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KIIMHUYECKU IMTOJIUMOP®U3IM CUHJIPOMA CAH®UJIUTIIIO
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Yrxpauncxuii uncmumym kaunuueckoii eenemuxu XHMY
Xapvkosckuil cheyuaruzuposantblii MeoOuKo-eeHemuueckuli uenmp, e. Xapvkos, Ykpauna

Pe3lome. B crathe mpencraBieH ciydail KIIMHUYECKOTO HaOmogeHus cuaapoMma CaHGWINIINIO, ae-
MOHCTPHUPYIOIINI BEICOKYIO TeTEPOTeHHOCTh U 3HAUYNTEIbHBIN KIMHAYECKHUI ITOJTUMOP(HU3M.
KmoueBbie ciioBa: MyKomonaucaxapuaos, cuHapoM CaHnduiuio, KedaaoremMaTroma.

Pe3siome: Y crarTi IpeacTaBieH BUIIAMOK KIIiHIYHOTO criocTepexkeHHs cuHapomy CaHdiminiro, 110 me-
MOHCTPYE BUCOKY IeTepOreHHICTb i 3HAUHUI KIiHIYHUIA MOJTiMOpdi3M.
Kmouosi ciioBa: MykornoJticaxapino3, cuHapoMm CaHddininmo, kedanoremaroma.

Summary: In the article, the case of clinical observation of Sanfilippo syndrome, which demonstrates a
high geterogeneity and significant clinical polymorphism, has been shown.
Key words: Mucopolysaccharidosis, Sanfilippo syndrome, cephalhematoma.

Baenenue

Mykononucaxapuaos 111 Tuna (MIIC III, cun-
apoM CaHUINUIINO) — KIMHUYECKU TeTEPOreHHOe
ayTOCOMHO-pPeLeCCUBHOE HACJIEACTBEHHOE 3a0oJe-
BaHMNE, BEI3BAHHOE CHIDKEHEM aKTUBHOCTH OTHOTO
u3 4 (pepMEHTOB, YYaCTBYIOIIUX B MOCJIeI0BaTEIb-
HOM pacIlIeIUICHNY TIJIMKO3aMUHOIJIMKAaHA TIella-
paHCyiIbdara, U MPUBOAMIIEe K €eT0 Ype3MEPHOMY
HaKOIUICHUIO B JIM30COMAaX KJIETOK U 3KCKpeLuu
3TOrO MOJIMCaxXapyuaa Wi ero (oparMeHTOB C KHI-
KOCTSIMM OpraHu3Ma. XapaKTepHO: 3aAepxXKKa IICH-
XMYIECKOTO Y PSUEBOT0 PA3BUTHS, PACCTPOICTBA IO~
BelleHUS (TUIEPaKTUBHOCTh, TMIIEPBO30YINMOCTD,
HEYIIPaBISIEMOCTb, arpeCCUBHOCTH, 3MOILIMOHAIIb-
HYIO JIAOMJIbHOCTh), HapylleHus cHa. OTMeyaloTcs
U3MEHEHUs CKeJieTa, TellaToMerajivsi, CHIKCHUC
cIyxa. PeHTreHOJIOTMYeCKM BBISIBIISIOT YTONIICHUE
kocteit yeperna. CymectByeT 4 noaruna MIIC II1.
Tun A, B, C, D; cxogHble KIMHAYECKH, HO OT/IMYa-
oumuecs onoxuMmuyeckumu aedexkramu. Ilpu tune
A otcyrcTByeT remapaH-N-cyiabgaraza; B — N-
alleTUI-a-rmoko3amMuHmnaasa; C — rioKo3aMUHa-
netuaTpancdepasa; D — N-aueTwirioko3aMuH-6-
cynbdaT-cyibdarasa.

Hean

W3yunTh KIMHWYECKUU ITOITUMOpPGU3M CHUH-
apoma CaHdWInImo.

Marepuaibl 1 METOAbI

MHoronapaMeTpuyeckoe  KJIMHUKO-TeHETH-
Yyeckoe MHCClIeOBaHUEe ¢ TPUMEHEHMEM KIIMHU-
KO-TeHeaJIoTu4ecKoro, COMaTOreHeTUYeCKOoro,
OMOXMMUYECKOTO, MOJIEKYISIPHO-TEHETUYECKOTO,
WHCTPYMEHTAJILHBIX U JIP. METOAOB UCCIICAOBAHMS.

IIpuBogum Hame HaOmogenwe. boibHOl A.,
8 JIeT peabsBIsSeT XKaao0bl Ha MPAKTUIECKU eXe-

JTHEBHbIE TOJIOBHbIE 001, BOZHUKAIOIIME MPEUMY-
1IECTBEHHO B BeUepHee BPeMsI CYTOK, JIOKAJTU30BaH -
HbI€ Yallle B BUCOYHOM 001acT; 00 KYITUPYIOTCS
OTIOBIXOM, TIpMEMOM TMpernapara «IapaleTaMmo»;
MaMma peOeHKa CUWTaeT, YTO Tepeia IOsIBICHUEM
0COOEHHO MHTEHCUBHBIX 00JIei, 32 HECKOJIbKO Ya-
COB y pebeHKa MOSBJsIeTCs 3amax aleToHa. Takke
0OECITIOKOUT TOJIOBOKPYKEHUE, «MeJTbKaHUE MOIIIeK»
nepes Tia3aMu, OIIYIICHHWE MOTEPU PaBHOBECHSI.
Mama obpalllaeT BHUMaHWe Ha HapyLIeHUE MOXOI -
KU y pebeHKa — YacThle MaJeHMS; TUIOXYIO TIEpeHO-
CUMOCTh (PU3UUYECKUX HArpy3okK, cJ1aboCTh, YTOM-
JIIeMOCTh, M3MEHEHHE SMOLMOHAILHON chepbl
— BMU301bl pPa3lpaXKUTEJIbHOCTU, arpeCCUBHOCTD,
TUIOXylo ycreBaeMocTb. M3 aHamHe3a 3aboseBa-
HUS: MaMma cuMTaeT pedeHKa OOJbHBIM C POXKICHUS.
Manbuuk 1ocyie 3aTSKHBIX POJOB B TeYeHUE Me-
csua nojyyan gedeHue B XI'TIL mo moBomy mepu-
HatanbHoro nopaxeHus LHHC, kedaroremaTomel.
C HeoHaTaJIbHOTO BO3pacTa ObLT BSUIBIM peOeH-
KOM, C TPYAOM yIEP>KUBaJ FOJIOBY, CAMOCTOSITEIbHO
cuaen K 7,5-8 Mecsuam, CTOsUT ¢ MOAAEPKKOM K 1
TOJY, XOAWI K 2 ToJaM, ¢ MOMEHTa Havyajla cCaMoCTO-
SITeJIbHOM X0AbOBI YacTo nagai. B Bo3pacte 7,5 ner
BIEPBbIE MaJbUuMK CTaJl MPEAbSIBISATH XadoObl Ha
TOJIOBHBIEC 00JIU, 7151 00CIen0oBaHUSI 0OpaTUIUCh B
I'Ib Ne 5, ocMOTpeH HEeBpONAaTOJIOTOM: JTOOpOKa-
YeCcTBEHHasl BHyTpMUYEpeIiHasl TUIEepPTeH3Usl, MU-
OTOHWYECKUI M 1iepeOpacTeHUYECKUIl CUHIPOM;
oKyaucT — aHrmomatusi cetyatku. C 2005 roma
HaOmomaetcss B XCMI'Il ¢ auarHo3zoM: CuHapoMm
Can-®ununmo, tun C. 3a npomeaiue 4 roaa B de-
HoTUIe TTpoOaHIa HAMETWIMCh UBMEHEHUS B BUJIE
BBIpaXXEHHOU occudUKallMM KOCTeil yeperna u 3a-
CTOIHBIE SIBJICHUS B YIITHBIX pakoBUHaX. DeHOTUIT:
TOBBIIIEHHAS] PACTSKMMOCTb KOXHBIX TOKPOBOB,
TUIIEPTUIPO3, ENMHUYHBIE HEBYCHI. Boiochl xkect-
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kue. HemocTaToK MOAKOXKHO-XXKMPOBOM KJIETYATKH.
BeicTynaromuii 1006, yBeJIMYEHHbIC, OTTOMNBIPEH-
Hble, HM3KOPACMHOJOXEHHbIC YIIHbIE PAKOBUHBI.
IlepropbuTanbHble TEHM, AHTMOMATHUSI CETYATKU.
IIIupokas nepeHocHla, OMYILIEHHbIE YIJbl pTa.
AHoMasbHas jgokanu3auus 3yooB. KopoTkas iesl.
VY3kas rpymHast kietka. Ckonmo3s. IumepMoOuiib-
HOCTb CYCTaBOB.

Pe3yasraThl nIpoBeIeHHBIX HCCJIEI0BAHMIA

Kapuortun — 46 XY, 2 % XpoMOCOMHOI1 HecTa-
OMJIbHOCTH.

HccnenoBanbl mommMoppu3Mbl B TeHaX CUCTe-
MbI osiaTHoro nukiaa. O6HapykeH noauMoppuU3M
66 A/G MTRR B roMO3UTOTHOM COCTOSTHU.

buoxumuueckuii aHanu3 KpoBu: dochop —
1,64 mMonb/n (Hopma 0,87-1,45 MMOMIb/7), INIIO-
Ko3a — 5,67 mmonb/n (Hopma 3,3-5,6 MMOJIbL/IT),
obmmii xonectepun — 3,07 MMoab/n  (Hopma
3,08-5,23 MMoIIb/1T); BCe OCTaIbHBIC ITOKA3aTeId B
npeneaax BO3pacTHON HOPMBEI.

TomonmcTenH KpoBu — 8,5 MKMOJIb/1T (HOpMa <
5 MKMOJIb/1T), (hoaueBas Kuciaora — 61,54 MMoJb/1
(nopma 52,55-119,59 mmonb/n), Butamuu B, —
0,31 amonb/n (Hopma 0,20-0,40 HMOMB/1T).

Ananu3 ¢pakuuii TAI' Mour METOOOM TOHKO-
ciortHoit xpomarorpadmu: LIITX tect — 101 Em.
LITIX/r kpeatr. (Hopma go 100 En.IIIIX/r xpear.),
IepMaraHcyibdar+, remapaHcyiabgart, XOHIPOU-

TUH-4-cyabdar+, XOHAPOUTUH-6-cyabdar+, Kepa-
TaHCyJb(aT He OOHApPYXKEH.

CKpUHUHT-TECT MOYM: IIp0oOa Ha IIPOJIMH MOJIO-
KUTEIbHASL.

TCXyraeBoagoBMOYH: ClIeAbITaaaKTo3bl; pochop
Moun — 9,5 mMoib/cyT (HopMa 15-40 MMonb/CyT),
KpeatnHuHMo4ur — 1,821/cyT (HopMma 0,5-1,41/CcyT),
Kagpmuii Moum — 3,13 MMonb/cyT (HOpMa
2,5- 7,5 mmonb/cyt), TAl1 moun — 27,9 En. LII1X/T
Kkpear. (HopMa o 114 En.III1X/r kpear.).

KT mosicHU4HO-KpeCcTLUOBOIrO OTAeda IO3BO-
HouHuKa: KT npusHaky IUCIIaCTUIEeCKO TereHe -
patuBHOI1 mpoTpy3uu nuckoB L4/L5, L5/Sal, nmepe-
JHUU CIIOHAUJIONUCTE3, CIOHAMIN3 Ha ypoBHe L5,
spina bifida Sal.

BoiBoab1

Takum o06pa3oM, TMPUBEICHHOE KIMHUYECKOE
HabJoIeHUue JIEMOHCTPUPYET BBICOKYIO TeTepo-
TEHHOCTb, KOTOpasi MPOCIEKUBAETCS y MallMEHTOB
¢ MIIC III B nmpenenax 4 moATUNOB 3a00JeBaHUS
W 3HAYUTEJbHBIA KIMHUYECKUIA TOJIUMOP(PU3M.

C Touku 3peHust 3PPEKTUBHOCTH MEIUKO-
reHetruyeckoii momoiu nauueHtam ¢ MIIC 111 u ux
CEeMbSIM 0CO0YI0 3HAUMMOCTh UMEET paHHEE YTOUHEe-
HUe€ IMarHo3a J1adopaTOpHbIMU METOAAMM, UTO I103-
BOJIUT MOBBICUTb KQYECTBO >KM3HU HE TOJIbKO CaMUX
MaLUEeHTOB, HO 1 UX CEMEIA B LICJIOM.
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BUIIAJIOK ®EHUIAJIAHIHOBOI ®ETOIIATII Y ABOX CUBCIB
IIPU HEJIATHOCTOBAHIN ®KY Y MATEPI

3axapoea H. M., Psaoboea IO. B., Cipux M. M., Komasp JI. B.
Obaacnuil yenmp padiayitinoeo 3axucmy ma 0300po6AeHHs HACeAEHHS,
obaacna meduko-eeHemuyna KoHcyavbmauyis, m. Yepuieie.

Beryn

BinoMo, 1m0 cepen MOTOMCTBA XiHOK, SKi
ctpaxgaroTh Ha ®KY i He oTpUMYIOTH TIiETY B 3pi-
JIOMY Billi iCHy€e BMCOKa 4acToTa po3yMOBOI BiacTa-
JiocTi. TSKKIiCTh ypaxKeHHs IUIOAY KOpeJoe 3 piB-
HeM (peHinanaHiHy B ta3mi matepi. ITosiBa o3HaK
NaToJIOril y MOTOMCTBA HE 3aJIe>KUTh Bill HasSIBHOCTI
abo BiICYTHOCTi pO3yMOBOI BiICTAJIOCTi y >KiHOK i HE
OB’ s13aHe 3 pO3BUTKOM Y AiTeit PKY.

Metoau o0cTeKeHHS

KutiHiKO-reHeanoriyHuii MeTod, CUHAPOMOJIO-
TiYHUWA aHaJi3, HIMTOreHETUYHI METOIU OOCTEXKEHHS
(kapioTuin), 6ioXiMiYHUIA.

Pe3ynbTaTi A0C]IiTKEHb

B ob6nacHiit MI'K cnocrepiraetbcsi poauHa,
B AKill € nBO€ AiTel (miBuMHKa Ta xiomuuk 2002
ta 2005 p. H.) 3 MikpoLedati€l, po3yMOBOIO Bijl-
CTaJIiCTIO, 3aTPUMKOIO MOBJICHEBOTO PO3BUTKY Ta
NOAIOHMMM YepPEermHO-IULbOBUMU AU3MOPPisIMMU.
Matu giteit 1979 p. H. 3HaXOOAUTHCS ITiA HAISIAOM
ncuxiatpa 3 giarHo3oM «IlIuzodpenis. Jlerka posy-
MoBa BincTanictb». 1o 3BepHeHHsI B OMI'K reHetu-
KOM He o0cTexyBajacs.

3 aHasi3y poJgoBOIY 3’SICOBAHO, 1110 PigHUIi OpaT
MaTepi TaKOX CTpaXKIa€e PO3yMOBOIO BiACTaJIiCTIO Ta
mu3odpeHieto. IXHi 6GaTbKU € BUXIALSMU 3 OZHOTO
HEBEJIMKOro ceJa.

JiTn HapoaWIucs BiJ JOHOLIEHUX BariTHOCTEM
3 Masioro Baroio 2000 r i 2200 r BignmoBigHoO, 3picT 44
CcM B 000X. Po3BuBaiucs 3 MOMipHOIO 3aTPHUMKOIO
B CTaTOKiHETUYHOMY Ta pPO3YMOBOMY PO3BUTKY.
V niBunHKU OyJia AMCILIA3isl KyJbIIOBUX CYIJI00iB.
OOuaBI IMTUHU CITOCTEPIrajiuch HEBPOJIOTOM, a MO-
TiM TICHUXiaTpOM 3 PaHHBOTIO BiKy 3 AiarHo3oM: «Ha-

clligku mpe-rnepiHaTanbHoro ypaxeHHs IHHHC, wi-
Kpouedalis».

®enorun mireit 0yB cxoxXuii Ha (PSHOTUIT IPHU
(heTabHOMY AJIKOTOJIBHOMY CUHIPOMI: MiKpolieda-
JIigl, 3aTpuMKa (pi3MYHOIrO pO3BUTKY, KOPOTKi BY3bKi
OYHi IIiATMHU, TBOOIYHUI eIMiKaHT, JOBIrUMil QinbTp,
KOPOTKMI HiC 3 BIIKpUTUMU BIIEpe Hi3APSIMU, KO-
pOTKa 1IMsI, MiKpOTeHisl, By3bKUii 100, 3amajia rpya-
Ha KJIiTUHA, 03HAKU IUCILIA3i1l CIIOJIy4eHOI TKAHUHMU.
AJie ipy po3MOBI 3 paiineaiaTpoM BCTAHOBJIEHO, 1110
MaTHU aJIKOroJib a00 iHIIIi peYOBUHM HE BXKHUBAJA.

JliTi Oy oO0CcTeXXeHi IUTOreHEeTUYHO Ta 0ioxi-
miuHo. Kapuotunu 46,XX ta 46, XY — HOpMaJIbHUIA
KiHouMii Ta yoJyioBiunii. TIIIX aMiHOKHUCIOT KPOBi
Ta ceyi 6e3 maroJjorii B 000x. KT rojiloBHOro Mo3Kky
TaKOX B HOpMi.

OCKiJIbKM XpOMOCOMHAa, MeTabojiyHa Ta CUH-
JMpoMajibHa TaTOoJI0Tii Oy BUKIIIOYEHi, OyJIO TIpU-
WHATO pillleHHS OOCTeXXMTW MaTU Ha HasIBHIiCTb
MeTabOoJIiYHOTO 3aXBOPIOBAHHS, SIKE MOIJIO O BHU-
KJIMKATU PO3BUTOK (heTorarii y ii aiteit. 2KiHka cBiT-
JIOBOJIOCA, CBITJIOOKA, KOHTaKTHA, CIeUu@iyHOro
3amaxy HeMae, CyJoM HiKoau He Biamivanocs. I1pu
ypiHo:mizuci mpo6a Pesinra 3eneHa, mpobda 3 JHDT
no3utuBHa; Ha TIIIX KpoBi Ta cedi piBeHb (eHila-
JlaHiHY pi3Ko miaBUIIeHWI (10 26 Mr%).

BucnoBok

TakuM YMHOM, Y XiHKM OyB BCTAHOBJICHUH Mia-
rHO3 «DeHiNKeTOHYpisl», a y ii miteit — «DeHina-
JlaHiHOBa ¢eronartisi». lLleit BUNMagoK € npukaagoM
TOTO, 11O IPY HAIBHOCTI y IiTe€il OTHAKOBOI MAaTOI0-
Til, BiICYTHOCTi XpOMOCOMHUX TTOPYIIIEHb Ta SIBHUX
03HaK KOHKPETHOI CUMHAPOMAJbHOI MaToJIOTii, Tpe-
0a 000B’SI3KOBO Mig03PIOBATU MOXJIMBICTh META00-
JIiuHOTO AeeKkTy y MaTepi, SKUil MOXKe BUKIUKATU
(beTomariro y miTei.




