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1-g xabenmpa neTckrx OoJIe3HEN

YO «BeJnmiopyCCKM TOCYNAaPCTBEHHBY MEIVILIVHCKII YHUBEPCUTET,
I'Y PHIIII, «MaTb 1 muray, 2 JKB . MMHCKa

Tenemuueckue HapyuweHus - 00HA U3 YACMbIX NPUHUH HUZKOPOCIOCMU Y Oemetll paHHe20 eospacma. B nawem coobuye-
HUU NPe0CmasiieHo ORUCAHUe PeOK020 HACIeOCMBEHH020 3aboNeéanus — mykoaunudosa Il muna (I-cell disease) y manvuu-

ka (1 200 10 mecayes).

Knrwouessle cnosa: mykoiunuoos, HaciedcmsenHvle Mmemabonudeckue 601e3HU, HUSKOPOCI0CMb, Oeni.

Genetic disturbance is one of the most frequent causes of short stature in young children. This article presents a case
of rare hereditary metabolic disease — mucolipidosis in a boy (1 year 10 months).
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HwuskopocnocTs - pacnpocTpaHeHHAsS MEHUIIAHC-
Kasi ipo0brema, CBsi3aHHas C HapyIICHUEM COITUATbHOM
ajanTanuu 00JbIIoN Tpymsl aerei. [1o pesynbsraTam
MPOBEICHHBIX AHTPOITOMETPHUYECKUX HCCIICIOBAHNN B
JICTCKOM TMOIYJSAINN YaCTOTa BCTPEYAEMOCTH 3aJlep-
YKKH pOCTa pa3IMYHOro reHesa cocrapiser 2- 3% [1].

Cpenu MpUYHH BBIPAXKCHHON HU3KOPOCIOCTH Y
JieTell CyIecCTBEHHOE MECTO 3aHUMAIOT TeHETUIEeCKUE
HapyLIeHUs, B TOM YHCJIe BPOXKIICHHbIC 1e(DeKThI Me-
tabonusma [1]. K penkum, renerndeckn 00yCIIOBIICH-
HBIM HApYIICHWSIM BEIICCTB, MPOSIBISIONINXCS MPO-
TPECCUPYIONIMM OTCTaBaHUEM POCTa PeOCHKA, OTHO-
cutcs mykonunuao3 11 tuma (I-cell disease), B ocHoBe
KOTOPOTO JISKUT HapylIeHUE MPOIECCHHTa JTN30COM-
HBIX (PEPMEHTOB Ha CTaquH (POPMHUPOBAHUS MAHHO3-
HO-6-(pochaTHBIX MapKepoB. JTH MapKepbl HE0OXO-
JIMBI JUIS1 «y3HABaHU» JTM30COMHBIX (PepMEHTOB pe-
HENTOPOM Ha MOBEPXHOCTH MEPBUYHOMN JTH30COMEI.
Kak pesynbrar, epMeHThI BEIOPACHIBAIOTCS U3 Kile-
TOK BO BHEKJICTOYHYIO XHAKOCTh. B pubpobdiaacrax
KOKH B pe3yabraTe AeuiuTa JIM30COMHBIX (hepMeH-
TOB 00pa3yroTcs KpPyImHbIe BKIIOUEHUS — BaKYOIH,
BCJIEICTBHE Yero OOJIe3Hb U Mony4nia Ha3paHue “I-
cell disease” — “00ye3Hb KJIETOUHBIX BKIIIOUCHH [4,
5].

®enorun mykonunuaozos (tumnsl 11 u III) gocra-
TOYHO XapaKTepeH, UTO MO3BONSET YCTAHOBUTH KITU-
HUYECKH JIMarHO3 U OpPraHW30BaTh J1abopaTopHOE
TreHEeTHYECKOe 00CIICIOBAHKME MMOPAKESHHOTO peOeHKa
B paHHEM Bo3pacTe (Ha MepBOM-BTOPOM IOy JKU3HHU)
[3, 4]. 3aboneBaHne XapaKTepU3yeTCs MPOrPeaueHT-
HBIM TEUECHHEM, KIIMHUYECKast KAPTUHA MYKOJIHITHTIO-
3a ¢ BO3pacTOM CTaHOBHUTCSI BCE OOJIee ONPEICIICHHOM.
JlaboparopHasi THarHoCTHKa MYKOIHUIIHI030B TpeOy-
€T CIIEINAIILHOTO UCCIICIOBAHUS - ONPENENseTCsl aK-
TUBHOCTB TPYIIIBI JIM30COMHBIX ()EPMEHTOB B CHIBO-
poTke u B pubpobnacrax (B omiHyKe OT J1abopaTop-
HOW JIETEKIIMW CXONHBIX 10 KIMHUYECKUM TpOsIBIIC-
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HUSAM MYKOITIOJIHCaxapH1030B, KOTOpasi POBOANTCS B
paMKax CEIeKTHBHOTO CKpUHUHTA) [2, 4].

Myxkonununos Il TMna umeer TUNMYHYIO KIWHM-
YEeCKYI0 KapTHHY CO CJIEAYIOIIUMHU KPUTEPUIMHU: Ma-
Hudecraiusa 3a00JI€BaHUsI Ha MEPBOM TOIY JKH3HHU
(pexxe — cpasy ¢ pOXACHHUS), XapaKTepHble TpyObIe
YepThl JIUIa, aHOMaJINH CKelleTa, HapyIIeHUs cepey-
HO-COCYIUCTON cuCTeMBI [1].

BBuny penkoil BCTpe4aeMOCTH U CIOKHOCTEN M-
arHOCTUKH JaHHOTO 3a00JeBaHMS B KIMHUYECKON
MPAaKTUKE MPUBOIUM HaIlle HaOMIoICHHE.

Cembst C. oOpaTuiach K JETCKOMY dHIOKPHUHOIO-
Ty ¢ )kajobaMu Ha oTcTaBaHue pebeHka, 1 ron 10 me-
CsIIEB, B POCTE IMOCTIE MEPBOro Tofla )KU3HU. PebeHok
oT 1-0f HOpMaJILHO MPOTEKaBIICH JTOHOIIEHHOH Oe-
peMeHHoCTH, 1-X CpOuHBIX pomoB. Macca Tena mpu
poxaennu 3000 1, pocT 49 cM, oreHKa 110 mKane Ar-
rap 8/8 6amioB. Ponurenu 310poBsl, Bo3pacT 24 u 25
JIeT. DHIOKPUHOIOTHUECKUM M TEHETHYECKU aHaM-
He3bl He oTAroieHbl. bpak He poncTBeHHbIN. PonuTe-
JI1 OTMEYaJIi YacThIe PECIINPATOPHBIE 3a00IeBaHUS pe-
Oenka. B Bo3pacre 9 MecsiieB MabaMK ObLT 00CIIe0-
BaH B PecryOnmukaHCKOM MEIUKO-TEHETHYECKOM IICH-
TpE B CBSI3U C 3aeP>KKOH IICHXOMOTOPHOTO Pa3BUTHSL:
kapuotun 46XY (N), nmpoBeneHHBIN CeTeKTUBHBIN
CKPUHMHT HE BBISIBIJI HACJEICTBEHHBIX HapYILIECHHI
oOMeHa BemecTB (Tpynmna MYKOIMOIHCAXapU1030B
ObuTa HckiTroueHa). [ToBTopHO peOeHOK ObLT KOHCYITb-
THPOBaH F'eHETUKOM B Bo3pacte 1 roma 8 mecsiies, au-
arHo3: BPOXKJICHHbIE OCOOCHHOCTH Pa3BUTHUS, 3aJiep-
’KKa TICUXOMOTOPHOTO pa3BUTHsA. BOIbHON € TEPBBIX
JHEH XKU3HU HaOII01aIcs HEBPOJIOTroM 110 TIOBOAY TO-
CJIEICTBUI PaHHETO OPraHNYeCKOro MOPaKeHHs 1IeH-
TpaJIbHOW HEPBHOM CUCTEMBI C TETPANape30M, 3aJep-
JKKH TICUXOMOTOPHOTO pa3BuTHs. B 1 rox 1 mecsi Obu1
00cTeI0BaH KapHOJIOrOM C YCTaHOBJIEHHEM JINATHO-
3a: HEIOCTATOYHOCTh MUTPAJILHOIO KJIalaHa 2 cTerne-
nu, H . B Bo3pacTe 9 mecsues 6onbHOM mpoornepy-
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POBaH I10 MMOBOJY TPaBOCTOPOHHEH MAaXOBO-MOIIIOHOY-
HOH I'PBIKH.

[Ipu ocmotpe B BozpacTte 1 rona 10 mecseB otme-
Yanach 3aJiepKKa IICUXOMOTOPHOTO WU PEYeBOro pas-
BUTHUS — peOCHOK CaMOCTOATENIFHO HE CHJIUT, HE XO-
JIAT, IPOM3HOCUT OTJCIbHEIC CI0Ba. BhIpaxkeHa HU3-
KOPOCJIOCTH (pOcT 74 cM, -5y-OTKJIIOHEHHH OT TeHETH-
YEeCKOro pocTa), AUCIPONOPIIHOHAEHOE TETOCIIOXKe-
HUE 32 CUET YKOPOUCHHS pa3MEPOB TYJIOBHUIIA, HHICKC
Maccel Tena 18,1 xr/m? (90 mepiieHTHIIb IS TaHHOTO
Bo3pacTa u nomna). [Ipu oreHke JaHHBIX COMATOrpaM-
MBI OBIJIO YCTAaHOBJIGHO PE3KOE CHHIKEHUE CKOPOCTH
pocra OonbpHOrO Tocie neporo rofa xu3Hu (0-12
MECSIIIEB dKHU3HU CKOPOCTh POCTa COCTaBuiIa 24 CM/TOf,
13 —22 mecsnes xu3nu — lecm). Koka rpyoas, yron-
IeHa, cyxas, OJeqHas, Ha IeKax HaOJltoIaaInuch 0CTa-
TOYHBIC SIBJICHUS DKCCYIATHBHO-KaTapallbHOTO IuaTe-
3a. BBISABIICHBI XapaKTepHBIC JIUIEBBIE CTUTMBI: OTEK-
IIHE BEKH, C1a00 BBIPAKEHHBIH 9K30(TaIbM, CIIIaKEeH-
HbIC HaIOPOBHBIC JIyTH, TTOTHBIE EKH, THITEPIUTA3HS
JIeCEH, YBEIMUCHUE S3bIKa U TY0, aHOMAJBHBIA Pellb-
e yImHbIX pakoBUH. 3y00B - 11, OOBIYHBIX pa3MepoB,
O4epEeTHOCTh MPOpe3bIBaHuUs He HapymieHa. OTmede-
HBI CKeJICTHbIE U3MEHEHHS: KOPOTKAas IIes; KOPOTKast
KUJICBUJIHAS TPYJHASI KJIETKa; OrpaHUYCHHE TIOIBHXK-
HOCTH B IIJICYEBBIX, 3AISICTHBIX, TA300€IPEHHBIX CYC-
TaBax; TOPAKOIIOMOANBHBIN KU(O3; aHOMAINHN TI03H-
UM NanbleB KUCTEW; IIMPOKUE U KOPOTKHE KHUCTH,
TYTOIOJBYKHOCTD B MEXK(aTaHTOBBIX CycTaBax (KaM-
nronakTuius). LIutoBumHas skene3a He maabIIupOBa-
Jach, KIMHUYECKH dyTHpeo3. [lonoBoe pa3Butue co-
OTBETCTBOBAJIO 1-0ii cTajuu o TanHepy (IUUKH B MO-
monke 1/1 i, snactuunblie). TOHBI cepima puTMHY-
seie, YCC 120 B MUHYTY, CHCTOTMIECCKHH IITyM Ha Bep-
Xymke u V-touke. JKUBOT MSTKuH, 6e3001€3HEHHBIH
MIpU TaJbIaIKy, Tenatomeranus (+2 cm). Ousznono-
THUYECKHE OMPABJICHUS B HOPME.

[Tpu naboparopHOM HCCIETOBAHHH OOLIUX aHAU-
30B KPOBU M MOYH 3HAYMMBIX OTKJIOHEHUH OT BO3pac-
THOW HOPMBI He OBLIIO 3aperucTpupoBano. bazanbHast
rukemus 4,4 (3,5-5,5) Mmmonb/n. [opMOHaNBHEIH cTa-
Tyc He u3menen: T, . — 13,35 (9,2-23,9) nmons/m,
T, 3,37 (2,2-5 0) HMOJII)/JI TTI - 3,44 (0,5-4 64)
MKE/MJI, TUTP aHTHUTET K TPO 2,8 (z[o 40) en, xop-
H301-504,1 (171-536) HMOJIB/J1, HHCYTUHOIOAOOH bIH
¢axrop pocra-1 — 60 (28-128) MKr/m.

Ha penTreHorpammMe jeBOi KUCTH U 3aIsiCThsl B
Bo3pacte 1 rox 10 MecsIeB BBISBIEHO YKOPOUEHHUE U
004uK000pa3HOe pacIIupeHne KOCTeH HOTTEBBIX, CPel-
HUX M OCHOBHBIX (aJIaHT, 3a0CTPEHHUE TISICTHBIX KOC-
Tl B IPOKCUMAJIBHBIX OTAENaX. YMEPEHHBIN OCTEO-
nopo3. HeomHoponHocTh sinep okocteHeHwust, nedop-
MHUPOBAaHHOCT JIUCTATIHLHBIX OT/IEIOB KOCTEH NpeIrie-
4bsi (MeTau3bl BOTHOOOPA3HBI, PACCTOSHUS MEXITY
Meradu3aMu JTy9eBOH U JIOKTEBOH KOcTel 5 MM). 30HEI
pocta oTkpbITEL. KOCTHBINM Bo3pacT 1o Merony Pyle u
Greulich coorBercTBoBan 1 rogy u 6 Mecsam.

[To mamneiM Y3U, nepenne-3aguuii pasmep mpa-
BOW JIOJIK TieueHH ObIT paBeH 71 MM, BBICTyNal W3-
noz1 pedpa Ha 23 MM, 3X0reHHOCTh 00braHast. OcobeH-
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HOCTH: BH3YaJIM3UPOBAJINCh SIMHUYHBIC YIIJIOTHECHHS
CTEHOK COCY/IOB CHICTEMBI BOPOTHOW BeHBI. CeneseH-
Ka 00b19HOM popMmbl, pazmepsl 70x4 1 MM, 3XOT€HHOCTb
o0bI4Hasi. Pazmepbl MomKemyI0uHON KeNe3bl, Kerd-
HOT'O ITY3bIPS U TTOYEK, NI TOBUIHOM JKeJie3bl COOTBET-
CTBOBAJIM BO3PACTHON HOPME, DXOCKOITMYECKU Oe3 Ta-
TOJIOTHH.

OxoKI': HemoCcTaTOYHOCTh MUTPATIBLHOTO KilarmaHa
2-0i CcTerneHu ¢ MpHU3HaKaMH OOBEMHOM Meperpy3Ku
JIEBOTO MPEICEpusl; AUCIUIA3HS TTOJIOCTH JIEBOTO XKe-
JyJIOYKA, CHI)KEHHUE COKPATHTEIBHON CIOCOOHOCTH
MUOKapya. Pacmpenne ycTbs aopThl, HapylICHHE
(YHKIMH KJIaaHOB aOpPTHI.

MPT ronoBHOro Mo3ra: Ipu UCCIEAOBaHUM M1aTO-
JIOTHYECKUX OYaroB M3MeHeHWH He BbIsiBieHO. Cpe-
JIMHHBIC CTPYKTYPBI HE CMEIIICHbI. BOKOBBIE JKey104-
ku S=D-12 mm, 3-uit u 4-b1ii He pacimpensl. Cyoda-
paxHOUJABHOE MPOCTPAHCTBO YMEPEHHO pacIIvpe-
HO, XMa3Ma He u3MeHeHa. 3akmiodenre: MP-npusHa-
KH paclIMpeHusi OOKOBBIX JKENYIOYKOB U CybapaxHo-
UIATbHBIX TIPOCTPAHCTB.

B cBsi3u ¢ HckiroueHneM SHI0KpuHONaTui (aedu-
IUTa TOPMOHA POCTa, HAPYIICHHUS] THPEOUTHOTO CTa-
Tyca), 00bEMHOTO MpoIlecca TOTOBHOTO M0O3ra, a Tak-
K€ HaJIMYUEeM TUIUYHBIX CTUTM JHcMOpdoreHesa,
XapaKTepHBIX JJIsl OoNe3Hel HaKOTUICHHSI TPYIIIBI My-
KOITOJTUCAXapH030B/MYKOIHUIIHI030B, OOIbHON ObLI
HaTpaBJieH Ha MEIUKO-TEHETHYECKYIO KOHCYIIBTAIHIO
B PHIIL[ "Martp u auta” 1l yTOYHEHUS TUarHosa.
[Tpu mabopaTopHOM HCCIIEIOBAHUN AaKTUBHOCTEH -
30COMHBIX ()EPMEHTOB B CHIBOPOTKE YCTAHOBIICHO IO~
BBIILIEHNE YPOBHS B-INIIOKypoHH a3kl 4585,0 (180-350)
HMOJIb/9ac/mi, apuicynbdarasel A 1098,0 (5,9-22)
HMOIL/9ac/mi1, o0mieil B-rekcozamuungassl 21312,0
(500-2500) amonb/uac/mit, 6—maHHO3H 2361 4238,0 (8-
64) umonb/gac/mi, B-manHo3u a3kl 3036,0 (85-390)
HMOJIb/4ac/MJj1, B-rajakro3uaasza 17,6 (6-36) HMoib/
yac/mi1. Ha ocHOBaHMM TAaHHBIX KIIMHUYECKOTO H Jia-
00paToOpHOTo reHeTHYEeCKOro oOcienoBaHus y pedeH-
Ka ObLJI TUAarHOCTHPOBAH BPOXKICHHBIN Ae(ekT Mera-
6omm3ma: mykonunuao3 11 tuma, I-cell disease. B Ha-
crositiee BpeMsi OONBHOM MOMy4aeT CHMITTOMAaTHIeC-
Koe JIcYCHUE.

JlaHHOE KIMHHYEeCKOe HaOIIoIeHne yKa3hiBaeT Ha
HEOOXOMUMOCTh 00513aTEIbHOTO HCKITFOUEHHSI TEHETH -
YeCKUX HapylleHHUH, B T.4. 3a001eBaHI 0OMEHHOTO
XapakTepa, B KauecTBE BO3MO)KHOM MPHUYHHBI BbIPA-
YKEHHOH HU3KOPOCJIOCTH Y JIETeH paHHEro BO3pacTa.
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