMUS, yMe-
peHHas runepTpodus aeceH, KopoTKas wes. CrubaTtenbHble
YCTAHOBKM B JIOKTEBbIX, MAOCHE(ANAHTOBbIX COYJIEHEHMU-
X, KOHTPaKTyp HeT. MacCUMBHO YCTAaHOBKM KOPPUIUPYIOTCS.
lMO3BOHOYHUK: OCaHKa Banas. [pygHasa Knetka 6e3 gedop-
Mauun. PassegeHune B Ta3obeapeHHbIX CyCTaBOB HE OrpaHu-
YeHOo. AroanyHble, NOAKONEHHbIE CKIAAKNM CUMMETPUYHbIE.
OCb HUXKHWX KOHEYHOCTEW NpaBuibHas. YnaolleHne cBo40B
cton ¢uanonormyeckoe. KoxHble NOKPOBbI duanonormye-

Puc. 3. MNauyuneHTt ¢ MIC Il Tuna, Bo3pact 1 rog 4 mec
Fig. 3. Patient with MPS II, 1 year 4 months old

T

CKOM OKpacKW, YMEPEHHOW BNAXHOCTU, MaTONOrMyecKomn
cbinu HeT. NoAKOXHO-XMPOBasa KieT4yaTKa pa3BuTa AocTa-
TOYHO, pacnpefefieHa paBHOMeEPHO. Buanmble cnusuctble
060/I04KM 4YWCTble, BRaxHble, po3oBble. [bixaHne 4epes
HOoCc cBo6ogHoe. O6e MNOMOBMHbI FPYAHOM KIETKM y4yacT-
BYIOT B aKTe [blXaHWs paBHOMEPHO. [1epKyTOpPHbIN 3BYK
Haj NeroYHbIMU NOAAMM ACHbIM NEroYHbIN. AYyCKyNbTaTUBHO
B JIETKMX [blXaHWe MNyapuibHOE, MPOBOAMTCA paBHOMEP-
HO MO BCEM MOASAM, XPWUMNOB HeT. YacToTa AblXxaTeNbHbIX
OBMXEeHUN — 26/muH. O6nacTtb cepaua He WM3MeHeHa.
BepxylweyHbin TONYOK NOKanu3oBaH B 5-M Mexpebepbe
Nno 1€BON CPEANHHO-KIIOYUYHOW NIUHMW. [PaHMLbl OTHOCHK-
TeNIbHOW CepAeYvHON TyrnoCcTU B npejenax BO3pacTHOW HOp-
Mbl. TOHbI cepaua 3BYYHble, PUTMUYHbIE, MATONOrMYECKHNE
Wymbl He BbicnywusatTcs. YCC — 112 ya./MuH, apTe-
puanbHoe gaBneHue Ha pykax 100/40 mm pT. CT. }KuBOT
MSITKWW, AOCTyNeH rMy6oKon nanbnaunn, 6e3601e3HEHHbIN
BO Bcex otgenax. NynoyHas rpbika 0,7 X 0,7 cm. MeyeHb
yBenuyeHa, BbicTynaet Ha 1,5 cm OT Kpas pebGepHon ayru.
CeneseHKa He yBenuyeHa. PU3noNorMyeckme oTnpaBieHumns
B HOpMe. HapyHble nonoBble OpraHbl N0 MYXCKOMY TuMy,
AMYKM B MOLLOHKeE.

OKOH4YaTeNbHbIA AUAarHo3
Ha OCHOBaHWM KIMHWUYECKOW KapTuUHbl 3aboneBaHus,
[aHHbIX NabopaTopHOro M WMHCTPyMEeHTalbHOro ob6cneno-

CURRENT PEDIATRICS / 2023 / V.22 / N° 4

7

BOMPOCbI COBPEMEHHOW MEAUATPUM / 2023 / TOM 22 / N 4



g Clinical Observation

KnuHunyeckKoe Ha6noaeHue

BaHWW, Pe3yNbTaToB 3H3UMOAMArHOCTUKU U MOMEKYNSPHO-
reHeTMyeckoro ob6bcnegoBaHus Obln yCTaHOBAEH auar-
HO3: «MyKononucaxapmao3d, tvn Il. Tun HacnegoBaHna —
X-CUENNIEHHbIN peLeccrMBHbIN. 3aepyKKa TEMMNOB PeYEBOro
pa3BuTusa. CrubatenbHble YCTAHOBKM B CycTaBax BEPXHWX
N HUKHUX KOHEYHOCTEM.

AnHamMuKa u ucxopbl

JlabopaTopHbie ucciaegoBaHusi

KnauHn4yeckuin aHaam3 KpoBM, 06LLMI aHaImn3 MoYu, 6Uo-
XUMMWYECKMI aHa/IM3 KpoBuM: B Npeaenax HopMbl.

rAr: 7,9 mr/mmonb (Hopma 3,3-40 mr/mmonb Kpea-
TUHWHA).

AnarHocTunyeckme npouegypbl

9Kl: 4HCC — 114 (79-113) ya./muH; PQ = 125 mgc;
QRS = 90 mc; QT = 290 mc; QTc = 400 mc. BepTukanbHoe
nonoxeHue 30C. Pernctpupyercs Murpaums BOAUTENS PUT-
Ma M3 CWMHYCOBOIrO y3/ja B MWOKapa npaBoro npegcep-
ons (QOMUHUPYET CUHYCOBLIM pUTM), nerkas aputmus, YCC
B npeaenax Bo3pacTHOM HopMbl. HapyweHue npoBeaeHmns
no NpaBoOW HOXKe ny4dKa [nca. B optoctaze: npupoct HCC
18%, cuHycoBbi putMm ¢ HCC 134 ya./muH, SKI 6e3 cyue-
CTBEHHOM AMHAMUKMW.

XontepoBcKoe moHuTopupoBaHme IKI: B HOYHOE Bpe-
MS OTMevaeTcs TeHAeHuus K 6paanKapAuu, MOCTOSHHO
pernctpupyetcs AB-6nokaga 1-v ctenenu (PQ go 158 mc).
3Ha4YnMbIX HapylWeHWNn pUTMa, SKTOMUYECKOW aKTUBHOCTH,
UWEMMNYECKUX UBSMEHEHWI HE BbISIB/IEHO.

9X0oKTl: oTMe4yaeTcs yCcuNneHHas TpabeKynspHOCTb anwu-
KaslbHOr0 CerMeHTa JIeBOr0 KeNnyaoyKa, He3Ha4yuTesnbHoe
YTOJILEHNE MEXKIKENYAOYKOBOW Neperopoakun (6,74 mwm,
z-score 2,73), B 0CTaslbHOM 6€3 0COBEHHOCTEN.

Y3W opraHoB 6prOLLIHOM [10/10CTH: NATONOIMS HE BbiiBIEHA.

33l 3aNnaKTUBHOCTb HE 3aperncTpMpoBaHa.

PeHTreHorpapus WenHoro otgena [[M03BOHOYHUKA:
OTMeYaeTcs HapyleHue CTaTUYeCKOM OYHKUMKU LIENHOro
OTAena NO3BOHOYHMKA B BMAE CraXKMBaHWUS LLIENHOro Nop-
[103a; Ha YpPOBHE MCCnefoBaHUsA OTMEYaeTCs CyKeHue npo-
CBETa HOCOINIOTKM 6onee 4eM Ha 2/3 3a CYET OKpyrion
MATKOTKAHHOW TEHU, Ucxoasilen M3 3agHen CTEHKU HOCO-
rMOTKKU, NPUKpPbIBAIOLWEN X0aHbl (rMneptTpodus ageHonaoB
3-1 cTeneHm).

OcmoTp cneuuanucTos

Hesponor: MIC Il; 3agep»kKa TeMNOB peyeBoro pa3Bu-
TUS; HapylWeHWe NOBEAEHMS.

OpToneg: crnbaTteNibHble YCTAaHOBKM B CyCTaBax BEPXHMX
N HUKHUX KOHEYHOCTEN.

Odranbmosnor: runepmeTponuns cnadon ctenexHn OU.

OTOpUHONAPMUHIOIOr aA€HOUAbl 3-1 CTEMEHMU.

Kapaguosor: HapylweHue NpoBOAMMOCTM cepaua —
AB-6n0oKkaga 1-# cTenexu.

Heiporncuxonor: o6cnegoBaHMe ypOBHSA MCUXMYECKOTO
pa3BuUTUA pebeHKa OCYLLEeCTBASNOCH C MOMOLLbIO METOANKHM
[.B. Kosnosckow «OnpegeneHne OTKIOHEHWW B MCUXUYe-
CKOM pa3BUTUMK JeTen paHHero Bo3pacta «[HoM». Pedynbtat
o6cnefoBaHus: CEHCOPHbIE N MOTOPHbIE HABbIKK, NOBEEH-
yeckume QyHKUMKM cHopMUpoBaHbl NO BO3pacTy, NO3HaBa-
TeNbHble M peyeBble GYHKUMKM B cTagnn GOPMMUPOBaHMS.

KonnyecTBeHHbIN pesynbrat: 86 6ann0B — ypOBEHb MCUXK-
4YeCKOro pa3BMTUS C HE3HAUYUTENTbHOW 3aEPKKON.

Mo paHHbIM MNpoBeAeHHOro o6cefoBaHUA NaLWEHTY
ycTaHOBNeH AuarHo3: «Mykononucaxapmgos, tvn . Tun
HacnegoBaHus — X-CUENEHbIM peLeccuBHbIN. 3afdeprKKa
TEMMNOB pPeYeBOro pasBuTUS. KonnyecTBEHHbIM pe3ynbraT
86 6annoB — ypoBeHb NCUXMYECKOro pa3BUTUS C HE3Ha-
YUTENbHOW 3afeprKKoWn. HapyweHue npoBOAUMMOCTM cepa-
ua: AB-6nokaga 1-n crteneHu. CrubaTtesnbHble YCTaHOBKMU
B CyCTaBaXx BEPXHMX M HUKHUX KOHe4HocTel. [enatomeranus.
MynoyHas rpbixka. AoeHouabl 3-1 cTeneHu. [MnepmeTtponuns
cnabow crenenu OU».

OBCYXAEHME

[JaHHbIN KIMHUYECKMIK NpuMep npeacTtaBnseT 60/bLion
MHTepec Ana cneumManncToB pasMyHbiXx 061acTen.

PaHHee Ha3HavyeHWe P3T urpaeT BaxHyo pPob B Npor-
HO3e 3aboneBaHns. MOXXHO NPOBECTU CPAaBHEHUE TeYEeHUS
3aboneBaHUs y AaHHOro NauueHTa U ero Asau, KOTopbln
UMEN aHanorMyHyto MyTauuto B reHe IDS n TSXenylo Kiu-
HUYECKYI0 KapTuHy 6ones3nHn. Aaae npobaHaa P3T 6Gbina
MHUUMMpoBaHa B 2,5 roga. B HacToduwee Bpemsa emy
14 net 10 mec. bpak poautenen He 6GIUM3KOPOACTBEH-
Hbl. 3aboneBaHne y A9an maHMpecTMpoBaso B Bo3pacTe
6 Mec, Korga poauvtenn o6patuin BHUMaAHKME Ha NYMNOYHYHo
rpbiXy, B 8 Mec 3aMeTnnn Kndos3 rpyaHoro otaena no3Bo-
HOYHMKa. B 1 rog 1 mec nosiBunacb TyronoABWMMHOCTb
B KMCTSIX PYK M KONEHHbIX cycTaBax. B 1 rog 9 mec, nocne
nposeaeHnsa IxoKI, BnepBble BbiiB/iEHA HEAOCTAaTOYHOCTb
MUTPanbHOro KnanaHa 1—2-v cteneHu. Y majabymKa OTCyT-
cTBOBana peyb, OH TaK WU He Hayan rosoputb. B 2 ropa
1 MeCc Ha OCHOBaHMW KIMHUYECKOM KapTuHbl 3aboneBa-
HUS (XapaKTepHoro geHoTuna, 3a4epxKu NCMxopeyeBoro
PasBUTKSA, BblparKEHHbIX KOCTHO-CYCTaBHbIX W3MEHEHWN,
KOHTPaKTyp KPYyMHbIX M MENKUX CcycTaBoB, Aedopmauuu
NO3BOHOYHMKA, MNATONIOMMKU KapAMOBACKYNSIPHOM cucTe-
Mbl) 6bl1 3anogo3peH MIIC. Mpu ob6bcnepgosaHumn TAl
B Moye 1214 Epn. UMNX/1 r KpeaTuHHa (HopMma go 244).
AKTUMBHOCTb uMaypoHaTt-2-cynbdaTtasdbl Oblla CHUXKEeHa [0
2,1 HM/mMn/44 npu Hopme 297-705. C 2 net 6 mec
nauneHT Havan nonyyatb ®3T. OgHako nopaxeHune LUHC
npoaoMKano MeaneHHo nporpeccupoBatb. MNpu Taxenbix
deHoTunax 3abosieBaHUs OYEHb BaXHO paHHee Hayvano
Tepanuu, aTo 3Ha4YuTeNbHO 3aMeaseT NporpeccupoBaHmne
601€e3HM, KaK NoOKasan npMMmep NepBoro naumeHTa.

MpuHunn 3T ocHoBaH Ha BOCCTAHOBMEHWW YPOBHS
3H3MMATUYECKOW aKTMBHOCTM, OOCTATOMHOW ANA TMAPOSU-
3a HaKOMNEHHbIX cy6CcTpaToB M ANA MPeAoTBPaLLEHNUs WX
JallbHENWero HakonneHus B TKaHsax. PaHHee Ha3Haue-
HMe 3T ycTpaHAeT uAu 3amennser MHOrMe comaTuye-
CKME NposiBNEeHUs 60Ne3HU, ylydllaeT KayecTBO XW3HU
M YMEHbLUaeT pUcK cMmeptn [20, 21]. Y Hawero nauuveHTa
B 2 roga CO CTOPOHbl BHYTPEHHUX OpPraHOB BbISBAEHO
TONbKO He6OoNblIOEe YTOJWEHUE MEXKIKENYAOYKOBOM nepe-
ropoaKkn, pebeHoK rosoput Ao 10 cnoB, aKTUBHbIN, 06bEM
OBU)EHUN B cycTaBax He orpaHudyeH. Hopmanusosancs
ypoBeHb Al

Kak nokasbiBaloT uccnefoBaHus, No3gHee Havyano nede-
HUS OKa3blBaeT 60MbllOe BAUSHWE Ha CHUXKEHWe Tepa-
neBTUYECKOW 3PDEKTUBHOCTU. [1ENCTBUTENBHO, HEKOTOPbIE



naToNorMyeckne U3MEeHeHs NOSIBASIOTCH OYE€Hb PaHO MM
y)XXe MPUCYTCTBYIOT BO Bpems rectauuun [22]. Ecnu Havatb
Jle4YeHue ¢ poXaAeHU4, To, no-eunammomy, ®3T cnocobeTByET
CHUXEHMIO MporpeccupoBaHmsa 3aboneBaHus [20, 21].

Cuyutaetcs, 4TO0 HepocTaToyHaa adpdekTuBHOCTbL P33T
B HEKOTOpPbIX TKaHaX 0O6ycnoBjeHa HW3KOW OUOAO0CTYM-
HOCTblO 3HAOrMEHHOro GepMeHTa B CBSA3U CO CHUMKEHHOWM
BacCKynsipusaumen Takux TKaHeNn, Kak KOCTb, Xpall, Kiana-
Hbl cepAaua, a TaKXe Hanu4ynem O6MoNornyeckmx 6Gapbe-
poB, Hanpumep remaTosHuedanmyeckoro [22]. Kpome Toro,
B OT/IN4ME OT eCTECTBEHHOW HEMPEPBLIBHOW BbIPaboTKK dep-
MEHTOB, BHYTPMBEHHOE BBEeAEHWE PEKOMOMHAHTHbIX dep-
MEHTOB OrpaHW4eHO MO BPEMEHMU, OHM BbICTPO BbIBOAATCS
M3 opraHMama rnocne oKoH4YaHus uHobysum [22, 23].

EcTb npeagnonoxexue, 4to addPeKTMBHOCTb P3T MoKeT
CHWXaTbCs BCNEACTBME MMMYHOPEAKTUMBHOCTM MpenapaTa.
Mo paHHbIM J. Muenzer n coaBT. U R. Giugliani n coasT.,
6onee 4yem y 50% naumMeHTOB MOSABAASIUCH aHTUUAYPCYSib-
daszHble IgG-anTnTena, ay 21-35% 13 HUX — HEUTpanu3yto-
wue lgG-aHTUTENa, YTO B psije Ciy4aeB accoummpoBaso
C MEHbLNM CHUXeHUeM ypoBHS Al 1 ynydllieHnem neroy-
HbIX GYHKLUKI [24, 25].

B HacTosliee BpemMsa eCcTb HemMano nybnuvKauun, rage
onucaHbl ceMmenlHble cnydan MIMC. B.O. Stephan u coaBT.
M3y4nam O6pasuibCKytd CeMblo, B KOTopon 17 4enoBek
mmenun Msarknn deHotun MIIC 1. Bce 6biin HocuTenamm
MyTauum p.A77D B reHe IDS [26]. AuarHocTuKa 3TOM
CeMbW CTana BO3MOXHOW TONbKO MOTOMY, YTO Yy OAHOrO
npo6aHaga B 23 roga pasBuiacb ocTpas AEKOMMNEHCUPO-
BaHHasa cepfeyvyHass HeLOCTaTOYHOCTb, He nojaatolascs
nieyeHuio, U eMy notpeboBanachb TpaHcNNaHTauus cepaua.
Mpu ob6cnefoBaHum nepeq TpaHcnnaHTaunen y naumeHTa
Obln BbISIBIEHbI NlerKoe orpybeHue nuua, renatomera-
NS, TYronoABUKHOCTb NJe4YeBbIX CycTaBoB. [TauMeHT ymep
yepes 2 AHH nocne TpaHcnnaHTaumu. NMocMepTHbIM TMCTOo-
naTto/IoOrM4YeCKUM aHann3 MMOKapaa MeTo40M 3/1IEKTPOHHOM
MWKpPOCKONMK 0B6Hapyxun HakonneHune Al NccnepoBaHue
cembM BbiaBMIO ewe 16 Myx4mH ¢ MIC Il. Mocne yctaHoB-
NleHns guarHosa 6 nauMeHToB M3 CeMbM Hayanu nonyyatb
npenapaTt wnaypcynbdasy (dnanpasy), 4 — waypcynbdasy
6eTa (XaHTepasy). H1M y 0AHOro 13 HMUX He OblN0 BbISBNEHO
no6o4HbIX apdeKToB Ha doHe P3T. OcTanbHble NaLUEHTbI
Tepanuio He nosayyanu, LBO€E U3 HUX YMEPSIU eCTECTBEHHON
cmepTblo [26]. Mo AaHHbIM Halero uccneoBaHus, Bnep-
Bble B Poccuu naumeHTy B BO3pacTe 6 Mec MHULMUPOBaHa
®3T maypcynbdal3on 6eTa C BblparKeHHbIM MONOXKUTENb-
HbIM 3 deKToM: NnaLMeHT HabupaeT NCUXOPEYEBLIE HaBbI-
KW, ero coMaTM4yecKOoe COCTOSIHME 3HauyuTeNbHO fydlle,
yeM y aaau, y kotoporo ®3T Gbina Havata B 2,5 roaa,
y nauMeHTa OTCYTCTBYIOT XXUIHEYTPOXKaIOLLME OCNOKHEHUS
3ab0s1eBaHus.

3AK/TIOMEHUE

Mpypcynbdasda 6eta, npumeHsemas ¢ 2012 r., foKa-
3ana BbICOKMM Mpoduib 6e30nacHOCTU U 3ODEKTUBHOCTHU
y MaLUMEHTOB B pa3Hbix CTpaHax Mupa. HasHayeHne P3T Ha
JOK/IMHWMYECKON CTafluM WM Ha CTaauU PaHHWUX KIMHUYECKMUX
NPOsiIBNIEHUI CNOCOBCTBYET CTabUNM3aLIMN COCTOAHUSA, YyY-
LaeT KayeCTBO MU3HMU NaLMeHTa U ero CeEMbM.

WHOOPMUPOBAHHOE COIJIACUE

OT poauTens nauueHTa noay4eHo NMUCbMeHHOoe MHOoP-
MWpOBaHHOE A[06POBONIbHOE corflacMe Ha nybnauka-
LUMIO ONUCaHWS KIMHMYECKOro cnyyas (gata noanuvcaHus
06.10.2022), Ha ucnonb30BaHWE €ro MeaMLMHCKUX AaH-
HbIX (pe3ynbTaToB 06cfefoBaHus, nedyeHus, dotorpadpumn)
B HaYYHbIX LIENsX.

INFORMED CONSENT

Child’s parent has signed written informed voluntary
consent on publication of clinical case description (signed
on 06.10.2022), on using medical data (examination and
treatment results, photos) in scientific purposes.
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