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INJATHOCTUKA MYKOIIO/IMCAXAPNTO3A KPO3 ITPMKA3
BOJIECHUKA CA CAHOWINIIOBUM CMHAPOMOM

Jacmunua IYPKOBM'h

Ojicex 3a reHeTUKY, 3paBcTBeHn LeHTap, Cybornia

KPATAK CALIPXA)J

Mykononucaxapuaose (MPS) cy pelLiecMBHO HacnefHe, NnporpecrsHe bonectn nopemehaja pasrpagre v [enoHoBarba Kuce-
JINX FYKO3aMUHOMMKaHA y M3030M1Ma. Y HalleM pafy je nprkasaHo AeTe y3pacTa Of NeT ronHa Koje of Apyre rognHe 3aocTaje
y NCYXOMOTOPHOM Pa3Bojy. KNMHWUKMM Nperfiefom ce youasajy: BeNnKa rnasa ca rpyomm upTtama nuua, fedopmalinje cKeneta u xe-
natocnneHomeranvja. Ha peHareHckom CHUMKY ckeneTa notepheHa je aujartosa — Dysostosis epifisealis multiplex. Kapuotun: 46, XY.
MeHTanHa peTapgaumja: IQ — 48. KnHuUKa CyMHa Ha MyKOMONMCaxapuao3y MHAVMKOBANaA je MeTabonMUKIM CKPUHWHE U3 jyTapHe MO-
Kpahe, a no3uTnBaH TecT ToNyMAMH NNaBo yka3ao je Ha noBehaHy ekckpeumjy Mykononucaxapwvaa. Jasmy nabopatopujcky anjarHo-
CTVIKY UMHE aHanm3e YPUHAPHUX FyKO3aMUHOMIMKaHa (KBaHTUTATUBHUM WUAW enekTpodopeTckum dpakLmjama) v NoTBpaa cneuu-
bUYHOT eH3vMcKor fedurunTa y neykountma nepudepHe Kpau. lebnunt xenapan cyndammaase gedrHUTUBHO NOCTaB/ba AnjarHo-
3y Candununosor (Sanfilippo) cuHapoma tvn A (MPS I1l). Haw 6onecHuk je poheH 13 bnr3aHauke TpyaHohe, y Kojoj je Apyro aete Kiu-
HUYKM 34PaBO W YPEeAHOT METabOoNMMUKOr CKPUHWHTA. MICMUTUBAEM EH3UMCKE aKTUBHOCTY HE MOXe Ce NpeLm3Ho feduHmncaTy
3/ipaB XeTepo3uroT. Benviki 6poj MyTaLmja Ha PasnnumUTM NOKYCUMA 1 BENMKA FeHCKa XeTEPOreHOCT MyKOMOoMCaxaprao3a oTexa-
Ba MONeKyNapHy AnjarHocTuky. ¥ cnegehoj TpyaHohr mMajum je npenopyyeHa npeHatanHa AnjarHoCTUKa eH3MMCKOM aHaliM30oM 13
KYNTVBMCAHUX XOPVOHCKMX pecuua. [porHo3a 3a bonecHrKa Kojer cMo npukasani je nouwa, ToK je NporpecnsaH, CMpT HacTaje y

CNaCTUYKO]j KBaZpUNNernju y Apyroj aedeHujn. Jleuerse je 3a cala CUMNTOMATCKO.

KrbyuHe peun: mykononucaxapnaose, CaHOUIMNoB CUHAPOM.

YBO]I

Candununos (Sanfilippo) cMHIPOM je HacleqHa pelle-
c1BHa 60JIeCT U3 IpyIle MyKOIIO/IMcaxapyio3a. Mykoro-
NMcaxapyuiose Cy HaclefiHe, IpOrpecuBHe 60IeCcTH HOo-
pemehaja pasrpajime 1 lellOHOBaba KMCENINX TTyKO3a-
muHornukana (IAT) y nusosommuma. Hacrajy ycnen Ha-
cefHOT fedunnTa criennUIHNX eH3UMa erpajalje.
3ajemH1uKa 0COOMHA CTPYKType MYKOIIO/NMCaXapuaa je
y TOMe fia Cy ZYTY HOMMMEpPY ca MPOTEUHCKIM je3TPoM,
Ha KOjI1 Cy Be3aHe BeJIMKe IIoJIIcaXapujiHe IpaHe, cacTa-
B/bEHE Off IOHAB/bAHNUX jeIMHUIIA TMCaXapyya, aMUHO-
mehepa u rmykopoHcke kucenune. Knunnuke manuge-
CTalMje pe3ynTupajy aKyMylalujoM MyKOIonucaxapu-
7ay pasmuuuTUM opranuma. Ilomro cy Mykomonmucaxa-
pUAM ITaBHe KOMIIOHeHTe eKkcTpahenmjckor MaTpukca
KOLITAHOTI, XpPCKaBMYHOT ¥ BE3VIBHOT TKIBA, HOI‘ObeH
je pasBMUTAK CKe/leTa ca TeHepaln30BaHNM JedopMure-
tuma (Dysostosis multiplex) v orpaHn<YeH MOTUINTET
arnobosa. [lenonoBaweM AT’ y LleHTpaTHOM HEpPBHOM
CHCTEMY JIO/a3! JI0 IPOTpecHBHE MEHTAIHE peTapaly-
je. Hecro cy saxBaheHU U KapAMOBacKy/IapHU CUCTEM,
jerpa, cmesuna u 3amyhena xopHeja. ITocroju Buire TH-
MI0Ba MYKOTO/IMCAXapU/I033, Ca PA3TUINTHIM UCIO/baBa-
EM CHMIITOMA, TPOTPECHjOM U TY>KMHOM >KMBOTA. [I11-
jarHoCTMKa ce 6asypa Ha KIMHWYKUAM VM PAANOTIOIIKIAM
maHngecrannjama, a morsphyje ce mosehanom exckpe-
nujom kncenux [AT y ypuny. Crerpudndaan TUII MyKo-
nonucaxapupose ce ogpebyje medurujenunjom crenyn-
¢buyHOr eH3MMa y TeyKouuTUMa Un Kyatypu ¢pubpo-
6racTa Koxe.

IMaxo cy mykomnomucaxapuaose peTka obomema, MPS
IIT je penatuBHO decT (PppexBernnja 1:47.000 xuBo po-
hene perie) [4]. [TocToje YeTpy TUIIA €H3UMCKOT fiedu-
LVITa, a/IY CBe KapaKTepyile cimdaH ¢peHoTun 1 noseha-
HO M3/Ty4MBambe Xerapa cyndara y ypuny. Cumnromu
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ce mpumehyjy nmocne npyre rogyHe. O6osena fera cy xu-
HepaKTHBHA 11 arpecuBHa. KIMHIYKY CIMKy KapaKTepu-
my Dysostosis multiplex, xermatocnaeHoMeranuja, mpo-
rpecuBHA MeHTaTHa peTapanuja. CMpT HacTyIa u3Me-
by 13. 1 20. roguHe y ciacTHUKOj TeTparuieruju u gucga-
TUj1, Ca TEIIKOM JeMEHIIVjOM.

ITPUKA3 BOJIECHMKA

I[TpuxasyjeMo MYIIKO JieTe y3pacTa Off IIeT FOfjHa KO-
je jey I'enercko caBeroBamuTe yryheno s6or ncuxomo-
TopHe perappanuje. PobeHo je kao nmpBo fiete U3 KOHTPO-
NucaHe 1 ypepHe 6nusanauke TpysHohe. Iopobaj y Tep-
MUHY, nopobhajua Texxuna 2480 g, myxuHa 49 cm, obum
rmase 33,5 cm, Apgar score 2/4, Te je o pohery crpose-
JeHa KapAMoIly/JIMOHa/Ha peanumanyja. Ha Bemraukoj
ucxpanu o pobemsa. Panu ncrxomotopHu passoj npore-
Kao ypenso. Of opyre TofyHe fieTe MMa ITOHAaB/baHe UH-
Gekiyje fUCajHUX ITyTeBa, CTAIHO I{ypembe HOca, yIajie
yxan 6poHxuja. Majka yodaBa IpOMeHe y [IOHAIIAbY, M-
ITY/ICUBHOCT, arPeCUBHOCT U Cy>KaBalbe OIICera MaXKbe.

KnnHuYkuM mperneioM ce youasajy: rpybe upre au-
I1a, Be/IMKa I71aBa, HU3aK PacT, UCITYITYEHO Yesio, HU3aK
pact koce bpoHTATHO, KOXa e, Koca 1 06pBe CBe-
TIIe, eHo(pTaIMYC, fenpecuja 6ase Hoca. Ocraje Kapak-
TEPUCTHKe: MIMPOKN HOCHM OTBOPH, ebere yCHe Koje
IIPOMIHMNPAjy, CTATHO OTBOPEHA yCTa U3 KOjUX UCTypa
BEJIMKN je3K, CTTHO IIypeme I/byBauke; CeKpeT Y HOCy
U Ha TOH3WJIAMa, HeTlIle BUCOKO Y3/IUTHYTO; PasBoj eH-
Tunuje nopemehen; yirHe mkospKe BeluKe; MaHANOyIa
Majia, BpaT KpaTak; TpygHU Kol gedopmucan (pectus
carinatus), TopakaaHa Kugo3a, u3pakeHa 10pfo3a, Tp-
OyX UCITyIT4eH U XeIlaTOCIUIEHOMeTaINja; IaKe KPYIIHe,
XMIoTpodUYHe ITIOTKOIEHNIIE, TeHa Ba/ITa, XOJI Ha INpPO-
koj ocHosy (Cruxe la n 1b).
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CJIMKA 1a. bonecHuk ca CaHoununosum cuHapomom (MPS 1),
FIGURE 1a. A patient with Sanfilippo syndrome (MPS ).

PenpreHcky cHMMak 06a xeMmuTopakca, miayha u cp-
Ija: CTepHA/IHY OKpajuy pedapa cy 3afie6/pbaHu ca 13pa-
JKeHUM enudpusHUM AedopMalijama; HarlameH Xunap-
HIU IIPTeX, 000CTpaHo X1106a3a/IHO I0jayaH OPOHXOBA-
CKy/IapHU LpTeX; cpiie yBehaHO Ha pauyH KOMOpPHOT
kommnekca (Cnuka 2).

CJINKA 2. PeHareHcKu CHUMMaK 0ba xemuTopakca bonecHvika ca CaH-
GVAVNOBMM CUHAPOMOM.

FIGURE 2. X-ray of both hemithoraces of a patient with Sanfilippo syn-
drome.

CJIUKA 1b. bonecHuik ca CaHdununosum cuHapomom (MPS I11).
FIGURE 1b. A patient with Sanfilippo syndrome (MPS II).

Penpren TH u LS knuMe y cTajamy: Scoliosis dextro-
convexa vertebrae thoracalis et lumbalis. CBu xopirycn
TH n LS xuame Cy arlaTupaHy, ca enugusHoM UpPery-
nmapHoM cTpykrypom (Crnuka 3).

YnopepHu cHuUMaK IIaka: KOWITaHa cTapocT 1o Jle-
JIOHTY OfiTOBapa y3pacTy Off TpU TOAMHE, PeTapaaluja y

|

CJINKA 3. PeHAreHCcKM CHUMaK Kinyme 6onecHyvika ca CaHOUAMnoBum
CUHAPOMOM.

FIGURE 3. X-ray of spine in standing position of a patient with San-
filippo syndrome.
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CJINKA 4. PeHOreHCKM CHIUMAK Kapruue, KyKoBa 1 ByTHe KocTu 6one-
CHWKa ca CaHGMANNOBMM CUHAPOMOM.

FIGURE 4. X-ray of pelvis, both hips and femurs of patient with San-
filippo syndrome.

ocuduKanmji; MeTakapIanaHe KOCTI Cy 3fieflacTe, ca eH-
XOHJIpMYHUM IIPOMEHaMa y IIpefiely enndusa, a pagyo-
KapIiajIHi MHJIEKC je TTI03UTUBAH.

Penyren xapnniie, KykoBa u obe ropme tpehune de-
Mypa: ennduse hemypa Cy n3pasuTo CKIEPOTIIHE U 3a-
nebpane (Cnuka 4).

PeHpreHCcKM CHUMIM CKejleTa MOTBPhyjy AmjarHosy
- Dysostosis epifisealis multiplex. YnTpasByk ropmer a6-
ZIOMEeHa yKa3yje Ha Xe[laTOCIIJIEeHOMeTaIujy.

OdranMonouIKNM IpernefoM Huje yodeHo 3amyhe-
e poxxmave. Off TabopaTOpUjcKMX Hajlasa, OfCTYIaba
0] HOpMaJle YKa3yjy Ha CU/IEPOIIeHNjCKy aHeMMI]jy U TIO-
BuiieHe Tpancamumuase, ALT u AST; Tupeoniny XopMo-
Hu ypeguu. Kapuortumn: 46, XY. Hamas ncuxosnora yka-
3yje Ha arpecHBHO MTOHANIakbe, IOTOpeTapalljy 1 MeH-
TanHy perapmaunjy — IQ je 48.

C o63upom Ha crenudnyaH GeHOTUI U CKeIeTHe
aHOMaJuje, IOCYMIbalo Cé Ha MYKOIIOIMCaXapumiosy.
Jla 6u ce moTBpAMIIA UjarHO3a HEOIIXOIHO je OfPEeINUTHU
enMuHanyjy ypuHapaux AT y ypuny. YpabeH je mera-
60/IMYKY CKPUHUHT 13 IIPBe jyTapibe MOKpahe u go6u-
jeH mosuTMBaH TecT ToMyMANH-IIIaBO, OffHOCHO 1oBeha-
Ha eKCKpellMja MyKomonucaxapupa. Jlajba ucnuTupama
cy Mopaa fiepuHMCATH TUII MYKOIIO/IMCAaXapUIO3e.

Y capapmu ca MosexynapHoM maboparopujom Me-
punuuckor dakynrera y Codpuju (Byrapcka) ypahene
Cy eH3MMCKe aHaju3e Koje Cy JOIpMHesIe TI0CTaB/balby
KOHauHe gujarHose. J/lTabopaTopujcke aHamuse Cy ce ca-

CTOjajie of TPM IIOCTYIIKa: AeTeKuyja nosehanor nsmy-
yusama Al y ypuny, KBanuraTuBHa aHa/IM3a Koja ofi-
pebyje moryhu MPS Tum 1 koHaYHa IOTBP/A AMjarHO3e
€H3MMCKOM aHaAu30M. YKyIIHO usny4yusame Al on 34
mg/mmol xpearunnHa onpebheno je kopumhemwem 1,9-
-[MMeTU/IMETIIEH IIABIJIO TeCTa U yIopehuBaHo ca pe-
(bepeHTHNM BpeHOCTMMA 3a y3pacT (Buire ox 13,5 mg/
mmol xpeatununa) [15]. Enexrpodopercko ppakuno-
Hupame usnydenux I'Al mo meronu Becnepa (Wessler)
[16] ykasyje Ha TO fia je XemapaH-cyndar TOMUHAHTHA
KOMIIOHeHTa. Pe3y/iTaTu eH3MMCKMX aHa/IM3a Koju yKa-
3yjy Ha MPS III npuxasanu cy y tabenu 1. Konnenrpa-
1uja B-rIyKopoHnaase i B-raakTosugase y IeyKOuT-
Ma TeCTMPaHY Cy Ka0 KOHTPOJIHI €H3VMIL.

Ha oBaj Haumn cy npenusHo peduHMCAHY TPyNa 1
TUII MYKOIIO/IMcaxapuo3e, ofHocHO CaH(MINIIOB CHH-
IopoM Tum A.

JUCKYCHJA

Myxkomnonucaxapumose Cy BeoMa XeTeporeHa rpymna
0oJtecTy IeTIOHOBabA Y 113030MMMa. [leIOHOBaHe CyII-
CTaHIe Cy JIeMMMMIYHO Pa3ioXKeH! MYKOIONMCaXapuin,
HAapOYUTO IPOAYKTH Aerpajaluje iepMaTas-cyndara u
XemapaH-cyndara. Pasrpajima KIMcenx MyKoIIoIucaxa-
pua Mmounme OfiBajameM ImykosamuHornukaHa (IAT)
off mpoTenHa. [IpoTenHCKM Ieo MOJIeKya je KOMIIETHO
XMUJPOIN30BaH, a/lu Ce IMOMIMCaXapuiHu feo pasrpabyje
CaMo JeTMMIYHO YCIIell Hac/eHe lepeKTHOCTHU CHelu-
bUYHKX MM3030MCKUX XMpiponasa. Hemornyno xuppo-
NM30BaHM MAaKPOMOJIEKY/IM C€ HaTOMU/IABajy y TKUBU-
Ma, a toBehasa ce 1 BUXOBA ypUHApHA €KCKpelyja.

[TocraBmbame AMjarHo3e MyKoIo/Icaxapuyose ce 6a-
3Mpa Ha KIMHUYKOM Tpujacy. Vcnomasame 6omectu je
06MYHO Off Ipyre TOAKHe, Kafja ce youaBajy peHoTumn
KOj! je CIMYHOT acIleKTa KOJ, CBUX MYKOIIO/IMCaXapuzio-
3a, py>XHe, Ipy0e 1IpTe N1nIja, 320CTajame y ICUXOMOTOP-
HOM Pa3Bojy, a peH/ITeHCKNU CHUMAK CKeJleTa yKasyje Ha
Dysostosis epifisealis multiplex.

Kapa ce cymma Ha MyKomIo/ycaxapyuosy, HoTpebHo
je ypaguTy MeTaboIMYKY CKPUHVHT U3/Ty4MBalba MYKO-
nonucaxapupna (FAT) y ypuny, koju HaM je HajOp>K11 1 Haj-
CUT'YPHMjH TECT 3a JOKa3MBabe II0CTOjarba MyKOIIO/IICa-
xapupose. CBe TUIIOBE MyKOIIO/IMCAXapUI03€ KapaKTepy-
e noBehano usnyunsame [AT. Kpanurarusaa anannsa
T'AT xpomarorpadujom uin en1eKTpodhopesoM celeKTyje
Moryhe ensnmcke gedexre Koje 61 TpebaIo UCIUTATH Pa-

TABEJA 1. EH31MCKa aKTVBHOCT KOA 60MIECHVIKa Ca MyKomnonucaxapuao3om /Il Tin A v KOHTPOHe BpeHOCTU.
TABLE 1. Enzyme activities of patients with mucopolysaccharidosis Ill type A and controle values.

Marepujan EH3nMn Pesynrtatn HopmanHe BpepgHocTn
Material Enzyme Result Normal range
nnasma a-N-aueTnnriyKo3ammnHmaasa !

plasma a-N-acethylglucosaminidase 34 nmol/t/ml 8-35 nmol//mi
fnasma B-rnykoporivnasa 99.5 nmol/h/ml 14-170 nmol/h/ml
plasma -glucoronidase

neykoumv B—ranawomuasa 210 nmol/h/mg 80-350 nmol/h/mg
leukocytes [-galactosidase

neykoumntn auetun CoA rnykocammHaumnTpaHchepasa 1165 nmol/1 7h/mg 47-12.3 nmol/17h/mg
leukocytes acethyl CoA glucosaminacyltransferase ’ T

neykounTY XenapaH cynpamaasa 038 nmol/17h/mg 1.8-6.8 nmol/17h/mg
leukocytes heparan sulfamidase
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IV KOHA4YHe JyjarHose. YKOIUKO ce IOTBpAY moBehaHo
usnyynsame ['Al, HEOIXOHO je UCIUTUBAabE y IPaBLY
nudepeHIupama TUIa 60/IeCTH, IITO je 3Ha4ajHO IIPOT-
HOCTIYKY 1 32 Jia/be JIlederbe 0OTeCHMKa.

Myxkormonucaxapusose €y KnacuduKkoBaHe y cefam
tunosa (I-VII), a MHOTY TUIIOBM MMajy U MOATUIIOBE.
OBge 6otecT €y Off I0CeOHOT MHTepeca jep MOKa3yjy My-
Tall}jy Ha pas3IMYUTUM JIOKYCHMA, Kao 1 BUILIe MyTallM-
ja Ha jemHOM JIOKyCy. My/ITUIIIN ajlenu ajy candaH de-
HOTHIL, aI¥ PAa3/IMYNT €H3MMCKM leUIINT, LITO Pe3yl-
TUPa PasIMYUTUM IPOAYKTHMaA Xupgponuse. To sHaUM
ma je THK aujarnoctuka (PCR) oTexxaHa, Te ce CHeIu-
(GUYHOCT IMjarHOCTMIKE MYKOIIO/MMcaxapuao3sa 6asnupa
Ha eH3MMCKVM UCIUTVBAbIMA Koja ce 00aB/bajy y CIre-
Lja/IM30BaHNM MeTab0IMYKMM 1abopaTopujama. YTBp-
buBame moMuHanuje xemapaH-cyndara y ypuHapHOM
I'AT je nujarnosa CaHGWINIIOB CMHAPOMA. Je[HONMMEH-
3MOHa/IHA 6apujyM-alieTaT eJleKTpodopesa je MogecHn-
ja MeTtozia off xpomarorpaduje y ofjBajamy XernapaH-Cy-
¢ara. Vmak, eHsuMcka aHanu3a y neprudepHnm numeo-
LIUTMMA je HeOIIXOfHa Ja AeuHuIIe crenyduyan Iog-
TUI MYKOTIONMCaXapuyo3e.

Candununos cunzppom, MPS 11, uMa 4eTupy eH3UM-
CKe BapujaHTe:

1. tun A (OMIM 25 2900) — eH3MMCKY HepUIAT XeTa-
paH cyndamupnase;
2. Tun B (OMIM 25 2920) - anda-N-alieTUNITyKo3aMu-

HIJa3a;

3. Tun C (OMIM 25 2930) - auerni-CoA: anda-riyko-
samMyHNp-N-aneTunTpancdepasa;
4. tun D (OMIM 25 2940) — anda-N-aleTuIrmykosaMu-

HUp-6 cyngar cyndarasa.

HaxkoH fo6mjama HO3UTUBHOT METaOOMNIKOT CKPU-
HJHTA 113 YPVHA KOJ Halller 60/IeCHMKA, KPB je IIoc/IaTa
Ha MCnuTHBame feduimjeniyje crenupIHmnx eHsuMa
y neykorutuma. C 0631poM Ha TO fia je eH3MMCKa aHa-
nn3a yKaszana Ha fieUIMjeHIIjy eH3Ma XellapaH-Cyl-
¢ar cyndarase, mocraBbena je gujaraosa CaHuanio-
Bor cuHApoma tun A. OBaj eHsuM je criennduyIHa Xn-
Iporasa Koja ofjBaja cy/idarHe Bese OFf aMUHOT'PyIIa ITTy-
KO3aMIHa.

Csa uerupu tuna CaHGMINIOBOT CUHAPOMA Cy ayTO-
30MHO pelieCHBHO HaclefqHa. YeTupy eH3uMcKa fiedek-
Ta JI0BOJIE IO Pa3/IMYUTHX ierpajaliyja XxerapaH-cynada-
ta. Mehyrum, denornm u kImHMYKA CIMKaA CY CINYHI,
jep ce xemapas-cyndar akymynupa y TkuBuma. JJo ca-
Zia je ycmeno KioHupatme cDNA 3a rryko3aMmH-6 cynga-
Tasy, unja feduiujeHnyja osHayaBa CaHPUINIIOB CVH-
npom Tun D. Ten je moxannsoBaH Ha IYyToM KpaKy Xpo-
mozoMma 12 (12q14). I'en 3a octana Tpu eHsuma (tun A, B,
C) joi Huje KIOHMpaH.

BorecHyK Kora cMo Ipukasainu je poheH 13 6nmusaHa-
yKke TpyAHOhe, I'le je APYTo feTe KIMHIYKY 3[[paBo a Me-
TabONMMYKM CKPUHUHT ypesiaH. C 0631poM Ha TO fia je 1c-
I0/baBarbe 60IeCT PereCBHOT THUIIA, MOYXKe Ce IIPeTIOo-
CTaBUTH fia je 3[paB O/1M3aHAL] XeTePO3UTOT 32 OBY MyTa-
1ujy. Haxkanocrt, ucnmurupame eH3MMCKUX aKTUBHOCTH
He MO)Ke ITPeI[M3HO Ae(MHMCATY 3paBe HOCHOIle MyTa-
nuje [4]. Benuku 6poj MyTaluja Ha pa3IUuUTIIM JIOKY-
CIMa, KOj! YMHe BeJIMKY TeHCKY XeTepPOreHOCT MYKOIIO-
NMCaxapuyio3a, OTeXKaBa JeTeKLMjy 3paBUX XeTePO3u-
TOTHUX HOCUJIALla MOJIEKY/IAPHOM TEXHOIOTjoM [4].

I[TpenaTanHa fujarsosa je moryha — pagu ce eH3suMcKa
aHa/IM3a 3 KyJITUBUCAHNX he}mja XOpPMOHCKUX pecunna,
AMHMOHCKE TeYHOCTH MM JIEyKoIuTa KpBu deryca [9].

IudepeHiujamHo AUjaTHOCTIYKY, Y KIMHUYKO] C/IU-
uy cnaHocT fajy Gangliosidosis generalisata, Manno-
sidosis, Fucosidosis, Aspartylglucosaminuria, Mucolipi-
dosis, Spondyloepiphyseal dysplasia u Kneist syndrome.
Kox oBrx 60mecTy je MeTabOMMIKM CKPMHVHT Ha MYKO-
MO/TMCAXapUI03y HETaTUBaH.

[Tpornosa 3a ocobe ca MyKOIIOIMCAaXapum0O30M je
jolla, TOK 6O/IeCTy je mporpecusaH, MehyTum, nyxn-
Ha JKMBOTA je pasnuunta 3a cBakyu Tuin. CaHuInmnos
CUHIPOM KapaKTepHlle palviiHu I‘y6I/ITaK MEHTA/THUX
u MOTOpHMX QYHKIMja, a KOMyHUKauja je oHemoryhe-
Ha nocrte urecre roguue. CMpT HacTaje usmeby 13. n 21.
TOIVHE Y TENIKOj JEMEHI M)}, CIIACTUYKO] TeTPAIIZIETj I
u pucaruju, a HeIOCPeIHN Y3POK CMPTH je Hajuenthe
IIHEYMOHMja.

Jleuerse je u farbe HEYCIEIIHO ¥ YITABHOM CUMIITO-
MaTcko. VIMa HarosemITaja fia ce M3BECTAaH yCIIeX MO-
e mocTuhy TpaHCIIaHTAlVjOM KOCTHE CPXKI y He-
KM TUIIOBMMA MyKomosucaxapupgosa. 3a Canduan-
[I0B CMHZIPOM OBa Tepamuja ce Huje IMoKazana eduka-
cuoM [10]. Hekn ayTopu cy ykasanu Ha pe3yaTare eH-
3MMCKe CYIICTUTYLMOHE Tepalnuje Koja je 3a cafia uMa-
na ycrexa kox MPS I [11]. PasBojeM reHeTCKOT MHKe-
IbEPUHTa U KIOHNMPalha Be/lMKe Hafle CYy yCMepeHe Ka
TeHCKOj Tepanuju.

3AK/bYYAK

CBako jieTe ca IICUXOMOTOPHOM peTapfalljoM, CKe-
JIETHVIM IPOMEHAMa, XeIIaTOCIITIEHOMETaJIVIjOM Y CYMIbH-
BUM acIeKToM (PeHOTHIIA Ha MYKOIIOINCAaXapyUa03y Tpe-
6a ymytutu Ha MeTabOINYKy CKPMHUHT ypuHa. Y CrIy-
Yajy IMO3UTUBHOT TeCTa, OJTHOCHO NoBehaHe ekcKkperyje
cnenuuynux AT, Mopa ce paguTy eH3MMCKa aHaIM3a
u3 mumbonura nepudepue kpsu uau prbpobdracra Ko-
e paju fepMHUCaba TUIIA eH3MMCKOT AeUIINTa, IITO
VMa IIPOTHOCTMYKY M TePANMjCKU 3HAYA].

3AXBATTHUITA

VicnutuBama cy pabena y capagmu ca Jlaboparopu-
jOoM 3a MOJIEKyZIapHY NaTonorujy VIHcTuryTa 3a ruHeKo-
JIOTHUjy U aKyLUIePCTBO Ipu MeUIITHCKOM PaKyaTeTy y
Codwujn, y byrapckoj. iBanka Cunurepcka, MomeKynap-
Hu 6uoror, o6aBua je maboparopujcke ananuse. [Ipod.
np VBo Kpemencku, Hauennuk Jlabopartopuje, fao je go-
3BOJIy 3a CBa 1a0OPATOPMjCKa MCIIUTHBabA U IO PUHEO
CTPYYHOj MHTEPIIPETAIUj/ pe3y/ITara.
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DIAGNOSTICS OF MUCOPOLYSACCHARIDOSES PRESENTED
THROUGH THE CASE OF SANFILIPPO SYNDROME

Jasmina DURKOVIC
Department of Medical Genetics, Health Centre, Subotica

ABSTRACT

Mucopolysaccharidoses (MPS) are recessive inheritable, progres-
sive diseases of disordered degradation and storage of acid glucos-
aminoglycans. A five-year old child with psychomotor development
retardation, which started at his age of two, was presented in our
study. Clinical examination showed big head with rough facial fea-
tures, skeleton deformities and hepatosplenomegaly. The diagnosis
Dysostosis epifisealis multiplex was also confirmed by the X-ray exam-
ination of skeleton. Karyotype: 46, XY. Mental retardation: IQ — 48. Clin-
ically suspected mucopolysaccharidosis called for metabolic screen-
ing of first morning urine and the positive toluidine blue test result in-
dicated the increased excretion of mucopolysaccharides. Further en-
zyme analyses of peripheral blood leucocytes confirmed the heparin
sulphate sulphatase deficiency on the basis of which A (MPS Ill) San-
filippo syndrome was defined. Our patient was born as a twin sibling.
The other sibling is clinically healthy and of normal metabolic screen-
ing. It was not possible to define precisely the healthy heterozygote by

testing the enzyme activities. A large number of mutations at various
loci and big genetic heterogeneity of mucopolysaccharidoses made
molecular diagnostics difficult. In the subsequent pregnancy, the
mother was recommended prenatal diagnostics by enzyme analysis
from the cultured chorionic villus. The prognosis of the presented pa-
tient is bad, the course of the disease is progressive and the patient
can be expected to die in spastic tetraplegia in the second decade of
life. The treatment is symptomatic for the time being.

Key words: mucopolysaccharidoses, Sanfilippo syndrome.
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