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Abstract

IVANKOVIC Branislava, Radmila MALESEVIC, Tijana JAROS, Marija VUKOVIC,
Mirjana BERIC, Svjetlana PAJIC ULETILOVIC, Svjetlana STOJANOVIC: ROBERTSONIAN
TRANSLOCATIONS AND THEIR CONSEQUENCE — RESULTS OF PRENATAL DIAGNOSIS
AT UNIVERSITY CLINICAL CENTER OF REPUBLIC OF SRPSKA [University Clinical Center
of Republic of Srpska, Institute of Laboratory Diagnostics, Department of Medical Genetics, Dvanaest
beba bb, 78000 Banjaluka]

Translocations are most common structure abnormality of human chromosome complement. It
refers to transfer of genetic material from one chromosome to another, while it can be unreciprocal
(insertion), reciprocal and Robertsonian translocations (RT). Robertsonian translocation is a type of
translocation, which becomes as a result of breaking into two different or the same acrocentric
chromosome (No 13, 14, 15, 21 and 22) at or near the centromere and fusion of their long arms. Carriers
of these translocations have 45 chromosomes and balanced karyotype. Frequent recurrence of RT in
general population is 1:1000. In period 2009-2015 year, at University Clinical Center of Republic of
Srpska, Department of Medical Genetics, it was analyzed 5557 samples of amniotic fluid useing prenatal
cytogenetic diagnostics. Robertsonian translocation were detected in 7 cases. Six cases with RT (0,11%)
had balanced karyotype, from which 2 cases (0,04%) between chromosome 13 and 14, in 3 cases (0,06%)
between chromosome 13 and 22 and in one case (0,02%) between chromosome 15 and 22. In one case
(0, 02%) it was detected unbalanced karyotype as a result of RT between chromosome 13 and 14. In 5
cases, origin of detected RT in karyotyp of fetus, was checked by karyotyping of parents. It was detected
that in 4 cases parents were carriers of RT, while RT between chromosome 15 and 22 originated de novo.
In two cases with RT, we didn’t check parents. Because of possibility of malsegregation chromosomes in
meiosis, carriers of RT, have a high risk of often spontaneous miscarriages as well as getting aberrant
offsprings, and that is where cytogenetic diagnostics plays a great role all in line for having healthy
offsprings.
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Cazxkerak

Tpancnokanuje cy Hajuenthe CTpyKTypHe abepaliyje XyMaHoT XpOMO30MCKOT KoMmiiemMenTa. One
ce 0JHOCEe Ha MPEHOC TeHEeTHYKOT MaTepHjaja ca jeTHOI XpoMo30Ma Ha APYTH, IIPH YeMy MOry OUTH
HepenuipoyHe (WHcepuuje), pernumnpouyHe u PoOeprconoBe Ttpanciokanuje (PT). Pobeprconosa
TpaHCIIOKAIlMja BpPCTa j€ TpaHCIOKalWje, KOja HacTaje Kao TOCJheAWIa IMPEeKHJa Ha [Ba WCTa WIH
pasnuymTa aKkpoueHTpuuHa xpomosoma (0poj 13, 14, 15, 21 u 22) y ueHTpomepu uiu 01m3y me u pysuje
BUXOBAX IYyrMX KpakoBa. Hocworum oBUX TpaHCIOKammja umajy 45 Xxpomo3oma W OamaHCHUpaHU
kapuotun. Yuectamoct PT y ommroj nomymamuju je 1:1000. Y mnepuomy 2009-2015. romune
MPEHATATHOM I[HTOTEHETHYKOM IujarHOCTHKOM y Omjesserby 3a MemunuHcKy reHetuky YKI[ PC,
aHaM3WpaHo je 5557 y3opaka aMHHMOHCKE TEYHOCTH. Y 7 cilydajeBa OTKpuBeHa je PobeprcoHoBa
TpaHciakokaiuja. On Tor Opoja, 6 cinyuajesa (0,11%) 6mio je ca GamaHCHpaHUM KapUOTHUIIOM, U TO Y 2
ciyyaja (0,04%) u3mehy xpomozoma 13 u 14, y 3 cayuaja (0,06%) n3mehy xpomosoma 13 u 22 u'y
jemnom cay4dajy (0,02%) wmsmelhy xpomoszoma 15 m 22. ¥V jemnom ciyyajy (0,02%) yrtBphen je
HeOallaHCUpaHU KapuoTHIl, kKao nocsbenuia PT usamehy xpomosoma 13 u 14. V 5 ciydajeBa mopujeksio
otkpuBeHux PT y xapuoTuiy 1iofa mpoBjepeHo je KapuOTHITN3AKjOM poauTesba. Y TBphEeHo je na cy y
4 ciydaja poautesbu Hocuonu PT, nok je PT u3mehy xpomosoma 15 u 22 Hacrana de novo. Kop cnydaja
ca HeballaHCHpaHUM KapHOTHIIOM, Kao u ko ciy4aja PT m3mely xpomozoma 13 u 22, HICMO ucTIHTAIH
ponutesbe. 30or MOryhiHOCTH Hepa3jBajamba XpOMO30Ma Y Mejo3H, Hocuoly PT, uMmajy BeJIMKK PU3HK 32
YyecTe CIoHTaHe mobavaje Kao U qo0ujamke adepaHTHOT MOTOMCTBA, CTOra IMTOICHETHYKA J1jarHOCTHUKA
MMa BEIUKY YJIOTY Y IUJbY T0OHjarba 3paBor IIOTOMCTBA.

Kibyune pujeun: PoOepTcoHoBa TpaHCIOKalyja, MpeHaTalHa J1UjarH0OCTUKA, KAPUOTHII

YBOJ|

Tpancnokanuje cy Hajuemhe CTpyKTypHe abepaluje XyMaHOT XPOMO3OMCKOT
komiuieMeHTa. OHe ce oJHOCe Ha MPEHOC T'eHETHYKOr MaTepHjajia ca jeJHOI XpoMo3oMa Ha
Ipyrd, MpU YeMy MOry OWTH HepeuunpodHe (MHcepuuje), peuunpouyHe u PoOepTrcoHOoBe
tpauciokamuje (PT). PobeprconoBa TpaHCiioKaiuja BpcTa je TpaHCIOKaIMje, Koja HacTaje Kao
nocJbeinlia MpeKuJa Ha JiBa UcTa (XOMOJIOTa) WM pa3jinyuTa (XeTepoJiora) aKpoLEHTpPUYHA
xpomo3oma (Opoj 13, 14, 15, 21 u 22) y uentpomepu wiu 05113y me U Qpy3uje BUXOBUX TYyTUX
KpakoBa. KpaTku Kpaiu akpoleHTpUYHUX XpOMO30Ma YKJbYYEHUX y TPAHCIOKALM]y OOMYHO ce
ryoe, IITO HE JJOBOJIU JI0 OCJbEINLIA KO/l BbUXOBUX HOCHIIALA, ¢ 003MPOM Ha TO Jla OBU PETHOHU
cajpxke camo reHe 3a pubozomanny PHK, umje xomnuje mocroje Ha IpyruM akpoLeHTPUYHUM
xpomo3zomuMa. Hocronm oBux TpaHclokanuja uMajy 45 xpomo3zoma 1 6aJaHCUPaHU KapHUOTHII.
VYuectanoct PT y onmtoj nonynanuju je 1:1000 (I'yh-IlThexuh u Pagusojesuh, 2009).

Oko 95% cBux PT macrtajy m3mely xerepomorux xpomozoma. PT 13; 14 u 14; 21
Hajuemrhe cy u npeacrassbajy 75%, ogHocHo 10% ciyuajeBa cBux Hexomonorux PT (Gersen u
Keagle, 2005). Hajsehu mpouenar PT nacibehyje ce, a cBera 10% Hacrtaje de novo. Hocuonn
PT, nako 3apaBe ocobe, nMajy pu3MK 3a 100Hjarmke abepaHTHOT MOTOMCTBA 300T crerupuIHOT
crapuBama TpaHclonupanux xpomo3zoma y Mejo3u (I'yh-IlThexkuh u PamgusojeBuh, 2009).
Hajuemrthe HocHoOIM OBe TpaHCIIOKAIlMje HUCY HU CBJECHU J1a j€ UMajy, HErO Ce Cyo4aBajy ca TUM
TEK KaJia ce oJuTyde 3a moTomMcTBO. OBe 0cobe MOry Aa cTBapajy 6 pa3MUMTUX THIIOBA IaMeTa.
VY cnydajy na y KOHILEIIHUjH YYECTBYjy HOPMAJIHU WM OalaHCHUpaHU ramMeTu (aaTepHATHBHO
pasnBajame), 1oouhe ce MOTOMCTBO ca HOPMATHUM WM OaTaHCUPAHUM KapHOTHUIIOM. Y KOJIHUKO
y KOHIEMIH]H YYECTBY]y HeOamaHCHpaHU TamMeTH (CyCjeIHO pa3iBajame), TpyaHohe ce Mory
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3aBpIIMTH CIIOHTAaHUM mo0adajeM, MpTBOpohemeMm wuiamu pahameM abepaHTHOI IMOTOMCTBA
(McKinlay Gardner u Sutherland, 2004).

Hajuemhu cunapomu koju mory Hactatu 30or PT cy JlaynoB u IlarayoB curmpom. Y
npocjeky 4,5% cBux HoBopoheHux ciyuajeBa JlayHOBOTr cUHIpOMa HacTaje kao nocibeauna PT
raje je ykibydeH xpomo3oM 21 (Pergament, 2008). Hajsehu wimnnuku 3Hauaj uma PT 1421,
300r MoryhHOCTH Ja MOTOMIIM HOCHJIAalla OBE TPAHCIIOKAIMje MpEexXuBe A0 pohema. Hbuxoso
HebaTaHCUPaHO MOTOMCTBO Ca TPAaHCIIOKAIHM]CKUM 00JuKoM JlayHOBOT cuHIpoMa (TpU KOmHje
IYTor Kpaka Xxpomo3oma 21) BHILE je KOMIATHOMIHO Ca MPEXHBJHABAKBEM HETO IMOTOMCTBO Ca
TpaHcIokanujckuM obmukom [larayoBor curmpoma (Tpu komuje xpomoszoma 13). CrnyyajeBu ca
TpaHCIOKaIjckuM obnukoM IlaTtayoBor cuHapoma, Mory OWTH poOheHH JKHUBH, ald OOWYHO
yMHUPY Y IPBHUM HeJjesbaMa WK MjeceluMa )KuBoTa. Tpuzomuja xpomoszoma 14 je neranna, kao
U TpU30MHje XpoMo3zoMa 15 m 22, mTo uMa 3a MOCJ/hEAMIly CIIOHTaHe MmobOadaje Beh y paHo]
recranujckoj 1o6u (McKinlay Gardner u Sutherland, 2004).

Hocuomm xomonorux PT Beoma cy pujeTku u Hemajy MOryhHOCT 100Hjamka HOPMaJTHOT
MOTOMCTBa 300T CTBapama WM HYJIM30MUYHHUX WU AU30MHUYHUX raMeTa 3a aKpOLCHTPUYHUM
xpomo3omoM y PT. ¥V 3aBucHOCTH 0J1 TOTa KOjU je XoMoJor ykJbyueH y PT, Tpynnoha ce moxe
3aBpIIUTH CIIOHTAaHWM I00adajeM, 300r MOHO30MHjE WM TPU3OMHje HEKOMIATHOWIIHE ca
KHUBOTOM, Win pohemem pjerera ca JlayHoBuMm (xpomosom 21) unu IlatayoBum cuHapomMoMm
(xpomozom 13) (I'yh-IThexkuh u Pagusojesuh, 2009).

MATEPHUJAJ U METOIE

Kapuorunmsanwuja minona ypahena je uz 5557 y3opaka aMHHOHCKE TEYHOCTH JTIOOUjCHUX
MOCTYNKOM aMHHOILIeHTe3e Vv Ofjesbehy 32 MEIUIIMHCKY TeHETHUKY 3aBojia 3a JabopaToOpUjCKy
nujarHoctuky YKI[ Penybnuke Cprncke y mepumay on janyapa 2009. mo cemrem6Gpa 2015.
TOJIMHE.

VY30puu aMHHUOHCKE TEYHOCTH 3aCHjaBaHU Cy y KOMIUIETHOM XPaHJbMBOM MeEIHjyMy
(Amniomed 1 Quantum) u KyaTHBHCaHU cy y HHKyOatopy Ha 37°C, y atmocdepu ca 5% CO, y
Tpajawy 10—15 nana. Kaja je ycTaHOBJBEHO Ja je Y KyJITypH MUTOTCKH MHJEKC JOBOJbHO BUCOK
u Ja ce Benuku Opoj henmmja Hamasu y meradasu, auoba je 3aycTaBjbaHa J0JaBambeM
UTOCTaTHKA Kosemuaa y konmneHTpauuju 0.025 mg/1.0 ml xynrype. Hakon tora y3opuu cy
oOpahuBanu, a ox pgoOujeHe henujcke CycCleH3Wje TMPUIIPEMIbEHH CYy IMpenapard ca
XpOMO30MHMa 32 aHAJH3Y.

Kapuorunuzamuja poauresba paleHa je aHanm3oMm xpoMo3oma J1o0ujeHnx u3 aumdonura
nepudepHe kpBu Koju cy kyaruBucanu y RPMI 1640 menujymy ca derannum tenehum
cepyMoM U ¢uroxemaraytuHuHOM (phytohaemagglutinin — PHA). Murtorenum njenoBameM
PHA «koju ce nomaje y konuentpanuju ox 0.03%, momasu mo OmactHe TpaHchopmaiuje
muM@onuTa U BUXoBe auode yHytap 72 cata Ha TemnepaTrypu oa 37°C. Hakon Tor BpemeHa,
hemnjcka nuoba 3aycraBibaHa je y meTadasw, J0JaBakbeM IUTOCTaTHKa Kommemuaa. Jlasmbom
o0OpazioM mMatepHjasia J00MjaHU CYy XpOMO30MHU, Koju cy aHanu3upanu npumjeHom ['TT" tpaxka.

3a mpBY ¥ PYTHHCKY aHalM3y, jelaH mpermapar o0ojeH je ['mmsa 6ojom ca ocdaTrHUM
nypepom pH7,2 (knacuuHo Gojeme), a Ha OCTaJIUM INpenapatuMa MpuMjelbuBaHa je TEXHHUKA 3a
nobujame Tpaka Ha xpomozomuMma (texuuka ['TT" Tpaka, 1j. I' Tpake-Tpuncun-I'um3za). 3a I'TT
TeXHUKY kopuiTeH je 0.025% pacTBop TpuncuHa.
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Ananmza kapuoTHuna BpieHa je Ha 16-30 muTo3a, 1 TO Ha 8 MUTO3a XPOMO3OMH CYy
ananmusupanu ['TIT tpakama pezomymuje ox 400 mo 550 Tpaka, TOK Cy Ha OCTaJIMM MHTO3ama
npedpojaBaHW M CIIAPUBAaHMU IO Tpylnama, Ha KJIACHMYHO 00ojeHOM mperapaty. Kapuortum je
OomMCUBaH mpemMa MehyHapoaHoM cucTeMy HOMEHKnarype y xymaHo] muroreHerunn (ISCN,
2005).

PE3YJITATHU

Ha y3opruma mnomoBe Boje aHam3upanuM y Ofjesbemny 3a MeUITMHCKY reHeTHKy Y K1
PenyOnuke Cpricke y mepuoay OJ ceaaM roaWHa aeTekroBaHo je 7 cmydajeBa (0,12%)
Pob6eprconoBe tpancnokamnuje. Y 6 ciayqajena (0,11%) paguio ce o 6amaHcHpaHOM KapHOTHUILY,
JoK je y jenHoMm ciy4dajy (0,02%) xapuotun 6uo HebGanancupaH. YTBpHEHO je MPUCYCTBO TpU
pasnuuute Bpcte PT: PT 13;14, PT 13;22 u PT 15;22. Yuecranoct jaBbama oBux PT Ha ykymnan
Opoj ananusupanux ciydajeBa je: PT 13;14 y tpu ciydaja (0,05%), 3atum PT 13;22 Takohe y
Tpu ciydaja (0,05%) u PT 15;22 y jennom ciyuajy (0,02%) (Tabena 1).

Ta6ena 1. Bpcre PobepTcoHOBHX TpaHCIIOKalHja OTKPUBEHUX MPEHATAITHOM JIjarHOCTUKOM

BPCTA POBEPTCOHOBE BPOJ (%) PT OTKPUBEHUX ¥
TPAHCJIIOKAIIUJE MHNPEHATAJIHOJ IMJATHOCTULIA
rob 13;14 3 (0,05%)
rob 13;22 3 (0,05%)
rob 15;22 1 (0,02%)

Ha cmummm 1 mpukaszano je ma je 86% cBux ciydajeBa ca PT wmmanmo Oamancupan
kapuotuil, a ko 14%, PT je Ounay cxiony HeOalaHCUPAHOT KAPUOTHIIA.

RT13;14,+13

Cauka 1. 3acTyIJBEHOCT pa3IMIUTHX KapuOTUTIOBA 1utoaa ca PT

OamaHcupanu kapuotumnosu ca PT — 86%;
HebalaHCUPaHU KapUOTHII ca TpaHCIoKaIujckuM obmrkom [larayoBor cunapoma — 14%
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Taxohe, Ha cnuim 1 youaBa ce na cy Haj3actymibenuje PT owmne 13;14 (Cnuka 2) u 13;22
(Cnuxka 3), ca 3actymbenouthy o no 43% u PT 15;22 ca 3actymbenonthy o 14%.

rob 13;14

" '

13

Camnka 2. Kapuotun 45,XX,rob (13;14)(q10;q10)mat

13

rob 13;22

Canka 3. Kapuorun 45,XX,rob (13;22)(q10;q10)

Heb6anancupanu PT kapuotum Tj. Tpancnokamujcku ob6nuk [latayoBor cuHapoma Kao
nocseeaunia PT usmelyy xpomo3oma 13 u 14 6o je mpucyran y jeaaom ciydajy (0,02%) (Cnuka
4).
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- 2
rob13:14 '3/

13
Cauka 4. Kapuorun 46,XY,rob (13;14)(q10;q10)+13

VY mer cnydajeBa mopujexiio OTKpuBeHMX PT y kapuoTumy miioga MpoBjepeHO je
KapUOTUIIM3aLKjOM poauTesba. YTBphEHO je Ja cy y 4eTHpH citydaja poaurtesbu Hocuouu PT,
1ok je PT u3mely xpomozoma 15 u 22 Hacrana de novo. Kon cinydaja ca Hebanancupanum PT
KapHOTHUIIOM, KOjU j€ TPEeICTaBJba0 TPAHCIOKAIUjcKu oOiuk [larayoBor cHHIpoma, Kao U y
jemHom ciydajy ca PT wm3mehy xpomo3oma 13 u 22, pomuTesbu c€ HUCY OJa3Balld
KapUOTHITH3AIM]jH, TAKO JIa y OBUM CllydajeBuMa HUje yrBpheno mopujekio PT (Tabena 2).

Tagesa 2. [Topujexino PoOepTcOHOBUX TpaHCIOKAIIH]a

IMOPUJEKJIO
BPCTA PT Mat Pat de novo HEYTBPBEHO
rob 13;14 1 1 1
rob 13;22 1 1 1
rob 15;22 1

WNupiukanyje 3a npeHataiHy J1jarHOCTUKY y CIy4ajeBUMa y Kojuma je oTkpuBeHa PT y
NeT ciy4ajeBa Ouse cy roJuHe TPYIHUIIE, Y JEAHOM clydajy OMOXeMHjCKH MapKepHu U Y jeTHOM
ciy4ajy onrepehena mopoauuna anamuesa (TaGena 3).

Ta6ena 3. anukanyje 3a mpeHaTalHy JI1jarHOCTUKY

HUHAUKALMJIE KAPHOTHII IJIOJA
lNomuae TpymHUIE 45,XX,rob(13;22)(q10;q10)
l'oguue Tpyanuue 45,XX,rob(13;22)(q10;q10)
lNomuae TpyaHUIE 45,XX,rob(15;22)(q10;q10)
Toaune Tpyauuiie; 45,XY,rob(13;14)(q10;q10)
CTEPHIIUTET
Ontepehena nopoauyuHa 46,XVY,rob(13;14)(q10;q10)+13
aHaMHe3a
Buoxemujcku Mapkepu 45,XX,rob(13;14)(q10;q10)
lNomuue TpyaHUIE 45,XX,rob(13;22)(q10;q10)
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JTUCKYCHJA

VYV nonynanuju Penybnuke Cpricke PoOGepTcoHOBa TpaHCOKalyja y MpeHaTaaHo]
JIMJarHOCTHIIM jaBJjba ce ca ydectanouhy on 0,12%. VY nonynauuju Bojsoaune ta ydyecranocr je
0,14% (Kapeuan, 2010), mox je y momymanuju Maxkenonuje ydecraioct PT y mpenaranHoj
nujarnoctumm 0,18%, (Bacunecka u cap., 2013). ¥V tabGenu 4 mpencTtaBibeH je yIOPEIHU
npuka3 Opoja yzopaka, yuectanoctu PT, nmopujexna u Haj3acrymsbenujux PT mo npkaBama u3
okpyxema (Tabena 4).

Tabesa 4. Ynopeanu npuka3 Opoja y3opaka/mepuoi, yuecraioct PT, mopujexino u Haj3acTymbeHUje
PT no npxaBama

bp. Yuecrajocr . Haj3acrynbenuje
Apxasa y3opaka/nepuo PT Iopujexo PT
5557/ mat 28,5% rob(13;14) 43%
(2009-2015) pat 28,5% rob(13;22) 43%
Pemy0inka 0.12% dn 15% rob(15;22) 14%
Cprcka (buX) HeyTBpheno 28%
17003/ mat 52,2% rob(13;14) 56,5%
BoiBoia (2002-2012) pat 34,8% rob(14;21) 13%
JEOA 0,14% dn 13% rob(15:22) 8.7%
(Cpbuja)
3800/ mat 71,4% rob(13;14) 57,1%
Maxenormja | (2002-2012) 0.18% pat 14,3% rob(14;21)+21
dn 14,3% 28,6%

ITo monmamuma u3 aureparype Haj3actymibeHuja PT je musamely xpomozoma 13 u 14 u
jaBma ce ca yuectanomhy 33% (McKinlay Gardner u Sutherland, 2004). V Hamem y30pKy
yuectasioct PT 13;14 3narHo je Buma u uzHocu 43%. MelhyTtum, oBa ydecTanocT y HaIloj
MOMYyJallMjH U Jjajbe je Mamwa Hero y Bojsoaunu u Maxkenouuju (56-57%).

[To ucrom u3BOpy U3 nuteparype, TpaHciokauuje 13;22 u 15;22 cnanajy y pujerke
TpaHciokaiuje. Y HammM pesynatatuma ydectaigoct PT 13;22 u3y3eTHo je BUCOKa M U3HOCH
43%, mTO je 3HATHO BHIIE OJ] OYCKUBAHE.

Kox cnyuaja HoBonactane PT 15;22, koja je 3acTymsbeHa y HamieM y3o0pkKy ca 14%,
panuio ce o 6nmzanaukoj TpyaHohu. IIpeHaTaqrHOM TMjarHOCTUKOM KOJ jeIHOT Ijioja yrBphen
je ypeman kapuotun (46,XVY), mok je kox apyror yrephena PT 15;22 (45,XX,rob
(15;22)(q10;q10)). Hakon xapuotunusaiyje poautesba yrBpheHo je aa ce paau o de novo PT.
Ha ocHOBy pocTymHuX pe3ynaTaTa MOXKE c€ MPUMHJETHTH Ja Yy Hallo] TOMyJaldju HHje
JIeTeKTOBaH HU jenaH ciy4aj PT 14;21, xoju je y cycjeqHUM moIyaanyjaMa IpucyTaH y 3HaTHOM
MPOLIEHTY. 3a Hally MOIYyJalK]y KapakTepucTu4aH je Bucok npouenar PT 13;22.
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Kon Hac cy cBe oTKkpuBeHEe TpaHCIOKaluje Owmiie xereposore, A0K je y MHcTuTyty 3a
3/IpaBCTBEHY 3alITUTY Jiele U omiaguHe Bojsoaune yrBphena u jeana xomonora 14;14 koja je
Hacrana de novo (Kaseuan, 2010).

[Tpunukom otkpuBawa PT 'y mnpeHatanHoj [AMjarHOCTULIM, Mpenopydyyje ce
KapuOTUIIM3AlMja pOJIUTesha y CBpXY yTBphuBama nopujekia PT kox minona. Y cinyuajy na ce
YTIBPIU Ja je HEKO O] poauTesba 3apaBu Hocwian PT, pagu ce o naciujehenoj PT. Ykonuko ce
OBa MPOMjEHA HE OTKpHje Ko poautesba, PT je Hacrama de novo. Y Hamem y30pky 57% cBux
PT wnacnujeheno je om poamrtespa, 15% Hactano je de novo, a y 28% HUCMO YTBpIWIA
nopujekno. Pesynraru w3 nonynamnuje BojoguHe m MakenoHHje CIUYHH Cy, T€ je KOJ HBHUX
nacnujehena PT y 85-87% cnyuajeBa, a de novo ce jaBpa y 13-14%.

Kon nacnmujehennx PT y Hammm pesynaTaTuma jeHaka je ydecTalocT HacJbehuBama o
Majke u of oua (28,5%). Y BojBohaHCKOj momynanuju ydyectaiaocT HacbehuBama o1 Majke je
52,2%, nox je ox oua 34,8% (KaBeuan,2010). ¥V monmynanuju Maxkenonuje takohe je Beha
ydectanocT HacJbehuBama o1 majke — 85,7% , nok je ox ona 14,3% (Bacunescka u cap., 2013).

[Ipema muTepaTypu 1MOCTOj€ U3BjeCHE PAa3NIUKE Y pU3HIIMMA 32 HACTAHAK HeOaTaHCUPAHOT
KapHOTHIIA TIPU KOHIICTIIIN]H, Y 3aBHCHOCTHU OJ] Tora Aa ju je Hocwian PT majka wim orar. 3a PT
n3melhy xpomoszoma 13 u 14 pusunu cy jeanaku (1%) (Pergament, 2008) (Tabena 5). Kog PT
14;21 u 21;22 pu3suk 3a HacTaHaK HeOaTaHCHPAHOT KApUOTHIIA MIPU KOHIIETIIH]U 3HATHO j& BUIIU
y ciydajy aa je majka Hocunan PT. OBu mojmanu o U3y3eTHOT Cy 3Hayaja MPUIUKOM JaBamba
TeHETUYKOT caBjeTa mapoBuMa Ko Kojux je yrephena PT.

Ta6ena S. Pusuny 3a HacTaHak HeOaJIaHCUPAHOT KapHOTHUIIA IPY KOHLENIMU Y 3aBUCHOCTH O HOCHOLA
tparcnokanuje (Pergament, 2008)

Tpanciaokanuja Hocunan MuHUMAJITHM PU3HK 32 HACTAHAK
He0AJIAHCHPAHOT KAPUOTHUIIA PH
koHnenuuju (%)
t13;14 Pat 1
t13;14 Mat 1
t 14;21 Pat 1
t 14;21 Mat 11
t21;22 Pat 5
t21;22 Mat 10
t21;21 Pat 100
t21;21 Mat 100

Wuaukanyje 3a npeHaTanHy IUJarHOCTHKY KOJ OalaHCHpaHUX KapUOTHUIIOBA Y TMET
cillydajeBa Oujie Cy roJldHe TPYAHMIIE U Yy JeAHOM CiIy4a]y OMOXEMHUJCKU MapKepH, JIOK je Y
ciy4ajy HeOallaHCHpaHOT KapuoThma ca TpuzomMujoM 13, wmHamkanuja Ouna ontepehena
NopoJuYHa aHaMHe3a (y MOpoAMIM TocToju ocoba ca JlayHOBUM CHHIpPOMOM — clio0OJHA
Tpuzomuja xpomosoma 21) (Tabena 3). Ha ocHOBY yBHa y HHAMKALK]E 300T KOJUX CYy TPYIHUIIE
MOJIBPTHYTE AaMHUOLIEHTE3M U TpEeHaTajdHOj JWjarHOCTUIM, yodaBa ce ga cy cBe PT y
MIPEeHATaTHO] IMjarHOCTUIIM OTKPUBEHE Ha OCHOBY APYruX MHAMKanuja. He mocroju uHaukammja
Koja OM TMOy3JaHO KOopenwpajaa ca JAeTeKIHjoM OanmaHcupaHor KapuoTtwna rmioma ca PT.
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PoGepTcoHoBe TpaHCIIOKALMje U BUXOBE NOCIbEIULE — PE3YITaTH IPEHATAIHE IHjarHOCTHKE Y Y HUBEP3UTETCKOM
KJIMHUYKOM 1IeHTpy PenyOnnke Cprcke

Kapuorunuzanyja je jennHa 1ujarHoCTHYKa MpoLeaypa Koa Hac kojom ce PT mory nerekroBaTtu
Yy PYTHHCKO] KJIIMHUYKO] MPAKCH MIPEHaTaIHEe JUjarHOCTHKE.

C 0063upom Ha TO aa Tpuzomuje 14, 15 u 22 HHUCY KOMIIATUOMIIHE ca KUBOTOM, H JIa CE
MOTEHIIMjaTHe TpyAHohe y KojuMa je KOHIICHIIMjOM OCTBapeHa HEKa OJf OBUX TPHU30MHja
3aBpIlIaBajy CIOHTAaHMM MoOayajeM y paHoj recranujckoj maodu, HeOamancupane PT HuHCMO
JETEKTOBAJIM KapHOTHNU3aUMjoM 1ioga ox 17-19 recrammjcke Henjesbe. WHmuaeHna
MojaBJbMBakba HEOAIAHCHPAHOT KapUOTHIIA TMPH KOHIEHIHMjH BjepoBaTHO je Beha on
JETeKTOBaHe, a Ja OW ce TMOYy3JaHO YTBPAWJIA, HEONXOJHO j€ CHPOBECTH CTYIH]Y
KapHOTHIIM3alKje U3 CIIOHTaHO M0OAYEHUX TUIO/I0BA.

Hocuonu Gamancupane tpaHciokaiudje Hajuemrhe cy 3apaBe ocobe. IIpoGiem ce jaBiba
KaJla TakBa ocoba yhe y penpoayKTUBHH MEPHOJ U OAJYYH Jla OCTBAPH IMOTOMCTBO, C 003HUpPOM
Ha TO Jla C€ TPaHCJIOKallhja He MOXE ,,[IONPAaBUTU U Ja OHA YMHU KOHCTUTYTHBHH KapHOTHII.
PT koje ykipyuyjy XeTeposiore XpoMo30oMe, MOTy OUTH MOBE3aHe ca MOHOBJBEHUM Mo0avajuMa u
MymkoM HertogHocTH (McKinlay u cap., 2004)

[TpunvkoM naBamba TEHETHUYKOT caBjeTa poauTesbmMa Hocuonmma PT, OuTHO HX je
uHbopMHCcaTH O MOryhMM pH3MIMMa 3a HacTaHak MmoOavaja, Kao M pusMiIuMa 3a pahame
abepaHTHOT TTOTOMCTBA aJI U O MOT'YhHOCTH J00H]jama 3[paBoOT U MOTOMCTBA ca OalaHCHUPaHUM
kapuotunoMm. Camo one PobGeprcoHoBe TpaHcnokaluje Koje caapxke xpomozoM 21 u 13
noBe3aHe cy ca moBehaHuM pU3UKOM 3a pahjame TPU3OMHUYHOT MOTOMCTBA. Tpuzomuja 22 y
ckiony PT moxe mpencraBibatu pujerky moryhnoct. [Ipouujemenn pusnk 3a aDHOPMaTHOCTH
nose3ane ca de novo PT cy 3,7%. Mehytum, y OBakBUM ciydajeBUMa TEUIKO je MPEeABUjeTH
cnenuduune abuopmanHoctu (Gersen u Keagle, 2005). C o03upom Ha TO na je PU3UK O]
Tpu3oMHja BehM HETro y OIIITOj MOIYJAIHjH, Mpernopydyje ce cBuM Hocuonuma PT ma ypane
MIPEHATAITHO TECTUPALE.

JAK/bYYII

® y4YecTaJocT KojoM ce jaBibajy PT y Hamewm y3opky je 0,12%

e PT 13;14 u 13;22 jaBsbajy ce ca Hajsehom yuectanouthy ox o 43%

e PT 15; 22 jaBsbajy ce ca yuecranomhy of 14%, mrto je Bucoka yuyecraiaocT 3a oBy PT

e y [IpeHaTaJIHO] IMjarHOCTUIM HUje OTKPUBEH HHU jelaH ciay4aj xomosaore PT

e 15% PT wnacrano je de novo

e PT ce Hacibelyjy ca jeqHakoM ydecranomhy oJ Majke U oJf oua

® KapHOTHNHM3AlLlMja je jeluHa JUjarHOCTHYKA Mpoleaypa KoJ Hac, kojom ce PT mory
JETeKTOBATH y PYTMHCKO] KIMHUYKO] PAaKCH MpeHaTalHe A1jarHOCTHUKE

e camo oHe PobOepTcoHOBE TpaHCIOKaIH]e KOje canpxke Xxpomo3oM 21 u 13 moBe3ane cy ca
nosehaHuM puU3MKOM 32 pahjarbe TPU30MUYHOT TOTOMCTBA.

e ¢ 0o03UMpOM Ha TO Ja je PU3HK OJl TpU3OMHja BehM HEro y ONIITOj MOIYyJAalUju,
npernopyuyje ce cBuM Hocuonuma PT 1a ypane nmpeHatainHo TecTHpambe.
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