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Abstract

STOJANOVIC Svjetlana, Radmila MALESEVIC, Tijana JAROS, Marija VUKOVIC, Mirjana
BERIC, Svjetlana ULETILOVIC, Branislava IVANKOVIC: PRENATAL CYTOGENETIC
DIAGNOSTICS AND ITS IMPORTANCE IN THE DETECTION OF FETAL CHROMOSOMAL
ABERRATIONS [University Clinical Centre of the Republic of Srpska, Institute of Laboratory
Diagnostics, Department of Medical Genetics, Dvanaest beba bb, 78000 Banja Luka]

Prenatal cytogenetic diagnostics was introduced in the Department of Medical Genetics, Institute
of Laboratory Diagnostics at University Clinical Centre of the Republic of Srpska, in 2009. It implies
fetal karyotyping, from samples of amniotic fluid obtained by amniocentesis procedure. From diagnostic
procedures were used classical cytogenetic methods — G banding technique. In the period from January
2009. to September 2015. total number of analyzed samples of amniotic fluid was 5557. Our results
relate, primarily, to aneuploidies of chromosomes 21, 18, 13, X and Y, which have been diagnosed in 61
cases (1.10%) of the total number of analysed samples. As the most common numerical aberrations
Down syndrome was diagnosed in 39 cases (0.70%), and then Edwards syndrome in 7 (0.13%) and Patau
syndrome in 5 cases (0.09%). From numerical aberrations of sex chromosomes, Turner syndrome was
diagnosed in 7 cases (0.13%) and Klinefelter syndrome in 3 cases (0.05%). The aim of this paper is to
present the results of aneuploidies detected in the test sample and thereby highlight the importance of
prenatal cytogenetic diagnostics in the detection of fetal chromosomal aberrations, which would lead to
the birth of a child with severe abnormalities and psychomotor development disorders.
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Caikerak

IpenaranHa MUTOreHETHYKA JHjarHOCTHKA yBeneHa je y Ofjesbemy 3a MEIUIHMHCKY TCHETHKY,
3aBoja 3a nmabopatopujcky aujarHoctuky YKI] Penyonuke Cprcke, 2009. rogune. Ona noapa3ymMmujeBa
KapUOTHITU3alHKjy IUIOJA M3 y30paka aMHHUOHCKE TEYHOCTH MOOWjeHMX MOCTYNKOM aMHHOIeHTe3e. Y
JMjarHOCTUYKHUM TTOCTYIIIMMa KOPHUINTEHE Cy KJIACHYHE METOJE IMTOreHeTHke — TexHuka I Tpaka (G-
banding). ¥ mepuony ox janyapa 2009. mo centemOpa 2015. roguHe yKymHO je aHaau3upano 5557
y30paka aMHHOHCKE TeYHOCTH. Hamm pe3ynTaTtu oJHOCE ce MPBEHCTBEHO HA aHEYIIOWANjE XPOMO30Ma
21, 18, 13, X u Y, koje cy yrBphene y 61 ciyuajy (1.10%) ox ykymHOr Opoja aHaNIM3MpaHUX y30pakKa.
Kao najuemtha nymepuuka abepanuja HaynoB (Down) cuaapom yTBpheH je y 39 ciyuajeBa (0.70%), a
3atuMm ExBapncoB (Edwards) cuanpom y 7 (0.13%) u Ilarayor (Patau) curgpom y 5 cimydajesa (0.09%).
On Hymepuukux abepaiyja moaHux xpomo3oma, Tapuepos (Turner) cuHapOM yTBphEH je y 7 ciiydajeBa
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(0.13%), a Knunedpenrepos (Klinefelter) cunapom y 3 ciydaja (0.05%). Llws oBor pama je na ce
MPUKaXy PE3yJITATH JETEKTOBAHMX AHEYIUIOWAMja Y WCIHUTHUBAHOM Y30PKY M Jla Ce TUME yKaXKe Ha
3Hayaj MpeHaTaTHE TUTOICHETHYKE IMjarHOCTHKE Y OTKPHUBAKBY XPOMO30MCKHX adepalrja Iioaa, Koje
Ou noBene 1o pahama gjeTera ca TEMIKUM aHOMalijaMa 1 nopemehajuma y cuXOMOTOPHOM Pa3Bojy.
KibyuHe pujeun: mpeHatanHa AWjarHOCTHKA, KapUOTUIM3alWja, AaMHHOIEHTE3a, XPOMO30OMCKE
abepariuje

YBOJ

[IpenaTanna AMjarHOCTHKA TpEACTaB/ba CKYN MeToja Koje oMoryhaBajy OTKpuBame
pa3NMYUTUX TeHeTWYKUX mopemehaja xonm 1uiona, a BpImM ce y LWJbY MpeBeHIHWje pabhama
Jjerera ca XpOMO30OMCKUM M T€HCKUM 0OJIeCTHMA, KOje UMajy 3a MOCJHEAMILY TEIIKEe aHOMAJIH]e
n nopemehaje y mcuxomoroprnoM paspojy (I'yh-IlThexkuh m PaguBojeBuh, 2009). ¥V oxBupy
MOJICPHO KOHIIMITMPAHE MPEHATaJHE 3allITUTE MPUM]jehY]y ce OpojHE WHBa3WBHE M HEMHBA3UBHE
MeTojie. THBa3uBHE METO/I€ Kao IITO cy OMOICHja XOpHOHA U aMHHUOLIEHTE3a, JUjarHOCTUYKU Ce
IpUMjemyjy Y ciydajeBUMa BHCOKOpPM3MUHUX TpyaHoha (Brajenovi¢-Mili¢, 2004). Cpaka on
MHBa3WBHUX METOJa MpEHATalHe AMJarHOCTHKE HOCH oJpeleHH pU3MK y CMHUCIy T'yOHMTKa
10/1a, A Ce KUXO0Ba MPUMjeHa CaBjeTyje caMo Yy clydajeBUMa KaJia 3a TO TOCTOje MHAUKAIIH]E,
npuapkaBajyhu ce mpaBuia 1a pusmk 3a pahame omreheHor ajeTeTa yBujek Tpeda na Oyae Behu
o]l pu3mKa koju Hocu cama Merona (I'yh-IlThexuh u Pagusojesuh, 2009).

Jenna on Hajuemrhe nmpuMjeHUBAHUX MHBA3MBHUX METOJa MpPEHATAIHE JUJarHOCTHKE je
aMHHUOIIEHTE3a, Koja moipazyMujeBa acnupanujy 10—20 ml aMHHOHCKE TEUHOCTH KpO3 TPOYIITHU
3U1 TPYAHHIIE, TIOJT YATPa3By4YHUM HaBohewmeM. [loctymak ce Bpmm obuuno usmehy 16. u 18.
Heqjesbe TpynHohe. Y3opak ce neHtpudyrupa na Ou ce henuje pazaBojusiie oa cynepHaTaHTHE
TeyHocTu. M3aBojene hemuje yHecy ce y MenujyMm 3a KyJITHBallMjy KojeM je aofar QeramHu
Tenehn cepyMm 3a cTUMyJHcame pacta henuja. Renuje y aMHHOHCKO] TEYHOCTH MOTUYY O
aMHHMOHA, KOK€ M enHTesa ypuHapHOT TpakTa (eryca u BehrHa BUX HHje BUTAHA, AU MarbH
Opoj he ce nujenutu, Tj. ,,u3pactu’ y meaujymy. [locnuje npubnuxuo 14 nana 6poj henuja je
OOMYHO JIOBOJHHO BENWK Ja OM ce Morim aHanmsupatu deramnun xpomoszomu (Turnpenny u
Ellard, 2007). Ocum Omoricrje XOproHa ¥ aMHHOIIEHTE3€e, y oJpeheHnM cirydajeBUMa WHIUKY]e
ce ¥ KOPJOLIeHTEe3a, OJHOCHO Y3UMame y30pKa (eTallHe KpBU JUPEKTHO U3 MyMYaHe BPIILE, O
KOHTPOJIOM YJITpa3ByKa. 3a pa3jMKy OJ MHBa3UBHHMX METOJ]a, HEMHBAa3UBHE METOJIE KAa0 IITO CY
CKPMHUHI Ha OMOXEMHjCKEe MapKepe U YATpa3ByK, IpeaBuleHe cy 3a cBe TpyaHHIEe Oe3 003upa
Ha TOJMHE CTAapOCTH, IITO jeé BEOMa 3HA4YajHO 3a yTBphuBame JlayHOBOT CHHIpOMA M APYTUX
XpoMo30MonaTHja KoJ Tpyaauiia Miiahux ox 35 roguna.

Hajuenthe nnaukamnmje 3a n3Bolheme aMHUOIICHTE3€ KO BUCOKOPU3UYHUX TpyAHOha Cy:
crapoct Tpynnuie (Beha ox 35 roamna), MaToNONIKE BPH]EAHOCTH MPEHATATHOT CKPUHHHT
TecTa, NaTOJOUIKY yJITPa3By4YHU Hajla3, MPUCYCTBO OalaHCHUPAHOT XPOMO30OMCKOT peapaHkmMaHa
KOJl jeTHOT O] poauTesha; jeaHo Beh poleHo nmujere ca XpoMO30MCKOM abepaiujoM W JIpyre
unaukanyje (I'yh-IThekuh u Pagusojesuh, 2009).

Xpomo3oMcke abepaluje MpeacTaBibajy OJCTyame 01 HOpMaJHOT Opoja Wik HOpMaJlHE
CTPYKTYpE XpOMO30Ma M MOTY C€ MOJHjeTUTH Ha HyMEpHUUYKe U CTPYKTypHE abepalyje, Kojuma
Mory OuTH 3axBaheHM M ayTO30MHU M TIOJHHM XPOMO3OMH. Y 3aBHCHOCTH OJI TOTa Jia JIU Ce
XpOMO30CKe MPOMjeHe MPEHOCe Ha MOTOMCTBO MJIM HE, Pa3jIMKyjy C€ HAaCJbeJHE M HEHACJbEIHE
XpOMO30MCKe abepannje. AKO je XpoMO30MCKa abepaiiija HOBOOTKpUBEHA, Tj. HHje HaciujeheHa
0l poauTesha, pamu ce o de novo xpomoszomcko] adepammju (I'yh-lIlThekuh u PanuBojeBuh,
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2009). IIpomjene y Opojy mHojeAMHAYHUX XPOMO30Ma Ha3WBajy ce aHeymuouauje. Hajuemrhe
aHEYIUIONIMje ayTO30MHUX Xpomo3oma cy [laynoB (Down) cunapom ca wmHIMACHIOM 1:650—
1:800 xuBopohene mjere; 3atum Ensapaco (Edwards) cuaapom (1:6000-1:8000); IlaTayos
(Patau) cungpom (1:10000-1:12000). Hajuemhe aHeyrionauje TOJHUX XPOMO30Ma CY
TapuepoB (Turner) cunapom (1:2500 xuBopohene sxeHcke pnjeune) u Kaunedentepos
(Klinefelter) cunapom (1:1000 xuBopohene myike najere).

Hajuemthu aytozomuu Hymepuuku mnopemehaj kojn »xuBopolene njeue je JlayHoB
cuaapoMm (1C), koju je mo GeHOTUIICKUM KapaKkTepUCTUKaMa Ipeno3Hat/buB Beh npu pohemy. Y
92-95% ciyuajeBa y3poKOBaH je c1000JHOM Tpu3oMHujoM xpomoszoma 21. Y 85-90% ciyqajeBa
MPEKOOPOJHU XPOMO30M MATEPHAIHOT j€ MOPHjeKIia, Kao MOCheAuIla Hepa3/iBajamkba XpoOMO30Ma
y Mmejo3u. Tpancnokamujcku oOnuk JlayHoBOr cuHiapoma jaBiba ce y 3—-5% ciyuajeBa u
MocJbeuIla  je CTPYKTYpHHX aleparja xpomo3zoma — PoOepTcoHOBa TpaHCIOKaIHja.
VYuecranoct JIC pacre ca crapomhy Tpyanuue npeko 35 roauna (Ibrulj u cap., 2008). pyre
TpU30MHje KoMIaTHOWIIHE ca mIpexuBibaBameM jecy EnsapacoB cuniapom (EC) u Ilatayos
cuapom (I1C). OBo cy Bpio 030uJbHA CTama ca BEOMa JIOIMIOM MPOTHO30M. XPOMO30MCKOM
aHaM30M OOWYHO ce OTKpuBa KiacuyHa Ttpuszomuja, kox EC Ttpmsommja 18, a kom ITIC
tpuszomuja 13. Kox o6a nmopemehaja, kao n xox JIC mocToju moBe3aHocT udMel)y y4ecTanocTy u
ronuHa crapoctu Majke. [lpubmmxno 10% ciyyajeBa wW3a3BaHO j€ MO3aUIM3MOM  HIIH
HebamancupanoM mpepacnogjenom, a koa IIC je najuenmtha PoGepTcoHoBa TpaHcioKanuja.
[IpucycTBo nmomatHOr mojHOT XpoMo3oMa (X wimm Y), uma camo Ojaru (peHOTHUIICKU edekar.
Mymxkapun ca Knunedenreposum cunapomom (KC) umajy XpomMO30MCKY KOHCTUTYLH]Y
47,XXY. Monozomuja X wiu Y XpoMo30oMa JI0BOJIM 10 HacTaHKa kapuoTuna 45,X Koju 10BOIU
no Tapueposor cunzapoma (TC) (Turnpenny u Ellard, 2007).

[Muss oBOr pama je Aa ce TNpUKaXy pe3yiaTaTd JeTeKTOBAHMX aHEYIUIOMAHja Y
WCIIMTHBAHOM Y30pKY U JIa C€ TUME YKa)Ke Ha 3Hauaj MpeHaTallHe [IUTOTeHETUYKE AUjarHOCTHKE
y OTKpHBamy XPOMO30OMCKHX abepaiuja 1ioja, koje 6u qoBese 10 pahama njerera ca TEHIKUM
aHomanujama u nopemehajuMa y ICMXOMOTOPHOM Pa3Bojy.

MATEPHUJAJI U METOJE

Kapuorunuzanyja miuona ypahena je u3z 5557 y3opaka aMHUOHCKE TEUHOCTH JTOOMjEHUX
MOCTYNKOM aMHHOIeHTe3e y Ofjesbery 3a MEAUIUHCKY TeHETUKY 3aBOja 3a JIaOOpaTOpHjCKy
IMjarHOCTHKY YHuBep3uteTckor Knuamukor nenrpa PemyOmmke Cprncke y bamoj Jlymm, y
nepuay ox janyapa 2009. no cenrem6pa 2015. ronune. Muaukamnmje 3a mpoBoleme MocTynKa
aMHHUOIIEHTE3€ MOCTAaBJHEHE Cy HA TEHETUYKOM CaB]eTOBAJMINTY, a Hajuenrhe cy ce ogHOCHIIe Ha
roJMHe TPYyJIHUIE, KOMOMHOBaHM CKPUHUHI Yy IPBOM TpoMjecedjy TpyAHOhe WU YJITPa3BYK,
IITO Ce Takohe paju y HaIloj yCTaHOBU. Y MameM Opojy ciiydajeBa OWiIe Cy 3aCTYIJbEHE ApyTe
WHauKanuje (onrepeheHa mopoauyHa aHaMHe3a, Y3UMamke JIMjeKOBa y TpyAHONH, TepaTOreH ).

VY30puy aMHHOHCKE T€YHOCTH 3aCHjaBaHU Cy y KOMIUICTHOM XPaHJBMBOM MEIUjyMy U
KyJITUBUCAHU y UHKyOaTopy Ha 37°C, y atmocdepu ca 5% CO, y tpajawy ox 10 go 15 nana,
HAKOH 4era cy oOpaljuBanu, a o7 noOujeHe henujcke cycrieH3Hje MPUIIPEMaHu Cy Mpenapary ca
XpOMO30MHMa TIIO/IA 3a aHanu3y. bojeme mpenapara m3BpmieHo je ['mm3za (Giemsa) 6ojom ca
docparaum mydepom pH 7,2 (xmacuuHo Oojeme), a Takohe je MpUMHjeHEHA TEXHUKA 3a
nobujame Tpaka Ha xpomo3zomuma Tj. I'TT" Texnuka (I'tpake-Tpuncus-I'umsa) y cBpxy muxoBe



Cgjernana CrojanoBuh, Panmuia Manemesuh, Tujana Japour, Mapuja Bykosuh, Mupjana bepuh, Cgjetiana
VYnerunosuh, bpanncnasa MBankosuh

uaentudpukanuje. 3a I'TT texuuky kopumrten je 0,025% pactBop Tpuncuna. Ilo motpedu je
npumujemrBaHa LBl Texauka (L{tpake-6apujym-I um3a), kao u HOP Gojeme.

Kapuotun mmoma anammsupan je Ha 16 Meradaza u To Ha 8 meTadasa, aHaiM3a je BpIICHA
nomohy I'TT" Tpaka pezonymuje ox 400 mo 550, gok je 8 Meradaza aHaTU3UpPaHO HA KIACUIHO
obojenuM mpemnapatuma. Kapuotun je ommcuBaH Tnpema MehyHapomHOM  cHcTeMy
HOMeHKJatype y xymaHoj nuroresetuuu (ISCN, 2005).

PE3YJITATH

On ykymHor Opoja aHamm3upanux yi3opaka (5557) y Opjespemy 3a METUIIMHCKY
reHeTuky Knununukor nenrpa y bawoj Jlynu yrephen je 61 cayuaj (1,10%) aneynnonauja.

VY Tabenu 1 fgat je nmpuka3 yKymHOT Opoja MUTOTEHETHYKUX aHaJIu3a 1o TonHaMa, Opoja
OTKPUBCHHX HYMEPHYKHUX XPOMO3OMCKHX a0epalyja y y30pIHMa aMHHOHCKE TEYHOCTH IO
roguHama MoHaoco0, Kao W yKymaH Opoj aHeyruiouauja. Ha ocHOBy noOujeHHX pe3yiTaTa
yTBpAWIM cMO da je JlayHoB cuHApoMm Hajuemha Xpomo3oMcka abepaiyja OTKpHBEHA
MPEHATATHOM LUTOTCHETUYKOM aHanu3oM. J[ayHOB cHUHApPOM OTKpHBEH je y 39 cmyuajeBa
(0,70%), 3atum crnujene EnBapacoB cunapom koju je oTkpuBeH y 7 cmydajeBa (0,13%) u
[TatayoB cungpom otkpuBeH y S5 cimydajeBa (0,09%). On aneymiouanja MOJHUX XPOMO30Ma
Taprepos cunpoMm yTBpheH je y 7 ciryuajeBa (0,13%), a KnunedenrepoB cuaapom y 3 cirydaja
(0.05%). V ciydajeBrMa mpeHATaJIHO JETEKTOBAaHUX aHEYIUIOMMja ayTO30MHHX XpOMO30Ma y
OBOM pajly YCTaHOBJHEHO j€ J1a je Hajuenrha Tpuzomuja Koja ce jaBsba JlayHos cunapom 76,47%
(N=39/51), notom ciujene Enapacos cunapom 13,72% (N=7/51) u [latayoB cunapom 9,80%
(N=5/51).

Tat6eaa 1. [Ipyka3 ykynHor 6poja IUTOT€HETHYKUX aHau3a Mo ToAnHaMa, Opoja OTKpUBEHHX
HYMEPHUYKIX XPOMO30MCKHUX abepanuja y y30piiMa aMHHOHCKE TEYHOCTH 10 TOANHAaMa ITOHA0C00, Kao 1
YKYIHOT Opoja aHeyIUIoHuI1ja

Tognne Ykynan Bpoj Bpoj Bpoj Bpoj Bpoj Ykynan 6poj
opoj OTKPHUBEHHX OTKPHBEHHX | OTKPHBEHHX OTKPHBEHHX OTKPUBEHHUX aHeyIIoNIuja
IUTOTeHeT- JAC u3 EC u3 TIC u3 TC u3 KC u3
HYKHX IJIO/I0BE BOJe | ILIOOBE IJ10/10Be BOJe IJI0/10Be BOJe I10/10Be BOJe
aHaIH3a BOJIE
2009 453 6 (1,32%) 0 0 1(0,22%) 0 7 (1,54%)
2010 649 5(0,77%) 0 1 (0,15%) 0 1(0,15%) 7 (1,1%)
2011 898 3(0,33%) 1(0,11%) 0 1(0,11%) 1(0,11%) 6 (0,67%)
2012 979 9 (0,92%) 3(0,31%) 2 (0,20%) 1 (0,10%) 0 15 (1,53%)
2013 989 8 (0,81%) 1(0,10%) 0 3 (0,30%) 1 (0,10%) 13 (1,31%)
2014 942 5(0,53%) 1(0,11%) 2(0,21%) 1(0,11%) 0 9 (0,96%)
Cenrembap
647 3 (0,46%) 1(0,15%) 0 0 0 4 (0,61%)
2015
VKymnHO 5557 39 (0,70%) 7 (0,13%) 5(0,09%) 7 (0,13%) 3 (0,05%) 61 (1,10%)

*[C — Haynos cunopom, EC — Edeapocos cunopom, IIC — Ilamayoe cunopom, TC — Tapuepog cunopom, KC —
Knunegenmepos cunopom
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VY Tabemu 2 u Ha Cioumm 1 fgaT je mpuKa3 OTKPUBEHUX HYMEPHUKHX XPOMO3OMCKUX
abepamja y y3opiiiMa aMHHOHCKE TEYHOCTH mpema MHaukanujama. LlIto ce Tnye mHaUKanuja
3a aMHHOIIEHTE3Y, KO/ IPeHATAIHO OTKpuBeHOT JlayHoBor cunapoma, 31 Tpyanuna ymyheHa je
Ha aMHHUOIIeHTe3y 300r roauHa (35 roanHa U BHIIIE), AOK je 8 TpyIHUIIA UMAJIO UCTION 35 TonHa
CTapOCTH, a HAa aMHHUOILIEHTEe3y Cy ymyheHe 300r OHMOXEMHjCKUX WU YIATPa3BYUYHUX MapKepa
(anomanuje mnona, HyxamnHu Habop). Kon EpBapacoBor cunapoma 2 TpyAHHIIE Cy Ha
aMHUOIICHTe3y ynyheHe 300r roguHa, a 5 TpyaHHIA 300r OMOXEMH]CKHX MU YJITPa3ByYHHX
mapkepa. Ko [latayoBor cunapoma 2 TpyaHHIIE CYy Ha aMHHOIIEHTe3y yrmyheHe 300r roauna, a
3 TpynHune 36or O6moxemujckux mapkepa. Koxg TapHepoBor cunapoma S5 TpyIHHUIIA je Ha
amMHHOLIeHTe3y yryheHo 300r roauHa, a 2 TpyaHule 300r OMOXEMM]CKUX WM YJITPa3BYUHHX
Mapkepa. KnuHedentepoB CHHAPOM NMpeHATaTIHO j€ OTKPUBEH caMO KO TPYIHHUIIA KOje Cy Ha
aMHUOIIeHTe3y ymyheHe 300T roJinHa CTapOCTH.

Taoena 2. [Ipyka3 OTKpUBEHHX HYMEPHUKUX XPOMO30MCKHUX a0eparuja y y30purMa aMHHOHCKE
TEYHOCTH 10 MHIUKAIFjama

Bpoj oTkpuBennx Hunaukanuje 3a aMHHOLEHTe3y (opoj
HYMEPHUYKHUX XPOMO30MCKHUX ci1y4ajesa)
Hymepuyuke XpoMo30McKe . .
abepanuje abepanujay AMHHOHCKO]
TEYHOCTH y IIEPHOTY JaHyap rOJMHE OmoxeMujCcKu
2009 — centembap 2015. TpyAHHLE MapKepH YJITpasByK
JlayHOB cHHApPOM 39 (0,70%) 31 10 4
EnBapnacos cunzipom 7 (0,13%) 2 4 5
[TatayoB cunapom 5 (0,09%) 2 3 -
TapHepoB cUHIPOM 7 (0,13%) 5 2 1
Knunedentepos cunnpom 3 (0,05%) 3 - -
YKymHO 61 (1,10%) 43 19 10

Yiynaun 6poj crayuajesa koo unoukayuja eehu je 3002 moea wimo je KOO HeKux mpyoHuya uHouKayuja 3a
amMHuoyenmesy Ouno Guuie (HNp. 200uHe MPYOHUYe U OUOXEMUJCKU MAapKepu, uiu OUOXeMUJCKU MAapKepu U
VAMPAszeyK u Ci.)

35

30

25

20 OroavHe TpyaHULE

15 B 61MoxemmjcKkn mapkepm

Oynrpassyk

10

Z . 1

ac EC nc TC KC

Cauka 1. Unaukanmje 3a aMHUOIIEHTe3y KOJ OTKPUBEHUX HYMEPUYKUX abepaliyja rmioia
*IC — [laynoe cunopom, EC — Edsapocoe cunopom, IIC — Ilamayos cunopom, TC — Taprepos cunopom, KC —
Knunegpenmepos cunopom
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VY Tabenu 3 nat je mpukas 3acTyIJbeHOCTH J[ayHOBOT CHHIpOMa MpeMa Ioiy, Kao U yTBpheHu
kapuoTun. OJHOC TOJI0Ba KOJ OTKPHBEHUX cliydajeBa JlayHOBOT cHHIpoMa je 24 ca MyIIKHM
KapuoTUIIOM U 15 ca )KeHCKUM.

Tageuna 3. Ilpukas 3acrymsenoctu [C ([layHoBor cuHIpOMa) MpeMa moity, Kao U yTBpheHn

KapuOTHII
Ioa Bpoj Kapuorun
MYIITKA 24 (61.5%) 47, XY+21
JKEHCKHU 15 (38.5%) 47,XY+21
VYxymro: 39 (100%)

JTUCKYCHUJA

Hamm pesynraru, Tokom mepuwoma on janyapa 2009. mo cemnremOpa 2015. roaune,
MOKa3anu Cy Ja je ol YKymHO 5 557 mpeHaramHux aHaiu3a (aMHHUOIIEHTE3a) OTKpHBEHO 61
aneyrmionmaja (1,10%). JlaynoB cunapom umHuO je 63,93% cBux aneymioumuja (N=39/61);
EnBapacos cunapom 11,48% (N=7/61), a IlatayoB cuuapom 8,19% (N=5/61). Areymionamje
MOJIHUX XpOoMo30Ma Ouiie ¢y 3acTyrbeHe ca 16,39% (N=10/61).

Pesynratn noGujenu y Hamioj JabopaTopuju MOKaszyjy Ja je yKymaH Opoj MpeHaTaTHO
OTKPUBEHHUX aHEYIUIOWAMja MambHu HEeTo y jabopaTopujama y okpyxemy (Tabena 4). Pesynraru
3a aHeYMIOHAHje ayTO30MHUX XpPOMO30Ma, KOMIapaOWIHU Cy ca pe3ysTaTuMma JpPYyrux ayTopa,
¢ o03upom Ha To na BehuHa cTyauja mokasyje Aa je JlayHOB CMHApPOM Hajuentha v KIMHUYKU
Haj3HAYajHUja aHEYIUIOMJWja AayTO30MHHX XpOMO30Ma Y [MPEHATallHO] IIMTOTEHETHYKO]
mujarnoctuin (oko 40-70%), 3atum cmujene EnBapacoB cunapom (15-20%) u Ilatayos
cuaapoM (2-10%) (Kaseuan, 2010). Aneyruiouauje MoJHUX XpomMo3oma Hajuenthe ce jaBibajy
kao 45,X — TapuepoB cunapom u 47,XXY — KnunedentepoB cunHapoM. Y HaiieM Y30pKY
TapuepoB cuHapoM jaBiba ce ca yuectanomhy ox 0,13% (N=7/61), nox ce Knunedenrepon
CUHJIpOM jaBJba ca yuectanomhy ox 0,05% (N=3/61). Paznor 3a Behy yudecranoct TapHepoBor
CHUHIpOMa, Y ofHOoCcy Ha KimHedenTepoB CHHIPOM y NpEeHATAIHO) TUjarHOCTUIN, MOXE OUTH Yy
YUEHULIM J1a CE MPEHATAIHO CyMiba Ha TapHep MoKe MOCTaBUTH M HA OCHOBY OMOXEMM]CKUX U
ynrpa3Byunux mapkepa (Gardner u cap., 2004; Jaideep u Ruchika 2010.) Knunedenrepos
CHHIpPOM HuMa Onaru (QeHoTurcku edekar, Tako Aa KOJ TpyAHHLA Miahe KUBOTHE n00u
VIJIaBHOM OCTaje HEOTKPMBEH Yy NpPEHATaTHOM MEepUuoIy, ¢ O003MpOM Ha TO Ja HE IOCTOjU
OMOXEMM]CKU HU YATPa3BYUYHU CKPUHHUHT 3a 0Baj cuHApoM. OH ce Hajuemrhe OTKpHUBa CIIy4ajHO
Ha OCHOBY JPyTHX HWHAMKaIMja kao mrto cy roamHe Tpyauuie (Turnpenny um Ellard, 2007)
(Tabena 2).

Pesynratu LlenTtpa 3a MeauuMHCKY reHeTUKY MHCTUTYTa 3a 3IpaBCTBEHY 3alUTHUTY JjeLe
u omnaguHe Bojonune y HoBom Cany, TokoMm mneTHaectoromuinmer nepuona 1992-2006.
roAMHe, MoKa3anmu cy na je on ykynmHo 20 607 mpeHaTanmHux aHanu3a (aMHHOIICHTE3a H
KOpJolieHTe3a) oTkpuBeHo 255 aneyruomauja (1,24%). HdayHoB cunapom yuHHO je 52,16%
ceux aneymtouauja (N=133/255); EnBapacoB cunapom 14,51% (N=37/255), a Ilarayos
cuaapoMm 7,45% (N=19/255). Aneymnonamje TOJHHX XpoMo3oma Ouie Cy 3acTyIUbeHE ca
25,88% (N=66/255) (Jovanovi¢-Privrodski u cap., 2007).
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Ha Opjespemy 3a THHEKOJIOTH]Y B aKyIIEPCTBO 3PaBCTBCHOT IIEHTpa Y IKUIIE, Y IEPUOTY
on 2006-2014. rogune, ypaheHno je 749 npenaraaHux aHaiau3a (AaMHHOIEHTE3a) U OTKpUBEHO 11
aneyrminouauja (1,47%). Hajuenthu je 6uo JlayHoB cunapom ca ydecranouthy 63,64% (N=7/11).
Aneymonyje MOJIHUX XpoMo3oMa Oue cy 3acTymbene ca 18,88% (N=2/11) (DPeri¢-Milosevi¢
u cap., 2014). V 3aBoay 3a OMONOrHjy U MEIUIMHCKY IFeHETUKY MenunuHckor (akyireTra y
Pujenn, y nmepuony on maja 1986. no asrycra 2004. rogune, ypaheno je 1856 mpenaramHux
aHanm3a (amMHHUOLIeHTe3a) u OTKpuBeHO 35 aneymiouanja (1,88%). Hajuemthu je 6uo layHoB
curapom (69% cBux aneyriouanja) (Brajenovié-Milié u cap., 2004).

V¥ T'mnekosomko-akymepckoM opajesbewy bomuuiie ductpukra bpuko, y mepuomy of
2003. o 2010. ronuue ypaheno je 1616 npenaTanHux aHanu3a (AMHUOIIEHTE3a) U OTKPUBEHO 27
aneyrmiouauja (1,67%) (Kolarski u cap., 2010)

Ta6ena 4. [Ipuka3 Opoja OTKpUBEHHX HyMEPHUYKUX XPOMO30OMCKHX adepanyja y OgHOCY Ha
yKyTaH 0poja MpeHaTaTHuX MUTOreHETHYKUX aHAIN3a Y Pa3IHYUTUM 3/IPAaBCTBEHHM YCTAaHOBaMa U3

OKpYXKEHma
3apaBcTBeHa yCTAHOBA Bpemencku nepuon y Yxynan 0poj Bpoj oTkpuBennx
KOjeM cy u3BpIIeHe NMpeHaTATHUX HYMEpPHUYKHX
aHajmuse HUTOTeHeTHYKHX XPOMO30MCKHX
aHa/u3a a0epaumja

YKL Penry6nuke Cpricke 2009-2015. 5557 61 (1,10%).
WHCcTHTYT 32 30paBCTBEHY 1992-2006. 20 607 255 (1,24%)
3alITUTY Jijele U
omianuHe Bojeomune
3/1paBCTBEHU LIEHTAp 2006-2014. 749 11 (1,47%)
Voxkune
MenuuuHckn Gakynrer y 1986-2004. 1856 35 (1,88%)
Pujern
Bonauna Juctpukra 2003-2010. 1616 27 (1,67%)
Bpuxo

Oncryname pesynraTta Haile JlabopaTtopuje of pe3yiraTta JlabopaTtopuja U3 OKpYKema,
MOKe OWUTH MOCJbeIuIa pazIuuuTOr Opoja y30paka Kao M PazIMYUTOr BPEMEHCKOI MepHoia
UCIIUTHBAKA, a TIOCTOJU M MOTYhHOCT yTHIlaja pa3nuuuTor reorpadckor moapydja. Y Iuiby
yTBphHBama y3poKa KOju JIOBOJE 10 OBE pa3jiMKe, HEONXOAHO OM OWIIO M3BPIUIMTU OICEKHY
CTYIHjy Y KOjoj OM ce pa3zMaTrpalid U Jpyru pakTopu 3Ha4YajHU 3a OBE pe3yJiTaTe Kao IITO Cy, Ha
IpuMjep: mpocjeyHa 100 TpyIHUIA KOjUMa Ce BPIUM aMHHUOLIEHTE3a y TI0J€AUHAYHUM LIEHTPUMA,
WHIUKAIKMje 0 KOjUMa Ce jaBjbajy, Opoj TpyIOHHUIIA KOje Cy C€ IMOABPTHYJIC NpPEHATATHUM
TECTOBMMA y HEKUM JPYruM IeHTpuMa u Jp. Ha oBe ydecranocTu cBakako yTW4Ye U CTEIEH
Pa3BUjEHOCTH TIEHETUYKUX LIEHTapa, pa3BUJEHOCT T'MHEKOJIOIIKUX CIIY>XOM, TpHM]jeHa,
JOCTYIHOCT U 00yxBaheHOCT TpyJHHIIA HEMHBAa3UBHUM METOJlaMa MpEeHATaJIHE TUjarHOCTUKE U
WH/IMKallMje 32 UHBAa3UBHY MpeHaTanny aujarHoctuky (Kasewan, 2010).

lITo ce THue MHAMKAIMja 32 aMHHUOLEHTE3Yy y HAIlOj YCTaHOBH, KOJl TNPEHATAIHO
otkpuBeHor [layHoBor cuuapoma, 31 ox 39 tpyanuna ymyheHa je Ha aMHHUOIICHTE3y 300T



Cgjernana CrojanoBuh, Panmuia Manemesuh, Tujana Japour, Mapuja Bykosuh, Mupjana bepuh, Cgjetiana
Ynerunosuh, bpanncnasa MBankosuh

roauHa (35 u Bume). Kog npenaranno oTkpuBeHor EnBapicoBor cHHApOMa IBHjE€ TPYIHUIIE O
cemam, a KOJ TpEeHaTalHO OTKpHUBEeHOr I[laTtayoBor cHHApoma [BUje TPYIHUIIE OJ IET, Ha
aMHUOIIEHTEe3y cy ymyheHe 30or roauna. Ilomamm w3 nuTeparype IMokKasyjy Ja c€ pU3HK 3a
nojaBy Jlaynosor, ExBapacosor u IlatayoBor cunapoma moBehaBa ce ca crapomihy Majke.
Hamm pesyntatu 1o motBplhyjy 3a [layHOB cHHIpOM, TAje TOAUHE TPYAHMIIEC MPEICTaBIbHAjy
Hajuemhy uHAuKauujy 3a amHuoneHtesy (31 cimyuaj onm 39), mok cy xom EnBapacoBor u
[TaTayoBor cunapoma uerrhe apyre nHAUKaIKje (OMOXEMU]CKU WK YITPa3ByUYHU MapKepu).

Kox TapHepoBor cuHapoMa NeT TpyJHHIIA je Ha aMHHOIIeHTe3y yryheHo 300r roauHa, a
IBHje TPYyAHHUIE 300T OMOXEMHUjCKUX WM yJITPa3By4YHHUX Mapkepa. KimHedentepoB cuHApoM
IIPEHATaJIHO j€ OTKPUBEH caMO KOJ TPyJIHHUIIAa KOje Cy Ha aMHHUOLIeHTe3y ynyheHe 300r roauHa,
HITO je y CKIaJy ca IMPeTXOJHO HaBeJACHMM Mojanuma u3 jurepatype na ce Knunedentepos
CUHIPOM Hajuemihe OTKpHWBa CJIy4ajHO Ha OCHOBY TOJHMHA TPYAHHIIC Kao WHIWKAIHjEC 3a
amauonentesy (Turnpenny u Ellard, 2007).

YTBpaunu cmo u Behy 3acTymbeHOCT JlayHOBOT CHHIpOMa ca MYIIKUM HEro ca
KEeHCKUM KapuoTurnom. [Ipema noganmma u3 nureparype JayHoB cuHIpoM je uenthe 3acTyIsbeH
Ko njeyaka Hero kon ajeBojuuna (3:2) (Ibrulj u cap., 2008).

3AK/bYYAK

JlayHoB cuHapoM Hajuemha je xpoMo3oMcka abeparija yTBpheHa ITUTOTCHETHUYKOM
aHAJIM30M KapuOTHIIA IUIOAAa M3 Yy30paka aMHUOHCKE TEYHOCTH JOOHjeHUX MOCTYIKOM
amHuouentese. Cnujene ra, Mo y4ecTajioCTH OTKpHBaWba Y aMHUOHCKO] TeYHOCTH, EnBapacos,
Tapuepos, [latayoB u Knunedenrepos cunnpom. Pesynratu noOujenu y Haioj gaboparopuju
KOMIapaOWIIHU Cy ca pe3ylTaThuMa Jpyrux J1adopaTopuja U3 OKpyKemba.

Hajuemha mHaukanuja 3a aMHUOLIEHTE3Y KO YKYITHOT Opoja MpeHaTaJIHO OTKPHUBEHUX
aHeyriouauja cy roguue tpyaauie (35 u Bume). [ToTBpaunmm cmo aa ce ydectanocT JlayHoBor
cuHIpoMa noBehaBa ca romgMHaMa CTapoOCTH TPYIHUIE. YTBPAWIM CMO M Behy 3acTyIJbEHOCT
JlayHOBOI CHHApOMa Ca MYIIKHMM HEro ca >KEHCKUM KapuOTHIOM. YTBphuBamwe JlayHOBOT
CHUHIpPOMA MU JIPYTUX XPOMO30OMCKHX abepalja Koa TpyaHuna miuahux ox 35 ronuHa, ynyhyje
Ha 3Hayaj IpUMjeHe KOMOMHOBAHOI CKPUHHUI TecTa, KOoju ce Takohe mpoBoau y KinuHuukom
ueHtpy y bamwoj Jlyuu. HeonxonHo je u nasbe yHanpehuBame jaBHOT 37paBiba MpONarupambeM
MOryhHOCTH KoOje mpy’ka I€HEeTHYKO CaBjeTOBAJIMIITE W MHBAa3MBHA MpEHATalHa JWjarHOCTHUKA
Kako Ou ce mpeBeHHpayio pahame Jjere ca XpoMO30MCKHM abepamujama U JIPYTUM TeHETCKUM
o0oJbemUMa.
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