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1-g xabenmpa neTckrx OOJIe3HEN

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

Tenemuueckue HapyuwieHus - 00HA U3 4HACMbIX NPUHUH HUZKOPOCIOCMU Y Oemetll paHHe20 6o3pacma. B uawem coobuye-
HUU NPedCmasiieHo ORUCaHUe PeOKo20 HACIeOCMBEHH020 3aboNesanus — mykoaunudosa Il muna (I-cell disease) y manvuu-

ka (1 200 10 mecayes).

Knrwouegsle cnosa: mykoiunuoo3s, HaciedcmsenHvle Memabonuueckue 601e3HU, HUSKOPOCLIOCHb, Oeniu.

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 - pacnpocTpaHeHHAs MEIHUIIAHC-
Kasi ipobriema, cBsi3aHHas C HApyIICHUEM COITUATTbHOM
ajanTanuu 00JbIIOoN Tpymsl nerei. [1o pesynbsraTam
[IPOBEACHHBIX AHTPOIIOMETPUUECKUX UCCIIENOBAaHUH B
JICTCKOM TMOIYJSAINY YaCTOTa BCTPEYAEMOCTH 3aJiep-
KU pOCTa pa3IMYHOro reHesa cocrapiser 2- 3% [1].

Cpenu MpUYHMH BBIPAXKCHHON HU3KOPOCIOCTH Y
JieTell CyIecCTBEHHOE MECTO 3aHIUMAIOT TeHETUIEeCKUE
HapyLICHUs, B TOM YHCJIe BPOXKIICHHbIC 1e(DeKThI Me-
tabonusma [ 1]. K penxum, renerndeckn 00yCiIOBIECH-
HBIM HapyHmI€HUAM BCUICCTB, MNPOABIIAIOIIUXCA ITPO-
IPECCUPYIONIMM OTCTaBaHUEM POCTa PEOCHKA, OTHO-
cutcs mykonunuao3 11 tuma (I-cell disease), B ocHoBe
KOTOPOTO JISKUT HapylIeHUE MPOIECCHHTa TH30COM-
HBIX (PEPMEHTOB HA CTaIiH (POPMUPOBAHUS MaHHO3-
HO-6-(pochaTHBIX MapKepoB.-ITH MapKepbl HEOOXO-
JIMBI JUTS1 «y3HABAHU» JTH30COMHBIX (hepMEHTOB pe-
HENTOPOM Ha MOBEPXHOCTH MEPBUYHON JTH30COMEI.
Kak pesynbrar, pepMEHTHI BEIOpACHIBAIOTCS U3 KIle-
TOK BO BHEKJICTOYHYIO XHIKOCTh. B ubpobdaacrax
KOKH B pe3yabrare Ae@UumuTa JIM30COMHBIX (hepMeH-
TOB 00pa3yroTes KPYHMHbIC BKIIOUCHUS — BaKYOIH,
BCJIC/ICTBHE MEro 00JIe3Hb U MOdy4riia Ha3BaHue “I-
cell disease” = “0oe3Hb KJICTOUHBIX BKIIIOUCHHI [4,
5)

®enorun mykonunuaozos (tumnsl 11 u III) gocra-
TOYHO XapaKTepeH, YTO MO3BONSET YCTAHOBUTH KITU-
HUYECKH JIMarHO3 U OpPraHu30BaTh JabopaTopHOE
reHeTHYecKoe 00CIIeoBaHNe TIOPAKEHHOTO peOeHKa
B paHHEM Bo3pacTe (Ha MepBOM-BTOPOM TOAY JKU3HH)
[3, 4]. 3aboneBaHne XapaKTepU3yeTCs MPOrPeauCHT-
HBIM TCYCHUEM, KIIMHUYCCKasd KapTUHAa MYKOJIUIIUI0-
3a ¢ BO3pacTOM CTaHOBHUTCSI BCE OOJIee ONPEICIICHHOM.
JlaboparopHasi THarHoCTHKa MYKOIHUIIHI030B TpeOy-
€T CIIEIHAIILHOTO UCCIICIOBAHUS - ONPENENseTCs aK-
TUBHOCTB TPYIIIBI JIM30COMHBIX ()EPMEHTOB B CHIBO-
poTke u B pubpodmacrax (B OmIHYHME OT JIabopaTop-
HOM JIETEKLIMHU CXOAHBIX MO KJIMHUYECKUM IpOsBIIC-
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HUSAM MYKOITOJHCaXapH1030B, KOTOpasi POBOANTCS B
paMKax CEICKTMBHOTO CKpUHMHTA) [2, 4].

Myxonunuao3 Il Tuna uMeeT TUIUYHYIO KIMHU-
YECKYI0 KaPTHHY CO CICAYIONTUMU KPUTEPUSIMU: Ma-
Hudecramnus 3a007eBaHUsI Ha MEPBOM TOIY JKH3HHU
(peke = cpazy ¢ pOXACHHS), XapaKTepHbIE TPyObIe
YepThl JUIIa, aHOMAJINH CKelleTa, HapyIIeHUs ceped-
HO-COCynuCTOl cuctemsl [1].

BBuny penkoil BCTpE4aeMOCTH U CIOKHOCTEN M-
ArHOCTHUKM JTAHHOTO 3a00JICBaHMS B KIIMHHUYCCKOM
MPaKTHKE IPUBOAMM HaIlle HaOJIIOICHHE.

Cembst C. oOpatuiach K J€TCKOMY dHIOKPHUHOJIO-
Ty ¢ )kajgobaMu Ha oTcTaBaHue pebeHka, 1 ron 10 me-
CsIIIEB, B POCTE IMOCTIE MEPBOTro Tofa )KU3HU. PebeHok
oT 1-0lf HOpMaJILHO MPOTEKaBIICH TOHOIIEHHOH Oe-
peMeHHOCTH, 1-X CpOoYHBIX pomoB. Macca Tena mpu
poxaennu 3000 1, pocT 49 cM, OIeHKa T10 mKane Ar-
rap 8/8 6amioB. Poxurenu 310poBsl, Bo3pacT 24 u 25
JIeT. DHIOKPUHOIOTHYECKUA M TEHETHYCeCKU aHaM-
He3bl He oTAroieHbl. bpak He poncTBeHHbIN. PonuTe-
JI1 OTMEYaJIi YacThle PECIINPATOPHBIE 3a00IeBaHUS pe-
Oenka. B Bo3pacre 9 MecsiieB MabuMK ObLT 00CIIe0-
BaH B Pecny0/IMKaHCKOM METUKO-TEHETHYECKOM IICH-
TPE B CBS3M C 3aJIEP’KKOM MTCUXOMOTOPHOTO Pa3BUTHS:
kapuorun 46XY (N), mpoBeICHHBIN CEICKTUBHBIN
CKPUHHMHT HE BBISIBUJI HACJCACTBEHHBIX HAPYIICHHIH
oOMeHa BemecTB (Tpynna MYKOIMOIHCAXapHU1030B
ObuTa HckiroueHa). [ToBTopHO peOeHOK ObLT KOHCYITb-
THPOBaH F'eHETUKOM B Bo3pacte 1 roma 8 mecsiies, au-
arHo3: BPOXKJICHHbIE OCOOCHHOCTH Pa3BUTHUS, 3aJIep-
’KKa TICUXOMOTOPHOTO pa3BUTHSA. BONBHON € TEPBBIX
JHEH XKU3HU HaOII0IasIcs HEBPOJIOTroM I10 TIOBOAY TIO-
CIICACTBUI paHHEr0 OPTaHUYECKOrO MOPaKEHUS 11CH-
TpaJIbHOW HEPBHOM CUCTEMBI C TETPANApE30M, 3aJEp-
YKKH TICEXOMOTOpHOTO pa3Butus. B 1 rom 1 mecsir Ob11
00cTeIoBaH KapHOJIOrOM C YCTaHOBJIEHHEM JINATHO-
3a: HEIOCTATOYHOCTh MUTPAJILHOIO KJIalaHa 2 cTerne-
uu, H . B Bo3pacTe 9 Mecsues OonbHOM mpoonepu-
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POBaH I10 MMOBOJTY TPaBOCTOPOHHEH MAaXOBO-MOIIIOHOY-
HOH TPBIKH.

[Ipu ocmotpe B BozpacTte 1 rona 10 mecseB otme-
Yanach 3aJiepKKa IICUXOMOTOPHOTO U PEYeBOro pas-
BUTHUS — peOCHOK CaMOCTOATENFHO HE CHJIUT, HE XO-
JIAT, IPOM3HOCUT OTJCIbHEIC CIIOBa. BhIpaxkeHa HU3-
KOpPOCJIOCTH (pocT 74 cM, -5y-OTKJIIOHEHHH OT TeHETH-
YEeCKOro pocTa), AUCIPONOPIIHOHAEHOE TETOCIIONKE-
HUE 32 CUET YKOPOUCHHS Pa3MEPOB TYJIOBHUIIA, HHACKC
Maccel Tena 18,1 xr/m? (90 meprieHTHIIb TS TaHHOTO
Bo3pacTa u nomna). [Ipu oreHke JaHHBIX COMATOrpaM-
MBI OBIJIO YCTAHOBJIEHO PE3KOE CHIKEHHE CKOPOCTH
pocra OoibpHOrO Tocie neporo rofa xu3Hu (0-12
MECSIIIEB dKHU3HU CKOPOCTh POCTa COCTaBuIa 24 CM/TOf,
13 —22 mecsnes xu3nu — lecm). Koxa rpyoas, yron-
IeHa, cyxas, OJeqHasi, Ha IeKax HaOJtoIaaIuch 0CTa-
TOYHBIC SIBJICHUS DKCCYIATHBHO-KaTapallbHOTO InaTe-
3a. BBISABIICHBI XapaKTepHBIC JIUIEBBIC CTUTMBI: OTEK-
IIHE BEKH, C1a00 BHIPAKEHHBIH SK30(TaIbM, CTIIaKEeH-
HbIC HaIOPOBHBIC JIyTH, TTOTHBIE EKH, THIIEPIUTA3HS
JIeCEH, YBEIMUCHHUE S3bIKa U TY0, aHOMAJBHBIA Pellb-
e yImHbIX pakoBUH. 3y00B - 11, OOBIYHBIX pa3MepoB,
O4epeTHOCTh MPOpe3bIBaHUs He HapylieHa. OTmede-
HBI CKeJICTHBIC U3MEHEHHS: KOPOTKAas IIes; KOPOTKast
KUJICBUIHAS TPYJHASI KJIETKa; OrpaHUYCHHE TIOIBHXK-
HOCTH B IIJICYEBBIX, 3AISICTHBIX, TA300€IPEHHBIX CYC-
TaBax; TOPAKOIIOMOANBHBIN KU(O3; aHOMAINHU TI03H-
LM NanbleB KUCTEW; IIMPOKUE U KOPOTKHE KHUCTH,
TYTOIOJBKHOCTD B MEXK(aTaHTOBBIX CycTaBax (KaM-
nronakTuius). LIutoBumHas skene3a He maabIIHpOBa-
Jach, KIMHUYECKH dyTHpeo3. [lonoBoe pa3BuTue co-
OTBETCTBOBAJIO 1-0ii cTajuu o TaHHEpy (IUUKH B MO-
monke 1/1 mi, anactuunbie). TOHBI ceplla pUTMHAY-
ueie, YCC 120 B MUHYTY, CHCTOTMIECCKHH IITyM Ha BEP-
Xymke u V-touke. JKUBOT MSTKuH, 6e3001e3HeHHBIN
MIpU TaJbIaIny, Tenatomeranus (+2 €m). Ou3nono-
THUYECKHE OIPABJICHUSI B HOPME.

[Tpu nabopaTtopHOM HCCIETOBAHHM OOIIMX aHAIHU-
30B KPOBU M MOYH 3HAYMMBIX OTKJIOHEHUH OT BO3pac-
THOW HOPMBI He OBLITO 3apenucTpupoBano. bazanbHast
rukemus 4,4 (3,5-5,5) MmMore/1. [ opMOHATBHEINH cTa-
Tyc He u3menen: T, & — 13,3549,2-23,9) nmons/i,
T, 3,37 (2,2-5 0) HMOJIB/JI TTI - 3,44 (0,5-4 64)
MKE/MJI, TUTP aHTUTET K TPO 2,8 (z[o 40) exn, xop-
h301—504,1 (171-536) HMOIB/J1, HHCYTUHOTOAOOH bIH
(dakrop pocra-1 —60 (28-128) mMkr/.

Ha peHTreHorpammMe jeBoi KUCTH U 3aIsiCThsl B
Bogpacre 1. ron 10 MecsIeB BBISBIEHO YKOPOUEHHUE U
00uK006pa3HOE pacIIupeHre KOCTeH HOTTEBBIX, CPel-
HUX ¥ OCHOBHBIX (haJIaHT, 3a0CTPEHHUE TISICTHBIX KOC-
TeH B IPOKCUMAJIBHBIX OTAENaX. YMEPEHHBIN OCTEO-
nopo3. HeomHoponHocTh sinep okocreHeHwus, nedop-
MHUPOBAaHHOCT JIUCTATIHHBIX OT/EIOB KOCTEH Nperie-
4bsi (MeTadu3bl BOTHOOOPA3HBI, PACCTOSHUS MEXITY
Meradu3aMu Ty9eBOH U JIOKTEBOH KOcTel 5 MM). 30HEI
pocta oTkpbITEL. KOCTHBIN 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: BU3YaJIM3UPOBAJINCh CAMHUYHBIC YIIJIOTHCHUSA
CTEHOK COCY/IOB CHCTEMBI BOPOTHOW BeHBI. CeneseH-
Ka 00BIYHOM opMbI, pazMepbl 70x4 1 MM, 3XOr€HHOCTh
oObIyHas. Pazmepnl MOMKENYI0UHON JKEJIe3bl, Kead-
HOTI'O ITY3bIPA U ITOYCK, IlH/ITOBI/IJlHOI\/'I JKEJIE3bI COOTBET-
CTBOBAJIM BO3PACTHON HOPME, DXOCKOITMYECKU Oe3 Ta-
TOJIOTHUH.

OxoKI': HemoCcTaTOYHOCTh MUTPATIBLHOTO KilarmaHa
2-0li CTENeHu C MpU3HaAKaMyd OOBEMHOW Teperpy3Ku
JIEBOTO TIPEICEPusl; AUCIUIA3HS TTOJIOCTH JIEBOTO XKe-
JyJIOYKA, CHIKCHUE COKPATHTEIBHON CIOCOOHOCTH
MUOKapya. Pacmupenue ycTbs aopThl, HapylIeHHE
(YHKIMH KJIamaHOB aOPTHI.

MPT ronoBHOro Mo3ra: npu UCCIEI0BAHUM T1ATO-
JIOTHYECKUX OYaroB M3MeHeHWi He BbIsiBiIcHO. Cpe-
JIMHHBIE CTPYKTYPBI HEe CMeIleHbl. BOKOBBIE JKemy104-
ku S=D-12 mm, 3-uit u 4-p111 He pacmmpenbl. CyoOa-
paxHOUIANBHOE MPOCTPAHCTBO YMEPEHHO pacIIvpe-
HO, XMa3Ma He u3MeHeHa. 3akmiodenre: MP-npusHa-
KH pacIIMpeHusi OOKOBBIX JKEITYNOUKOB U Cy0apaxHO-
HWIATBHBIX TPOCTPAHCTB.

B cBsi3u ¢ HCKITIOUCHHeM-AHI0KpruHONaThi (1edu-
I[UTa TOPMOHA POCTa, HAPYIICHUSI THPEOUTHOTO CTa-
Tyca), 00beMHOTO HpoIiecca TOTIOBHOTO M0O3ra, a Tak-
K€ HAJINMYUMEM THUIINYHBIX CTUT'M ,Z[I/ICMOp(i)OFeHGSa,
XapaKTepHBIX 115l OoNie3Hel HaKOTUICHHSI TPYIIIBI My-
KOITOJIMCaXapHA030B/MYKOIHUITHI030B, OOIBHON ObLI
HarpaBJIeH Ha MEIMKO-TEHETHYECKYIO KOHCYIIBTAIIHIO
B PHITL[ ”Martp u auta” [l yTOYHEHUS TuarHosa.
[Tpu rabopaTopHOM HCCIIEIOBAHUN AKTUBHOCTEH -
30COMHBIX (DEPMEHTOB B CHIBOPOTKE YCTAHOBIICHO T10-
BBITIICHUE YPOBHS B-TNIIOKypoHu1a3bI 4585,0 (180-350)
HMOJIb/9ac/mi, apuicynbdarasel A 1098,0 (5,9-22)
HMOJITb/4ac/Mi1, oOmeil B-rekcozamMuHuaassl 21312,0
(500-2500) umomnb/9ac/mi1, 6-MaHHO3UAa3b1 4238,0 (8-
64) umonb/gac/mi, B-manHo3uaa3bl 3036,0 (85-390)
HMOJIb/4ac/MJ1, B-rajakro3uaaza 17,6 (6-36) HMoib/
yac/Mi1. Ha oCHOBaHMY JaHHBIX KIMHHUYECKOIO U Jia-
00paToOpHOTo reHeTHYeCKOro oOcienoBaHus y pedeH-
Ka ObLJI TUAarHOCTHPOBAH BPOXKACHHBIN Ae(ekT Mera-
Oonusma: mykonunuao3 Il tuna, I-cell disease. B Ha-
crositee Bpemsi OOJNBHOI MONMy4YaeT CMMITOMATHYEC-
KOe JIcYCHUE.

JlaHHOe KIMHHYEeCKOe HaOIIoIeHne yKa3hiBaeT Ha
HEOOXOMUMOCTh 00SI3aTEIPHOTO UCKIFOUCHUS TCHETH-
YECKHX HapyIICHUH, B T.4. 3a00JeBaHU OOMEHHOTO
XapakTepa, B Ka4eCTBE BO3MOKHON IPUYMHBI BbIpa-
YKEHHOH HU3KOPOCJIOCTH Y JIETeH paHHEro BO3pacTa.
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