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JnLopLIOB CUHAPOM — NPUKa3 6o1ecHUKa

Cmurbka Monosuh-Leywnh'?, dywmua Jleunh-Towesckin'?, Munuua Mejosuh-MunosaHuesmi'?,
CaBeta [paraHuh-Tajuh'2, Onusepa Anekcuh-Xun?, JeneHa PagocaBrbeB-KuphaHcki?

'MeguumHckmn dakynTet, YHuBepauTeT y beorpagy, beorpaa, Cpbuja;
2NHCTWTYT 33 MeHTaNHo 3apaBrbe, beorpag, Cpbuja

KPATAK CALPXAJ

YBog [lnyopLios (DiGeorge) cMHAPOM je reHeTckr nopemehaj y3pokoBaH fenewunjom 22. XxpoMo3oMma.
OpnuKkyje ce KOHreHUTaaHM aHoMasnujama cpLa, HefloCTaTKOM UKW XMMOMNJIa3njom TUMyca (y3 MMyHO-
AeduumjeHumnjy 1 yecte nHdeKLMje), XunonapaTMpeonan3mMom C NOCNeANYHOM XMMOKaLIEMMjOM, ra-
CTPOMHTECTVHANTHUM NPO6AEMIMA, YCNOPEHNM NCMXOMOTOPHVM Pa3Bojem, CTUrMaTama nvua 1 rnase
1 cknoHowwhy Ka pa3Bojy ncuxujatpujckux nopemehaja n kKpusa ceectn. CUHAPOM je Moryhe oTKpuTK
npe pohera Ny TOKoM paHor pa3Boja, LWITO je 3Ha4ajHO 3a Npefy3nMatbe NPEBEHTVIBHUX 1 Tepanuj-
CKnx Mepa. CMPTHOCT je BUCOKa TOKOM MpBe roAvHe no poheksy, yrnaBHOM 3601 cpyaHux MaHa. Y3 npa-
BOBpeMeHy AujarHo3y 1 neyerbe BefiHa feLie NpexrBu 1 AoXMBY oapacio foba, anv cy To felia c no-
ce6bHVM noTpebama, Kojuma Cy HEOMXOAHM CTaslHa 6pura 1 Haa3op (36or MeHTanHe peTapaaluje, Kpu-
3a CBECTW, HEYPONOLLKUX 1 NcuxXmjaTpurjckux nopemehaja).

Mpukas 6onecHnka Kof cegmoroauiutber fileyaka je yop3o HakoH pohetba XMpypLLKIM KOpUroBaHa ypo-
HeHa cpyaHa maHa. [lnjarHocTMKkoBaHe cy ypoheHe r3MeHe uua 1 Tena v yCnopeH NCMXOMOTOPHM pas-
Boj. Of UeTBpTE roAMHe feyak je MMao 1 Kpuse CBeCTU, Koje Cy Y3 aHTMenuIenTUyKy Tepanujy AoHe-
KJie KOHTponMcaHe. Y ceAMoj roAVHW KOA Hera nountby fja ce cnosbasajy 13pasunTa ayToarpecmBHoOCT
1 XeTepoarpecrBHOCT. Y3 HTEH3MBHO NCUXMjaTPUjCKO 1 AePEKTOIOLLKO NIeYetbe 1 CaBeTOfaBHM paf, C
MajKOM [ie4aKoBO CTakbe e N060sbLLIANO: OH Ce CMUPUO, OCTBAPUBAO je 60Jby coLujanHy KOMyHVKaL-
jy n caBnagao oppefheHe BeLITNHE CAMOOMCYXMBatba.

3akmpyyak Cumntomu [InLIopLIOBOT CHAPOMA YOU/bUBM Cy OfiMaxX HaKoH pohetba, HapOUUTO OHK KO-
jn ce opgHoce Ha ypoheHe cpuaHe maHe. [paBoBpeMeHO NocTaB/bakbe AnjarHose 1 6p3a XvpypLuKka nH-
TepBeHLWja cnacaBajy AeTeTy XUBOT. 360r MHOTVX APYrVX CMMNTOMA, Hajuelufhie cnefe AnjarHOCTUYKe
npouenype Koje Mory Aa OTKpWjy OBaj CMHAPOM, a MOTOM je MOTPe6HO [yroTpajHO CTUMYNATUBHO Jle-
Yere, Kao 1 TPETMaH Kprida CBECTU 1 ncuxmjaTpujckux nopemehaja.

KmbyuHe peun: [lnyjopLIoB CMHAPOM; CpuaHe MaHe; uMyHoaeduLmjeHLMja; XxunonapaTypeouarsam;

Kpu3e CBeCTY; yCropeH Pa3Boj

yBOJ

Hunoprios (DiGeorge) CMHAPOM je TeHeTCKU
nopemehaj xoju ce MO>ke MCIOBUTH pasin-
YUTUM CUMIITOMMMA YaK U Meby wraHOBMMa
ucte nopopuuie. Vnax, 4ecTv CMUMITOMH CY:
cpuaHe MaHe, crienudNIaH UI/Ief JINIIa, He-
JoCTaTaK MM HeIOBO/bHA Pa3BMjeHOCT TUMY-
ca U IMapaTupeoufHux xie3na. CpefitHoOM Iie-
3[eCeTVX TOfYHA [IBaJIeCeTOr BeKa aMepIUIKN
nepujatap Aunerno Juiopy (Angelo DiGeorge;
1921-2009) samasno je fa ce ogpehenn cumr-
TOMU KO}, Jielie YeCTO I10jaBJbyjy 3ajeHO: X1-
HOIapaTupeouysaM (C MoCaefIHOM XMUIIO-
Ka/ll[eMIjoM), HeIOCTaTaK VIV XUIOIIasuja
TuMyca (n3asuBajyhu mpobneme ¢ uMyHMTE-
TOM 1 YecTe MH(eKIuje), CpuaHe MaHe U pac-
Leny Hemua 1 ycaHa. CegamieceTux rofuHa
np Pobepr CupuniieH (Shprintzen) omnucao je
rpyIiry 60/1eCHMKA ca CIMYHUM CUMIITOMMMA I
Taj mopemehaj Ha3Bao BemokapanodarjanHn
cuuppoM (VCFS); nopemehaj je kacHmje ro6mo
HAa3MB I 110 caMOM ayTopy — CIIpMHIIEHOB CHH-
mpom [1]. OcampeceTx rofyHa BajieceTor Be-
Ka pa3BMIa ce IUTOTeHeTCKa TeXHONIOIHja, KO-
jOM je OTKpHMBeHa CIeIMdUIHa XPOMO3OMCKa

aHOMaJIMja KOJi OBMX CMHJIPOMa — Jieielinja 22.
Xpomo3soMma y npefeny 22q11.2. TlomTo je oBa
XPOMO30MCKa aHOMaJIMja II0JI/IoTa CBMM CYMII-
TOMMMa OBUX CMH/IPOMa, CMaTpa ce Jia Ce pajn
0 UCTOM CUHJPOMY KOju ce 360T Tora Ha3uBa
u ,22q11.2 peneunonu cuappom’. CHHOHUMMU
3a taj nopemehaj cy: [JuiopiioB CMHPOM, Be-
noxapanodanujanuu cuuapoM, CIpUHI[EHOB
CHHAPOM, 22q11.2 Renenyiony CUHAPOM [2].
XpomMosoM 22 je IpBU JbYACKU XPOMO3OM
KOjM je IOTIYHO paindnatbet. Pagehn na ,IIpo-
jeKTY JbY[ICKOT TeHOMa , HCTpaXkuBaun cy 1999.
TOfIMHE JleTePMIHICAIU CeKBEHIIe TapoBe 6a-
3a KOje 4iHe 0Baj XpoMo30M (0Ko 49 muu-
OHa IapoBa 6asa) u rexe (693). [enenuja je
MyTaluja y OKBUPY KOje He[JOCTaje le0 Xpo-
mo3oma nn cekBerna [IHK. To omrreheme je
y3pOK Temkux reHerckux 6onectu. Kop du-
IIOPIIOBOT CHHJPOMa HEIOCTaje OKO TPU MU-
JIMOHA mapoBa 6asa Ha jefHOj KOINjU XPOMO-
3oMa 22 y cBakoj henujn. [lenennja ce neuraBa
67113y cpefyiHe XpPOMO30Ma, Ha JIOKALUjU KO-
ja je osHaueHa Kao q11.2. OBa 06mact Xxpomo-
30Ma uma oko 30 rena, azy MHOTH Off IbJX jOLI
HUCY KoBO/BHO Ipoyuenn [3]. [loctoje 6ome-
CTH KOje 3aBJICe Of] TeéHa Ha XPOMO30MY 22, Kao
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IITO CY aMHOTPOdUUKa JIaTepaHa CKIePO03a, KapIIMHOM
HojKe, 22q11.2 nenenyony CMHAPOM i JIUIIopIIoB CUH-
apoMm, 22q13 peneunonu cuaapom unn Penran-Mexzep-
muznoB (Phelan-McDermid) cuappom, HeypopubpomaTo-
3a tu 2, Pybuncraju-Tajoujes (Rubinstein-Taybi) cun-
fpoM, curapoM Madjer oka (Cat Eye Syndrome), meTxe-
MorobuHeMuja, cxnsodpenuja [3, 4, 5].

OcHoOBHU cuMOTOMM JUIIOPIIOBOT CHHApPOMA Cy: 1)
Kap/ioBacKy/IapHe aHOMaJIlje, Koje ce 00MYHO HajpaHu-
je oTkpuBajy (teTpanoruja ®ajo, BEHTPUKYIAPHNU CeIl-
TaJIHU JieeKT, aTPMjaTHU CeNTaTHN Ae(eKT, KoapKTallu-
ja aopte); 2) mopemehaju ucxpaHe u gpyru racTpONHTe-
CTMHANHY po6reMy; 3) aHOMaMje HemnIja (pacljer Hell-
Ija 1 yCHe, paclen Hera); 4) mpobiemMiu ca CIyXxoM; 5)
TeHUTOypMHApHe aHOManuje (HefocTaTakK 1 Mandop-
Manuja 6ybpera); 6) TelIka MMyHOMOIIKa fucYHKIHja,
360r dera ce jaB/bajy yecte nHbeKumje; 7) XUMOKANIeMN-
ja; 8) Mukporedanmja, HICKO TOCTaB/beHe U Majle VI,
XUIIepTeNopu3aM, aCUMeTPUYHO JINIie, Maja ycTa u 6pa-
1a; 9) mpobnemu ¢ pactoM; 10) ycropeH passoj, ca IQ xo-
ju je 70-90; 11) mcuxujaTpujcky mpo6memu (BUCOK PUSUK
3a HacTaHakK cxusodpenuje; 30% 6oecHUKa FOXXUBY 6ap
jemHy TICHXOTUYHY elU30fY, BOK ce KOJ YeTBPTUHE pas-
Buje cmuka cxnsodpenuje); 12) kpuse cBectu (Koje HUCY
n3asBaHe xumnokaagemujom) [1, 6]. Vinnupgenunja je je-
maH obomeny Ha 4.000 >xuBopobene meue. Croma je Buia
OTKaJ ce IPUMembYjy caBpeMeHe IUTOTeHEeTIYKe TeXHNU-
ke. Panuje je 6ua 1:20.000. Hema pasnuke y MHIMAEHIU-
ju n3meby meyaxa u geBojunua [7].

Hujarnosa [In1I0pIIOBOT CUHPOMA C€ MO>KE II0CTaBU-
TI KaKo IIpe, Tako U mocie pobemwa. [IpenaranHo ce mo-
CTaB/ba ITPa3BYYHUM IPeErIefioM TPyLHNUIIE Y 18. Helerbu
TpynHohe, Kaga ce MOTY OTKPUTH aHOMaJuje CpLia M Hell-
na. Ipyra Metona je 13B. FISH MeTona (dpayopeciienTHa
xnbpunnsanuja in situ), Koja ce n3Bogu Ha hemujama Ha-
KOH aMHUOIIeHTe3e 11 MOXe ce pagutu Beh y 14. Heferpu
TpynHohe. MeToza y 95% cny4ajesa notspbyje Juiiopiios
cunapom. ITocTHaTaMHO [UjarHosa ce MOCTaB/ba Ha OCHO-
BY 3HAaKOBa I CMIITOMA KOjI Ce pa3BHjajy HAKOH pobemba.
Cummnromu ce Hajuenthe jaB/pajy JOK CY Aelia joIl y IOpo-
AumuinTy (I1jaHosa, CUMIITOMY CpYaHe MaHe UTH,. ), @ MO-
Ty Ce UCIIO/BUTH U IOCTIe HEKOMMKO Hefle/ba VU MeCelll.
Kop Hekux 6orecHrKa npobaeM ce IMjaTHOCTHKYje TeK
y ofpacioM 106y, 360T Kalllbeba y Pa3Bojy roBopa Un
npo6rema ¢ ucxpanoM. To ykasyje Ha BeIMKY BapujaLu-
jy cuMITOMa y OKBUPY OBOT CMHApOMa [8].

Kaza je ped o porHosy, KOHTeHUTaTHe CPYaHe MaHe
u uHdekuje Hajuewhn cy y3poxk MopbuguTeTa 1 MOp-
tanuTera 6omecHnka. CMpT ce fenraBa ybp3o HaKOH po-
hema nnu Tokom npse roguHe. Vmak, y3 mpaBoBpeMeHY
IujarHo3y u ogrosapajyhe nedemne BehnHa fere mpexnsu
U JOKUBY OAPACTIO 064, /I TO CY Jella € TOCeOHNM IOo-
TpebaMa, KojiMa Cy HeOIIXOf{HMU CTajIHa Tyha Opura u Hera
[4,5,9, 10, 11]. Pagn npeBenunje mopemehaja, morpe6Ho
je TeHEeTCKO caBeTOBabe POJITeE/bA fielie C OBUM CUHJPO-
MOM, jep ce OH ITpeHaTalHO MO)Ke OTKpuTu. Maza Behu-
Ha ielje He Hacnel)yje XpOMO30MCKY fielelinjy Off CBOjUX
ponuterba, mocToju BepoaTHoha o 50% 1a oBy aHOMa-
JIMjy IIPEHeCy Ha CBOje IIOTOMCTBO.
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MPUKA3 BOJIECHUKA

Jledak yspacTa ofi cefjlaM 1 I10 TOfIMHA IIPBO je fieTe U3 IIp-
Be, XOPMOHCKI ofp>kaBaHe TpygHohe. Ilopobaj je 61o y
TePMIHY U HOpMasaH. TellecHa TeXXMHa edaka Ha pobe-
By 6ua je 3800 g, a TenecHa fyxuHa 51 ¢m; 06uM r1aBe
610 je 36,5 cm, a Anrap ckop 5. [Jedak je mmao achuxcujy
U acIupanyjy seeHe IIOf0Be BOJE, T€ je OIMaX CMELITeH
Ha Ofie/berbe MHTeH3UBHe Here. [Ipyror jaHa 1mo pobemwy
KOJI FbeTa Ce Pa3BUO PECIIMPATOPHY AMUCTPeC, 300T 4era je
npeMernteH y VIHCTUTYT 3a HeOHAaTO/MOTHjy 6e3 3HaKOBa
JKIBOTa. PeannMupas je gBasiecet MuHyTa. EXOoKappmo-
rpadCcKIM IperaefoM [UjarHOCTUKOBAHA je IYKTyC-3aBHU-
CHa CpYaHa MaHa. Y YHUBEP3UTETCKO]j 1€YjOj KIMHULY T10-
TBpheHa je AujarHosa cpuaHe MaHe C MIPEKIMIOM aOPTHOT
JIyKa ¥ BEHTPUKYIAPHIM CeNITaTHUM ieeKToM, 360r ye-
ra je JeTe LIECTOT AaHa 1o pobhemwy onepucano. O gpyror
Mecella BPIIEHO je MHTEH3MBHO (HU3MKAIHO Tederbe 360r
reHepaM3oBaHe XUIIOTOHM]j€ U TOPTUKOJNCA.

Y y3pacTy Off jemaHaecT 1 IO MecelM Aedak je 60-
HIYKY VICOUTHUBAH pajiil IpOljeHe HeypPOJIOMIKOT PasBo-
ja ¥ MHAMKaIMja 3a HeYyPOXUPYPIIKO Tederbe 300T CyMibe
Ha KpaHuocTteHo3y. NMR Hamas je I0Ka3ao QUCKPaHUjy,
XUIIOI/Ia3Kjy 7eBOT (PPOHTATHOT T00yca U YNTaBE eCHe
xeMucdepe BEMKOT MO3Ia, Y3 aCUMETPIjy 6OYHUX KO-
MoOpa, Koja Hije 6mma KIMHWYIKY 3HadajHa. OmncaHa je u
TellIKa KOPTUKa/IHA JYUCIIIasuja QPOHTOIAPYUjeTOTeMIIO-
pasiHoO ca JieCHe CTpaHe.

Y yspacTy of Tpy rofiiHe aHaIM3MPAHY Cy LIUTOTEHET-
cxu npenapatu FISH meTonom, Kazia je y 100% ananusu-
paHux Metadasa (yKymHo 30) OTKpUBeHa XeMUSUTOTHA
menenyja 22q11.2, unme je noTBphena gujarnosa duiop-
IIOBOT CMHJPOMa.

Y y3pacTy of Tpu U IO TOfMHE IeYaK je IIOHOBO OOTI-
HIYKM JIedeH 360T Kpy3a cBecTH (TpaHy] MaJl TUIIA) y3po-
KOBaHMX ITIOBUIIEHOM TeMIlepaTypoM. Y Tepalujy je yBe-
nen kapbamasenus. Ha EEI samucy yrBphene cy cropa
nuchyHKLMja U 61are enuenTudOpMHe IPOMEHE JeCHO
I1-T. Jeuaka cy fOTaZ pefoOBHO aMOy/TaHTHO KOHTPONIN-
Casyu eHJJOKPMHOJIOL, Kap/IMO/IOT U XeMaTOJIOT.

Y yspacTy of ceflaM 1 110 TOfiMHA fleYaK je JJOBeJieH Ha
nperyef y VIHCTUTYTY 3a MEHTAIHO 3IpaBibe 360T uspa-
JKeHe ay TOarpeCMBHOCTI 1 XeTepOarpecUBHOCTH, Halla/ja
6eca, HEeMOTHUBICaHe /by THbe U IUIa4a. VI3 pasBojHe aHaM-
Hese Ce Ca3HaJIo /I je HheroB PaHy IICUXOMOTOPHH Pa3Boj
y LIeIOCTH ITpOTHIIa0 ycropeHo. CaMOCTaIHO je cefieo ca
10 mecenn, mysao ca 18, a xomao ca 28 meceun. YTBphene
cy 6mara kngo3a KuuMeHor CcTyba U JeKCTPOKOHBEKCHA
CKOMNMo3a yMepeHor creneHa. Kao ofojue nmao je mpobe-
Ma ca ICXPaHOM, MHOTO je moBpahao u nmpuxsarao yrias-
HOM KallacTy XpaHy. VI cafia je jeo caMO OHO ILTO OH >Ke-
71, @ KOPUCTHO Ce KallMKOM U Bu/bymikoM. IoBop je ay-
ro 6110 HepasBUjeH, a KACHUje Ha HIBOY y/iBajamba IJ1aco-
Ba; TEK IIOCTIe YeTBPTeE IOfJHE II0Y€0 je fla M3ToBapa Ip-
Be peun. Ha perieny je yctaHOB/BEHO a2 yMe a GopMu-
pa mpocte pedenutie. Majka je modena jja ra o6y4aBa KOH-
Tporu chuHKTepa mocie Tpehe rogune. Kourpony mo-
Kpemba Hifje yCIoCTaB1o (HOCH IefieHe HONy U lamy Kazia
cnasa). Huje ymeo camocTasHo jja ce 06yue, a mpu cua-
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JKeIby HM3 CTelleHMIle II0KAa3MBao je HeCUIypHOCT. Tako-
be Huje ymeo ma ce yyBa o omacHux mpeaMera y kyhu un
Ha ynuuu. Y IPefIIKoICKOM Y3pacTy O3HaYeH je Kao fie-
Te BULIECTPYKO OMETEHO y Pa3Bojy, T€ MY je OfI/I0>KeH I10-
7Ma3aK y IKO/Y. YK/bY4eH je y pasBojHy IPYIly IIPU PefloB-
HOM OOaHMINTY.

ITcuxmdko cTame jeTeTa TOKOM IIperyiefia: yIabyBor
CIIo/balllber U3IJIefia 1 OHAIlaka; IIPOMeHe Ha InLy (Hu-
CKO IOCTaB/beHE YIIN, HIMPOKO OCTAB/beHE OUl), BICO-
KO FOTCKO Helllle, HeIPaBI/IaH paciopes 3y6a; HIDKeT pa-
cTa, 671ar0 HECUTYPHOT XOJIa; Y eKCTPEMHOM je MOTOPHOM
HEeMIPY — Ha HajMalby IPOBOKALIM)Y MajKy CHaXKHO yapa
I7IaBOM IO TeJly WK yhapa cebe, AyTo IIade, IUbyje OKO
cebe; KOHTAKT Ce He YCIIOCTaB/ba; U3rOBapa MOHEKY He-
pasyM/bUBY peu.

Heyponomukn Haas: o6uM I71aBe y rpaHUIIaMa O4eKHn-
BAaHOT 32 y3PacT, y3 AMCKpaHMYHM 061K (671aro ammaTu-
paHa IeCHO OKI[UIINTA/IHO); Hajla3 Ha KPaHMjaTHUM Hep-
BUMa HOPMaJIaH; JIeBM eKCTpeMuTeTy Kpahu o mecHux;
MOTOpMKA CIIOHTAHa 1 IPOBOLMPaHa, @ MOTOPMKA JIEBUX
eKCTpeMMTEeTa CMalbeHa y OJHOCY Ha [IeCHY CTpaHYy; IIpK-
xBaTa NoHybeHe Urpayke TeCHOM PYKOM, Marbe JIEBOM;
toHyc Muinnha nosehaH 7€Bo 1O CIIACTUYHOM THITY, U3-
pakeHMje Ha TOPHUM eKCTPEMUTETMMA; MUOTATCKI pe-
(rexcy yCIy>KHUjU JIeBO Ha TOPHUM eKCTPEMUTETUMA,
Ha IOkJM CUMETPUYHIL.

Jedexrornolka AnjarHOCTUKA: TPy6a MOTOPHA CIIPET-
HOCT je IeIIMIYHO OYyBaHa, a MAaHUITYTaTHBHA U rpado-
MOTOpPHA CIIPETHOCT He3pesla ¥ MICIIOf] 04EKMBAHOT HUBOA
3a yspact. ExcipecuBHM roBop je nucdasnudan; 1o6po us-
rosapa 15 I71acoBa, a ocTajie HellpaBJU/IHO; Y TOBOPY ITpeo-
Brnabyje jenHOCTaBHA peyeHNIIa y Be3V C KOHKPETHOM CH-
TYyal[ijoM, UTPOM M/IV CIIOHTAHY TOBOP. YMe CaMOCTaJl-
HO fia opraHmsyje urpy (Hajuemrhe ayromo6mnmuma), Ko-
ja je crepeoTMIIHA. Y3 MOACTUIIAj YCIIeBa Jla ClaXKe IIpefi-
MeTe, [ja X HIDKe U CTaB/ba Ha ofipehena mecra. lpTame
je Ha HMBOY IIKpabama, a/y IIpero3Haje OCHOBHe 60je. Y
CTAJ/THOM je IOKPETY, TEIIKO MOXKe Jla 3a/ipKy MaXKiby Ha
onpebenoj aktuBHOCTH. [ToBpeMeHO Ha 3abpaHe pearyje
6ypHo (mmyje, aasu jesux, pyum cronuue). Ha moxsa-
7ie pearyje ocMexoM. 3aK/by4aK: YCIOpeH IICUXOMOTOPHM
PasBoj; pasBojHa gucdasuja 1 FUCHpaKcuja.

Haznas ncuxornora: TOKOM TeCTHparba IoKasyje OTIop,
HUje MOTMBUCAH Ja pany, HeMupad je. [Tocturayha Ha
PasIMYUTUM TECTOBMMA CY BEOMa IMCXapMOHMYHA I Te-
IIKO je IPOLIEHUTH BheroBe CTBApHe KaIalyTeTe 360r He-
capagme. Ha Bpune-Jlesuneosoj (Brunet-Lézine) cka-
JIU BbeTOB Pa3BOjHY KOMMYHUK je 57 (yKasyje Ha yCIopeH
IICUXOMOTOPHU Pa3Boj); Ha KocoBoM TecTy cacraB/bama
KOLIKM, KOju je HeBepbasiaH, ocTBapuo je IQ y okBupuma
HOPMAJIHOT OIICeTa MHTeNurenuyje; Ha Bunenansa-Jlono-
BOj CKaJIU COLMjaTHe 3pe/IoCT! beroB SQ KOMMYHUK je 41,
HITO yKa3Yyje Ha 3HaTHO 320CTajarbe Yy OfTHOCY Ha O4eKyBa-
He COIIVjajTHe BEIITHHE.

360r 1ocTojarma M3paXkeHe Ay TOarpeCUBHOCTH 1 XeTe-
POarpecuBHOCTH, Y JIeUelbe je YBelleH HeTUIIMYHY aHTHUII-
CUXOTHUK PUCIEPUIOH. YOP30 II0 IPUMEeHN OBOTa JieKa Jie-
YaK je I0CTa0 CMUPEHUju 1 cipeMaH fa capabyije. Jlex je
IpUMeBBaH IOCTEIeHO, KAKO OU Ce IIPATIU/IN HEToB Te-

PanmjcKM yYMHAK I [10jaBa €BEHTYaTHMX HeXXe/beHNX JIej-
craBa. [locTurnyra je no3a ofp>kaBama off 2 mg IHEBHO,
KOja je moge/beHa y fiBe fose. KOHTakKT je ycrocrap/baH
IIPEKO IPEIMETA, a Ha jeflTHOCTaBHE HaJIOre MajKe JleuaK
je modveo fa pearyje. Yk/bydeH je y pefoBaH fgedeKTono-
LIKM TPETMaH JBa IyTa Hefle/bHO, KOjIIMa je IIPUCYCTBO-
BaJIa U MajKa Kao Y4eCHUK Yy jeuerby. Majka je yK/bydeHa
1 y TPYIy KeHa Koje MIMajy flelly ca CMeTHmbaMa y pasBojy,
paju IofiM3ama POgUTEbCKIX KOMIIETEHIMja U CMaIby-
Bara XPOHMYHOT CTpeca y3poKoBaHor 6onemthy neteTa n
HETOBO/bHIM XMBOTHVM OKOTHOCTHMMA (CaMOXpaHa Maj-
Ka, HesarnocsneHa). [Icuxujarpa cy u gete 1 Majka mocehn-
BaJIN je[[HOM Y JBe Hefle/be paay mpaherma cTama 1 KOH-
Tporne edexata nedesa. [Ipensubeno je oprarame MmKkoso-
Balba 3 jOII TOIMHY [JaHa, a IOTOM YK/by4YlBalbe y IIKO-
JIy 3a Ielly ¢ IToceOHUM IoTpebama.

AUCKYCUJA

Kop nmpukasaHor fedaka ofMax HaKOH pobema oo je
II0 mOjaBe TellKe achuKcuje, a yOpso 1 10 pecnuparop-
HOT IUCTpeca, 4iMe je 610 XMBOTHO yrpoxkeH. Illectora
JlaHa OTIepUCaH je 360T KOHTeHNUTATHe CPYaHe MaHe C IIpe-
KMJIOM QOPTHOT JTyKa ¥ BEHTPUKY/TAPHMM CENITa/THUM Jie-
¢exrom. PaH1 pasBoj je IpOTUIIA0 YCIIOPEHO, Ca XUIIOTO-
HIjOM MYCKY/IaType, IEBOCTPAHOM XeMUIIAPE3OM, CTUT -
MaTaMma I71aBe 11 Henna. OBe IpoMeHe Ha JINILY, BICOKO
TOTCKO HeIIlie 11 HellpaBIIaH pacIopes 3yba decTo ce ja-
B/bajy KOF ferie ca JuuopioBuM curgpomoM [11]. VMako
je IIeTIOKyTIaH acIeKT YKasuBao Ha HEKY TeHeTCKY aHOMa-
nnjy, oHa je okasana FISH meTomoMm Tek y Tpehoj ronmum.
Ortajia je mevyak peoBHO [0/1a310 Ha IIperiefie Koj Kap-
[MOJIOTa, €HJOKPUHOJIOTa ¥ XeMaTosora. 360r Heyposo-
LIKKX Ipo6IeMa, paHo je 3armo4yeo QU3njaTpujcKu TpeT-
MaH, a rocne Tpehe roguHe 1 CTUMYIATUBHY JedeKTo-
JIoIIKM TpeTMaH. HakoH Tora nojasibyjy ce u Kpuse cBe-
cTu (yrIaBHOM IpY IOBUILIEHOj TeMIIEPATypy) Koje CY Y3
IIpMMeHY aHTMeNNIENTHKA JoHeKe Kynupane. Of cefme
rofiiHe CBe BUIIIE je IO M3paskaja Jo/IasnIo ayToarpecus-
HO ¥ XeTepOoarpecuBHO IIOHallIake, Y3 Beh paHujy TeXiby
Ka COIIMja/THOj M30/IAlij}i ¥ CTEPEOTUIIHIM UTPaMa, Kao
1 320CTajarbe y pa3Bojy ¥ Hepa3BMjeH TOBOP, ITO YKa3y-
je Ha II0CTOjarbe U ICUXMjaTpHUjcKe pobmeMaTiKe us rpy-
IIe IepBasMBHMX pa3BojHux mopemehaja [11, 12, 13]. 3a-
xBasbyjyhu npruMeHu Manux gosa aHTUIICUXOTHKA, CTa-
e Jlevaka ce CMUPUIIO, a OH je 6osbe capahuBsao, mro je
oMoryhumo 1 moCIemnIo CTMMYIaTUBHY fedeKTomno-
IIKU TPETMaH, KOjI je Y IOUeTKy 6110 YyTPOXKEH HheroBoM
ysHemupenouthy [14]. ¥ ucro Bpeme Majka je yK/bydeHa
Y CaBeTOJaBHM IOCTYIIAK, LITO je BeOMa 3Ha4yajaH KOpakK
3a IIOMON y pouTe/bCTBY caMOXpaHe MajKe Koja nMa Jie-
Te ¢ moceOHMM noTpebama.

JuiropioB curapoM je renetcku mopemehaj unja ce au-
jarHosa MoyKe IIOCTaBUTI KaKo IIpe, TAaKO ¥ HOcyIe pobe-
wa. IIpenaTanna MjarHocTrKa je BayKHa jep, Kao CKpu-
HIHT-MeTOJIa, MOXKe Jla YTUYe Ha [ja/by UCXOf, TpyaHohe,
JIOK je IIOCTHATA/THA 3HaYajHa 360T IPaBOBPEMEHOT Ipe-
[03HaBamba 3HAKOBA 1 CYMIITOMA 000/berba pajj MTo 6p-
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KeT ITpely3uMarba Jieuerbha (HapOYNTO KOHTeHUTATHUX Cp-
JaHUX MaHa). [eHeTCKO Jiedere OBOT CMHIPOMA He IOCTO-
ju. LInb je npernosHaBame CBAKOL I10jeJMHAYHOT CUMIITO-
Ma U BeroBO Jiedebe IPUMEeHOM Haj6osber Moryher Tper-
MaHa (Kap[OXMPYPILIKI 3aXBaTH, JIedetbe MHPEKIIMja aH-
THOMOTHUIIMMA, XUIIOKAJILIeMUje JO)KMBOTHUM y3MMatbeM
ButamuHa [l n Kamyjyma uth.). Kop gere ¢ oBum cuuapo-
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SUMMARY

Introduction DiGeorge syndrome is a genetic disorder caused
by deletion of chromosome 22. The main features are congeni-
tal heart disease, absence or hypoplasia of thymus (with consec-
utive immunodeficiency and infections), hypoparathyroidism
with consecutive hypocalcaemia, gastrointestinal problems,
Delayed psychomotor development, abnormalities of head and
face, tendency to develop seizures and psychiatric disorders.
Syndrome can be detected prenatally, or during early devel-
opment, which is of great importance for preventive and ther-
apeutic measures. Death rate is high during the first year of life,
mostly because of congenital heart disease. With prompt diag-
nosis and treatment most of the children can survive to adult-
hood, but they are children with special needs requiring contin-
ual care and supervision (because of metal retardation, seizures,
neurological and psychiatric disorders).

Case Outline A seven-year-old boy underwent surgical correc-
tion of congenital heart disease soon after the birth. Since the
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age of four years he developed seizures, partially controlled
by antiepileptic therapy. Entering the seventh year of age he
displayed severe auto and heteroaggressive behaviour. His
condition has improved by the introduction of intensive psychi-
atric and defectological treatment, and daily counselling with
his mother the child improved in the sense of calming down,
better social communication and acquiring some self-help
specific skills.

Conclusion Symptoms of DiGeorge syndrome can be detected
soon after the birth, especially that concerning congenital hearth
disease. A prompt diagnosis and surgical intervention can save
the child’s life. Because of many other symptoms, many diagnos-
tic procedures focused on this syndrome are to be performed,
followed by long lasting stimulative treatment and treatment
of seizures and psychiatric disorders.

Keywords: DiGeorge Syndrome; congenital heart disease;
immunodeficiency; hypoparathyroidism; seizures; learning
disability
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