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B cmamve npedcmasaenvt dea pedkux cayuas mykonoaucaxapudosa (MIIC) I muna y demeii. B nepeom cayuae y
pebenka 6 o3pacme 00H020 200a ¢ OUACHOCIMUPOBAHHBIM NOMYMHEHUEM PO20SULbI 000UX 21a3 UMEHHO 0(hManbMoN020M
0bL1 3an0003peH cunopom Typaep, npu 5mom 6via yumer maxice HeoObIUHbLI BHEWHUI 8UO PeOEHK A, KOMOPblll NOCMENEeHHO
cghopmuposancs Kk 200y nociae pojcoerus, 3a0epicka NCUxo-peesoo pa3eumus U HaAu4ue 2UNOKCUHeCKU-UUeMUeCK020
nopaicerus yeHmpanvHoli Heperoil cucmemvt (L[HC) ¢ eunepmeH3uOHHbIM CUHOPOMOM, 2eNaAMoMe2aiull, NPOAANCa Mu-
mpanvHo2o Kaanaua. Juaenos 6bin no0meepiicoeH pe3yabmamamu OUOXUMUYECK020 AHAAU3A KPOBU, KOMOPbLI NOKA3aA
CHUdICEHUEe aKkmueHocmu gepmenma arvgha-L-udyponudassl. boiiu pexomendosarnvl eenemuueckue Uccae0o08anus 041
onpedenenus eenomuna npoobanda. Bmopoe kaunuueckoe Habaroodenue kacaemcs masvuuxa C., 3 nem u 7 mecsaues, ¢
cundpomom Iypaep — Illeiie. Mhozouucnrennas conymemeyouas namonoaus (nopaxcenue I[HC, eunepmen3uoHHbLI CUH-
dpom, ducnaazus ma3obedperHblX cycmasos, KUpo3 N0360HOUHUKA, 08YCMOPOHHSA NAX08As 2pblyca U 0p.) 6 COUemAaHuu
¢ NOCMeNneHHbIM QHOPMUPOBAHUEM 2POMECKHBIX Hepm AULA K NOAYIMOP020008AN0MY B03DACMY ABUAUCH OCHOBAHUEM O
2eHemu1eck020 00cAe008anUs HA 6MOPOM 200) Jcu3HU. B peaysomame Oviaa evisienena mymayus Q70X 6 eemepo3ucomuom
COCMOAHUU U HA3HAUEHA 3aMeCmUmenvHas mepanus anvboypasumom. Kaunuuveckuii noaumopusm, paznuunas eblpaiceH-
HOCHb CUMNIMOMOG 8 COYeMAHUU ¢ pedKoll BCIMpPeuaemMoCcmbio 00YCA08AUBAIOM OnpedeneHHble MPYOHOCIMU 6 PAHHell UOeH-
mugurxauyuu MIIC-1. Ceoespemennas OuaeHoCmMuKa ux KpaiiHe 6ajicHa 043 HAnpaeAeHus maKux oemell K Cneyuaiucmam
MeNCOUCUUNAUHAPHORO UEHMPA, UMEIOUIUX ONbIM CHeyUuduuecKoo aeuenus, Komopoe Haubosee 3ghppeKkmusHo 6 panHeil
cmaouu 3a601e6aHUs.

KiroueBble cjioBa: MyKonoavcaxapuao3, IJa3Hble posBieHus, cuHapom I'ypiep, cunapom I'ypaep — Ileiie,
aJIbypa3vM.
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B Hacros1iee Bpemst B MUpPe HACUMTBIBAETCS OKOJIO
HECKOJIbKMX THICSY PeAKMX 3a00IeBaHU, TPUYEM T10-
JIOBMHA M3 HUX O0YCJIOBJIEHA T€HETUUYECKMMM OTKJIIO-
HEHUSIMHU, CUMIITOMBI KOTOPBIX MOTYT OBITH OUeBUIHBI
YK€ C POXKACHUS WU TIPOSIBIISITHCS B IETCKOM BO3pacTe.
C 1 gauBapg 2012 r. BcTynu B culy HOBbI Denepanb-
HbI 3aKoH oT 21.11.2011 Ne323-dP3 «O6 ocHOBax OX-
paHBbI 310pOBbs TpaxaaH B Poccuiickoiit ®enepanum»,

B KOTOPOM BII€pBBIE HAa TOCYIapCTBEHHOM YPOBHE BBE/IC-
HO ITOHSITHE PeIKMX (C paCIIPOCTPaHEHHOCTHIO He 0oJiee
10 ciyyaeB 3ab6oneBanuii Ha 100 ThIC. HaceJIeHUs) WIK
opdaHHbIX 3a00JieBaHMIA. B 3TOT CIMCOK Ha cerogHsIIiI-
HU JeHb BHeceHo 230 HamMeHOBaHMI1, 1 OH ITOCTOSTHHO
TTOTIOJTHSIETCSI.

OpHuM 13 3a00JieBaHUIA, BKIIOUEHHBIM B TPYIIITY
opdaHHBIX, sIBIsIeTCS MyKonohaucaxapuao3 (MIIC),
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M3BECTHBIN ellle Kak cuHapoM ['ypiiep, KOTOpbIii BKJIIO-
YyaeT B ce0s Ipymily MaH3THUYECKUX, HACJIeICTBEHHbIX
M MIOJIMCUCTEMHBIX 00JIe3HEN COeAMHUTEIbHON TKaHN,
00yCJIOBJIEHHBIX HapylIeHUEM OOMeHa IIMKO3aMUHO-
rukaHoB (I'AI') B pe3yjibraTe reHeTUYeCKU 00yCIOB-
JIEHHOM HETIOJTHOLIEHHOCTH OIpeeIEHHbIX (PEPMEHTOB
(B yacTHOCTH, anbda-L-uaypoHuaasbl), y4acTBYIOIIUX
B UX paclleIIeHUH.

Cunapowm I'ypiep (CMHOHUMBI: 00JIE3Hb, UK
cunapoM, I'ypaep, cunapomsl Ilpaynmiepa — I'yp-
nep, Dmnuca — lllennona, I'yurepa — I'ypaep, idiotia
dysosteotica, gargoylismus, mucopolysaccharidosis v ip.),
NpeacTaBISIOIIMI CO00M pa3HOBUIHOCTb HACJIE -
ctBeHHBbIX MIIC, ObL1 BIIepBbIe ONMCAH HEMELKUMU
neauarpamu B 1919 r. (uyth panee — I'yHTepom) Kak
TUIT IU30CTO3a — HEHOPMAJIbHOTO Pa3BUTUS KOCTHOM
cucteMbl. CuHapoM ['ypiiep — ayToCOMHO-PELIECCUBHOE
3a00Jj1eBaHue, O0YCIOBICHO MyTaLIMSIMU B CTPYKTYPHOM
reHe JIM30coMHOTo epmeHTa anbda-L-unypoHuaa-
3bl [1—5]. O peakocTtu gaHHOU 0(TaIbMOIATOIOTUN
MOXHO CYIUTb 10 TOMY (DaKTy, YTO B MUPOBOM JTuTepa-
Type 10 1954 1. 66110 onrcaHo Beero okoso 200 cydyaes
JaHHOTrO 3a0oJieBaHus [6].

Hetu ¢ cunapomom I'ypiiep npu poxkaeHUr OObIY-
HO MMEIOT HOPMaJIbHBIM BEC U POCT, MOTYT Ka3aTbCs
3[I0POBBIMU 1 B MEPBbIE MECSLIbI XKM3HU Pa3BUBAIOTCS
HopMaJibHO. Ho yxe K KOHIIy IEpBOIo rojia XKM3Hu (pexe
K 3—4 romam), Kak IpaBuJjio, MIPOSIBISIIOTCS TePBhIC
crenuduyeckue Mpru3HaKu 3a00jieBaHMsI: 3aJepKKa
pocta, hopMUpyeTCs XapaKTePHbI (peHOTUIT (BHEIIHUIA
BUJI) — TpyObIe YEPThI JMIIa C YBEJIMYEHHBIM YeperiomM
HeOoOBbIYHOI (DOPMBI, OOJBIIMMU JTOOHBIMU Oyrpamu,
3aMaBlIe NEPEHOCULIE U BTSIHYTBIM KOPHEM HOcCa
(IIPUILTIOCHYTBIN CeIJIOBUAHBIN HOC), TOJICTHIMU I'yOaMu
U IPUOTKPBHITEIM pToM. OOpalliaeT Ha ce0s1 BHUMaHUE
YBEJIMUEHHBIN SI3bIK, IIIMPOKO PACCTABJIEHHBIE 3yObl He-
MPaBUJIbHON (DOPMbI U XapaKTEPHOE BbIPAXKEHUE JINLIA
pebeHKa — «BbITLIEBBIBAIOLLIETO BoAy». [Lj1si 0003HaUeHUs1
HECKOJIbKO YPOIJIMBOTI0JIULIA, TIO TIPEAJIOKEHMIO DJuTica —
IMennoHa, 6610 BBEIEHO MOHSATHUE «raprowyiudm». Tyso-
BMI1IE, KOHEYHOCTHU U 111€5I — KOPOTKHE, HEPEIKO UMEETCS
K1o3 1 3aTpyAHEHHAsI MOJBUXKHOCTD B CycTaBax (Jalle B
JIOKTEBBIX, Ta300€IPEHHBIX 1 IAJIbLEB PYK), BCIACACTBUE
Yero JIETU HAYMHAIOT XOMUTb [103KE CBEPCTHUKOB. ZKUBOT
YBEJIMUEH 13-3a OOJIBILIOrO pa3Mepa MeuyeHU U Cele3eHKU
(remaTo- M CIUICHOMETajusi), CO CTOPOHBI Cep/la 4acTo
OTMEUaloTCs BpoxkaeHHbIe mopoku. Habmogaercs ele
TUNEPTPUXO03, HOI'TU B BUJIE YACOBBIX CTEKOJ. B Moue
MPUCYTCTBYIOT MATOJIOTMYECKME MYKOIIOJIMCaXapUIibl.

XapakTepHas uyepTa 00JbHBIX ¢ cuHApoMoM ['yp-
Jiep — OTCTaBaHWE B MHTEJIEKTYaJIbHOM Pa3BUTUMU,
KOTOpO€ CHavajla IPOUCXOAUT COOTBETCTBEHHO BO3-
pacty, Ho yke K 1—1,5 ronma 3amemisietcs U K 2—4 rogam
MOCTEIEHHO IpeKpalliaeTcs. 3aTeM BOZHUKAET perpecc
WHTEJUIEKTAa C yTPaTOil yXkKe TproOpETEHHbIX HABBIKOB, B
TSDKEJIBIX CJIydasiX BIUIOTh OO AeMeHLuu [2, 7].

IToutu Bceraa BOSHMKAIOT T€ WY UHbBIE UBMEHEHUS
CO cTOpoHHI r1a3. HauboJjiee xapakTepHO NOMYTHEHUE

pOroBUIIbI, KaK IpaBuiao, 1ud¢y3HOro xapakrepa.
OueHb YacTO UMEET MECTO Pa3BUTUE TMIEPTEIOpU3MA
(4pe3aMepHOro paccTOSIHUSI MeXay rjiazamu 1o I'peii-
ry), IITo3a, 3IMKaHTyca, 9K30(TajlbMa, KOCOIJIa3usl,
IJIayKOMBbI, KOJIOOOMBI Paly>KKU, KATapaKThl, IUTMEHT-
HOI AuCcTpodUU ceTYaTKU, aTpoPUU 3pUTEJIbHOIO HEPBa
[1,3,4,8,9].

Paznuyualot 1Ba OCHOBHBIX THITIa JAHHOTO 3200J1eBa-
Husl. [1epBbIii TUIT (TaprOMIN3M ), XapaKTePU3YIOLIUIACS
ayTOCOMHO-PELIECCUBHBIM HaCJIeJOBAHEM (IH3UMHbBIN
gedekT — pmepuuut aibda-L-uagypoHunassl B pas-
JIMYHBIX OpraHax) u HebJaronpusiTHbIM MPOTHO30M
IUIS1 XKU3HU pebeHka (He 6osiee 10—12 net). Bropoit
TUIT 00YCJIOBJIMBAETCS JOMUHAHTHBIM, CLIETIJIEHHBIM C
X-XpOMOCOMOI1 HacjaeaoBaHUEeM (3H3UMHBINA JedeKT
3aKJjI04aeTcs B AeuLUTe JIM30COMaIbHOM OeTa-ra-
JIaKTO31Aa3bl) 1 Oosiee OJaronpusITHBIM U IIPOIOJIKM -
TeJbHBIM TeueHueM 3abosieBaHus [5]. Ha ocHoBaHuM
KJIMHUKO-OMOXUMUYECKUX TAHHBIX HEKOTOPbIE aBTOPbI
BbIIENSAIOT 5 1 gaxke 7 TunmoB MITC, KaxXnplif 13 KOTO-
PBIX ITOJTy4m cBoe Ha3BaHue (1—7): cunapomsl I'ypiep,
TI'yurepa, Candununno, Mopkuo, Illeite, Mapoto —
Jlamu u Crag [3, 6].

B Hacrosiiee Bpemsi, B 3aBUCMMOCTU OT BbIPaXKeH-
HOCTHM KJIMHWYECKUX CUMIITOMOB 3a00JIeBaHUs, pa3/ini-
yaoT Tpu popmbl MIIC (I): cunapomsr 'ypaep (IH) —
Tskenblii Tui, ['ypnep — Lleite (I-H/S) — cpennuii Tum
u Ileite (IS) — nerkuit Tui. JIeTu ¢ TSXKEIBIMU IIPO-
SIBJICHUSIMU 3200J1€BaHUSI OOBIYHO YMUPAIOT B TIEPBbIE
10 neT >K13HU B pe3yJibTaTe Jero4YHO-CepAeYHON Hel0-
CTaTOYHOCTU U TNPOrpecCUpOBaAHUS HEBPOJIOTHUECKOU
cumnromatuku. CunapoMm I'ypaep — Illeite 3aHuMaer
MPOMEXYTOYHOE TTOJOXEHUE, U JIJIS1 HETO XapaKTePHbI
0oJ1ee MeJIJIEHHO ITPOTrPECCUPYIOLLIME, YEM ITPY CUHIPOME
T'ypiiep, HapyllIeHUSI CO CTOPOHBI BHYTPEHHUX OPraHOB,
KOCTHOI CUCTEMbI, YMEPEHHOE CHUXXEHUE UHTEJIJIEKTA.
B nepBoHavanbHOU KilaccupuUKauuu, 10 OTKPHITUS
MEPBUYHOI0 OMOXUMMUUECKOTO nedekTa, cuHapoM Ileiie
BbIAESIU B oTae)ibHBIN TUl — MITC-V. D10 HauboJee
MSTKMU 1O KJIMHUYECKOMY Te€UeHMI0 3ab0jieBaHUS U
penKuii cpeau apyrux KimHudeckux penorunoB MIIC
I Tumna. CnenyeT oTMETUTDb, YTO OcCabJeHHbIE (DOPMBI
3a00J1eBaHUs (CPEAHUI 1 JIETKUIA TUITBI) B psiie CJIydaeB
MOTYT OCTaBaTbCsl HE AMArHOCTUPOBAHHBIMU MHOTUE
rojibl, a MalMEeHThI C yKa3aHHbIMU (DEHOTUIIAMU MOTYT
JIOXXMBATh J10 3PEJIOr0 BO3pacTa, XOTs U [IPU 3HAUYUTEb-
HBIX OTKJIOHEHUSIX B COCTOSIHMU 310pOBbsl. B HacTos111ee
BpeMs1 yacToTa BhIsiBaeHUs B ronysiiuu MIIC I tumna
oueHuBaeTcs B cpeaHeM 1 Ha 100 ThIC. XXMBbIX HOBOPOXK-
JOeHHbIX, IpuMepHO 50—80 % 13 HUX UMEIOT TSKEJIbIA
tiun MIIC [2, 10, 11].

bonrbiee 3HaueHue npuaaercs JHK-nuarHoctuke
MIIC. IuarHo3 ycTaHaBJAMBalOT Ha OCHOBAHUU pe-
3yJIbTaTOB OIpeaeJieHUsT MyTallMu reHa aiabga-L-
nayponngasel Q70X (3HaunTebHO pexke — W402X), Ko-
TOPAsi IBJISIETCS CAMOM YaCTOM B POCCUIMCKOM MOMYJISILIMIA
OOJIbHBIX C JAHHBIM 3a00JieBaHUEM (IMarHOCTUPYETCS
B 57 % cnyuaeB). [loarBep:kaaoinast OMOXUMUYECKasE
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nuarHoctuka MITC 3akiiouaeTcs B olpeiesieHUN YPOB-
Hs1 9Kckpeuyu Al Moun u ux (ppakiiuii, a TaK>Ke B U3Me-
PEHUY aKTUBHOCTH JIN30COMHOM ab(a- L-unypoHuaasbl
B JiefiKoLMTax IepucepruyeckKoil KpoBU WK KYJIbTYpe
KOXXHBIX (prOp0o0IIacTOB.

Ha ceroansiiHuii 1eHb €CTh ABa 3(h(HEeKTUBHBIX
MeTona jedeHus MIIC: TpaHCIIaHTaLIMSI TEMOIIOATUYE-
CKHUX CTBOJIOBBIX KJIETOK M (DepMEHTHAs 3aMECTUTEIbHAS
tepanus (P3T). TpaHcmiaHTalMsd KOCTHOTO MO3ra
MOXET KapJIUHAJIbHO MOJOXUTEJIbHO UBMEHUTh TEUEHUE
3a00JIeBaHus, OJIHAKO 3Ta MPOLEAYpPa UMEET TIOBOJIbHO
MHOT'O OCJIOXKHEHUU U MPOBOAUTCS HA PAHHUX CTAAUSIX
3a00JieBaHMsI, IIPEUMYILIECTBEHHO B Bo3pacTe 10 1,5 roaa.
IToMuMO CMMIITOMATUYECKOrO jedyeHus (B T. Y. rOp-
MOHAaJIbHBIE TpernapaTbl U LIUTOCTATUKKU, YTHETAIOIIUE
cuHte3 MIIC), ncrob3y1oT 3aMeCTUTEIbHYIO TePATIUIO
IperapaToM ajbaypa3um (J1apoHuaasa). OH Bo3aMelaeT
HEJIOCTAIOUIMI B OpraHu3Me nauueHTa (epMeHT, YTo
MPUBOAUT K YJYUYIIEHUIO COCTOSIHUS IbIXaTEIbHOU U
KOCTHOM cucteM. [1J1s1 ieyeHus: 1eTell C BhIpakeHHbIMU
HEBPOJOTUYECKUMU OCJOXHEHUAMU (TSKEJbIA TUTT
MIIC I tuna) npenapat MeHee 3(p(PeKTUBEH, IIOCKOJIbKY
(epMEeHT He TPOHUKAET U3 KPOBU B MO3T.

EavHCTBEHHBIN CIIoOCO0 MpeaoTBPAaTUTh 3a-
OoJjieBaHUME — OOHApPYXUTbh €ro B INpeHaTaJlbHOM
Mepuojie MyTeM M3MepeHUs aKTUBHOCTU (pepMeHTa
albpa-L-uaypoHuaassl B OMOIITaTe BOPCUH XOPUOHA
Ha 9—11-i1 Henene 6epeMEHHOCTHU U/ WIH OTIpeAcIeHUS
cnekrtpa I'Al B KyJIbType KJIETOK aMHUOTUYECKOM KU/ -
koctu Ha 20—22-ii Hexene 6epeMeHHocTH |2, 7, 9].

YyuTbiBast 00J1bIIIYIO POJIb O(PTATIBLMOJIOTA B IMArHO-
CTUKE U JMCIAHCEPHOM MOHUTOPUHIE MHOTUX PEAKUX
BPOXKIEHHBIX 3a00JIeBaHUIA, MbI COWIH 1I€JI€CO00Pa3HBIM
npeacTaBuTh Asa ciaydass MIIC I tTunay gereii ¢ CMHApPO-
mamu I'ypiep u I'ypnep — Illeite.

Ilepevuii cayuaii: 60s1bHON M. B Bo3pacTe 2 Mec ObLl
HamnpaBjieH HEBPOJIOTOM C MOCJEACTBUSMU MEPUHA-
TaJIbHOM AHLIEe(hATIONATUU HA KOHCYJIBTALIMIO B IETCKOE
KOHCYJIbTaTUBHO-TIOJIMKJIMHUYECKOE OTaeIeHe Y huM-
ckoro HMMU rna3Hbix 60s1e3Hei ajis 0o(pTaabMOCKOINN
m1azHoro gHa. C poxaeHus: peOeHOK HaOIoaalIcs He-
BPOJIOTOM C TMATHO30M «TUTOKCUIECKU-UIIIEMUYECKOE
MNOpaXEHNWE LEHTPAIbHON HEPBHOM CUCTEMBI C TUIIEP-
TEH3UOHHBIM CUHIpPOMOM». M3 aHaMHe3a: peOeHOK
OT MepBOi OepeMEeHHOCTH MaTepu B Bo3pacte 36 JeT.
bepemeHHoOCTh npoTeKaja 6e3 ocobeHHOCTelt. Pombl
CpOYHbI€, CaMOCTOsITeJIbHbIE. Macca pu pOXXIEHUU —
3560 r, mnmuHa — 55 cm. C poxaeHus Ha TPYAHOM
BcKapmJuBaHuu. O0a poauTeIsl CUMTAIOT Ce0sl IpaK-
TUYECKU 3I0POBbIMU, & U3 IEPEHECEHHbIX 3a00JIeBaHU I
OTMEYaloT OOBIYHbIC IeTCKHUE NH(PEKUMU (KOPb U T. [I.)
U peIKUE OCTPhIE pecliupaTropHble 3a0oneBaHus. Cie-
JIyeT OTMETUTbh, YTO POAUTENN pebdeHKa ObLIM POIOM
U3 oJHOM JaepeBHU. [Tpr ocMOTpe yCTaHOBJIEHO, YTO
MaJIbILI pearupyeT Ha CBET, pOrOBU1IA U IIyOKesexalue
cpelbl — Mpo3payHble, AUCK 3PUTEIbHOIO HEPBA — C
CEpOBATbIM OTTEHKOM, I'PAHULIbI €r0 HECKOJIBKO CTY-
1LI€BaHbl, ApTEPUU YMEPEHHO CYXXEHbI, CETYATKA CJIeTKa

OTeYHa. bblJ1 MOCTaBJIeH IUarHO3: «AaHTMOPETUHOMNATHS
cetyaTku». ClieayeT OTMETUTD, YTO BHEIITHUX TTPOSIBIIC-
HU CMHIpPOMa Ha TOT MOMEHT He Ha0JI101a10Ch.

B Bo3pacTe ogHOro roga pedbeHOK BHOBb ObLT Ha-
MpaBjieH Ha KOHCYJbTAIUIO B AETCKYIO MOJUKIUHUKY
WHCTUTYTA C XXaJlo0aMU MaTepu Ha OMYTHEHUE POTro-
BUIIbI, CBETOOOSI3Hb 000MX IJ1a3 U C CONYTCTBYIOLIUM
IMArHO30M HEBPOJIOTa «CHUHAPOM BHYTPpUUYEPEITHOM
TUIEPTEH3UHU C 33[EPXKKOM IICUXO-PEUEBOrO PA3BUTHS».
W3 1onogHUTeIbHOrO aHaMHe3a: TOJI0OBY AEPKUT ¢ 2 MeC,
CUIUT — € 8, moJi3aeT — ¢ 9 Mec, XOIUT MPU MOJAECPKKE,
He pasroBapuBaeT. M3 nepeHeceHHbIX 3a00J1eBaHUl —
yacThle pecriupaTopHble 3a001eBaHMs. [JlaHHbIE 3X0Kap-
Juorpa@uu: CTeHKM OCHOBAaHMS Y BOCXOJSILIETO OTIe/1a
a0pThl UMEIOT HEOJHOPOJIHYIO CTPYKTYPY, YTOJIIIEHBI,
MUKCOMaTO3Had aereHepauus. [Iposaarnc MuTpaabHOTO
knamnaHa I crenenu. IlosocTtu cepiiia He paciliMpeHbl,
JIETOUHBII CTBOJI, IepUKapa 0ObIYHOM CTPYKTYphl. Co-
KpaTuTeJibHasi CHOCOOHOCTh MMOKAap/a JIEBOTO XKEJTy 104~
Ka He HapylieHa. JlobaBouHasl Xop/ia JIEBOT0 XKeIya0uKa.

ITpu ocmorpe: macca — 10,6 xr, poct — 104 cM.
OOBEKTUBHO: BOJIOCHI KE€CTKME, TYCKJIbl€, OUeHb KO-
poTKas 1ies, SIBJIE€HUs rapromjimamMa — IIUMpoKas u
MPUILTIOCHYTasl IEPEHOCU1IA, IIIMPOKO PACCTaBIEHHbIE
riasza, ¢ OOJIbLIMMU HO3APSIMU HOC, TOJICTbIE TYObI U
SI3bIK, TTOJYOTKPBITBIM POT C pEAKUMU MAJIEHbKUMU 3Y-
6amu. Koxa ruioTHast Ha olyIib. JIbIxaHue yepe3 HOC He
3aTpyAHEeHO. B ierkux npixaHue Be3UKYJISIpHOE, XPUTIOB
HeT. TOHBI cepllia pUTMUAYHbBIC, CUCTOJIMYECKUI LIIYyM.
ZKuBot yBeimueH B o0beme: meueHsb + 1,5 cM, ceneseHka
HE MaJbIIupyeTcs.

Ocrtporta 3peHus — CJIeIUT 32 UCTOYHUKOM CBETa
¢ 3 M. BuyrpurnasHoe gapieHue 1o IuoTiy usmMeputhb
He yaajoch. ['mazHulbl ch)opMUPOBaHbI IPABUIILHO,
HO € 0OJIBLIMM PACCTOSTHUEM JAPYT OT Apyra; IBUXKEHUS
I71a3 — B TIOJJHOM oObeMe. JleBralius riaa3HbIX 100K K
BUCKY 110 10°, moouepenHo.

OOBEeKTUBHO: HE3HAUYUTEIbHBIN OJiepapocnasm
oboux ria3. KonbloHkTuBa 6jeqHO-po3oBasi. Jdud-
¢dy3HOE U HEUHTEHCUBHOE MOMYTHEHUE POTOBUILIBI
(6onee MHGUIBTPUPOBAHHOE 110 ITepudepun), cTpoMa
ee yroJjieHa. 3a dyepoM IpocMaTpuBaeTCsl MepeaHsIs
KamMepa — CpelHell IIyOMHBI, 3pa40K — KPYIJIbIi, He-
3HAUUTEILHO PACIIMPEH, peaklKsl Ha CBET HeMoJIHasl.
I'nyGxkenexaliye cpeabl U JeTajayd IJ1a3HOro AHA pac-
CMOTPETb HE yIaeTcs.

YyurteiBasg 1OCTaTOYHO HEOOBIYHBIM BHELIHUN
BUJ peOeHKa, KOTOPhI MOCTEIIEHHO C(OpMUpPOBAJICS
K Tojy IocJje poXAEHHUs, 3aePXKKY MCUXO-PEUYEeBOTO
pa3BUTHUS Y MOCTENEHHOE BO3HMKHOBEHUE MOMYTHE-
HUSI pOTOBUIIBI 000UX IJ1a3, ObLI 3a10A03PEH CUHAPOM
T'ypaep. [Inst noarBepxkaeHUsT (MM UCKJIIOYEHUS) 10~
clieIHEeTO ObLIY PEKOMEHI0BAHbI TECThl HA AKTUBHOCTD
depMeHTa 1M30CcOMaIbHON anbda-L-naypoHuaassl u
YPOBEHb 9KCKPELUU INIMKO3aMUHOIIMKAHOB MOYH, a
TaK>Ke reHeTuueckKas KoHcyJbraius. [Tocie nonyuyeHust
pe3y/IbTaTOB OMOXMMUYECKOTO aHAIM3a KPOBU, KOTOPbIi
rnoxkasajl YMepeHHOE CHUXXEHUE aKTUBHOCTU (pepMeHTa
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anbda-L-ugyponunassel (25,5 HM/Mr/4), ObLIT IOCTaB-
JIEH OKOHYaTeIbHbIN AuarHo3: « MIIC I tTuna, cunapom
I'ypnep». PebeHOK HaTlpaBjieH B MEAUKO-T€HETUUECKUI
HayuyHblli HeHTp PAH ans onpeneneHus reHoTUIIA
npobaHa.

Bmopoe kaunuyeckoe nabarodenue xacaetcsi Majb-
yuka C., 2012 r. p., ¢ cunagpomom I'ypinep — Illeiie,
BO3pacT KOTOPOTO Ha MOMEHT MOCJIeIHEro o0cea0Ba-
Hus coctaBuil 3 roga u 7 mec. B Bo3pacre 1 roga u 2 mec
poauTtean pedeHKa BIlepBble 0OpaTUIMCh B AETCKYIO
MOJIMKJIMHUKY MHCTUTYTA C Xajl000i Ha mepuoaunye-
CKO€ OTKJIOHEHHE Y MaJIbUMKa C POXKIEHUS JIEBOTO IJ1a3a
KHapyxu. M3 aHamMHe3a: peOeHOK OT IepBOit OepeMeH-
HOCTU, poTeKaBileil Ha ¢oHe (eToraaleHTapHOI
HeloCcTaToOuHOCTU. Pofgopa3spellieHue 1iojaa rnyTemM Ke-
capeBa ceueHus Ha 39-il Helesie B CBSI3U C STOAWYHBIM
MnpejiexxaHueM IJ10/1a U pAHHUM OTXOXJIEHUEM OKOJIO-
IUIOOHBIX BoJ. Macca Tejia pebeHKa Ipyu pOXKACHUN —
2740 rpamm, uinHa — 52 M, 1o 1mKajue Anrap — 7/8 6ai-
J0B. B pognome ObL1a npoBeaeHa (poToTeparnus mo mo-
BOJly KOHBIOTalIMOHHOM xXentyxu. Ha 18-e cyT pebeHoK
ObLJ BBINIMCAH U3 cTallMOHapa 1o HabJloJeHue He-
BpoOJiora Mo MECTY XUTEJbCTBA C TMArHO30M: «TMITOK-
CUYECKOE MOPAKEHUE LIEHTPATIBHOW HEPBHOU CUCTEMBI
II crenenu, cuHapoM HelipopedIeKTOPHOI r'MIepBO3-
OyAMMOCTH, TUCILIa31s Ta300€IPEHHbBIX CYCTABOB U M-
MePTeH3UOHHbBIN CUHAPOM». C pOXKIeHMS MaTh OTMeYasa
HaJIM4Me ABYCTOPOHHEN MaxXOBOUW IpbIXHU, 110 MTOBOIY
KOTOpPOW B OJIMH TOJ ObLJIO MPOBEIEHO ONEepaTHBHOE
neyeHue. B 6-MecssuHOM Bo3pacTe y pebeHKa MOsIBUIACh
MeTexXuaabHasl Chllb, JUIS BBISCHEHWS €€ 3TUOJ0TUU ObLIT
Ha3HayeH OOILIMI aHaJlu3 KPOBU, KOTOPHIM IMOKa3all
HM3KOE coAeprkKaHue reMorjodrHa U TPOMOOIIMTOB.
B cBs3u ¢ 3TMM pebeHKa rocnuTaJIu3upoBaliu B OTIE-
JIEHWE reMaToJIOTMU C IMarHO30M: «<MMMYHHasi TPOMOO-
LIMTOIIEHUYEeCcKasl MypIiypa, OCTPOe TeUeHre, aKTUBHAS
craaus, ieUIIMTHAST aHEMUST».

Kpome Toro, B 6-MecsI4HOM BO3pacTe MaTh 3a-
MeTHuJa y cbiHa AedopMalinio Mo3BOHOYHUKA, B CBI3U
C 4yeM B Bo3pacte 9 Mec BO BpeMs roClUTaIu3alu B
PecnyOiMKaHCKYIO IETCKYI0 KIMHUYECKYIO OOJIbHULLY
OH OCMOTpeH opToneaoM. I1o JaHHBIM peHTreHorpadun
IPYJONOSICHUYHOrO OTAea ObLIM 1UarHOCTUPOBAHbI
BPOXXJIE€HHbIE aHOMAJUU MO3BOHOYHUKA — KU(DO3 C
uzmeHeHnueM ¢opmbl XII rpynHoro nu L1—L2 nmo3BoH-
KOB, CUCTeMHas IUCIUIa3us COeAUHUTEIbHON TKaHM.
C nepBoro roja xKM3HU pedeHKa POAUTEIM OTMEUaIn Y
HEro LyMHO€ Y 3aTPyJHEHHOE HOCOBOE JIbIXaHUE, B CBSI-
31 C YeM OH Ha0JII01JICs Y OTOJIAPUHIOJIOTA C TMarHO30M
«xpoHuueckuii puHuT». B 2015 r. pebeHKy TakKe ObLIn
MPOBEJEHBI OlNepallui aJeHOTOMUHN U TPbIKECeUeHUE
10 MOBOY PEUMAMBA IBYCTOPOHHEN ITAXOBOW U MyTMOY-
HO IPbIX MO/ SHI0CKOMMNYECKUM KOHTpoJieM. B cBsi3u
¢ 0eCIIOKOICTBOM pebeHKa U MEePUOANYECKON PBOTOM
B 2015 r. Takxxe OblLIa BHIIOJHEHA KOMIIbIOTEpPHAsI
ToMorpadus roJ0OBHOTO MO3Ta, KOTOpasl BbIsiBUIA MO-
CJIEICTBUS TUIIOKCUYECKOr0 MOPaXEHUs LIEHTPaJb-
HOU HEPBHOU CUCTeMBbI, ruapoledalnio YMEPeHHO!

CTeIleHu, cydoaTpoduio MO3TOBOro BelIeCTBa U KUCTY
Xra3MaJlbHO-CyIIpace/UISIpHOI 00J1acTu ciena (0e3 He-
00XOIUMOCTHU HENPOXUPYPTUIYECKOTO JICUCHMUST ).

MHorouurciieHHasl COIyTCTBYIOIIAs MaTOJOTHS B
COYETaHUU C TTOCTETIEHHBIM (POPMUPOBAHUEM IPOTECK -
HBIX YePT JIMIIA SIBUIMCH OCHOBAaHMEM JJII TeHETUIECKOTO
oOcjenoBaHus U JedeHUs pedeHka B 11-MecauHOM
Bo3pacte B MockoBckoM HUMUM neanaTpum u 1eTCKOM
XUPYPTUH, a 3aT€M U B OTAEJECHUU TICUXOHEBPOJOTUU
OI'bY HII3/ M3 P®. CoriacHo 3aKJIIOYEHUIO, TTOCTAB-
neH guarHo3s: «MIIC I tuna, myranust Q70X B rerepo-
3UTOTHOM cocTosiHUM, cuHapoM ['ypnep — Ileiie». B
pe3yabTaTe o0caea0BaHUS BBISIBICHBI TakXKe: TernaTo-
CIUIEHOMeTraaus, AUCHYHKIMSI OMIMapHOro TpakTa,
OCTEOIOPO3, aHOMAJIMU MTO3BOHOYHMKA, JIEBOCTOPOHHUI
HedponTos. ITocie npoBeaeHMsI KOHCUINYyMa IIPUHSITO
peurenue o Hauasie ®3T npenaparom AJIbIypasuM.

OO0cienoBaHue pebeHKa YCTAaHOBUJIO CJIEAYIO-
mee. OcTpoTta 3peHusT — 3a UTPYILIKAMU CJISINUT, BHY-
TpUTJa3HOE JaBjieHHe OOOMX TJ1a3 — MaJbIIaTOPHO B
npeaenaax HopMbl. ITpu ocmoTpe: 00a r1a3a CIIOKOMHEIE,
JIEBBIM IJ1a3 OTKJIOHEH KHapyxu Ha 10° mo T'upiubepry.
I1pu 3aKkppIBaHUM TIPABOTO TJIa3a OTMEYAETCS YCTaHO-
BOUHOE NBMXKEHHUE JiIeBoro. buomMukpockonus: poro-
BHMIIa HECKOJIbKO YTOJIIEeHA, B LIEHTPAJbHOMN 30HE He-
MHTEHCUBHOE MOMYTHeHUE (0oJjiee BhIPaKeHO ClieBa),
MPEUMYIIECTBEHHO €€ TePeIHUX CJIOEB, UTO ITO3BOJIMIIO
paccMOTpeTh AeTaIM [JIa3HOTO THA TOJIBKO 10 epude-
pMUY Y AMATHOCTUPOBATh pacCIIMPeHUe BEH CETYATKMU.
ITocTaBiaeH AuarHo3: «IIOMYyTHEHHUE POrOBUIIBI 000MX
IJ1a3, aHTMOIATUS CETYATKHM, PACXOISIIEecs] COAPY-
KecTBeHHOe Kocoriasue jeoro riasa, MIIC I tuma,
cunapowm I'ypiep — Illeiie».

Yepes 2,5 roga pebEHOK BHOBb ObLI OCMOTPEH B
JETCKO MOTUKIMHUKE NHCTUTYTA B CBSI3U C XKajobaMu
poauTeseil Ha OTCYTCTBUE Y Hero (hMKcallMy B3opa.
OcTpoTa 3peHusl CHUXKeHa — CJAEAUT 3a UTPYIIKaMK
MpUMEpPHO C 4 M, BHYTPMIJIa3HOE NaBJeHUE TOBHI-
meHo Ha 1+. O0a rja3a cnoKoiHbIe, TJIa3HbIC LIS
CUMMETPMUYHBI. JIBUKEHUS T1a3 CYIIECTBEHHO He
orpanuyeHbl. Hucrarma Hetr. KoHBepreH1uys CHUKEHa.
I1pu 6MOMUKPOCKOIUM OIPeaesIsieTCs] HEMHTEHCUBHOE,
HO IpakTudyecku auddy3Hoe NOMyTHEHHUE POrOBUIIbI
000X TJ1a3 C SIBJICHUSIMU HE3HAYUTEIbHON SITUTEINO-
natuu. 3padyku okpyrioil popmel (OD = OS), peakuus
Ha CBET coxpaHeHa. JleTaiu ria3Horo 1Ha He o(pTajabMo-
CKOTIMPYIOTCS. YUUTHIBAsI pa3BUTHE OTKPBITOYTOJbHOM
[JIAayKOMBI, ObLTa peKOMEHIOBaHa MeCTHAsI TUTTOTEH3UB-
Hag Teparnus B BUIE MOCTOSTHHBIX MHCTWILISILIMIA TJ1a3HBIX
KarieJb TpycomnTa 2 pa3a B IeHb U KOHTPOJIbHBIE OCMOTPBI
2—3 pa3a B rof.

CoBMECTHBIII OCMOTp C TeAMaTPOM ITOKa3aa Ha-
JIMYKe y MajibuMKa TUPCyTu3Ma (Ha KOXe CIIMHBI), He-
MPOIMOPLUMOHATLHOW HU3KOPOCIOCTH, MaKpoledainn
(OKpPYKHOCTb T'OJIOBBI — 52,2 ¢M), IpyObIX UepT JIKLA C
BBICTYTIAIOLIMMU JOOHBIMM OyrpaMu, HOCA ¢ 3aIlaBIICii
MEPEeHOCULICH U TOJIyOTKPBITOro pra (puc.), KugocKo-
JIM03a, TYTOMOABMXKHOCTH CYCTaBOB (00beM MaCCHUBHBIX
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Puc. MaumeHt C. ¢ mykononucaxapngosom | tmna, cuHgpom Myp-
nep — LWelie. TunuyHblie peHoTUNNYEeckne 0cobeHHOCTU: BonbLuas
ronosa, rpybble 4epTbl MMLA, HOC C 3anaBLUei NepeHoCcULei, nosy-
OTKPbIThIM POT.

Fig. Patient S., mucopolysaccharidosis type |, Hurler-Scheie
syndrome. Typical phenotypic traits: big head, coarse face, saddle
nose, parted lips.

JBVDKEHUM OTpaHUYEeH ), CHUKEHMS CITyXa, MOHTOJTIOMI-
HBIX MSATEH HA KOXE CITMHBI U SITOAMII, KOPOTKOM IIIEH.
Co cy10B MaTepu, HAaBBIKU OTIPSITHOCTU C(hOPMUPOBAHBI
YaCTUYHO: THEM KOHTPOJUPYET MOYEUCTTYCKAaHUE U
JedeKalnio, a HOYbl0 He0OX0AMMO ero oyauTh. OTMme-
YeHa 3aepXKKa IMCUX0-peueBoro pazputus. [lonnMmanue
peun, KOTopasi COCTOUT U3 OTACIbHBIX CJIOB U CJIOTOB, B
Mpeaesiax TOJIbKO MPUBBIYHBIX OBITOBBIX TOHATHUI. Ha-
BBIKM CaMOOOCTYKMBaHsI c(hOpMUPOBAHBI OYeHb C1a00.

B 3akiioueHue ciaenyeT OTMETUTh, YTO paHHEe U
HeogHOKpaTHoe npoBeaeHue y pedenka @3 T anbpaypa-
3umoM (B 2013, 2014 u 2015 1T.), KOTOPYIO OH TIepeHeC
XOPOIII0, a TAKXKe HEOMHOKPATHOE COCYIMCTOE U Hepo-
TpodHrIecKoe JIeUeHHUE TI0 MECTY XKMUTEJIbCTBa, CIIOCO0-
CTBOBAJIO HE TOJILKO CTAOMIIM3AIIMY, HO U KITMHUYECKOMY
VAYYIIEHUIO COCTOSTHUS ManbuuKa. [locnenHee 3axkio-
4yaj0Ch B COKPAIIEHUM pa3MePOB MEUCHU U CEJIe3eHKH,
a Tak>ke BO3MOXKHOCTH CaMOOOCTy>KMBAHUS.

3AKJIIOYEHUE

Mykononucaxapuio3 — BpOXJAeHHas 00JIe3Hb C
HEYKJIOHHO IMPOTPECCUPYIOIINM TEUEHUEM U B LIEJIOM He-
01aroNpPUSITHBIM IIPOrHO30M 151 XKM3HU NaleHTa. K-
HUYECKUI MOIMMOp(r3M, pa3indyHas BbIpakeHHOCTh

CUMIITOMOB B COUETAaHMU C PEAKON BCTPEUaeMOCTHIO
00yCJIOBIMBAIOT ONpeAeeHHbIE TPYIHOCTU B paHHEH
uineHTudUKalum MykormnoJjiucaxapuaosa I Tumna Booouie
1 ero (GeHOTUIOB B YaCTHOCTU. OIMH M3 TPUBEAECHHBIX
cllygaeB CBUICTEILCTBYET O TOM, YTO O(PTaabMOJIOT
MOKET OBITh MEPBBIM CTECIIUATNCTOM, 3aIT0A03PUBIINM
y peOeHKa 3TO OUEHb PeAKOE, TEHETUYECKM 00YCIOBJICH -
Hoe 3a0oJieBaHue, B T. 4. U3-3a HATMYUS XapaKTePHBIX
M3MEHEHMI opraHa 3peHus. BaskHBIM SIBJISIETCST HACTO-
POXEHHOCTb IETCKUX Bpaueil, B T. 4. U 0PTaTbMOJIOTOB,
B OTHOIIIEHWU HACJeICTBEHHbIX 00Jie3HEN BOOOIE U
MYKOITOJIMcaxapuao3a B yacTHOCTU. X cBoeBpeMeHHast
MMArHOCTUKA HeOOXoaMa IJ1s HalpaBIeHUsI TaKUX Je-
Tel K crieMaiucTaM MEXIUCUMILIMHAPHOTO LEHTpa,
HWMEIOIINM OTIBIT CIeU(PUIECKOTO JeYSHUS, KOTOPOE
HauoOoJee 23(pHEeKTUBHO B paHHE! cTaauy 3a001eBaHUs —
J10 HEOOpaTUMbBIX U3MEHEHU. MeluKOo-reHeTUIeCKoe
KOHCYJIbTUPOBAHUE CeME MO3BOJUT CYIIECTBEHHO
COKPATUTh MOSIBJIEHUE HOBBIX CIYYaEB TOTO THAXKEIOTO
HacJIeICTBEHHOTO 3a00IeBaHMsI. 3HAKOMCTBO C PeAKUMU
3a00JIeBaHUSIMU PACILIMPSIET KPYro30p Bpaya, Mo3BOJIsIET
BBIXOAUTD 3a TIPeIesIbl Y3KOU CIenaJbHOCTH U 3HAYM -
TeJIbHO 00O0TralllaeT ero B Je4YeOHOM AesTeIbHOCTH.

Kond KT uHTEpecoB: OTCYTCTBYET.

IIpo3payHocTb (PMHAHCOBOII AEATETHHOCTH: HUKTO U3
aBTOPOB He MMeeT (DUHAHCOBOM 3aMHTEPECOBAHHOCTH B
MpeICTaBIeHHBIX MaTepUaiax WA METOAAX.
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Rare cases of mucopolysaccharidosis type | in children with Hurler and
Hurler — Scheie syndromes

A.E. Babushkin — Dr. Med. Sci., head of the research department

E.G. Khusnutdinova — MD, ophthalmologist, head of children outpatient department
E.K. Ryskulova — MD, ophthalmologist, children outpatient department

R.M. Mukhametshina — MD, paediatrician, children outpatient department

Ufa Eye Research Institute, 90, Pushkin St., Ufa, 450008, Russia
virologicdep®@mail.ru

Two rare cases of mucopolysaccharidosis (MPS) I in children are presented. In the first case, the ophthalmologist
suspected a Hurler syndrome in a child aged 1 year with corneal opacities in both eyes, taking into account the unusual
appearance of the child, which gradually formed over the year after birth, retarded psychic and speech development and
the presence of hypoxic-ischemic central nervous system injury (CNS) with hypertensive syndrome, hepatomegalia, and
mitral valve prolapse. The diagnosis was confirmed by the results of a biochemical blood test, which showed a decrease in
the activity of the enzyme of alpha- L-iduronidase. Genetic testing was recommended for the determination of the proband
genotype. The second case was a boy S., aged 3 years and 7 months, with Hurler — Scheie syndrome. Numerous comor-
bidities (CNS, hypertensive syndrome, hip dysplasia, kyphosis, ambilateral inguinal hernia, etc.) combined with gradual
formation of grotesque facial features by the age of eighteen months suggested that genetic testing should be taken during
the second year of life. As a result, Q 70X mutation was identified in the heterozygous state and replacement therapy with
Aldurazyme was prescribed. Clinical polymorphism and different severity of symptoms combined with rare occurrence was
the reason why difficulties were experienced in the early identification of MPS 1. Early diagnosis is very important so that
the children could be timely referred to experts of the interdisciplinary center with an experience in the specific treatment,
which is the most effective in the early stages of the disease.

Keywords: mucopolysaccharidosis, ocular manifestation, Hurler syndrome, Hurler — Scheie syndrome,
Aldurazyme.
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