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HacnencrseHHasi NaTosI0rus COCTAB/SAET 3HAYUTENBHYIO YACTh B CTPYKTYPE AETCKON 3200/1€Ba€MOCTH, HHBATMIN3AUNU U CMEPT-
HoctH. Mykonomcaxapuno3 I Tuna, wim cunapom I'ypaep, — HaclieACTBEHHAs IM30COMHAsI 00JIe3Hb HAKOIUIEHHS C AYTOCOMHO-
pelnlecCHBHBIM THIIOM HacaenoBaHus. [1pu poxknenun aeTu ¢ cuaapomom ['ypiiep BbINISIST HOPMAJIBHO, OTHAKO B AAJIbHEIIIEM Y HUX
MOSABJISIOTCS CUMITOMBI, XapAKTepHbIe /151 MyKONOIMCAXaPUA03a, U MePBbIMU KIMHUYECKHMH NPOSIBICHUAMHU 3200/1€BaHUS YACTO
CJIyXKAT IPbIKH M renatocmiienomeraus. Ilpencrapiennslii KIMHUYECKHUIA CIy4aii 1eMOHCTPUPYET CJOXKHOCTH PAHHEH TUATHOCTUKH
MyKonosmcaxapunosa | Tuna, KoTopbie mpuBOAAT K §oJiee MO3JHEMY HA3HAYEHUIO (hepMeHTO3aMeCTUTEIbHOI Tepanuu U HeBO3-
MOXKHOCTH NpuMeHenus 6osee 3 (PeKTUBHOrO METOa TePaNui — TPAHCIIAHTALMM FeMONO3THYECKUX CTBOJIOBBIX KJIETOK, B CBA3H
C Pa3BHUBLIUMHCS TSKEJbIMH CEPAEYHO-COCYANCTHIMH OCioxHeHusMA. Ilonoxurensubiii 3¢dekT (epmMenTO3aMeCTHTENBHOI
Tepanuy B NepBble IO/Ibl JIeYeHHs] He TAPAHTUPYET MOJI0KUTe IbHbINA MPOrHo3 B Oy1ylieM.

3akmouenue. Pannsis AnarnocTuka Mykonoaucaxapuaosa I Tuna 3aTpyanena B CBSI3M ¢ OTCYTCTBMEM PAHHUX NPOsiBIeHui. 3aya-
CTYI0 IPOrPecCUPOBaHNE KIMHUYECKUX MPOSBIEHUI MPUBOIUT K MHBAIUIU3AINHU, A IPU TSKEJIOM TE€UeHHH — K JIETATbHOMY HCXOAY.
IToaTOMY BaXKHBI PAHHSS AUATHOCTHKA U CBOEBPEMEHHOE NATOreHEeTHYECKOE JIeYeHHe.

Karoueewte caosa: demu, AU30COMHBLE 601e3HU HAKONAEHUA, Myx0n0ﬂucaxapu003 1/ muna, Hapyuienue obmena CAUKO3AMUHOCAUKAHOE,
¢epMeHmo3amecmumeﬂbHaﬂ mepanus, mpaHcnianmayus eemonoImu1ecKux cmeo108blx KAemok.
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Hereditary pathology makes up a significant part of the structure of childhood morbidity, disability and mortality. Mucopolysaccha-
ridosis type I is a hereditary lysosomal accumulation disease, with an autosomal recessive type of inheritance. At birth, children with
Gurler syndrome look normal, but in the future, they develop symptoms characteristic of mucopolysaccharidosis, and the first clinical
manifestations of the disease are often hernias and hepatosplenomegaly. The presented clinical case demonstrates the difficulties
of early diagnosis of mucopolysaccharidosis type I, which lead to a later prescription of enzyme replacement therapy and the inability
to use a more effective method of therapy — hematopoietic stem cell transplantation, due to the development of serious manifestations
of the cardiovascular system. While the positive effects of enzyme replacement therapy in the early stages of treatment may seem
promising, it does not guarantee a favorable prognosis for the future.

Conclusion. Currently, early diagnosis of mucopolysaccharidosis type I is difficult due to the lack of early manifestations. Often,
the progression of clinical manifestations leads to disability, and in severe cases, to death. Therefore, it is important to have early
diagnosis and appropriate treatment.

Key words: children, mucopolysaccharidosis, lysosomal diseases of accumulation, impaired glycosaminoglycan metabolism, enzyme re-
placement therapy, hematopoietic stem cell transplantation.
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OpraHu3aluy 31paBoOXpaHeHus], 5—7% HOBOPOKIEHHBIX
WMEIOT pa3IMYHYI0 HACJIEACTBEHHYIO TATONOTHIO. Bpoxk-
JIeHHbIE W HaCJIeACTBEHHbIE OOJIE3HU 3aHMUMAIOT BTOPOE

I laCJ'Ie,Z[CTBeHHaH MaTOJIOTUSI COCTABJISIET 3HAYUTEb-
HYI0 4aCTb B CTPYKType IETCKOU 3a00J1eBaeMOCTH,
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Cabuposa /1. P. u coaem. [InTebHbIN KaTaMHe3 peOeHKa ¢ Mykonoucaxapuao3oM I Turna, cunapom [yprep, nosyyaromero...

MECTO CpeIy IJIABHBIX IPUIMH cMepTH aeteii 1o 1 roma [1].
Myxkoronmcaxapuno3 | Tuma — HaciencTBeHHas JIM30-
CcOMHasi 60JIe3Hb HAKOIIJIEHUST ¢ ayTOCOMHO-PELIECCUBHBIM
TUTIOM HacjenoBaHust. [IpuuMHON  MyKoOMoJIMcaxapy-
no3a I tumna ciyxut mytamust B reHe [DUA, xonupytoliem
JIM30COMHBIN pepMeHT anbda-L-nmyponunasy. Pacmpo-
CTpPaHEHHOCTb MyKoIoyicaxapumosa | tuma cocrasisieT
1:100 000 HOBOPOKIEHHBIX, Cpear OOJBLHBIX AETE OKOJIO
50—80% wmetoT Tsokenyio hopMy 3ab0eBaHUST (CUHIPOM
I'ypnep), pexe BcTpevarorcss cpemHue (cuHapom [yp-
nep—Illeiie) u nerkue (cuHmpom lLlleite) opmbl 3a60me-
BaHust [2]. [larmeHTam ¢ ryprep-monoOHbIM (PeHOTUTTIOM
CBOICTBEHHBI OOIIME BHEILTHWE, TOBOJBHO CITEIU(MUUHEIE
npu3Haky. OOBIMHO OHU TIPOSIBIIIIOTCST 3aJeP>KKOI POCTa,
JIACTIPOTIOPIIMOHATIBHBIM CTPOEHUEM CKelleTa (KOPOTKHE
TYJIOBUIIIE W TIiesl, JUTMHHBIE KOHEYHOCTH), TPYOBIMU Uep-
TaMU JIWIIA, KOCTHBIMU Ne(hOpMallsSIMUA, TYTOITOIBMKHO-
CTBIO KPYITHBIX Y MEJIKMX CYCTaBoB [3].

CungpomMm ['yprep — camast yacTas u Tskesas popMa
MyKomnonucaxapunosa I tuna. Ilpu poxneHun O0JIbHbBIC
JIETU BBITJISIIAT HOPMAaJIbHO, OMHAKO B JaJIbHEHIIIEM Y HUX
MTOSIBIISIIOTCST XapaKTePHBIE CUMIITOMBI M TIEPBBIMUA KITU-
HUYECKUMU TIPOSIBJICHUSIMU 3a00JIeBaHUS YacTo CITyXKaT
IpbXM M TemnaTocrieHoMmeranus. B cpeaHem 0Gojie3Hb
IMarHOCTUpYeTcs B Bo3pacte oT 9 mec 10 1,5 roga. Yacro
OTMeuaeTcs TopakeHNe OPraHoOB 3peHUsT — MTOMYTHEHHe
pPOTOBHUIIBI, a B TaJibHENIIIEM — TJlaykoMa [4]. Y nmauueH-
TOB ¢ CUHAPOMOM ['ypJiep CUMIITOMBI ITOSIBJISIIOTCST B paH-
HEM JIETCKOM BO3pacTe — 4YacTO HaOJII0MaeTCsl TKeIoe
MopaXkeHue HeHTPaTbHOI HEPBHOW CUCTEMBI, B TO BPEMSI
Kak ripu cuHapome Illeite cMMNTOMBI MeHee BhIPaKEHBI
M BO3HMKAIOT 3HAYUTEJBHO TO3IHEe, a KOTHUTHUBHBIC
paccTpoiicTBa OOBIYHO OTCYTCTBYIOT [5]. 3auactyio mpo-
rpecCUpoBaHNe KIMHUYECKUX TIPOSBICHUN MYKOITOTH-
caxapuio3a NPUBOAUT K MHBAIUAM3ALIMU, a TIPU TKe-
JIOM TeYEeHUU — K JIeTaJIbHOMY ucxony [2].

JlyarHocTKa MyKormojimcaxapuao3a I ThUma OCHOBBI-
BaeTCs Ha KIIMHUYECKOI KapTWHE, JTabOpaTOPHBIX METO-
JaX — WCCIIEMOBAaHUM SKCKPEIUU JIepMaTaHCyIb(aTa
U TerapaHcyibdara ¢ MOYOiA, ONpeAeIeHU aKTUBHOCTU
anbda-L-unypoHunassl B KyJbType (ruOpo0acToB, U30-
JINPOBAHHBIX JIEHKOLUTOB JMOO B TISITHAX KPOBU, BBICY-
IIEHHBIX Ha (PUIBTpOBaIbHOM Oymare. JInarHo3 B 00si3a-
TEJIbHOM TIOPSIIKE TIOATBEPIKIAETCS BBISIBJICHUEM MYTALIiA
B reHe /DUA MoJIeKyIIpHO-TeHETUIECKUMHK MeToIaMH [6].

B HacTosee BpeMsi akTyaJbHO He TOJBKO paHHee
BBISIBJICHUE MyKOTTOJIcaxapuao3a | Tuma, Ho U CBOeBpe-
MEHHOe Ha3HauyeHMe TaTOTeHEeTHUECKOW (epMeHTOo3a-
MeCTUTETbHOM Tepanuu. [Ipemapat TapoHnaasa mpeaHa-
3HaAYeH 11 (hePMEHTO3aMeCTUTETbHOM Teparmuy OOJTbHBIX
¢ TpeMsI KIMHUYEeCKUMHU BapuaHTamu | TWITa MyKOTOJII-
caxapuo3a, o0yciaoBjieHHOro Mytatusimu reHa IDUA [7].

IMTo maHHBIM JIUTEpPaTyphl, TMALIMEHTHI, HE TOJyJYaB-
mue (hepMeHTO3aMeCTUTEIBHOM Teparmu, UMeTN CPe-
HIOIO TIPOIOJIKUTENIBHOCTD XXU3HU 6,4 To/1a, a TallMeHTHI,
MoJIyJaBinve (hepMEeHTO3aMeCTUTEIbHYIO Teparuio,

9 ner. PanHee mpuMeHeHWe YKa3aHHOM Tepariy MOXKET

3aMeUTUTh MpOorpeccCupoBaHre 3a0osieBaHusI TIpy (hopMe
leite n T'ypnep—Illeite. BorkuBaeMocTh nereii rmocie
10 net mpumeHeHUsT (HEepPMEHTO3aMECTUTEILHON Tepa-
mu coctaBuina 45%, a 6e3 medenuss — 10% [8]. Tlpu-
MeHeHUe (HhepMEHTO3aMECTUTETbHON Teparmuu MOXKET
3HAYUTEJIBHO YMEHBIIUTh pa3Mep TeYeHU; YBEJTUYUTh
paccTosiHUe, MPOiIeHHOe B TecTe 6-MUHYTHOMN XOAbOBI,
YMEHBIIUTh KOHTPAKTYphl CYCTaBOB, CHU3WTh aITHOd
BO CHE M YJYYIIIUTh IBIXaHUE Y JIIOIEH C JIETKOW U Cpel-
Hell hopMaMu MyKormorcaxapuno3a I tuma [9].

Eme omuH MeTOOOM JIedeHMs] — TpaHCIUTAHTALIUS
TEMOTIO3TMYECKUX CTBOJIOBBIX KJIETOK, KOTOpasl Ipo-
BOAUTCS OONBHBIM ¢ cUHApoMoM [ypiep B Bo3pacTe
1o 2,5 roma npu HOpMaJIbHBIX/CyOHOPMaIbHBIX IMOKa3a-
TeJISIX pa3BUTHS pedbeHKa. [To mTaHHBIM aBTOPOB, CPpETHUIA
BO3pacT TMAlMEHTOB ¢ CUHIpOMOM [ypjep Mpu MpoBe-
JNEHWW TPAHCIUTAHTAILIUY TeMOIMO3TUYECKUX CTBOJIOBBIX
kietok coctaBui 1,33 rona (ot 0,1 1o 3 net) [10]. Hdetsim,
KOTOPBIM TUTAHUPYETCS TpaHCIIAaHTALUSI TeMOIO3TH-
YEeCKUX CTBOJIOBBIX KJIETOK, PEKOMEHIOBaHa (hepMeH-
TO3aMeCTUTEIbHAST Tepanusl B TeueHue 12 Hem Io Mpo-
BEeleHUsI TpaHCIUIAaHTAaUMUM W B TedeHue 15—17 Henm
Mocjie TPaHCIJIAHTALUM TeMOTIO3THYECKUX CTBOJIOBBIX
kietok [11]. IlpumeHeHue depMeHTO3aMeCTUTETbHON
Teparnuu 10 U B TTEPUOJ MOATOTOBKM K TPaHCIUTAHTAIIUN
TEMOTIO3THYECKUX CTBOJIOBBIX KJIETOK MOXKET YIYYIIUTh
CylIeCTByIOIIME y peOeHKa pecrupaTopHble M Kapau-
aJbHBIe HApyIIeHUs B TaKOW CTETIEHU, YTO MOXKET CHU-
3UTh PUCK PAa3BUTUS OCJIOXHEHUI, CBSI3aHHBIX C TpaHC-
MIaHTanveil. BepoATHOCTh BBDKMBAHMS TALIMEHTOB
yepe3 2 roja IMocjie TpaHCIUIAaHTAllMK TeMOTIO3TUYECKUX
CTBOJIOBBIX KJIETOK COCTaBMJIa 0K0JI0 68 % 1 OblIa aHaJIO-
rugHa uepes 5 jet (66%) u 10 net (64%) [10]. Komb6u-
HUPOBaHHAsI Teparnusi ¢ MIPUMEHEHUEM TpaHCIIIaHTAlluK
TeMOTIO3THYECKUX CTBOJIOBBIX KJIETOK U (pepMeHTO3aMe-
CTUTENIbHAST Tepanusl — ellle OOWH BapWaHT JUTS JTIOAei
¢ TspKeJoi hopMoil mykomnonucaxapunosa I tuna [9].

CoryacHO pesy/ibTaTaM aHaju3a 3aTpaT Ha JMarHo-
CTUKY U JIeYeHUEe JIeTeil ¢ MyKormoJcaxapuao3om | tuma
BelleHWe M JieYeHWE TaleHTOB C MSITKUMM (PopMaMu
MyKoroJiicaxapuaosa | Tuma rociie MpoBeleHUs CesleK-
TUBHOTO CKPMHUHTA TTO3BOJIUT B TEUEHME TOa COKOHOMUTh
mo 17,7 muH pyoneit [12]. C ygyeToMm pa3Mepa TOIMYJISIIIAN
MalEHTOB C HEIMArHOCTUPOBAHHBIMU MSITKUMU (pOpMaMK
MyKornoJicaxapuaosa | Thma B HacTosiiee BpeMsl pacXobl
Ha JJaHHYIO TPYMITY COCTaBISTIOT 56,7 MITH pyo0., TIPU 3TOM
«Tiepepacxofl» OHOIKETHBIX CPEACTB TMPHU HECBOEBPEMEH-
HOI IMarHOCTHUKe MyKoToJicaxapuao3a | Thma cocraBisieT
0KOJ10 22,6 MJTH pyo0. B ro1. CeIeKTUBHBIN CKPUHUHT JeTeil
W3 TPYIITBI pYUCKa pa3BUTHS MyKomojurcaxapuaosa | tuma
3KOHOMMYECKM OIpaBlaH M OyIeT CrocOOCTBOBATh CBOEB-
peMeHHOMY HaJajly Teparuu ISt TIPeayTpeskKIeHUsT NHBa-
JIMAV3ALUM Y pa3BUTUS OCIOXKHEHUT [12].

Iems nccnemoBanusa: oneHKa 3PPEKTUBHOCTU IIH-
TebHON (hepMEHTO3aMEeCTUTETLHON Teparnu Ha TIpu-
Mepe JieYeHMs] MalMeHTa ¢ MYKOIMoJIMcaxapuao30M
I Tumna.
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Knunuyeckuii caywaii. [Ton Hammm HaGmoaeHUEM
HaXOIMUTCSl JeBOoYKa 15 JieT ¢ JMarHo3oM «MYyKOTIO-
mmcaxapuno3 | Ttuma, cunapom [yprnep. BpoxnmeHHas
HEJIOCTATOYHOCTh MUTPAJIbHOTO KJarmaHa 3-i CTeTeHM.
CocrostHUEe TIOC/Ie TUTacTUKU. JlmacToauyeckast IuC-
(byHKLMS JIeBOTO KeJymo4yka, HEeIOCTaTOYHOCTb aop-
TaJbHOTO KjarmaHa 1—2-i creneHu. JluiaTauusi JIeBbIX
oTnenoB cepana. KunesumgHas nedopMamus TpyTHOM
kieTku. Kugos. CrubdarenbHasi KOHTpaKTypa 000MX JIOK-
TeBBIX CycTaBOB. JIOKTeBast KOCOPYKOCTh ¢ 00EUX CTOPOH.
Bapychas ycranoska crorr. Jlycria3ust Ta300eIpeHHBIX
cycraBoB. Ilymounast rperka. [ToMyTHeHUE pPOTOBMIIBI.
HeiipoceHcopHast Tyroyxoctb. HocuTenb TpaxeocTOMBI
(19.01.2022)». TlaumeHtka Ha MNpPOTSKEHUU 12 et
HeNpepbIBHO HAOMIONAETCS W TTOTydaeT Tmpernapar Japo-
HUIA3bI TTO KU3HEHHBIM ITOKA3aHUSIM.

Pebenok ot 4-ii GepeMEHHOCTH, BTOPBIX CpOY-
HBIX POJOB, C OTSATOIIEHHBIM aKyIIepCKUM aHaMHE30M
(3-1 OGepeMeHHOCTb, TepBbie POIbl — pPEOEHOK yMmep
B BO3pacTe 8 Mec, Ha BCKPHITUM OOHapyxXeH (Gpudpoana-
CTO3 BHIOKApAa JIEBOTO XeJymouka). Macca npu poxmie-
Huu 3550 1, poct 58 cM. oleHKa 10 miKajge Anrap 8—9
6anoB. B pommome Ha 2-e CyTKHU BBICTYIIAH CUCTOJINYE-
ckuif myM. B Bo3pacTe 1 Mec TTOSIBUIIMCH YTOMIISIEMOCTh
U ONIBIIIKA B TIOKOE, B CBSI3U C YeM JIeBOYKa ObLTa TOCITH-
TaJU3UpOBaHa B OTAEJIEHUE KapAMOXUPYPTHU, BBHICTaB-
JIEH TMarHO3 «BPOXKIEHHAs HEIOCTATOYHOCTb MUTPATb-
HOTO KJIalmaHa 3-i CTeTIeHU C BhIpaXKeHHOM IujiaTaluei
JIEBBIX OTIENIOB cepaia. JlerouHast runepTeH3us 1-i cTe-
neHu. JdwnaranmonHass kapauomuonatus (?). bone3Hb
HakoruieHus1 (?). HemocTaTroyHOCTh KpOBOOOpAIICHMS
(HK) 2A». B cBsi3u ¢ coxpaHeHUEM OJBIIIKU B MOKOE,
YTOMJISIEMOCTH, CHIKEHMEM TOJIEPAHTHOCTU K (DU3U-
YeCKOM Harpyske, TOSIBIEHUEM OTEKOB M TOTIMBOCTH
Ha (poHe Tepanu cepaeaHON HETOCTATOYHOCTH peOeHOK
Obl1 rocnuTanu3vpoBaH B DenepalbHBIN LIEHTP B BO3-
pacte 6 Mec ¢ TMarHO30M <«BPOKAEHHBIN MOPOK Cepalia,
opraHMYecKast maToJOTUs MUTPAIBHOTO KJIalmaHa, yaBoe-
HUe KJIalaHa ¢ BbIpaXKeHHOW HeTOCTaTOYHOCThIO, BhIpa-
JKeHHasl OujaTalus JeBbIX oTmesioB cepaua, HK 2A».
B ykazaHHOM y4YpeXIeHMH TMPOBEICHO XUPYprudyeckoe
JledeHe B YCJIOBUSIX MCKYCCTBEHHOTO KpoOBooOGpalie-
HUST — TIJIACTHKAa MUTPAJIBHOTO KJlaraHa.

B awHamMuKe y TAlMEHTKW OTMEYallCh 3amepskKKa
HEPBHO-TICUXMUYECKOTO Pa3BUTHs, AU (Py3Hast MbIIIIEUHAsT
TMIIOTOHUSI, HapacTaHWe ae(opMallid TOJNOBbI U TPYI-
HOW KJIETKH, TIOMYTHEHWE POTOBUIIBI, MOSIBIIEHUE MTyTOY-
HOW TPBIKHU, ABYCTOPOHHSISI HEMpPOTEHHAsT KOCOJIAroCTh.
B Bo3pacte 1 roma 9 Mec BriepBbIe OBLIT BBICTABJICH TTPEI-
BapUTEJbHBIN TMAarHO3 «MyKomojcaxapuno3 | Tuma»,
Ha OCHOBAHWMW TaproOJIOMIHBIX YepT Jula, aedopMalvu
TPYIHON KJIETKM, Kudo3a, TYromoaBUXXHOCTU JIOKTE-
BBIX CYCTaBOB, ITOMYTHEHUsI POTOBHUIIBI, TTOPOKA CEp.lia,
3aepKKM TICMXOMOTOPHOTO Pa3BUTHSI, BapyCHOIl ycTa-
HOBKU CTOII, ITyITOYHOM Irpbiku. B Bo3pacte 1 roga 11 mec
JIMarHO3 MyKomojrcaxapuao3a I TuIa moaTBepXiaeH; ypo-
BeHb anbda-L-nnyponuaassl B etikouurtax 0,01 HM/mr/4

KJINMHUYECKUE CJTYHAU

(HOpM™Ma 61—175,5 HM/MT/4), BBISIBIICHBI MyTallil B TCHE
IDUA B KOMNIayHI-TeTepO3UTOTHOM COCTOSTHUMU.

B Bo3pacTte 2 et npoBeneH TeJleMeIUIIMHCKUIA KOH-
CUJIUYM, Ha KOTOPOM paccMaTpUBAJIUCh 2 BapuaHTa
JIEYEHUsI: TPaHCIJIAaHTALUSI TeMOMO3THUECKUX CTBOJIO-
BBIX KJIETOK U (DepMeHTO3aMeCTUTEIbHAs Tepartust Tpe-
MmapaToM JJapoHUIa3bl. B CBA3M ¢ KapAMOTOKCUYHOCTHIO
COTIPOBOJUTENIBHON  XUMHUOTEpanmuu  3(PHEKTUBHOCTH
1 6e30MacHOCTh TPOBEACHUS TPAHCIUIAHTALIMU TeMO-
MOSTUYECKUX CTBOJIOBBIX KJIETOK TPU3HAHBI COMHU-
TeJbHBIMU. PekoMeHIOBaHO Ha3HaueHWEe TMpernapaTa
naponuaassl B 1o3e 100 EJI/Kr BHYTpMBEHHO KarieJbHO,
MelJieHHO | pa3 B Hemento noctosiHHO. B Bo3pacre 2 et
9 Mec pebeHOK cTaj Iojrydarh JapoHuaasy mo 1500 E/]
B Hegemo. Ha puc. 1 u 2 ipencraBieHa nuHaMuKa pu3n-
YeCKOro pa3BUTHUsS (POCT IO OTHOIIEHWIO K Macce Tela,
a TakXXe OKPYXXHOCTb TOJI0BbI) Ha (hoHe (hepMeHTO3aMe-
CTUTENbHOI Teparuu. OTMeuaeTcsT afeKBaTHBIN YPOBEHb
pa3BUTHS 10 4 JIET ¢ TIOCIEAYIONIUM 3aMeIeHUEM TeM-
OB (PM3MYECKOTO pa3BUTHS.

B Hacrosiiiee Bpemst cocTosiHMe peOeHKa TsKeoe
MO0 OCHOBHOMY 3a00JieBaHUI0, PeOCHOK BCTyIaeT B KOH-
TakT, OTBe4YaeT Ha Bompockl. OlieHKa (pu3nIeckoro pas-
Butug B 15 ner: poct 102 cm, macca 25,6 xkr, mo WHO
Antro+, z-score Bec/Bo3pact = —8,76, z-score WHIEKC
macchl Ttena/Bo3pact = 1,21. IapromounHbslii (heHOTHIT:
GoJblast SLEBUIHAS TOJIOBA, HM3KOPACIOJOXEHHBIE
VIIIM, IOWpOKas TiepeHocHlla, KWIeBUIHas aedopma-
LIUST TPYOUHBI, KOPOTKME KOHeudHocTH. IlepemBuraercs
¢ nomonipto Kojisicku. IlomyTtHeHue poroBuiibl. Heii-
poceHCOopHast TYroyxocTh. KOXXHBIE TTOKPOBBI: CMYT-
JIbIE, MOHTOJIOUIHBIE TIITHA TI0 BCEMY TeNy, B OOJIBIIOM
KOJINYECTBE, TOCICONEePAllMOHHbBINA pyOell OT CpemuH-
HoO#l crepHOTOMMM, Tpaxeoctoma. Kudos. Crubatenb-
Hasl KOHTpaKTypa 00OMX JIOKTEBBIX CcycTaBOB. JIOKTeBast
KOCOPYKOCTh ¢ 00eUX CTOpoH. BapycHast yctaHOBKa CTOTI.
Jucrutasust Ta300eIpeHHBIX CyCTaBOB. SI3BIK: BIaXk-
Huiit. [lepudepuueckne mumbarnieckue y3ibl: HE yBe-
JndueHbl. JIpIxaHWe: 4Yepe3 TpaxeoCTOMY, XPUIIOB HeT.
ToHBI cepalia pUTMUYHBIE, CUCTOJIUYECKHUI IIIYM Cpe-
Hell THTEHCUBHOCTH BIOJIb JIEBOTO Kpasl TPYIUHBI, 00Y-
CJIOBJIEGHHBIN HETOCTATOYHOCTHIO MUTPAJIBLHOTO KJlallaHa
2-1i crerieHn. 2ZKMBOT MsiTKuii, 6e300e3HeHHbIN. [TapeH-
XMMAaTO3HbIE OpPTaHbl He yBeandeHbl. [TyrmoyHas rpeika.
Moueucnyckanne He HapyiieHo. CTyJT eXXeTHEeBHBIN.

PeGeHok yacto GoJieeT OCTPHIMU PECTIMPATOPHBIMU
BUPYCHBIMU MHOEKIUSIMU. B CBSI3M ¢ TOSBUBIIUMUCS
MPUCTYITAMU aITHO3 BO CHE OblJIa YCTaHOBJIEHA Tpaxeo-
cTOMa M TIpOBeleHa aJeHOTOH3WJUISKTOMUS B BO3pacTe
13 mer. Coumanus3anus peOeHKa: JeBoYKa ITocelaia
obmreoOpa3oBaTeIbHYI0 KONy 1—3-#f Kiacc, Kop-
PEKLIMOHHYIO KONy 4—6-if Kjacc, o0ydyeHue Ha JOMY
¢ 7-To KITacca o HacTosIIIee BpeMsl.

IMonyyaer JedeHWe  TIperapaToM  JIapOHUIA3bI
2500 Ell/nen (5 ¢makoHOB) BHYTPUBEHHO MEIJIEHHO.
ITo Mepe yBenmMUeHMST MACCHI Tejla TIPOBOIUTCS KOPPEK-
LIUST TO3BI (hepMEHTO3aMeCTUTETbHOM Tepariu.
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Cabuposa /1. P. u coaem. [InTebHbIN KaTaMHe3 peOeHKa ¢ Mykonoucaxapuao3oM I Turna, cunapom [yprep, nosyyaromero...

Dusznueckoe pazBHTHE
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Puc. 1. Innamuka pu3mdeckoro pa3Butus (PoCT MO OTHOIIEHHIO K Macce Tea) Ha (hone pepmentozamecturenbnoii Tepamun (P3T)

(COCTaBJIEHO aBTOPOM).

Fig. 1. Dynamics of physical development (growth in relation to body weight) against the background of enzyme replacement therapy

(compiled by the author).
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Puc. 2. lmnammka (pm3uuecKoro pa3BuTus (OKPYKHOCTb roJioBbl) HA (hoHe hepMEHTO3aMECTUTEIbHOI Tepaniu (COCTABJIEHO ABTOPOM).
Fig. 2. Dynamics of physical development (head circumference) against the background of enzyme replacement therapy

(compiled by the author).

3aknovyeHue

IIpencraBieHHBI KIMHUYECKUI CiIydail IeMOH-
CTPUPYET CJIOXHOCTh paHHEN JMArHOCTUKU MYKOTIOJIM-
caxapunosa. B nmepsbie 10 seT xXu3Hu Ha ¢hOHe Teparnuu
oTMeyvasach TIOJIOXUTEIbHAsT NTMHAMUKA KIMHUYECKUX
CUMIITOMOB, TIOATBEPKACHHAST YIYUIIIEHUEM COCTOSIHUSI
pebeHKa, a TaKKe pe3yabTaTaMu JabopaTOPHbBIX U (hYHK-
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