I 'I YHUBEP3UTET Y BEOT'PAAY - MEAULIMHCKHU ®AKYJITET
IEHTAP 3A KOHTUHYUPAHY MEJAULIMHCKY EAYKALIU]Y

JIpodexan 3a KoHMUHYUpary MeOuUyuncKy edyKauusy
JTpogp.dp Becna Bjezosuli-Muxgnosuli

INOPEMERAJHU Y3POKOBAHHU MYTALIMJAMA FMR1 I'EHA: TEHETCKE,
K/IMHUYKE, JUJATHOCTHUYKE U TEPAIIMJCKE CMEPHULIE

3. anpwua 2019., o1 9-1630h, XOTEJI KPUCTAJI, UHTEPHALIMOHAJIHUX BPUTAZIA 9, BEOTPA

PYKOBOAWJIALl CEMUHAPA: doy. dp JpazaHa IlIpomuh,
Menunuacku ¢akyatet beorpas, UHCTUTYT 3a dapMaKoJIOrdjy, KIMHUYKY GapMaKoJIOTHjY U TOKCUKOJIOTH]jy

O CEMUHAPY: Fragile X Mental Retardation 1 (FMRI) reH, jionupaH Ha uKc (X) xpomo3oMy (Xq27.3) oTkpuBeH je 1991.
roguHe. HopmasiHo, FMR1 reH caapxu 30-45 CGG HykeoTUAHUX TpuIieTa. [locToje ABa 06J/iMKa MyTalMje reHa KoJ
Kojux je 6poj CGG Tpumneta yBehaH: HenotnyHa (eHr. premutation; 55-200 CGG Tpumnsieta) v nyHa mMyTanuja (eHr. full
mutation; >200 CGG Tpunsieta). HemotnyHa myTtauuja FMRI reHa je moBe3aHa ca HeypoJiereHepaTUBHUM 000/beHheM Koje
noJiceha Ha mapkruHconusaM (eHr. FX-TAS: Fragile X Tremor Ataxia Syndrome), v Koje MOe /ia Ce jaBU KOJ, CBAKOT APyror
MYIIKaplia ca OBUM reHeTckuM nopemehajem. Mamehy octanor, FX-TAS npaTu: aTakcuja, TpeMop, nopemMehaj KOrHUIMje,
HeypomnaTtuja, Takobhe, nocrojame HenornyHe MyTtauuje FMRI reHa (v go 1 Ha 250 ocob6a; 1M y CA/Zl-y, 10M y nesom
CBETY) IOBOJM /10 IpepaHe MHCydHULIMjeHLIMje jajHUKaA I0Be3aHe ca CTEPUJIMTETOM U PAaHOM MEHOINAy30M KO/ jeJHe 0[]
IeT KeHa ca OBUM reHeTckuM mnopemehajem (eHr. FXPOI: fragile X-associated primary ovarian insufficiency). Cuupom
HecTabwiHor (dparunnor) X-xpomosoma (eHr. fragile X syndrome, FXS) HacTaje kao nocieauna nyHe mytanuje FMR1
reHa M NpeJcTaBiba Hajuellhu y3pok HacsieheHe HHTeJIEeKTyaJlHe 3a0CTaJ/IOCTH U Bojehd MO3HATH y3pOK ayTH3Ma
M3a3BaHOT M0jeJUHAYHO H3MEeHeHUM reHuMa. JlpyruMm pedunma, FXS Moxke KJIMHUYKHM Ja ce MaHUdecTyje y BUIY
nopemehaja U3 ayTUCTHUYHOT crieKTpa (eHr. Autism Spectrum Disorders-ASD) v oaroBopat je 3a oko 5% cBuUX ciy4ajeBa
ASD. Kao Heypopa3BojHO 06o0Jberbe, FXS ce KIMHUUKKM MaHMQeCTyje, Kao nocjefuia Hepocratka Fragile X Mental
Retardation npoTteuHa (FMRP), y paHoM fiedjeM y3pacty, dyeliihe Kof Aedaka. /[Ba ol TpH Aedyaka ca KIMHUYKOM CJIUKOM
FXS uMajy ucnymweHe KpUTepHujyMe 3a NocTaB/bakbe gujarHose ASD. KinumHH4YKy ciuky FXS KapakTepully pas3uduTa
KOTHUTHBHa oluTehema, mopeMehajy roBopa v noHalama (nopeMehaj naxkme, XuepakTUBHOCT, aHKCHO3HOCT, Tellikohe
IpH y4Yemwy,...). ¥ cBeTy, nujarHo3a FXS ce moctaBJsba Ko/ Jielle mpoceyHe ctapocTH 35-37 meceny. [lo3HaTo je aa je moryhe
[IOCTaBUTHU PaHy, IPeLU3HY reHeTCKY AWjarHo3y MyHe U/WiK HenoTiyHe myTanuje FMRI reda JJHK aHaniusoMm KpBU.
Yapyxemwa reHeTu4apa, Ae4Ujux HeypoJsiora v IcuxujaTapa Mpenopy4yjy Aa Jeula ca avjarHo3oM ASD obaBe3Ho Oyay
TecTMpaHa Ha MyTanuje FMRI rena. Tpe6a uctahu Jia cy y TOKy y3Hallpe/ioBajle KIMHUYKE CTy/IMje Koje 3a LiW/b UMajy
yBoheme y KIMHUUKY IPaKCy JIeKOBa KOju MOry Jia MoAuHKYyjy cpxk nopemehaja y ayTusmy Koju je noBesaH ca FXS. [Ipu
TOMe, 6POj y3HAIpeI0BA/INX KJIMHUYKUX CTY/IUja JIeKoBa 3a FXS gajeko je Behu y oHOCY Ha Apyre pa3BojHe mopemehaje,
YK/bYy4yjyhu ayTH3aM HelNo3HATOr nopekja. PesyaTaTtu cTyauje mpolieHe 3Hawa, cCTaBoBa U npakce (T3B. KAII ctyauja)
cnpoBeZieHe Mehy siekapuMa U cTyZieHTUMa MeinnuHe KpajeM 2016. u nodyetkoM 2017. ro/ivHe, oKasaJa je /ia je HUBO
3Hawa y 0BOj MEJMIMHCKO] 06JIaCTH BeoMa HHU3aK, BEJIMKY CIPEMHOCT caJauikbux M 6yayhux Jiekapa Jia cripoBojie
reHETCKO TeCTUparbe KOJ LU/bHe rpyre 000JIeJUX YKOJMKO OU UM TeHEeTCKHM TecT OMO JOCTYNaH, Kao U BEJUKY
3aMHTEpPeCcOBAHOCT 3a JI0JaTHOM efyKalujoM y 0B0Oj obsiacty (100% ucnrTaHMKa je 0ATOBOPUJIO Ja UM je HeolxoJHa
JojaTHa eaykauuja). Y MHctuTyTy 3a jaBHO 34paBsbe Cpbuje "[p Musan JoBaHoBuh baTyT" y ToKy je pasBoj u
opraHu3allyja MpPBOT HALIMOHAIHOT Perucrpa zielie ca cMeTHaMa y pa3Bojy, Koju he ykbyuutu u FXS. Tpeba uctahu aa je
OBO jeJlaH O/ IPBUX TaKBUX Perucrapay pernony, na u mupe.

[IW/b CEMHUHAPA je yno3HaBake IOJIa3HUKA Ca: 3HAaKOBUMa, CMMITOMHUMAa WU KPUTEPHUjyMHUMa 3a IOCTaBJ/babbe
JujarHose nopeMehaja koju cy nocieauua myTtauuje FMR1 reHa Ha X XpoMo30oMy (T3B. HecTabusHor/$paruasor X
XpOMO30M); MOJIEKY/JIJAPHO-TEHETCKUM MeXaHu3MOM ¢paruysHor X XpoMo3oMa; noBe3aHowhy ¢parunaHor X
CUHJpoMa (nocseauna nyHe Mmyrauuje FMRI reHa) U ayTU3Ma; yJIOTOM IlefUjaTpa U [ICUXUjaTpa Yy paHoj AeTeKIUju
¢dparwaHor X cuHApoMa y [ieyjoj monyJaanuju; NPBUM HalUMOHAaJHUM Peructpom Jele ca cMeTHama y pasBojy;
MoryhHocTUMa Tepanuje nopeMehaja Koju cy nocjaeauna mytaudje FMR1 reHa v pa3BojeM HOBHX JIEKOBA y 060j
00J1aCcTH; LOCTYIIHUM IreHeTCKUM TeCTUPalbeM Ha NocTojame MyTauuje FMRI reHa.

METO/IE PAJIA: TIpe/laBatba, UHTEPAKTUBHA AUCKYCHja

IIPEAABAYU: TIpod. ap MBana Hosakosuh, Jou. ap [parana Ilpotuh, Assist. Prof. dr [lejan Byaumuposuh, [lou. ap
Pyxxuna KpaBsbanan, [lp CHexaHna [lnaBuuh

ITPO®UJI C/IYIIAJIALIA: JieKapH, 6MoXeMuYapH, ONIUTa MeJULMHA, FeHeTHYapH, NeJujaTpy, NCUXUjaTPU, HEYPOJIO3H,
enuJIeMH0JI031

BPO) I10JIA3BHUKA: 120
TrPomIKOBM EAYKAIMJE: 3.000,00 nunapa



ITPOT'PAM JE AKPEAUTOBAH Ol CTPAHE 3IPABCTBEHOT CABETA PEIIYBJIUKE CPBUJE
CA 6 IIOEHA 3A I10JIABHUKE CEMHUHAPA

> [IPUJAB/bUBAIHE 3A CEMUHAP JE OBABE3HO

Y BPIIH CE LIEHTPY 3A KOHTUHYUPAHY MEJULIMHCKY EAYKALIU]Y
E-MAIL: kontinuiranaedukacija@med.bg.ac.rs W/ HA TEJIE®@OHE 36 36 363 1 36 36 364

® TPOIIIKOBU EAYKALMIE CE YILUIARYJY HA TEKYRY PAYYH MEAULMHCKOT ®AKYJITETA Y BEOTPAZY
840-1139666-89, 103uB HA 5POJ RP-495/2 - 742121

L 2 ®UHAHCHU]JCKA CHYKBA MEJAUIIMHCKOT ®AKYJITETA Y BEOT'PAAY - #AKc 011 36 36 314

®  U3JABAIGE PAYYHA 3A TPOILIKOBE EAYKALHMJE - KOHTAKT TEJIE®OH U ®AKC - 36 36 317

®»  JMHPOPMALMJE O IPUCTUTJIUM YIUIATAMA 3A EAYKALU]Y - KOHTAKT TEJIE®OH - 36 36 306

| IIUB MeaunuHckor ¢akyareray beorpaay: 100221404 |

r"‘ INIOTBPJA O U3BPHIEHO] YIIJIATH CE ITPEJAJE ITPUJINKOM PEFI/ICTPAHPI]E*"

MPOrPAM

NOPEMERAIA YIPOKOBAHW MYTAUWIAMA FMR1 TEHA: TEHETCKE,
KAWHWUMKE, AVIATHOCTUMKE WU TEPANMICKE CMEPHWULE

3. anpun 2019.

Peructpaunja yyecHuKka

Yna3sHu Tect

9:30-10:10 3Harbe 0 nopemehajuma y3poKoBaHMM MyTaLMjama ~ fou, ap [iparana Mpotuh-
FMR1 reHa: Cpbuja 1 cBeT

10:10-10: 30 MHTepaKTUBHa AMCKYCHja ~ [lou. Ap Aparanxa Npotuh

10:30-11: 10 MoneKynapHO-reHeTCKN MmexaHunsam pparmaHor X Mpod. ap MBaHa Hosakosuh

11.10—11.30 MHTepaKTMBHa AUCKyCKja Mpod. Ap NeaHa Hosakosuh

naysa

11:45-12: 25 AyTusam y ckaony ¢paruaHor X cuHapoma Assist. Prof. dr [lejaH Byaumuposuh

12:25-12: 45 WNHTepaKTMBHa AMCKycKja  Assist. Prof. dr [lejan Byaumuposuh

12.45—13.25 Ynora neaujatpa y paHom oTKpuBarby ®OparuaHor X ~fou, Ap Pyxwnua Kpae/baHall
CMHAPOMaA Y Aeyjoj nonynaunjm

13:25-13:45  WHTepaKTMBHA AMUCKYCHja ~ Dou,. ap Pyuua KpasaHaly

naysa

14:30-15: 10 OpraHu3aumja PerncTpa geue ca cmaTrbama y passojy AP CHexaHa lMnasuwuh

15:10-15: 30 MHTepaKTMBHa AMCKYCHja Ap CHexaHa Mnaswmh

15:30-16: 00 MpoBepa c Te4eHUX 3Haka-TecT

16:00-16:15 EBanyaunja cemmnHapa

3aK/byulM 1 3aTBapakbe CeMUHapa
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