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Clinical case of mucopolysaccharidosis type II (Hunter syndrome)
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IIpencrasien ciayyaii peakoro (opdannoro) 3adoseBanusi — mykonoaucaxapuno3a Il Tuna. B Bospacte 1 roza no JaHHbIM Yiib-
TPa3BYKOBOTO HCCJIeIOBaHUA Y pe0eHKa ObLia BbisiBjeHa renatocmienomeraausa. C 1,5 roga pedenok Haomonancs JIOP-spayom
o ooy aneHounoB I1—I11 crenenn, aneHoTOMHUS POBeEHA B BO3pacTe 2 JieT, B AaJIbHeieM HAGTI0AAJICS PeNINB TUNePILUIa3Hu
aneHonznoB. B Bo3pacte 3 et npeanonoxen Mykononucaxapuao3 II tuna. /Inarso3 011 NOATBEPIKIEH MOCe BbIABJIECHHS MOBbI-
LIEHHOTO YPOBHSI IIMKM3AMHHOLIMKAHOB (renapaHcyibpara u nepmarancyibdara) B moye u myranuu p.Lis135Glu B 3-m sk30mne
reHa IDS B reMmusurorHom cocrosinnu. HazHayena 3amecturesibHas Tepanus Daanpa3oii. Knnnunyecknii nommopdusm, pazamaHas
BBIPAKEHHOCTh CUMITOMOB B COYETAHMH C HM3KOii PACIPOCTPAHEHHOCTHIO 00YCJIOBIMBAIOT TPYIHOCTH B PAHHE! UIeHTUDUKAINK
MyKonosmcaxapunosa Il tuma. CBoeBpeMeHHAs AMATHOCTHKA KPaiiHe BAXKHA [Isl HAPABJIEHNS TAKHX JeTeil K CHeUAINCTAM MeXK-
JTMCUMIUIMHAPHOTO IEHTPa, MMEIOIUX ONbIT MpoBeAeHHs (hepMEHTO3aMeCTUTEIbHOI Tepamnuu, KoTopas Hauboiee 3¢ deKTHBHA
B paHHeil cTaauu 3a00J1eBaHus.

Karoueswte caoea: demu, myxonoaucaxapuoos 11 muna, cundpom Xaumepa, een IDS, gpepmenmozamecmumensnas mepanus, Daa-
npaza®, 2uopokopmu3soH.
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The article presents a rare case of type I mucopolysaccharidosis (IMPs) in children. From the age of one and a half, the child was
observed by an ENT doctor for 2—3 degree adenoids. At the age of 2, an adenotomy was performed. In the future, a relapse of ade-
noid hyperplasia. 1 year of age according to the ultrasound revealed hepatosplenomegaly. At the age of three years, type 2 mucopo-
lysaccharidosis was suspected, which was confirmed on the basis of increased levels of heparan sulfate and dermatansulfate in the
urine, molecular genetic diagnostics (mutation in exon 3 of /DS Lis135Glu in the hemizygous state. Appointed replacement therapy:
Elaprase. Clinical polymorphism, different severity of symptoms combined with rare occurrence cause certain difficulties in early
identification of MPs-II. Timely diagnosis is extremely important for referral of such children to specialists of an interdisciplinary
center who have experience in specific treatment that is most effective in the early stage of the disease.
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ykomnonaucaxapuno3 Il tuma (MIM  309900),

WIM CUHIpPOM XaHTepa — TsKeJioe, Iporpec-
cupylolliee HacjeACTBeHHoe 3abojieBaHue, KOTOpoe
00yCJIOBJIEHO HapylleHMeM oOOMeHa MYKOIloJucaxa-
punoB (TJIMKO3aMUHOIJIMKAHOB). 3abojeBaHME BXO-
JIAT B TPYMIy JMU30COMHBIX OOJIe3Heil HaKOTUICHUS.
Y OonpHBIX uMeeTcsT OedUIUT GepMeHTa HIYypO-
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IpomakoBckasi Enena MBaHOBHA — Bpau-racTpo3HTEPOJIOr HEDPOJIOrHIeCcKO-
ro otaefeHus: OGJaCTHOM JeTCKON KIMHUYECKON OOTbHUILIBI.

Wmoxuna TatbsiHa AJleKCaHIPOBHA — BPAa4-TaCTPOIHTEPOIIOT HebPOIOTHIe-
cKoro otaeseHust O61acTHOI JeTCKON KIMHNYECKON OONIBbHULBI.

460006 Openoypr, yi1. PeibakoBckast, 1. 3

Har-2-cynbdara3el [1]. 3aboneBaHume KpaitHe pen-
KOe, ero 4actrora, Mo AaHHBIM pa3HbIX UCCJIEIOBaHUI,
coctaiser 1:100 000 — 1:170 000 HOBOPOXIEHHBIX
MaJlpuuKoB. Tum HaciaemoBaHusi — X-CUEIUICHHBIN
pPELIECCUBHBIN, MO3TOMY OOJICIOT JIMIla MYXCKOTO T10J1a.
OmHaKo ONMUCaHbl eIMHUYHBIE Clydad CMHApoMa XaH-
Tepa y XEHIIWH, SIBJISIOIINECS Pe3yJbTaTOM HOCUTEb-
CTBOM MYTAHTHOTO Te€Ha B COYETAaHUM CO CTPYKTYp-
HBIMU aHOMAaJIMSIMU XPOMOCOMBI X, MOHOcoMHeil X
WM HeOJaronpusiTHbIM CABUTOM X-MHaKTUBauUuu [2].
C KJIMHWYECKOW TOYKMU 3PEHUs, BBIACISIOT TSIKETYIO
dopMy ¢ TTopaxkeHNEeM LIEHTPaTbHOU HEPBHOM CUCTEMBI
u 6osiee MATKUI (heHOTUNT — Oe3 BbIpak€HHbBIX HEBPO-
JIOTUYECKUX HapylieHui [3].

Kak wu npyrue wmykomnojucaxapuiaosbl, CHHIPOM
XaHTepa — KJIMHMYECKU TeTeporeHHoe 3aboJieBaHue.
IlepBble CUMNITOMBI MOTYT IOSIBUThCSI KaK Ha Tiep-
BOM TOAy XM3HU, TaK U B OoJiee craplieM BO3pacTe,
HO uyaile Bcero B Bo3pacte 2—4 roma. HakomneHue
IJINKO3aMUHOTJIMKAHOB B OpraHaX M TKaHSX IMPWBOIUT
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K MPOrpeccupylolleMy MOPakeHUI0 Pa3IUYHbIX Opra-
HOB U CHCTEM: TemnaToCIUIEHOMEerajiuu, KapIruoMUO-
MaThu, HEAOCTATOYHOCTH MUTPAJIbHOTO M aopTajb-
HOTO KJIallaHOB W/MJIU WX CTEHO3Y, BO3HUKHOBEHUIO
OOCTPYKTMBHBIX 3a00JIeBaHUI JBIXaTeIbHBIX TYTEH,
3alepKKe TICMXOPEUYEeBOTO Pa3BUTHUSL C  IOCIEAYIO-
IIMM perpeccoM HaBbIKOB [4, 5]. [1pu 3TOM BO3MOXHO
OBICTpOE WJIM MEIJIEHHOE MpOorpeccupoBaHue OOJIe3HU
C 3aJIepxXKoii pocta, dopmMupoBaHUeM AedopManuit
cKeJeTa M CYCTaBOB, OUCMOpPGUUYECKMX YepT JIMIA,
PEUMINBUPYIOIIMMU OTUTaMU. [Ipu TsDKeTbIX (hopMmax
ropakaeTcsl eHTPaJbHOW HEPBHOW CUCTEMBI (BapuaHT
ITA) nporpeccupyeT yMCTBEHHasl OTCTaIOCTh, OOJbHbIE
K IOHOIIIECKOMY BO3PAacCTy CTAHOBATCS OCCITOMOLIHBIMU,
MPUKOBAaHHBIMU K TocTeau. [Ipu «MAarkux» hopmax
3abosieBaHusi (BapuaHT I[IB) ymcrBeHHOE pasBuTHE,
Kak MpaBUJIO, HE CTpasaeT, OHAKO BO3MOXHO pa3BUTHE
ruapouedanTuy, SMUICTICUI, HAOII0Ia0TC U3MEHEHMS
MCUXUKK. 11T B3POCHBIX OOJBHBIX MYKOIOJMCaxXapu-
no3oMm Il Tuma xapakTepeH TYHHEIbHBIN CUHIPOM Kap-
MaJIbHOW 00JIacTH, MPH KOTOPOM BO3HMKAIOT ITOCTO-
siHHasl 00Jib U JAUMCKOMMOPT B 3amsCThsIX, ocyiabjieHne
1 OHEMEHMUE PyK, OCOOEHHO J1afoHeii [6, 7].

C guBaps 2007 . mig JedyeHUs cMHApoMma XaHTepa
MPUMEHSTIOT (PEPMEHTHYIO 3aMECTUTEbHYIO Teparuio.
PexomOuHaHTHBIN (hepMeHT umypcyibhasy (Daarnpasza®,
Shire Human Genetic Therapies, Jlekcunrron, Mac-
cauycerc, CIIIA) monyyaroT U3 TEepeBMBAEMOM KYJb-
Typbl kKjJeToK uenmoBeka HT-1080 reHernuecku momu-
(uiMpoBaHHBIM MyTEM: B MpoMoTop TeHa /DS ¢ 1uenbio
MTOBBIIIIEHUS €T0 AKCIIPECCUU BBOIUTCS aKTUBUPYIOLIAST
nocnenosBaresbHocTh. C 2008 . mpemapaT WMOypCYyJib-
(aza 3apervcTpupoBaH M TIPUMEHSIETCS JUISL JICUCHUSI
MalueHToB Ha Tepputopuun Poccuiickoit denepamuu,
a ero JoJrocpoyHasi 6esornacHocTb U 3(hGEKTUBHOCTD
JUIS JICUEHUST 2KCTpaHEeBpaJIbHBIX IPOSIBJICHUM MYKO-
noiucaxapumosa Il Tuma mpoaeMoHCTPUPOBaHbI B psijie
nccaegosanuii [3]. C 2005 r. 3amymeH camblii 0OJIb-
IOl MHOTOLIEHTPOBOI PErucTp pealibHbIX JaHHBIX O
ecrectBeHHoi uctopuu MIIC Il u nonrocpouHoit 6e3-
oracHoct U 3(pdexTuBHocTn P33T ¢ umypcyibbaszoit
(Hunter Outcome Survey, HOS) [4].

Lenb: mpenacTaBUTh OCOOEHHOCTU TEYEHMST MYKOITO-
nucaxapugosa Il Tuna (cuHapoma XaHTepa) y pebeHKa
7 net, ToJydvalomero (GepMeHTO3aMeCTUTEbHYIO
Tepanuio uaypcyiabdaszoit (Dnamnpaszoii) ¢ 5-JieTHEro
BO3pacTa.

Knunnueckuit ciyvait. Ilaunment K., 2012 roma
poxneHust (7 J1eT), HaXOAWJICS Ha CTAllMOHAPHOM Jieue-
HUM B TacTpo3HTeposiorndyeckom otaeneHun ['bBY3
«OKb» (Openoypr) ¢ 10.03.2020 no 12.03.2020 ¢ aua-
rHo3oM: Mykornosiucaxapuao3 Il tuna (cunapom XaH-
tepa). ComyTcTBylolas MaTOJOTUSI: MHOXKECTBEHHBIM
KOCTHBIN AM30C¢TO3. MUKCOMAaTO3 MUTPAJIBLHOTO U a0p-
TaJbHOTO KiamaHoB. HemocTaToOYHOCTH aopTaJbHOTO
kimanmaHa | cremenm. MexxmpeacepaHoe coOOOIIeHUE.

KJINMHUYECKUE CJ1YHAU

Bropuunas kapauomuonaTus. CMellraHHast TYTOYXOCTb.
CocTosiHME TIOCTE DHAOCKOIMUYECKON ameHOTOH3UII-
goromun ot 18.04.2017. JIByCTOPOHHUI TYOOOTHMT.
OTKpbITast BHyTPEHHSIs1 TuapoLedanus, COCTOsSIHUE CyO-
komrieHcauu. CocTosTHUe Mocie JIOMOOIepUTOHEa b~
Horo 1myHTa oT 02.08.2013. IpybGast 3amepkka TEMIIOB
IICUXOPEYEeBOTO Pa3BUTHSI, HapyLIeHUEe ITOBEICHUS.
CuHIpOM 3arsICTHOTO KaHaJja ¢ ABYyX cTopoH. Hocurenb
BEHO3HOTO KaTeTepa JIMTeIbHOTo cTostHust ot 10.2018.

KanoObl mpu TOCTYIJIEHUN: Ha 3aJepXKy TICUXO-
MOTOPHOTO Pa3BUTHSI, HapyIlIeHUE TOBeIeHUsS (arpec-
CUBHOCTb, Pa3IpakUTETbHOCTh, YIPSIMCTBO), TYTOIO-
JIBDKHOCTh KPYITHBIX M MEJIKUX CYCTaBOB, CHUKEHHYIO
OCTPOTY cJiyXa, IpyOble YepThl JIMIIa, KPYITHbIE Pa3MephbI
TOJIOBBI, HOYHBIE 3TTM30bI OCTAHOBKU IbIXaHUSI.

M3 anamHe3a: peOEHOK OT TpeThell OepeMeHHOCTHU
(riepBbie 2 OEpeMEHHOCTUM — 3J0pPOBbIe MaJIbUMKW),
TPeTbUX CPOYHBIX POMOB, poausics ¢ maccoir 2900 r,
IUIMHOU 48 CM, OKPYKHOCTBIO TOJOBHI 33 CM, OIIEH-
koit no wkaine Anrap 8/9 6amwios. C poxiaeHus oTMme-
YaJuch OBICTPBIE TEMITBI POCTa OKPYXXHOCTU TOJIOBHI.
B 8 mec B ®I'BY «DenepalibHblii LIEHTP HEUPOXUPYP-
run» Munszapasa Poccuu (TioMeHb) npoBeaeHa JIMKBO-
POIIYHTHUpYIOIIAsl Omepalus ¢ TMpOBEeIeHUEM WHBA-
3UBHOTO MOHWMTOPHUPOBAHUSI C OIEHKOIW ITapaMeTpoB
JIMKBOpOOOpaIlleHUsI M ToAO0OpOM JiroMOonepuTaHe-
aJIbHOM JIMKBOPOIIYHTUPYIOIIE cucTteMbl. [Ipu mmoj-
TOTOBKE K OINEpPaTUBHOMY JICUCHUIO JMArHOCTUPOBAH
BPOXIEHHBII MOPOK CEPALA: BTOPUYHBINA 1ePEKT MeX-
npeacepaHoi neperopoaku 4,0 MM B aHeBpU3ME C YBe-
JIMYeHUEM TMpaBbix oTaeoB cepaua. C 1 roga Habio-
Jajicss XUPYproM IO TIOBOAY BOISHKU JIEBOTO SMYKa,
ObLT TMpooriepupoBaH. B aToM ke Bo3pacTe 1o IaH-
HBIM yJabTpa3ByKoBoro wuccienoaHusi (Y3M) BbisiB-
JIeHa reraTocreHoMmeranausa. B 2,2 roma nuarHocTupo-
BaHbI MYIOYHasi U MaxoBo-MoloHo4YHast rpeiku. C 1,5
rona Habmonancs JIOP-BpauoM 1o moBogy ageHOWI0B
II-III crenenun. B Bo3pacte 2 jieT mpoBefeHa ajeHO-
TOMMSI, B TaJIbHEHIIIEM Pa3BUJICS PELIMINB TUTIePILIaA3UMN
ameHounoB. C Bo3pacTa 1 roma y pebeHKa OTMedaJlCh
YacThle 3MU30AbI 3a00JIeBaHUIT: PUHWUTHI, aleHOUINTHI,
OPOHXUTHI, THEBMOHMUSI, BEeTpsTHAsI OCITa. AJUIeproJIory-
YeCcKMil aHaMHe3: JIeKapCTBeHHas aJlJIepTHsl Ha TPeHTa
B BUJIE CHITTH.

B oktsi6pe 2016 . pebeHOK OBUT HampaBlieH HEBPO-
JIOTOM Ha KOHCYJIBTAllMI0 K TEHETUKY C IOA03PEeHUEM
Ha HacJIeJCTBeHHOe 3abosieBaHue. [eHETUKOM TIpe.-
nojioxkeH Mykononucaxapuno3 Il tuma. [AmnarHos Obu1
MOATBEPKIECH TPU BBISIBICHUM TTOBBIIIEHHOTO YPOBHS
MIMKO3aMUHOIJIMKAHOB  (remapaHcyibdata U 1ep-
MataHcyibgara) B Mouye U Mytauumum p.Lis135Glu
B 3-M 5K30He reHa /DS B reMM3UTOTHOM COCTOSIHUU
(saBapp 20171). B wmapte-anpene 20171 pebeHOK
o6cnenoBaH B GTAY «<HMMULL 310poBbst mereit» MuH-
3apaBa Poccun (MockBa), e BBIIOJHEHBI HIOCKOITH -
yeckasi aJeHOTOMMS, JIBYCTOPOHHSISI TOH3WUJUIDKTOMUS.
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Casenvesa E.B. u coasm. Kninudeckuii ciyyait Mykonoaucaxapunosa I tumna (cunapoma XaHrepa)

depMeHTO3aMeCTUTEIbHAS ~ Tepamnust  IIpernapaTtoM
Dnamnpaza® (0,5 mr/kr/BBegeHue) Havara 05.09.2017 r.
B yciaoBusax OJIKDB, HebOmaronmpusiTHOW peakuun
He ObUTO. B manbHelileM BHYTpUBEHHOE BBEICHUE TTIpe-
rnmapaTta OCYIIECTBJISLIOCh peryjaspHo | pa3 B Hedenllo.
Ha done jeueHuss orMeyeHa MON0XKUTEIbHASL TUHAMMKA:
MaJIbYKK cTal pexe 0oseth OPBU, yaydmmiaocs HocoBoe
JbIXaHWe, HA0JI0JaeTCd MOJOKHUTEIbHASA JUHAMMKA TICH-
XOpe4yeBoro pa3BUTHS: CTaJ CINOKOiiHee, BHUMATeJ/bHee,
JI00poxKenaTeabHee, HAYAJ BHINOJHATH MPOCThIE OBITOBBIE
MHCTPYKIMH, TMOSBHJICSA SKBHBAJEHT peYyd — MPOU3HO-
CHUT OTHAEJbHbIE 3BYKH, TOBOPUT «MaMa» NMPH 00paIleHuH,
KeCTaMH M CJIOTaMH BBIPAXKAET JKeJAHUSA TylIATh, KylmaTh
M T.J1. DNU30/1bl HOYHOTO AIMHO3 0O0JIbIIE HE MOBTOPAIHUCH,
YBEJUYWICA 00beM AKTHBHBIX M NMACCHBHBIX JIBHIKEHHIA
B CYCTaBaX, YMEHbIIMJICA pa3Mep MNapeHXMMATO3HBIX
opranoB. C 04.10.2018 mo 26.10.2018 . u ¢ 07.11.2019
nmo 21.11.2019 . moBTOpHO 0OCIEOOBAaH B OTACICHUU
TICUXOHEBPOJIOTUU U TICUXOCOMATHYECKOM TATOJOTUU
HIU3M (Mocksa), poaoKeHO BBeleHME Diarpasbl.
B okTs16pe 2018 1. ycTaHOBJIEH BEHO3HbBIN KaTeTep v~
TEJLHOTO CTOSTHUS, (PYHKIIMOHUPYET XOPOIIIO.
Knunnueckoe o6cnenoBanue B I'BY3 «OJKb»
(mapt 2020 r): oOllee COCTOSIHUE CPEOHEN TSXKECTH.
CozHaHue sicHoe. OOI111eMO3roBoii M MEHWHTeabHOM
cuMnTOMaTuKM HeT. OObeM aKTUBHBIX M TIACCUBHBIX
JIBDKEHUI B KOHEYHOCTSIX CHMXKEH, MBIIIEYHBI TOHYC
noBbileH. [Toxonka He HapymreHa. KOXHBIN TTOKpOB
YMEpPEHHOI BIJIAXKHOCTH, OJICIHO-PO30BLINM, YMCTHIN.
Tunepiaopno3 MNOSICHUYHOTO OTAeda IMO3BOHOYHMKA.
MHOXeCTBEHHbIE KOHTPAKTyphl KpPYIMHBIX W MEJIKUX
CyCTaBOB KOHEYHOCTE, ITO3BOHOYHMKA. [00Ba rumpo-
nedanbHOll (HOPMBI, MHOXKECTBEHHBIII KOCTHBIM W3-
ocTto3. laprojowaHble 4YepThl JWIA, KPYITHBIE 3YyObI,
OOJIBIION SI3bIK, XXeCTKWEe BOJOCH. [lymouHasi rpbixa.
HocoBoe npixaHue ocnabieHo, B JIETKUX JIbIXaHWE Be3W-
KYJISIPHOE, XpPUTIOB HET, YaCTOTA AbIXaTeTbHBIX IBVXKECHUIA
24 B muHyTy. TOHBI cepaua cpeiHeil TPOMKOCTH, apUT-
MMUYHbIC, CUCTOJMYECKUI IIYM Ha BEpXYIIKE, B TOYKE
BorkuHa, He TIPOBOAWTCSI B JAPYrMe OTHENBI, 4YacTOTa
cepaeuHbix cokpamieHuit 100 yn/mMuH. ApTepuaibHOe
napiaeHne 95/60 MM pT.CT. ANIMETUT coxpaHeH. A3bIK
BJIQXKHBIN, O0JIOKeH OeJIbIM HajleTOM y KOpH:. KuBoT
yBeJIMYEH B pa3Mepe, TIpH Majbliauuy 0e300J1e3HEHHBIN.
Ileuyens +1,5 cm u3-nox Kpast pedepHoit myru. Cene3eHKa
He nanbnupyetcs. Ctyn oopmiaeHHBIN, 1—2 pa3a B I€Hb.
HabmromaeTcss moMyTHEHME POTOBUIIBI, CIIyX He Hapy-
meH. Poct pedenka 130 cM, macca 31,5 kr: makpocomus,
MOBBILIIEHHAsT Macca MPY HOPMaJIbHOM JUTMHE TeJa.
IMapakmuamyeckoe oocienoBanne: nHa DKI cuHyco-
Basi aputMmus 97—115 yn/MuH, HapylieHUE TIpoBeje-
HUs MO cUCTeMe TpaBoil HOXKM myuka Iuca. OxoKI:
HEIOCTaTOYHOCTh MUTpaJibHOTO KiamnaHa [—II crenenwu,
CTBOPKM KJIarlaHa YTOJIILEHBI IO CBOOOIHOMY Kpaio;
HEIOCTaTOYHOCTh AaOpTaJbHOTO KiamaHa | cremneHwu,
CTBOPKM KJIallaHa YTOJIIIEHBI; aHeBpHU3Ma MEXIIPeaCepI-

HOI TIeperopoiku co cOpPOCOM KPOBU 2 MM; IpOJIATIC
TPUKYCTTUAAIBHOTO KJIallaHa ¢ perypruTanueii I ctenenu,
MOJIOCTHU Cep/lla He YBeJIMUeHbl; (ppakiiust Beiopoca 67%:;
JIaroHajibHasl TpabeKysa B IMOJOCTH JIEBOTO KeJTyaouKa.
Y3U opraHoB OpIOUIHON TONOCTU (KOMILJIEKCHOE):
3aKIIoueHNe: B MaJIOM Ta3y U B OPIOIIIHOI TTOJIOCTU CBO-
001Has KUAKOCTh — IITYHT.

OOwmwmii aHaau3 KpoBU: remoriodouH 129 r/n, apu-
tpouutel 4,83:10'2/1, nevikouutsr 4,8:10°/1, numdo-
muThl 64%, MoHOUMTHI 7%, TallOYKOSIAepHbIE Heil-
Tpoduael 2%, cerMeHTOsiiepHble HeilTpoduiabl 26%,
tpoMGouutel 190-102/1, COD 10 mm/4. B Guoxumu-
YeCKOM aHaJin3e KpOBU HApYIIeHWM He BBISIBICHO:
obumit 6enok 74,4 v/n, anboymun 44,21 r/1, MoueBUHA
2,4 MMoub/J1, KpeaTUHUH 48,3 MKMOJIb/JI, XOJeCTepUH
o61IMii 2,9 MMOJIB/J1, TUTIOTIPOTEMHBI BHICOKOM TJIOTHO-
ctu 0,74 MMOJIb/J, TUMONPOTENHBI HU3KOM TJIOTHOCTHU
1,59 mMomb/n, Tpurmuuepuasl 1,26 MMoJb/I, OWIUpy-
OuH oO1mii 9,8 MKMOJIB/JI, allaHMHaMUHOTpaHcpepasa
23,7 en/n, acmapratramuHoTpaHcdepasa 30,6 en/n,
mesoyHass ¢ocdaraza 248,1 en/n, JgakTaTaEeruapo-
reHasa 558,4 en/n, kpearuHkuHaza 99,7 en/n, ramma-
mIyTamMuiaTpancrenTuaaza 15 en/m, C-peakTUBHBINM
oenok 4,8 mr/n, peBmaTtouaHbii ¢dakrop 4 Men/mi,
Ca?" 2,3 mmoan/n, P 1,42 mmons/n, K* 4,17 mmoinb/i,
Na™ 142,9 mmonb/m.

KoHcynbranmst Kapauosiora: JaHHBIX, MTOATBEPXKIa-
OIIMX WHGEKIMOHHBIN 3HIOKAPAWT, HET; YTOJIIECHHUE
CTBOPOK KJIANlaHOB XapaKTepHO Il MYKOITIOJMcaxa-
pumo3a.

KoHcynbraiust HeBpoJsiora: peKOMeHI0BaHbI TTPOIOJI-
JXKeHHe (DepMeHTO3aMEeCTUTEbHOM Teparuu, JiedeOHast
GU3KYIbTYpa, Maccaxk OOIIWiA, 3aHSATHS C IIeJarorom-
NeEKTOIOrOM, JTOTOTIEIOM.

OcyllecTBIeHO BHYTPMBEHHOE BBEICHUE IperapaTa
Dnanpas3a® B no3e 18 mr (3 ¢pakona) B 100 M1 M30TOHHU-
yeckoro pactsopa Hatpus xmopuaa 11.03.2020. Peakumn
Ha BBeJICHME He ObLIO.

3akniovyeHue

depMeHTO3aMeCTUTEIbHAS Tepanusi — eIUHCTBEH-
HBI MeTOoH JiedeHHs] OOJBHBIX ¢ CMHAPOMOM XaHTepa.
B nHacrogmmii MoMeHT Dmamnpasza® — 310 Oosee 15 ser
MOATBEPKICHHOTO OIbITa MPUMEHEHUS B peaIbHOMN K-
Huyeckoi npaktuke y namueHToB ¢ MIIC II. 3a 3 rona
Tepanuu uaypcyibdaszoi (Dnanpas3oit) y Hallero nau-
€HTa TPOJEMOHCTPUPOBAH XOPOIIW KIMHWYECKUIA
a¢dekt. Takum o0Opa3om, paHHsISI TTOCTAaHOBKa Jua-
rHO3a ¥ CBOEBpEMEHHOE Ha3HaueHHe (PepMEeHTHOI 3aMe-
CTUTEIBHOIM Tepanuu KapAWHAJIbHO MEHSIOT ITPOTHO3,
MO3BOJISIIOT CHU3UTh TSDKECTh OOJIE3HU, e¢ BIMSHME Ha
Ka4yeCTBO XXU3HU W MPEJOTBPATUTh pa3BUTHE HeoOpaTH-
MBIX OCJOXHeHU. HeobxomnuMm MyabTMAUCLUIIITMHAD-
HBII TIOIXOJ K Tepaniyu CUHApoMa XaHTepa, YTO MO3BO-
JIUT COBEPIICHCTBOBATb CTPATErwIO JieYeHUsT OOJTbHBIX
C 3TUM TSIKEJTBIM JIM30COMHBIM 3a00JIeBAaHUEM.

POCCUVICKWIA BECTHUK NMEPUHATOJION MW U MNEANATPUM, 2021; 66:(1)

ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2021; 66:(1)

115




KJINMHUYECKUE CJ1YHAU

JINTEPATYPA (REFERENCES)
1.

Jlockymosa C. A., Ilekapeéa H.A. Ciyyait MyKoTionucaxapu-
no3a Il Tuma. Marb 1 nuts B Kys6acce 2014; 2(57): 162—165.
|Loskutova S.A., Pekareva N.A. Case mucopolysaccharido-
sis type II. Mat’ i dita v Kuzbasse 2014; 2 (57): 162—165.
(in Russ.)]

Semyachkina A.N., Voskoboeva E.Y., Zakharova E.Y., Niko-
laeva E.A., Kanivets 1.V., Kolotii A.D. et al. Case report: a rare
case of Hunter syndrome (type II mucopolysaccharidosis)
in a girl. BMC Medical Genetics 2019; 20: 66. DOI: 10.1186/
s12881-019-0807-x

Baxaposa E.IO., Bockoboesa E.IO., Cemsaukuna A.H., Bawak-
maoze HJ., Tamzamosa A.U., Muxaiinosa C.B., Kyues C.H.
CoBpeMeHHbIE TMOAXOAbl K JICYEHUIO CUHIpOMa XaHTepa.
IMeaunarpuueckas dapmakonorus 2018; 15(4): 324-332.
|Zakharova FE.Yu., Voskoboeva FE.Yu., Semyachkina A.N.,
Vashakmadze N.D., Gamzatova A.l., Mikhailova S.V., Kut-
sev S.1. Current Approaches to the Treatment of Hunter Syn-
drome. Pediatricheskaya farmakologiya (Pediatric pharma-
cology) 2018; 15(4): 324—332. (in Russ.)]

Wraith J.E., Beck M., Giugliani R. et al. Initial report from thy
Hunter outcome survey. Genet Med. 2008; 10(7): 508—516.
DOI: 10.1097/gim.0b013e31817701e6.

Scarpa M., Almassy Z., Beck M., Bodamer O., Bruce 1.A., De
Meirleir L. et al. Mucopolysaccharidosis type II: Europe-
an recommendations for the diagnosis and multidisciplinary
management of a rare disease Orphanet J Rare Dis 2011; 6:
72. DOI: 10.1186/1750-1172-6-72.

Yund B., Rudser K., Ahmed A., Kovac V., Nestrasil I.,
Raiman J. et al. Cognitive, medical, and neuroimaging char-

IMoctynuina: 01.10.20

Kowgpauxm unmepecos:

Asmopbt danHoil cmambu ho0meepounu omcymcmaeue KoH-
(haukma unmepecos u PUHaAHCOB0U NOOOEPIUCKU, O KOMOPbIX
Heobxo0umo coobujums.

acteristics of attenuated mucopolysaccharidosis type II.
Mol Genet Metab 2015; 114(2): 170—177. DOI: 10.1016/j.
ymgme.2014.12.299.

beznep XK.A., 3acopckuii C.5., bapanaesa E.A., v C.5.
Ciyyait Mykomnosicaxapuno3a Il tuma y pebenka 3 et
MenvnuunHckuii xypHan 2010; 4: 124—127. [ Bezler Zh.A., Za-
gorski S.E., Baranaeva E.A., Zil S.E. The case of mucopoly-
saccharidosis ii in child three years old. Meditsinskii zhurnal
(Medical Journal) 2010; 4: 124—127. (in Russ.)]

Bamanckas HU.10., Cmpekozosa H.I1., Komenescxas H.T.
Myxkononucaxapuno3 11 Tuna B mpakTuke TepaneBTa. AKTY-
anbHas uHdekronorus 2016; 3(12): 93—99. |Vatanskaya 1.Y.,
Strekozova 1.P., Kotelevskaya I.T. Mucopolysaccharidosis
Type II in the Practice of the Physician. Aktual’naya infek-
tologiya 2016; 3(12): 93—99. (In Ukr.)]

Whiteman D.A., Kimura A. Development of idursulfase thera-
py for mucopolysaccharidosis type II (Hunter syndrome): the
past, the present and the future. Drug Des Devel Ther. 2017;
11: 2467—-2480. DOI: 10.2147/DDDT.S139601

10. Muenzer, J., Jones, S.A., Tylki-Szymarnska, A. et al. Ten years

of the Hunter Outcome Survey (HOS): insights, achievements,
and lessons learned from a global patient registry. Orphanet J
Rare Dis 12, 82 2017. DOI: 10.1186/s13023-017-0635-z

11. Burton B.K., Whiteman D.A. HOS Investigators. Incidence

and timing of infusion-related reactions in patients with mu-
copolysaccharidosis type I (Hunter syndrome) on idursulfase
therapy in the real-world setting: a perspective from the Hunt-
er Outcome Survey (HOS) Mol Genet Metab. 2011; 103(2):
113-120. DOI: 10.1016/j.ymgme.2011.02.018

Received on: 2020.10.01
Conflict of interest:

The authors of this article confirmed the lack of conflict
of interest and financial support, which should be reported.

POCCUVICKWIA BECTHUK NMEPUHATOJIONMW U MNEANATPUM, 2021; 66:(1)

ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2021, 66:(1)



