Npobnemu noHawawa — buxejsuopanHu
¢$eHOTUNOBMU HEKNX FeHETCKMX CUHAPOMA
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KPATAK CALIPXKA)J

Mpobnemu noHawwakrba Kog ocoba c MeHTanHoOM peTapaauujom (MP) cy penaTBHO YeCTu 1 3HavajHa cy
npenpeka brX0BOM afanTMBHOM GyHKLIMOHMCakbY. YuecTanocT, cneuuduyHy obnuum n maHudectauuje
npobnema noHaluaka MOry 3aBUCUTU O HW3a NNYHKX 1 YMHUNALA CpeavHe. Y pasmaTpatby eTronoruje
npobnema noHaluarba 1 ncuxonatonoruje Kog ocoba ca MP npeoBnafaBa HEKONIMKO TEOPUCKMX MOfeNa:
61xejBMOPaIHI, Pa3BOjHY, COLIMOKYNTYPOMOLIKM 1 GUONOLWKI. BrionoLwKy Moaen nctuye GpusnonoLxe,
6rioxemmjcke 1 reHeTcke dakTope Kao Moryhe y3pouHuke npobnema noHalawa. Hanpetkom Ha nosby
reHeTUKe 1 HeypoHayKa OTBopwia ce MOryRHOCT NpoyyaBaba 1 OTKPMBaHa Heypo6HONOLLIKMX OCHOBA
deHoTMNCKMX KapaKTepncTuka. Kop reHetckmnx cuHapoma npahennx MP moxe aa ce ncnosmu ogpeheHa
rpyna npobnema v nopemehaja Koju YrHe r1xoB 6rxejsropantu deHotun. Linsb oBor papa je nprkas
npob6nema NoHalllaka Koju ce 1CnorbaBajy Koa Hajuelfie npoyyYaBaHWX reHeTCKUX CMHAPOoMa: [layHoBor
(Down), ®parunHor nkc (X), Bunujemcosor (Williams), NMpapep-Bunwujesor (Prader-Willi) v AHrenmaHosor
(Angelman) cnHppoma. KoHuenT 6uxejsuopanHor ¢eHoTMna nogpasymesa Behy BepoBaTHohy ncnosba-
Bakba cneLmdrUHMX pa3BojHUX ofIMKa U ogpeheHOr NoHallamba Koj 0coba ¢ KOHKPETHUM FeHETCKUM
CYHApPOMOM. MaKo je 3a onmcaHe reHeTcKe CMHAPOME TMNYHa oapeheHa rpyna (moryhrx) npobnema
1 nopemehaja Koju caumtbaBajy HUXoB buxejsropanHu npodun, Besy namehy reHeTuKe 1 noHalatkba
yBeK Tpeba carnefaBat Kpo3 npobabunuctnuky aumeHsujy. lMpo6abrunucTnykin KoHuenT y3uma y 063up
MOryRHOCT YHYTapCMHAPOMCKE BapujabUIHOCTY Y HaCTaHKy, UHTEH3WTETY 1 BPEMEHY MojaBe 6mxejBu-
OpasHKX KapaKTepuCTrKa, NPy Yemy je Ta BapujabrunHocT Beha LWTo je Makba cneundrnyHoOCT reHeTCKor
crHppoma. MpenosHaBame cneumduuHor obpacLa NoHallama Moxe 61T Beoma BaXKHO 3a NpoLiec pa-
HOT AMjarHOCTUKOBaka U MporHo3e. Ocym Tora, No3HaBare GuxejrmopanHor GeHoTMNa MoXe fa byae
NyTOKa3 3a Kpemparbe LubaHux cTpaTerja neverba ocoba ¢ ogpeheHM reHeTCKM CUHAPOMOM.
KmbyuHe peumn: reHeTCKM CHAPOMM; MeHTaNHa peTapaauuja; buxejsrnopantu ¢eHotun; npobnemm no-
Halarba

yBop

[Tpo6eMy moHaIIama Cy 3Ha4ajHA Ipernpeka
alanTMBHOM QYHKIMOHMCakY 0coba ¢ MeH-
TaHOM petappauujoM (MP). Yyecranocr,
crienmyaHOT 06/1MKa ¥ MaHudecTaluje mpo-
61eMa MOHalIaba MOTY 3aBUCUTH O Pa3HUX
dakropa, Kako conmoeMorpadCKux, Tako u
¢akxTOpa cBOjCTBEHUX fieTeTy [1-4].

Konuenr 6uxejBnopantor ¢peHOTHI, Ha-
CTA0 HAIPETKOM Ha II0/by T€HETHKE U Heypo-
HayKa, [I0fjpasyMeBa KapakTepyucTiIas obpa-
3a1] MOTOPWYKIX, KOTHUTVUBHIX Vi COL{MjaTHUX
temkoha xoju o6enexasa oppehenn 61momno-
mky nopemehaj [5]. [To3HaBame TMINYHUX
opmKa Hekor nopemehaja urpa BakHy yory
y MpOL[ecy pPaHOr A¥jarHOCTUKOBAabha, paHe
MHTepBeHIVje 1 nporHose [6]. [Tpeno3nasa-
e CrenupuyHor 06paciia MOHAIIAmba MOXKE
OUTV BeOMa BaXXKHO, jep OyxejBuopanuy ¢peHo-
THII yKasyje Ha ocTojame Behe BepoBaTHOhe
ma he ce ko 0coba ¢ KOHKPETHUM TeHEeTCKUM
CMHZIPOMOM MCIIO/BUTH ClienydudHe pasBoj-

Be IpellKe WU CaMOBO/be IeTeTa MOXKe OMO-
ryhuty 6075y KOMYHUKALIY]Y C VM.

Teopujcky Mozen, Koju je y OCHOBM KOHIIeII-
Ta 6uxejBUOpanHor peHoTHIIA, IpeBuha TpU
Moryha edekra reHerckux nopemehaja: a) He-
crienmuyHOCT (reHeTcKy nnopeMehaj He feny-
je crenduYHO Ha IOHAllambe, HIIP. ATIEPTOB
CUHpOM); 6) oTIyHA crenudpuIHOCT (reHeT-
cky nopeMehaj 1Ma jegHy 1 BuLIe 61IXejBUO-
PaIHO jeMHCTBEHUX KapaKTEPUCTHKA Koje ce
He Bubajy KOJl OCTa/IMX reHeTCKUX CUHPOMA);
B) IapuyjanHa cruenuuIHOCT (HeKe OfIuKe
Cy crnenyduyHe 3a BUIIe TeHETCKUX CUHIPO-
ma) [7].

Naxo je gocan otkpuseHo oko 1.500 cun-
apoMma koju cy npahenn MP, manu 6poj mux
je 6110 IpeaMeT KOTHUTUBHO-OMXejBUOpaHe
a”amu3e. LIvp oBor pajia je nmpukas npob6nema
HOHAIlIaha KOjU Ce MCIIo/baBajy Koj Hajuenthe
IIpOy4YaBaHUX FeHETCKUX CUHAPOMA.

MPOBJIEMU NMOHALLAHKBA KOJL OCOBA
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IpyTe eTHoIorMje, Ko ocoba ca JIC mpobnemy oHalIama
U PU3UK 32 030M/bHIjY ICUXOIATONOINjy Mamw [9], To He
3Ha4 ja ocobe ca [IC He UCI0/paBajy BUJOBE IOHALIAbA
Koju 611 ce MOI/IM OKBaMpUKOBATH Kao IIpOoOIeMaTYHN.
YTBpbeHo je fa, y nopehemy ca geroMm TUIMYHOT pa3Bo-
ja, mena ca JIC ucno/paBajy Bullle IpobiieMa ITOHAIIaba,
MIPEBACXO/{HO €KCTEPHAMN30BAHOT TUIIA: TBPOI/IABOCT,
IIPKOC, HEIIOCNTYIIHOCT, HeNaXX by, UPUTAOMIIHOCT, XUIIe-
PaKTMBHOCT ¥ KOMIYJICMBHOCT (HIIp. HM3ame IpefMeTa
" moHaBJbatbe ofipehennx akruBHoctn) [10]. Pusuk 3a
UCIIOJbaBambe HeKVX creluuuHux npobiema je sehu y
onpebenuM pasBojuuM nepuopuma. Tako cy, Ha IpuMep,
eKCTEepHAIM30BaHM IIPOOIeMI peNaTUBHO YeCTH Y fedjeM
y3pacTy, a IbJUX0Ba y4eCTaNIOCT Ce CMamyje ¢ ToaHaMa
[10]. Jo nBapmecere rogyue 5-6% pene ca [IC ucmymwa-
Ba KpUTepujyMe KIMHUYKe CIMKe opeMehaja maxkme ¢
xunepaktusHoihy (eHrn. attention deficit hyperactivity
disorder - ADHD), nopemehaja y Bupy NpoTuB/bemba I
MIPKOCa W/IU arpecUBHOT MoHalama [11], ok ce ca oppa-
crameM roBehapa 6poj 1 y4eCcTanoCT MHTepHAIN30BaHIX
npobeMa u nopemehaja xoju ce Hajuenrhe MaHudecTyjy
CMMITOMMMA NTOBJTadera (mpedepuparme camohe, TajHO-
BUTOCT, Ofi0Mjarbe KOMyHYKalyje) 1 genpecuje. CUMIITO-
MU [TOBJIaYema Ce MCI0/baBajy Kof, 63-75% afjonecreHaTa
[9], mok ce KIMHIYKA CTIMKA [ieTipecyje pa3Buje Koy, 6-13%
ocoba ca [IC [12]. Jempecuja Ko, Ofpaciux 4eCTo KOer3u-
CTUpA ca IeMEeHI[joM AJII[XajMepOBOT TUIIA, IPY YeMy Ce
00e KIMHIYKe C/IVIKe MOTY VICHO/BYTH Ha CIMYaH Ha4MH:
cmabo pacIonoKerbe, COLMjaIHO IIOB/IaYetbe, aHXeOHNja,
CMambeH aneTut, nopemehaj criaBama, pomnajame afai-
TMBHUX BELITVHA, MyTU3aM, arPECUBHO HOHAIIahe/TaH-
TPYMU, UPUTAOMIHOCT ¥ IJIAY/BUBOCT [12].

NMPOBJIEMUA NOHALLAKBA KO OCOBA CA
CUHAPOMOM ®PATMJTHOT UKC

buxejBuopanHe ofuke ocoba ca CMHAPOMOM (parni-
Hor X (FXS) o6yxBarajy 3pasuTo KpaTaK pacloH Maxbe,
VIMITY/ICUBHOCT, XMIIEPAKTUBHOCT, 136eraBarme KOHTaKTa
04JIMa, CTePEOTUITHO IIOHALIAbE, COLMjaTHY aHKCMO3HOCT
U TIOBJIavYerbe, Kao M XUIIEPCEH3UTUBHOCT Ha CEH30pHE
ctumynyce [13]. Mehyrtum, 3a FXS je Tunuyna uspasu-
THja YHYTapCUHAPOMCKa BapyjabVIHOCT, KOja HacTaje
Ie/IOM Kao pe3y/ITaT Bapujalyje y eKCIpecujy IpoTeyHa
FMRI (enrn. fragile X mental retardation protein - FMRP).
Vinycrpaumje pagy, aHanusupajyhu kopenauujy usmeby
¢deHoTUma ¥ reHoTUINA, MepeHcTajH (Merenstein) u capap-
Hyny [14] cy ynopennnu 6uxejBropanHe 0coOMHe Tedaka
C IOTITYHOM MYTalVIjOM, TapLVIja/IHOM MyTalujoM (Ipe-
MyTaryjoM) u Mo3andHoM ¢popmom. Kog cBe Tpu rpyme
npoHabeH je BICOK IIpoLleHAT CTEPEOTUITHOT TallIlamkba
pykama (80-89%), xunepaktusHocTu (60-96%), mepce-
Bepanyja (60-95%), ankcnosHocTn (53-75%) u usbera-
Barba KOHTakTa ounma (80-88%). Mebhytum, yrephene cy
U HeKe pasJiuKe: MO3ayIM3aM je II0OBe3aH C MambOM y4e-
cranomhy cruppuBocty (44% mpema 60-75%), moTiy-
Ha MyTanuja ¢ Behom ydectanomhy camonospebusama
(yjemame mrake: 64% npema 40-42%), TOK je mapuujaaHa

MyTalyja IOBe3aHa C MalbOM y4yecTanolhy TaKTUIHE Je-
¢dansuBHOCTY (M36eraBame MM HeTaTVBHA peakliyja Ha
HeyTpajHe TaKTUIHE CTUMYIyce: 25% mpema 73-76%).
BapujabumHocT peHOTUIICKMX KapaKTepUCTUKA OCeOHO
je yowpMBa Kajia ce ynopene 0co6e MYIIKOT 1 KEHCKOT
nosna. [eHepanHo, fieBOjuMIle, OHOCHO XXKeHe ITOKa3yjy
C/IMYHE 0COOMHE Kao U iedaliyt, OFHOCHO MYILIKapIiy, aiu
y 3HaTHO OmakeM 061uKy [14].

Meby HajuctakHyTHjUM Mpo6reMuMa KOl ledaka ca
FXS y6pajajy ce HeocTaTaK MaXkKibe ¥ XUIePaKTUBHOCT.
IIpouemyje ce na ce Kofi 0ko 85% medaka UCTIO/baBajy Te-
mkohe maxme, yak u Mehy oHnMa koju nmpunapajy rpy-
IV BUCOKO(YHKIIVIOHATHUX, KOf| 47-73% ucrobaBajy ce
3HALV XMUIIEPAKTUBHOCTH, a 0KO 70% ucnymaBa KpUTepu-
jyMe 3a xumnepkuHetnaku nopemehaj (ADHD) [15]. Tok
Tenrkohe Mmakme 0CTajy TpajaH Mpo6yeM, XUIepaKTIB-
HOCT Ma TeHJeHIIMjy [ia ce CMalbyje ¢ rognHama. Kop sie-
BOjYMIIa Cy IIPOO/IeMY aXKibe ¥ XUIIEPAaKTUBHOCT Mabe
yectn. [Tpouemyje ce ma oxo 35% fmeBojunIia UCIymbaBa
kpurepujyme 3a ADHD [16].

Arpecuja u camonoBpehuBame ce Mmanndectyjy xox
50% peuaka ca FXS [17, 18]. ¥V jesHOM UCTpaKuBamwy
yTBpbeHoO je ma Buute of 70% MyLIKapala y y3pacTy of
8-24 ropuHe ucnomy Heku Buj camonospehyjyher u
arpecyBHOT [TOHAIIakha Y BPEMEHCKOM VHTepBaTy of iBa
Mecena [19]. CamomnoBpebhnBame ce Hajuenthe ucnopaba
y BURLY Yjemama maka 1 npctujy. O6MIHO nounme Beo-
Ma paHo, Beh M3Meby 12. n 15. Mecena XMBOTa U YITAB-
HOM IIoCyIe 25. Mecelja HeMa pU3MKa Off IIPOorpeaypama
cumnToMa [18]. HacynpoT ToMe, arpecuBHOCT MOXe Ja
ce MHTEH3UBMpaA y NyOepTeTy U PaHOM OipacioM HoOy
[17], mTO y KOMOMHALM]M C PUIUIKOM CHATOM MOXKe
MpenCcTaB/haTi 030M/baH MPoOIeM 3a BpLIbaKe, YIAHO-
Be IIOpOANIie U CTPY4HO ocobsbe. Hajuemrhe ce ncnomasa
y BUAy yoapama (49%) u myTtupama apyrux (30%) [19].
ArpecyBHM VICHIa[I U CTEPEOTHUITHO TIOHALIAbe Cy MaHU-
¢ecranuja crama mperepane y36yheHocTu koje je 4ecto
IIPOBOLVIPAHO CEH30PHMM CTUMY/TYCUMA VIV HEOYeKI-
BaHVM IIpOMeHaMa Y (pM3NYKOM MM COLMjaTHOM OKPY-
xewy. Hanme, Behnna nene ca FXS je Beoma oceT/puBa
Ha pasHe BU3yeJIHe, ayAUTUBHe, TAKTUIHe U 0/1(paKTUB-
He ctuMynyce. Meby muMa je HajymambuBuja TaKTUTHA
HedaH3MBHOCT, KOja ce cMaTpa TUIIMYHUM obeexjeM
ocoba ca FXS u MaHugecTanyjoM OILITe, MyITUMOJAI-
He CeH30pHe JedaH3MBHOCTH, Y¥jeM KOPIyCy NpuIaja
u u3berapame KOHTAaKTa ounMa. VI3beraBame 1orieya je
onuka 80-90% ocoba ca FXS [14], a o6uyHO ce youasa
TOKOM II037IpaB/bamka C APYIMMa, Kajja, TOKOM PyKOBamba,
opBpahajy morer, (ma u teno). ITpeTmocTasspa ce fia je oBa
BpCTa BU3yeTHOT U30eraBama MaHudecTalyja CeH30pHe
0CeT/BMBOCTY Ha KOHTAKT O4/Ma U JIa je IIOBe3aHa ca Co-
IjujaHoOM aHKcuosHouthy [20].

CTu/bMBOCT U COLMja/THA aHKCMO3HOCT CY TUIIMYHE
KapakTepuctuke ocoba ca FXS [15]. CtuppnuBocT ce ma-
e youaBa y fledjeM y3pacTy, IOr0TOBO KOJ fledaka, jep je
yrnaBHOM MacKypaHa ca ADHD pasnu4uTor cTerieHa Min
texkiHoM MP [14, 15, 17]. Y npenny6epTeTcKoM y3pacTy
CTUI/BUBOCT ce Gernexxu Kop, 44-75% peyaxa (y 3aBUCHO-
¢ of TexxyHe MyTanyje FMRP), a y noctnybepreTy KOx
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61-100% mymxkapana. Cim4aH TpeH/[ youaBa ce 1 Kajia je
y DUTamwy aHKcuo3HocT [14]. Kox meBojunia mkoackor
y3pacTa y4ecTasoCcT CUMIITOMa aHKCUO3HOCTHU (YKIBY-
qyjyhu cTME/BMBOCT M IIaLUBUBOCT) je of, 40% [17] mo
50% [16]. Ha ocxoBy xpurtepujyma DSM-III-R (Diagnostic
and Statistical Manual of Mental Disorders), yrBpbeHo je
7ia je IIOCTOjarbe CTATHE HEeIarofie Y OKpY>Kerby HeIllo3Ha-
TUX JBYAU U U30eraparbe COLMjATHUX MHTEPaKIMja Beo-
Ma M3paXKeHo Kofj ocoba xeHckor nona ca FXS. Meby 17
UCIUTAHMIA Y3pacTa Off YeTUPY TOAyHe N0 27 TOAVHA
yTBpbeHo je a 65% WYX UCITyHBaBa KpUTepHjyMe 3a I0-
pemehaj nsberaBama y e TUICTBY U af0/IeCLIeHINY VTN
nsberaBajyhu nopemehaj mmunocry, a fa 18% ucnuranu-
Ija MCIybhaBa KpUTepujyMe 3a CXU30TUIICKU TopeMehaj
nnyHocTH [16]. Mapa je y mpakcu Heyo6udajeHo fujar-
HOCTMKOBame nopemehaja nuuHocty npe 18. ropuHe,
ayTopu IOMEHYTe CTYAuje cy YTBpAauau fa 12% ucnu-
TaHNUIA y y3pacTy usMehy 12. u 15. rogyHe 3aj0Bo/baBa
KpuTtepujyMme 3a usberapajyhu nopemehaj muanocrn, a
6% 3a cxusoTuicky nopemehaj mranoctu. Ocum Tora, y
JICTOM Y30pKY je yTBpheHO fia uak 47% HBUX UCIybaBa
KpuUTepyjyMe 3a mopeMehaje pacronoxernsa, IIpy 4eMy ce
IIPBY CYIMIITOMM OOMYHO I10jaB/byjy Ipe mybepreta [16].
HMaxko je ped 0 McTpaxuBamwy Ha MajIOM y30PKy MCIINU-
TaHNIIA BE/IMKOT y3PACHOT PACIIOHa, LIITO OTeXXaBa IeHe-
panmsanujy pesyarara, OB Hala3y ykasyjy Ha Moryhe
HOCTOjarbe KOHTVHYYMa fe(UIITa Y MHTEPIIePCOHATHOM
(dYHKIMOHNCALbY.

KapaxTepucruyas colyjanuy ¢eHOTHII, CTepeOTHUIIN -
je u camonoBpehyBame ocoba ca FXS 4iHM UX CINYHUM
ocobama ¢ ayT3MoM, TpeMpa BehuHa mbUX UIaK He YCIIOo-
7paBa 0asMYHM COLMjATHY lepUIINT TUIIVYAH 32 ay TU3aM.
Ocobe ca FXS cy 06u1HO 3auHTepecoBaHe 3a COLMjamHy
MHTEPAKIUjy U YITITABHOM Cy CEH3UTVBHeE Ha (balyjanny
eKcrpecujy apyrux. Vinak, nssecra 6poj (15-28%) me-
YaKa, OffHOCHO MYLIKapala MCIylkaBa KpUTepujyMme 3a
aytusam [17] unm nepBasuBHY nopeMehaj koju Huje Ha
Ipyryu HaumH o3HaveH (30%) [21], oK je KO meBOjuMIIa,
OJIHOCHO >XeHa Taj IpolleHaT faneko Mamwu (5%) [17].

MPOBJIEM MOHALLAHKA KOJ OCOBA C
BWIVMJEMCOBUM CUHAPOMOM

AKTyenHa KOHLIENTyalIn3aluja TUIMYHAX 0COOEHOCTH
ocoba ¢ Bunjemcosum (Williams) cungpomom (BC), me-
by xojuma, Ha IpBY IIOITIEN, KOMUHMPAjY APYXKe/byOUBOCT,
7py6a3HOCT, IIAPMAHTHOCT, 6pO/bUBOCT, MHTEPIIEPCOHATI-
Ha CEH3UTVBHOCT M 3Pa>keH MMITY/IC 32 OCTBapyBakbe CO-
IIMjaJTHMX KOHTaKaTa, 3aCHOBAHA je Ha IIPBUM OIIMCUMa
BUX0Be MMYHOCTY [22]. [IpBeHCTBEHO 300T TOMEHYTUX
OJUIMKa, COoLiMjam3anyja ce Kof OBUX ocoba cMaTpa o6/a-
mwhy norennujana. MehyTum, BMXOBO COIMjaTHO TIOHA-
IIame HYje yBeK IPUK/IaIHO, 300T IIPeKOMepHe COLMjaHe
OpUjeHTalMje Ka OfpaciyMa, Koja ce Oryiefia y HeUCKPH-
MJHATYBHOCTM U COLIMjaIHOj fe3nHxubunyju. [Tpema yc-
TpaXkMBauyKMM Hajasuma, 94% opgpacnux ca BC ce moxe
OKapaKTepyCaT! Kao COLMjaIHO JIe3MHXUOUpaHo, a 59%
BJX Ce YIYIITa Y HEIPUKIAJHO IpJberbe, /by Orberbe U 10-

RupuBare Apyrvx [23]. [loMeHyTM KapaKTepyCTUKaMa
ce IIPUAPY>KYje U HeJOCTaTaK OIPe3HOCTH IIPU OCTBAPH-
Baby COLVjaTHUX MHTepaKlMja ¢ HEIO3HATUM ocobama
[24]. OBakaB BMJ, COLMja/THOT ITOHAIIAha, Y3 HAUBHOCT U
BUICOKY €MIIaTMYHOCT, YVMHY UX HOJJIOKHIM eKCIUIoATa-
LIWjJ ¥ 3/10CTaB/bamby [23].

ITopex He[VCKPUMMHATIBHO [IPYjaTe/bCKOT TIOHALIA-
Ba, buxejBuopanuy npodun BC ognukyje u 13 gpyrux
6VIxejBMOpaTHNX U eMOLVIOHATHUX NTpobeMa, Mehy ko-
juMa Cy Hajymayb¥BUjU CTpaxoBy u ¢pobuje, Te Telmkohe
IIXKEbE Y UMITYJICUBHOCT [25, 26]. Jena ca BC ncniopaajy
3Ha4ajHO BUILE CTPaxoBa of Apyre fele ca MP, a muxos
6poj ce yBehasa c yspacrom. [Tpema ucrpaxupamy [aj-
kencose (Dykens) [25], xox BehnHe mene ca MP gpyrux
eTmosoryja Hajuemhe ce jaB/pajy ABa cTpaxa — cTpax fia he
UIM Ce pORUTEIbY pa3OoyIeT! 1 CTpax off MHjeK1uje, HOK ce
xop, Buie off, 50% pene ca BC jaBbajy BuiecTpyKu cTpa-
xoBy. CIMYHO Kao U KOf, fielle TUIIMYHOT pa3Boja 1 fJele
ca MP ppyre etuonoruje, xop, geue ca BC ce ¢ yspactom
nosehaBa 6poj allCTPaKTHUX CTPaxoBa KOji ce YI/TaBHOM
MaHM(eCTyjy Kao cTpax of Heyciexa 1 Kputuke. Mebhy-
TUM, OHO LITO je crenyduyno 3a ocobe ca BC jecre na
He JI071a3y [0 CMambera Opoja cTpaxoBa Be3aHUX 3a He-
[Mo3HaTe, ONUIUbMBE (KOHKpeTHe) Win cabmacHe CTBapH,
Kao 1ITo ce To Buba kop ocoba TMIMyHe momynanuje (Hp.
CTpax Of Ma/MX XMBOTUIGA, ToBpehuBama, Mpaka min
ofiBajama off popuTesba). Kako HaBomu ayTopka [25], 6poj
U BpCTa CTpaxoBa Kof ocoba ca BC mory 6urtu 61onouixu
npepucronypany. Tako, Ha IpuUMep, MHTePIIePCOHATHY
CTpaxoBM (CTpax Off 3aAMPKVBaIba, KaKibaBarba WIV CBa-
be ¢ mpyruma) mory 6uTH IIOBE3aHM C IBUXOBOM U3pake-
HOM CeH3UTMBHOLINY 1 eMIaTijoM, KoK HEKM CTPAXOBU
Mory OMTH ITOBe3aHM C BUXOBOM HecnpeTHouNy (HIIp.
CTpax of Iafia ¢ BUCKHe, TOOOraHa MU BpTelIKe, CTPax Of
noBpehuBama) nnu ¢ XMIIepaKysujoM, TUIMIHOM 32 OBaj
CMHJIpOM (HIIp. CTpaxX Off IJTACHUX 3BYKOBa V1 IPM/baBJHeE).
3a Behmny pene ca BC ce moxxe pehu fa nare ox cyn-
KMHIYKe pobuje, fok 35% fielie CITybaBa KpUTepujyme
KIVHUYKe C/yKe Heke crienyuane pobuje. Ocum Tora,
18% ocoba ca BC ucnymwaBa KputepujyMe 3a TeHepaniu-
30BaHM aHKCHO3HM TopeMehaj MaHU(ecTOBaH 3a6pUHY-
towhy [25], mpu yemy ce ydectanoct nosehasa c y3pa-
croM [26]. IIpema cappoxajy, BehuHa ncnobenux 6pura je
AQHTULMIATOPHOT TUIA [25, 26] 1 HMje OrpaHUYeHa CaMO
Ha HellpyujaTHe aKTMBHOCTHU (HIIp. IToceTa JeKapy), Beh
Ce OfJHOCY U Ha aKTMBHOCTM KOje JIOHOCE 3a/J0BO/BCTBO.
AHKCMO3HOCT ce 00M4YHO MaHM]eCTyje Kpo3 HeIlpecTaHo
HOHaB/balbe MUTakba Y Be3U C pefcTojeirM aKTMBHOCTI-
Mma. C 0631poM Ha kapakTep, Moxe ce pehu na ce TakBo
TIOHAIllakbe HajTa3!M Ha rpaHumm nsMeby sabpunyTocTn n
OIICECUBHOCTHU [26].

Y nonamamy ocoba ca BC je yowsnsa guconnjanyja
usMeby HeffocTaTka cTpaxa IpeMa HeIlO3HaTUM ocobama
(v mocepyaHe colyjanHe Ae3sMHXUONLMje) Y HU3a APYTUX
U3paXeHVX CTpaxoBa U Opura, Koje VX IpefyCIOHIPajy
3a mopemehaje 13 ob6macTu Heyposa. OBa Aucoryjanyja 6u
MOIVIa Jia ce OBeXe ca AUCPYHKIMjOM aMUTaJIONITHOT je-
Ipa (3abenesxxeHoM Kop ocoba ca BC), koja foBopu mo cMa-
IbeHe PeaKTMBHOCTY Ha IpeTehe colMjanHo pe/ieBaHTHE
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CTUMYJTyCe 1 IO TIaTO/IOIIKOT IoBeharba peakTMBHOCTY Ha
COILMjaJIHO MpeNieBaHTHE CTUMYJIyCe, Y/ VI FUCYHKIM-
joM OpOUTODPOHTATTHOT KOPTEKCa, 3ay>KeHOT 3a pery/a-
I[Ujy aKTUBHOCTU aMurgae [27].

Koz ocoba ca BC ce yecto ncnopaBajy u remkohe ma-
JKIbe I TIpeTepaHa aKTMBHOCT. Vako mojanm o ydecra-
JIOCTY OBUX Ipo6JieMa Bapupajy ofi CTyamje Ko CTyAuje,
OYMITIETHO je [ia Ce jaB/bajy KOfj BUIIIe Off IIOIOBMHE 0c0ba
ca BC [28]. Kopucrehn gyjarHOCTMYKY MHCTPYMEHT 3a-
cHoBaH Ha DSM-IV xnacuukanuoHOM cucTeMy, YTBp-
beno je pa 65% pene ca BC ncnymasa kpurepujyme 3a
ADHD, ipu 4eMy je KOMOYHOBaHY TUII TUIIMYAH 32 eIy
ca BC mpepnkosckor yspacra, oK je ,HeIla>K/bUB® THUII
nopemehaja TMIIMYaH 3a ajjonecieHTe [26].

MPOBJIEMU NOHALLUAKBA KOJ OCOBA
CA NPAAREP-BUTMJEBUM CUHAPOMOM

ITpagep-Bunujes (Prader-Willi) cunnpom (IIBC) ce op-
JIVKYje HU30M PasInduTuX, KIVHIIKY 3HadajHNX Ouxej-
BMOpATHMX IIpobreMa, Mehy kojuma ce xunepdaruja u
IIpeoKynanyja XpaHoM U3/IBajajy Kao jeMHCTBEHE Of-
NMKe, KOje TIOUMIbY fIa Ce T0jaBibyjy y y3pacTty usmeby
4yeTBpTe 1 ocMe ropuHe [29]. TojasHocT, kao nocnennia
xurnepdaruje, Boxiehn je yspok cmpru oco6a ca IIBC [30].
Maxo TauaH y3pok xunepdaruje Huje Oy3fgaHO yTBp-
ben, mpernocrasipa ce fa je HemocTaTak ocehaja curoctu
YCIIOBIbeH crelpuIHOM AUCPYHKIMjOM XUIOTATAMYyCca
[31], amurmae u MefyjaaHOTr IpedPOHTATHOT KOPTEK-
ca [32]. Ilopex cranue noTpebe 3a XpaHOM, Heke 0cobe
ca [IBC ncrio/paBajy u u3pakeHy CKIOHOCT Ka ofipebe-
HOj BpPCTY XpaHe (CIaTKuIy, XpaHa 3acuheHa yI/beHUM
XMApaTuMa) Wiy notpeby fa xpamee mpare ofpehenn
pUTyanu Yy npaBuia (HIIp. ,,IpaBuio 60je — IpBo jeny
XpaHy 6paoH 60je, WK ,IPaBUJIO TEKCTYpe” — HIIP. IPBO
jemy MeKaHy XpaHy IIa oHfia uBpcTy) [30]. Hekn op mux
II0Ka3yjy ¥ CKIIOHOCT Ka KOH3YMMpamy XpaHe KOjy Apy-
I CMaTpajy HeyKyCHOM WM HellpyBIauHoM (HIp. nceha
XpaHa, oTHanuy, Tpyne jabyke u ci.) [33]. Ilopen momeny-
TUX CUMIITOMA, KOJ] BeNIMKOT IporieHTa ocoba ca [IBC nc-
I107baBa ce M KOMITY/ICMBHO ITOHAIlIabe KOje Huje Be3aHO
3a xpaHy. Ilopebemem ocoba ca IIBC u ocoba mpoceunnx
MHTEJIEKTYaTHNUX CIOCOOHOCTY UCTOT y3pacTa KojuMa je
IMjarHOCTUKOBAH OIICECHBHO-KOMITY/ICMBHY IopeMehaj,
yTBpbeHa je Beha yyecTanocT crenupyyHNX CUMITOMA,
Kao LITO Cy TOMM/Iame CTBapy (Iammp, oI0BKe, Ko3Me-
TUYKY [IPeNapaTit), Hu3ambe U IpyIcarme cTBapy (HIIp.
110 60ju1, OO/IMKY, BeIMYIMHY U/ II0 HEKOM ,, VHY TPallbeM
ocehajy®), morpeba ma ce kaxe, MCIIpUYa VN IUTA, Ipe-
OKYIVPAHOCT CMMeTPMjoM M1 TauHolIhy, TOHaB/batbe
Beh ypabeHyx akTMBHOCTM (HellpecTaHO BesuBabe Iep-
TIIU, IIpenpaBibatbe JoMaher 3agarTka, celjkambe KyIoHa
IOK NMHMja Huje mepdekTHA) Koy ocoba ca IIBC [30].
ITopen KOMITYJICMBHOT MOHalIama, ocobe ca IIBC ncmo-
JbaBajy ¥ HU3 IPYTUX OMXejBUOPaTHNX TPpobiieMa, off KO-
jUX Cy HEKM 3HaTHO Y4eCTaJIijy Hero KOJ, OCTaInX ocoba
ca MP. Y ogHocy Ha JlayHOB cMHpOM 1 HecrienpuaHy
MP, xop IIBC ce nojasibyje 3Ha4ajHO BMILE MHTEPaN-

30BaHNX ¥ €KCTEPHAM30BAHMX [Ipo6IeMa y MoHaIma-
Y, I[P Y€MY Cy HajyNaj/bUBIjJ CYMIITOMY IITUIIKAbE
KOXe€, TBPOI/IABOCT, TEMIIEP TAHTPYM, UMITY/ICUBHOCT,
CKJIOHOCT IIpenypKaMa, HeOCTYIIHOCT, IAOVTHOCT, 110-
BrIaverbe, AaHKCHMO3HOCT 11 Kpaba xpaHe wiy HOBIja 3a Ky-
IIOBUHY XpaHe [34].

KoMmyncuBHM CMMITOMU Cy 9€CTO UCLPIUBYjyhn n
npahenu He3agoBo/BCTBOM 1 TemkohaMa y afjanTBHOM
¢dyHKIMOHNCaBY. Y KOMOMHAIVY C BEMUKUM OpOjeM eKc-
TepHA/IM30BaHUX NIPOOIeMa, OHY YCIOB/baBajy PeCTpPUK-
TUBHUje 36pumaBame ocoba ca IIBC Hero mto 6u ce To
OYEKNMBAJIO IIpeMa BIXOBUM MHTENTEKTYaTHIM CII0Cc06-
HOcTUMa [35].

BuxejBuopanuu npo6nemu Koju ce jaBpajy kop I[IBC,
0CeOGHO OHY KOMITY/ICMBHOT THIIa, Bibajy ce 11 Kog oco-
6a ¢ maTonorujoM GpPOHTATHOT peXba, I TO OpOUTO-
¢dpoHTaHOr fena npedpoHTaNIHOr KopTekca [33]. byny-
hu ga OBU pervioHu y4ecTByjy y perynanujy moHamama iu
emolyja, Moryhe je ja je y OCHOBM TOMeHYTUX (eHOTHUII-
ckux kapakrepucruka IIBC nucoynkiuja ppoHTamHor
pexma.

MPOBJIEMA NOHALLAKA KOJ OCOBA
C AHFEJIMAHOBM CMUHAPOMOM

Maxo Anrenmanos (Angelman) cunppom (AC) u I1BC Ha-
CTajy Kao pesynrar oitehemwa koju 06yxBaTa UCTHU pery-
OH Ha JyTOM KpaKy 15. XpoM0o30Ma, CaMo IOPEKJIO Iope-
mehaja (y cnyuajy AC majuns, a IIBC oueB xpomMo3om)
6uTHO oxpebyje pasmuke y 6uxejBuopanHoM Ipoduy.
Vmak, ocobe c 0OBUM CUHAPOMMMA MIMajy HeKe 3ajeHId-
Ke KapaKTepUCTUKe, NOIyT nopeMmehaja xpamwema. Kox
tpehmne ocoba ca AC oTkpuBajy ce nosehan ametut u
IOHAlllalbe YCMepeHOo Ka XpaHMu [6], ITO MoXe JOBeCTU
Io mpetepase rojasHoctu [36]. Takobe, kao u xox I1BC,
MOXke ce IojaBuUTH IpedepeHLyuja ka oxpehenoj BpcTu
XpaHe, TI0CeOHO OHOj KOja He 3aXTeBa MHOTO XXBaKamba
(x71€6, TecTeHUHa, 6aHaHe), AN Y CKIIOHOCT Ka HejecTH-
BUM cTBapuma [6].

JocapammsyM ucTpakuBambyMa, BehTHOM JHeckpui-
TUBHUM, JaT je IpeIMMMHApPaH ONNC CIelupUIHnX Ou-
xejBuopanHux opnuka AC, y koje ce yOpajajy ynanmpus
CMeX, XUIIePaKTUBHOCT, HeoOu4aH obpasal; KOMyHMKa-
1ije, CTaB/balbe IIPeMeTa y YCTa M MOTOPUYKE CTepeo-
tunyje [37].

Kao rnaBHO o6enexje AC uctude ce HausIeq Becena
HapaB C YeCTUM OCMeXMBaIbeM U CMejaibeM, IIa ce y CTa-
pujoj mutepatrypu cpehe 1 Ha3UB ,,CMHAPOM Becesie Ty T-
ke (eHIL. happy puppet syndrome). IlomTo ce oBa opnKa
cpehe xop cBux ocoba ca AC, oHa ce TpeTupa Kao 6uxej-
BUOpAJIHO jemuHCTBeHa [38] 1, IpeMa MUI/beby HEKMX
ayTopa, TaTOTHOMOHMYHa [39]. VInak, Heka UCTpaKuBarba
IOBOJie Y IMUTame Takas cTas [6]. Hamamyu cmexa Mory 6u-
TU KOHTEKCTYa/THO HepuKiIafuu [40] vy NOTIyHO BaH
KoHTeKcTa [41], amu ce genrhe jaBbajy y ogrosapajyhum
COLMjaJIHUM cUTYyalyjama [42], kao peakuyja Ha JbyACKU
IJIac, IOMVIP, OCMEXMBalbe, CMejarbe M KOHTAKT ounMa [43].
Y oppacnom go6y Moxke fohu o cMamyBarba IojaBe cMe-
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jama [40], IITO HeKM ayTOpM NOBE3Yjy ca 3APaBCTBEHUM
npobnemuma [37].

MoTopuuke cTepeoTUINNje Cy BeoMa YecTe ¥ 0OUIHO
Cy yCTa/beHe, ¢ IpeABUI/BUBUM 00OpaclieM UCIIO/baBamba
xox onpebene ocobe. Mory na 6yny ¢okanne (Tpememne
I7IaBOM, TpUMacKpame, OpyKcusaM, CTaB/barbe IpefMeTa
y YCTa, caBujambe NPCTHjy) WY [a 3aXBaTajy LieJIo Telo
(’py/pabe, cKakarbe WM XOfiatbe Hallpel-Hasaf), a 4ecTo
Cy M3asyBaHe CTpecoM, y30ybhemweM, yMOpOM M JOcajoM
[37]. HajkapakTepucTUyHMja CTEPEOTHUIIN]A je JIeTpIIame
U Maxame pyKaMa, Koja ce Iojasipyje kox oko 70% ocoba
ca AC [37]. MebyTnm, naxo ce Heke off IOMEHYTHX CTe-
peoTuIyja jaB/bajy 3HaTHO Yelthe HEro KOJ, APYTUX CHH-
apoma (ap. IC u I[I1BC) unu MP HenosHaTe eTnonoruje
[44], HyjenHa o wuX Huje crieuyduyHa 3a AC. Bugosu
CTepeOTUITHOT ITOHAIIakka, IOIYT CTaB/baba IIpeIMeTa y
yCTa ¥ KOMITY/ICKBHOT TpJ/batba 04y, IIOHeKaJ MOTY Jo-
BeCTH 10 camonoBpehusama [37].

ITpema KIMHWYKMM AMjaTHOCTUYKUM KPUTEPUjyMMUMa,
XUIEPaKTUBHOCT ce Takobhe cMarpa 61IXejBYIOpaIHO jeyH-
CTBeHOM OfiMKoM ocoba ca AC [38], koja moKkasyje TeH-
IeHLMjy cMamyBaa ca roguHama [40]. ITopen xunepax-
TYBHOCTH, YeCTO Ce jaB/ba Y MMITY/ICUBHOCT, /Il He Y MepU
Koja ce Buba kop oco6a ca JIC [44], nmm ocoba ¢ ymepeHOM,
oftHOCHO TetukoM MP HenosHate eTnonoryje [6].

ITopemehaj cnaBama kop AC ce Hajuenthe ncnopaBa
y Bupny nopemehaja putMa craBama, yector 6yhema To-
kKoM Hohu niu Temkoha ycraB/blBamba, ¢ IpeBaTeHIIN-
joM o 42% 1o 100% [39]. 3abenexeHu cy u HapacoMHuja
(enypesa, 6pykcmsam, Mecedaperbe ¥ HONHY CTpaxoBn),
nopemehaj Aycama U KpeTalba TOKOM CllaBamka (HohHa
XUIIepKUHe3Mja, HEMUPaH CaH, HeyoOyyajeHy IOKpeTH)
U IIpeTepaHa JHEBHA COMHOJIEHI M)A, KOja Ce IPUIINCYje
mucoyHKuuju penenrtopa GABA-A, TUIINYHO] 3a MaTO-
¢usnonorujy camor cunppoma [45]. Ilpema Hanasuma
HEKMX CTYAMja, OBU CUMIITOMMU IIOKa3yjy TeHAEHLN)Y Ka
HOTIIYHOM UIlYe3aBaiby TOKOM OfpacTama [46], INTo Hu-
je morspheHo apyruM ncTpaxuamuma [45]. Ilopemehaj
CIlaBama ¥ HecTajame CUMIITOMA Y CTapujeM Jo0y Heku
ayToOpM MOBe3Yjy U ca IjepebpaTHIM ITacTUIMTETOM [36].

Hexe op ogmuxa AC Mory ce carnefaTu y CBETITy ayTH-
CTMYKOT CIIeKTpa: TOTOBO IOTIIYHO OfICYCTBO FOBOPA, Te-
mkohe HeBepbOanHe koMyHuKanyje (paunjanta excupe-
CHja, 1103 TejIa M TeCTOBY 3a pery/Incae CoLujaIHe H-
Tepakliyje V1 eKORMpame eMOoLja Ha OCHOBY (aryjanHe
eKcIIpecyje), CTepeoTuIje, kao u nmopeMehaj xpamema
U criaBama. [IpeMa MuII/bey HEKUX ayTOPa, IIOCTOjabe
ayTUCTUYKUX eJleMeHaTa ce cMaTpa KOMOPOUAUTETOM
[38], oK mpeMa MULIUbEY [PYTUX, IPefCTaB/ba 0Jpas
camor crHapoma [47].
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3AKJbYYHAK

VI3 oBor mperena CrienuMIHOCTY TeHETCKIX CUHAPOMA
npahennx MP Moxe ce younTi fa cBaku off mux Hocu Behn
VIV Malbyl PU3MK Off MCIIOJ/baBarba Telllkoha y 61xejBuopat-
HOM 1 eMoLIOHanHOM (yHKIoHNCcay. Vako je 3a onu-
CcaHe reHeTCKe CUHAPOMe TUIMYHa ofpebena rpyma (Mory-
hux) npo6nema u nopemehaja koju cadnmbaBajy BUXOB 61-
xejBuopaHy mpo¢u, Besy nsMel)y reHeTyke 1 moHalama
yBeK Tpeba carnefaBaryl Kpo3 MpoOadyIMCTNIKY YIMEH-
31jy. Y OKBUPY CBAKOT Off IbMX ITOCTOj! M3BECTAH CTeIleH
YHYTapCUHAPOMCKe BapujabuinHocTy, na he xop ocobe ¢
oppeheHNM reHeTCKMM CHHAPOMOM IIOCTOjaTH CaMo HOBe-
hana moryhHoCT ncro/paBarma KOHKpETHOT IIOHalIama [5].
IToHamare Huje oppel)eHO caMo reHeTCKMM YCTPOjCTBOM,
Beh ¥ cpenyHOM y K0joj XKMBUMO 1 BMXOBOM MehycoOHOM
uHTepakuyjoM [48]. OBo y3ajaMHO IejCTBO FeHETHKeE U Cpe-
IVHEe MOXe Ce CaryefaTyl Ha IIpUMepy TUIIMYHOT CMejarba
U ocMexuBama 0coba ca AC, Ie HEOCPETHO OKPYXKerhe
yTH4e Ha YIECTATIOCT CMejarba, I0Ce6HO TOKOM CoLyjaniHe
unrepakuyje [42]. To cMejame MOBpaTHO yTHYe Ha ApyTre
pyne, MaHudectyjyhu ce myxoBuM yemrhyM ocMexvBameM
[49]. Taxobe, y 6y4HOM OKpyXemy, Kof ocoba ca BC moxe
ZIa ce, 300r XuIepakKysuje, MCIO/bYU arpecuBHOCT [50].

Mosxe ce yountn ja Behnna onvicanux npobnema Huje
crieuduIHa U jeAMHCTBEHA 32 ofpel)eHe reHeTCKe CUH-
npome. Pasmanty renetcku nmopemehaju mory ga 6yay
HOfIjefHaKO PV3MYHI 32 HEKe BIIOBe IIPobIeMa [OHANIA-
ba WIN 12 MMajy napryjanty crerpguaHoct. Ha mpumep,
XUIIEPAKTUBHOCT ¥ TeIIKohe IMaKibe Cy yIa/bUBI IIPO-
6memu Kopi ocoba ca BC u FXS, anu ce XUnepaKTUBHOCT
y Marb0j Mepyt Bubja 1 KOf OCTa/InX reHeTCKUX CUHAPOMA.
Mebytum, y 6uxejBrOpaIHOM peepTOapy HEKMX TeHeT-
CKUX CMHAPOMA IIOCTOje I jeAMHCTBEHY BUOBY ITOHA-
ama, TUIIMYHY WIN ,,TIOTIIYHO CrenyuyHn camMo 3a
oppebhenu reneTcky nopemehaj. Pesynratu nocagammsux
MCTPXMBaKa yKasyjy Ha To fa 6u xunepgaruja u ornce-
CUBHO-KOMITY/ICMBHY TopeMehaj Morv 61Ty jeqnHCTBe-
Ho Be3aHn 3a [IBC, cienudirane dpobuje 3a BC nta. Maxo
oCTOju MOryhHOCT fa ce OTKPM]y jOII HEKM IIpVMepH
HIIOTITyHe CIIelMUIHOCT , TAaKBa JTMHeapHa I0Be3aHOCT
Ce PeNIaTUBHO peTKO Buba.

[NosuaBame cnennduunmx npoduia npobrema moHa-
IIaka MOXKe JONPVHETH CTBApamby LM/baHNUX CTPaTeruja
3a 0cobe ¢ ofpeheHrM reHeTCKMM CHHAPOMOM, A/l U Ja
yKaKe Ha IIPUCTYII TPETMAHY, KOjJt MOXKe OMTI MHUBUAY-
QJIHY VI TpyIHY (HIp. ocobe ca FXS nokasyjy nspaxeny
CTUUBMBOCT M COL{Mja/IHy aHKCMO3HOCT, LITO VX IIPeu-
CIIOHMpa 33 VH/VBYUAYA/THV TPETMaH, KOjIi yMabyje 3aX-
TeBe Be3aHe 3a VHTePIIEPCOHATHE OHOCE).
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Challenging Behavior: Behavioral Phenotypes of Some Genetic Syndromes
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SUMMARY

Challenging behavior in individuals with mental retardation
(MR) is relatively frequent, and represents a significant obstacle
to adaptive skills. The frequency of specific forms and mani-
festations of challenging behavior can depend on a variety of
personal and environmental factors. There are several promi-
nent theoretical models regarding the etiology of challenging
behavior and psychopathology in persons with MR: behavioral,
developmental, socio-cultural and biological. The biological
model emphasizes the physiological, biochemical and genetic
factors as the potential source of challenging behavior. The
progress in the field of genetics and neuroscience has opened
the opportunity to study and discover the neurobiological ba-
sis of phenotypic characteristics. Genetic syndromes associ-
ated with MR can be followed by a specific set of problems
and disorders which constitutes their behavioral phenotype.
The aim of this paper was to present challenging behaviors
that manifest in the most frequently studied syndromes: Down
syndrome, Fragile X syndrome, Williams syndrome, Prader-Willi
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syndrome and Angelman syndrome. The concept of behav-
ioral phenotype implies a higher probability of manifesting
specific developmental characteristics and specific behaviors
in individuals with a certain genetic syndrome. Although the
specific set of (possible) problems and disorders is distinctive
for the described genetic syndromes, the connection between
genetics and behavior should be viewed through probabilistic
dimension. The probabilistic concept takes into consideration
the possibility of intra-syndrome variability in the occurrence,
intensity and time onset of behavioral characteristics, at which
the higher variability the lower is the specificity of the genetic
syndrome. Identifying the specific pattern of behavior can be
most important for the process of early diagnosis and progno-
sis. In addition, having knowledge about behavioral phenotype
can be a landmark in the creation of targeted treatment strate-
gies for individuals with a specific genetic syndrome.

Keywords: genetic syndromes; mental retardation; behavioral
phenotype; challenging behavior
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