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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.

Key words: Robertsonian translocation, prenatal diagnostics, karyotype.
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Cazxkerak

Tpancnokanuje cy Hajuenhe cTpyKTypHe abepalije XyMaHOT XpOMO30MCKOT KoMmiiemenTa. One
ce 0JHOCEe Ha MPEHOC TeHETHYKOT MaTepHjaja ca jeTHOT XpoMo30Ma Ha APYTH, [IPH YeMy MOry OUTH
HepenumpoyHe (WHcepuuje), perumnpouHe u PoOeprconoBe Ttpanciokanuje (PT). Pobeprconosa
TpaHCIIOKAIlMja BPCTa je€ TpaHCIOKalMje, KOja HacTaje Kao TOCJhelWIa IMPEeKHJa Ha [Ba HNCTa WIH
pa3nuumTa aKkpoueHTpuuHa xpomosoma (0poj 13, 14, 15, 21 u 22) y ueHtpomepu uiu 01msy me u pysuje
BUXOBAX IYIMX KpakoBa. Hocworu oBUX TpaHCIOKamja umajy 45 Xpomo3oma W OanaHCHUpaHU
kapuotun. Yuectamoct PT y ommroj nomymamuju je 1:1000. ¥V mnepumomy 2009-2015. romune
MPEHATATHOM I[IMTOTEHETHYKOM IujarHOCTHKOM y Omjesserby 3a MemunuHcKy reHetuky YKI[ PC,
aHaM3WpaHo je 5557 y3opaka aMHHMOHCKE TEYHOCTH. Y 7 cilydajeBa OTKpuBeHa je PoGeprcoHoBa
TpaHciakokaiuja. On Tor Opoja, 6 cioyyajera (0,11%) 6mito je ca GamaHCHpaHHM 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%) wmsmely xpomoszoma 15 m 22. ¥V jemnom ciydajy (0,02%) yrBphen je
HeOallaHCUpaHU KapuoTHil, kao nocsbenuia PT usamehy xpomoszoma 13 u 14. V 5 ciydajeBa nmopujexiio
otkpuBeHux PT y xapuoTuiy 1iofa mpoBjepeHo je KapuOTHITN3AlKjOM poauTesba. Y TBphEeHo je na cy y
4 cnyyaja poauressu Hocuonn PT, ok je PT uameljy xpomosoma 15 u 22 nacrana de novo. Kox ciaydaja
ca HeballaHCHpaHUM KapHOTHIIOM, Kao u ko ciydaja PT m3mely xpomozoma 13 u 22, HICMO ucTiHTaH
ponutesbe. 30or MOryhiHOCTH Hepa3jBajamba XpOMO30Ma Yy Mejo3H, Hocuoly PT, uMajy BeJIMKHA PU3KK 32
YyecTe CIoHTaHe mobayaje Kao U qo0ujamke adepaHTHOT MOTOMCTBA, CTOTa IUTOICHETHYKA JI1jarHOCTHUKA
MMa BEIIUKY YJIOTY Y IUJbY T0OHjarha 3paBor IIOTOMCTBA.

Kibyune pujeun: PoOepTcoHoBa TpaHCIOKalyja, MpeHaTa Ha J1UjarHoOCTUKA, KAPUOTHII

YBOJ|

Tpancnokanuje cy Hajuemhe CTpyKTypHe abepanuje XyMaHOT XPOMO3OMCKOT
komiuieMeHTa. OHe ce oJHOCe Ha MPEHOC T'eHETHYKOr MaTepHjajia ca jeJHOI XpoMo3oMa Ha
Apyrd, MpU YeMy MOry OWTH HepeuunpodHe (MHcepuuje), penunpouyHe u PoOepTrcoHoBe
tpauciokamje (PT). PobeprconoBa TpaHciokaiyja BpcTa je TpaHCIOKaIMje, Koja HacTaje Kao
nocJbelnlia MpeKuaa Ha J1Ba UcTa (XOMOJIOTa) WM Pa3jinyuTa (XeTepoJiora) aKpoLEHTpPUUYHA
xpomo3oma (Opoj 13, 14, 15, 21 u 22) y uentpomepu win 01n3y me U Qpy3uje BUXOBUX TYTUX
KpakoBa. KpaTku Kpaiu akpoleHTpUYHUX XpOMO30Ma YKJbYYEHUX Y TPAHCIOKALM]y OOMYHO ce
ryoe, IITO HE JJOBOJIU JI0 OCIJBEINLA KO/l BbUXOBUX HOCHIIALA, ¢ 003MPOM Ha TO J]a OBU PETHOHU
cajpxke camo reHe 3a pubozomanny PHK, umje xommje mocroje Ha IpyruM akpoLEeHTPUYHUM
xpomo3zomuMa. Hocronm oBuX TpaHclokanuja uMajy 45 xpomo3zoma 1 6ajJaHCUPaHU KapHUOTHII.
Vuecranoct PT y onmiroj nonynauuju je 1:1000 (Cyh-IThekuh u Pagusojesuh, 2009).

Oko 95% cBux PT macrtajy m3mely xerepomorux xpomo3oma. PT 13; 14 u 14; 21
Hajuenihe cy U npeacTaBibajy 75%, ogHocHo 10% ciyuajeBa cBux Hexomosorux PT (Gersen u
Keagle, 2005). Hajsehu mporienar PT nacibelyje ce, a ceera 10% nacraje de novo. Hocuoru
PT, nako 3apaBe ocobe, nMajy pu3MK 3a 100Hjamkhe abepaHTHOT MOTOMCTBA 300T crerupuIHOT
criapuBama TpaHciouupanux xpomozoma y wmejo3u (['yh-Illhexuh u PamuBojeBuh, 2009).
Hajuemrthe HOcHOIM OBe TpaHCIIOKAIlHMje HUCY HU CBJECHU J1a j€ UMajy, HErO Ce Cyo4aBajy ca TUM
TEK KaJia ce oJuTyde 3a moToMcTBO. OBe 0cobe MOry Aa cTBapajy 6 pa3IMYMTUX THIIOBA IaMeTa.
VY cnydajy fa y KOHLEIIHUjH YY4ECTBYjy HOPMAJIHU WM OalaHCHUpaHU ramMeTu (aaTepHaTHBHO
pasnBajame), 1obuhe ce MOTOMCTBO ca HOPMAJTHUM WM OaTaHCUPAHUM KapHOTUIIOM. Y KOJIUKO
y KOHIIETIIIM]H YYECTBY]y HeOamaHCHpaHU TamMeTH (CyCjeHO pa3iBajame), TpyaHohe ce Mory
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3aBpIIMTH CIIOHTAHUM mo0adajeM, MpTBOpohemeM wuiam 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 ciydajeBa JlayHOBOr cUHApOMa HacTaje kao nocibeauna PT
raje je ykibyueH xpomosom 21 (Pergament, 2008). Hajsehu knuuuuku 3uayaj uma PT 14;21,
300or MoryhHOCTH Ja MOTOMIIM HOCHJIAalla OBE TPAHCIIOKAIMje MpEexuBe A0 pohema. Hbuxoso
HebaTaHCUPaHO TMOTOMCTBO Ca TPAHCIIOKAIM]CKUM 00uKoM JlayHOBOT cuHIpoMa (TpU KOmHje
IYror Kpaka Xxpomo3oma 21) BuIle je KOMNATHOMIHO ca MPEXHBJHABAKHEM HETO MOTOMCTBO Ca
TpaHcIokanujckuM obmukom [larayoBor curmpoma (Tpu komuje xpomoszoma 13). CnyuajeBu ca
TpaHCIOKaIujckuM obnukoM IlaTtayoBor cuHapoma, Mory OWTH POheHH JKHUBH, ald OOWYHO
yMHUPY y IPBHUM HeJjesbaMa WM MjeceluMa xKuBoTa. Tpuzomuja xpomoszoma 14 je neranna, kao
U TpU30MHje XpoMo3oMa 15 m 22, mTo uMa 3a MOCJBEAMIy CIIOHTaHe mobOadaje Beh y paHo]
rectanujckoj noou (McKinlay Gardner u Sutherland, 2004).

Hocuomm xomonorux PT Beoma cy pujeTku u Hemajy MOTyhHOCT H00Hjamka HOPMaJTHOT
MOTOMCTBa 300T CTBapama WM HYJIM30MUYHHUX WU AU30MHUYHUX ramMeTa 3a aKpOLECHTPUYHHM
xpomo3omoM y PT. ¥V 3aBucHOCTH 0] TOTa KOjU je XoMoJor ykJbyueH y PT, Tpynnoha ce moxe
3aBpIIUTH CIIOHTAaHUM I00adajeM, 300r MOHO30MHjE WM TPU3OMHje HEKOMIATHOWIIHE ca
KUBOTOM, Win pohemem mjerera ca JlayHoBuMm (xpomosom 21) unu IlatayoBum cunapomom
(xpomosom 13) (I'yh-IlThexuh u Pagusojesuhi, 2009).

MATEPHUJAJ U METOIE

Kapuorunmsanuja mioga ypahena je uz 5557 y3opaka aMHUOHCKE TCUHOCTH JOOW]jEHUX
MOCTYIIKOM aMHuoleHTe3e y OJjjesbey 32 MEIULUHCKY TeHETUKY 3aBoja 3a JabopaTopujcKy
nujarHoctuky YKI[ Penybnuke Cprncke y mepumay on janyapa 2009. mo cemrem6Gpa 2015.
TOJIMHE.

VY30pLu aMHHUOHCKE TEYHOCTH 3aCHjaBaHU Cy y KOMIUIETHOM XPaHJbMBOM MeEIHjyMy
(Amniomed u Quantum) u kynTuBUCaHH cy y uHKyOaTopy Ha 37°C, y atmochepu ca 5% CO; y
Tpajamy 10—15 nana. Kaja je ycTaHOBJBEHO Ja je Y KYJITypH MHUTOTCKH MHJEKC JOBOJbHO BUCOK
U Ja ce Benuku Opoj henmmja Hamasu y Meradasu, quoba je 3aycTaBibaHa J0JaBambeM
UTOCTaTHKA Kosemuaa y konmneHTpauuju 0.025 mg/1.0 ml xynrype. Hakon tora y3opuu cy
oOpahuBanu, a ox pgoOujeHe henumjcke CyCleH3Wje TPUIIPEMIbEHH CYy TMpenapard ca
XpOMO30MHMA 32 aHAJH3Y.

Kapuorunuzamuja ponuresba palheHa je aHaaIu3oM XpomMo3oma J00HjeHUX U3 TUMEOIUTa
nepudepHe kpBu Koju cy kyaruBucanu y RPMI 1640 menujymy ca derannum Ttenehum
cepyMoM U ¢uroxemarayTuHuHOM (phytohaemagglutinin — PHA). Murtorenum JjenoBameM
PHA xoju ce nomaje y konunentpanuju on 0.03%, momasu mo OmactHe Tpancdopmarje
muM@onuTa U BUXoBe auode yHytap 72 cata Ha Temnepatypu oa 37°C. Hakon Tor BpemeHa,
hemjcka nuoba 3aycraBibaHa je y meTadasw, J0JaBakbeM IUTOCTaTHKa Kommemuaa. Jlambom
o0OpazioM mMatepHjasia J00MjaHU Cy XPOMO30MH, Koju cy aHanu3upanu npumjeHom ['TT" tpaxka.

3a mpBY ¥ PYTHHCKY aHaU3y, jelaH mpermapar o0ojeH je ['mmsa 6ojom ca ¢ocdaTrHUM
nydpepom pH7,2 (knacuuHo 6ojeme), a Ha OCTaJIUM INpenapatuMa MpuMjelbrUBaHa je TEXHHUKA 3a
nobujame Tpaka Ha xpomozomuma (texuuka ['TT" Tpaka, 1j. I' Tpake-Tpuncun-I'um3a). 3a I'TT
TeXHUKY KopuiTeH je 0.025% pacTBop TpuncuHa.
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Ananuza kapuoTHuna BpiieHa je Ha 16-30 murTo3a, 1 TO Ha 8 MUTO3a XpPOMO3OMH CYy
ananmusupanu ['TIT tpakama pezomymuje ox 400 mo 550 Tpaka, TOK Cy Ha OCTaJIMM MHTO3ama
npedpojaBaHK M CIIApUBAHM IO Tpylmama, Ha KJIAaCHMYHO o0ojeHOM mperapaty. Kapuorum je
ormucuBaH mpema MeljyHapoaHoM cucTeMy HOMeHKiarype y xymanoj rurorenerunn (ISCN,
2005).

PE3VYJITATHU

Ha y3opruma mnomoBe Boje aHam3upanuM y Ofjesbemny 3a MeUITMHCKY reHeTHKy Y K1
Penybnuke Cpricke y mepuoay OJ ceiaaM roaWHa JaeTekroBaHo je 7 ciydajeBa (0,12%)
Pob6eprconoBe tpancnokamnuje. Y 6 ciayqajena (0,11%) paguio ce o 6amaHcupaHOM KapHOTHUILY,
10K je y jenHoM ciydajy (0,02%) xapuotun 6uo HebGanaHcupaH. YTBpHEHO je MPUCYCTBO TpU
pasnuuute Bpcte PT: PT 13;14, PT 13;22 u PT 15;22. Yuecranoct jaBbama oBux PT Ha ykynan
Opoj ananuzupanux 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 JIMjarHOCTUKOM

BPCTA POBEPTCOHOBE BPOJ (%) PT OTKPUBEHMX Y
TPAHCJIOKALIMJE MPEHATAJIHOJ TUJATHOCTHULIN
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. 3acTymibeHOCT pa3IMIuTHX KapuoTHIoBa iona ca PT
Oanancupanu kapuorunosu ca PT — 86%;
HebalaHCUPaH! KapUOTHII ca TpaHCIIoKalyjckuM obmmkom [larayosor cuaapoma — 14%
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Taxohe, Ha cnuim 1 youaBa ce na cy Haj3actyrsbenuje PT owne 13;14 (Cnuka 2) u 13;22
(Cnuxka 3), ca 3actymbenouthy o mo 43% u PT 15;22 ca 3actymbenonthy o 14%.

rob 13;14

13

Cauka 2. Kapuorum 45,XX,rob (13;14)(q10;g10)mat

13
rob 13;22

Cuamnka 3. Kapuorun 45,XX,rob (13;22)(q10;910)

Heb6anancupanu PT kapuotun Tj. TpaHcnokamujcku oO6nuk [latayoBor cuHapoma Kao
nocseenunia PT nsmelyy xpomoszoma 13 u 14 6uo je mpucyran y jeaaom ciydajy (0,02%) (Cnuka
4).
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rob13:14 :‘I

13
Cauka 4. Kapuorum 46,XY,rob (13;14)(q10;910)+13

VY mer cnydajeBa mopujexiio OTKpuBeHMX PT y kapuoTumy miioga MNpoBjepeHO je
KapUOTUIIM3aLKjOM poauTesba. YTBphEHO je Ja cy y 4eTHpH citydaja poaurtesbu Hocuouu PT,
1ok je PT usmehy xpomozoma 15 u 22 nacrana de novo. Ko ciaydaja ca Hebanancupanum PT
KapHOTHUIIOM, KOjU j€ TPEeICTaBJba0 TPAHCIOKAIUjcKU o0iuK [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 yrBpheHno mopujexio PT (Tabena 2).

Tagesa 2. [Topujexino PoOepTcoHOBUX TpaHCIOKAIIH]a

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

WNupnukanyje 3a npeHataiHy J1jarHOCTHKY y CiIy4ajeBUMa y KojuMa je oTkpuBeHa PT y
NeT ciy4ajeBa Ouse cy roJJuHe TPyIHUIIE, Y JEAHOM clydajy OMOXeMHjCKH MapKepu U Y jeTHOM
cnydajy onrepehena mopoauuna anamuesa (Tabena 3).

Ta6ena 3. anukanyje 3a mpeHaTalHy J1jarHOCTUKY

NHINKAIINJE KAPUOTHII ILIOJA
T'opute TpymHUIE 45,XX,rob(13;22)(q10;q10)
lonune TpyaHuLe 45,XX,rob(13;22)(q10;q10)
T'opute TpymHUIE 45,XX,rob(15;22)(q10;q10)
T'opute TpyAHUIE; 45,XY,rob(13;14)(q10;q10)
CTEPUIIUTET
Onrepehena nopoauyHa 46,XV,rob(13;14)(q10;910)+13
aHaMHe3a
Buoxemujcku Mapkepu 45,XX,rob(13;14)(q10;q10)
T'opute TpyaHUIE 45,XX,rob(13;22)(q10;q10)
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JTUCKYCHJA

VYV nonynauuju Penyonuke Cpricke PoOGepTcoHOBa TpaHCOKalyja y MpeHaTaaHo]
JIMJarHOCTHIIM jaBJjba ce ca ydectanouhy on 0,12%. VY nonynauuju BojBoaune ta ydyecranocr je
0,14% (KaBeuan, 2010), nox je y momynanuju Maxkenonuje ydecramoct PT y mpenaranHoj
mujarnoctumm 0,18%, (Bacunescka u cap., 2013). ¥V tabGenu 4 mpencTtaBibeH je yIOPEIHU
npuka3 Opoja yzopaka, yuectanoctu PT, mopujexna u Haj3acrymsbenujux PT mo npkaBama u3
okpyxemba (Tabena 4).

Tabesa 4. Ynopeanu npuka3 Opoja y3opaka/nepuon, yuecraioct PT, mopujexio u Haj3acTyrjbeHUje
PT no npxaBama

bp. Yuecrajocr . Haj3acrynbenuje
Apixasa y3opaka/nepuo PT Iopujexo PT
5557/ mat 28,5% rob(13;14) 43%
(2009-2015) pat 28,5% rob(13;22) 43%
PenyOmuka 0.12% dn 15% rob(15;22) 14%
Cprcka (buX) HeyTBpheno 28%
17003/ mat 52,2% rob(13;14) 56,5%
Boisomiia (2002-2012) pat 34,8% rob(14;21) 13%
( ch 6;3) 0,14% dn 13% rob(15:22) 8,7%
3800/ mat 71,4% rob(13;14) 57,1%
MakeoHuja (2002-2012) 0,18% pat 14,3% rob(14;21)+21
dn 14,3% 28,6%

ITo monmanuma u3 aureparype Haj3actymibeHuja PT je m3amely xpomoszoma 13 u 14 u
jaBiba ce ca yuectanomthy 33% (McKinlay Gardner u Sutherland, 2004). V Hariem y30pky
yuectasioct PT 13;14 3narHo je Buma u uzHocu 43%. MehyTtum, oBa ydecTanocT y HaIloj
MOMYJTAIUjH U J1aJhe je Mama Hero y Bojoaunu u Makenonuju (56-57%).

[To uctom u3BOpy W3 snuTeparype, TpaHciokauuje 13;22 u 15;22 cnagajy y pujetke
TpaHciokaiuje. Y HammM pesynatatuma ydecraigoct PT 13;22 u3y3eTHo je BUCOKAa M U3HOCH
43%, mITO je 3HATHO BHIIIE O] OYCKUBAHE.

Kon cnyuaja HoBonactane PT 15;22, koja je 3acTynsbeHa y HameMm y3o0pkKy ca 14%,
panuio ce o 6nmzanaukoj TpyaHohu. IIpeHaTaqHOM TMjarHOCTHKOM KOJ jeIHOT Ijioja yTBpheH
je ypeman kapuotun (46,XY), mok je xom napyror yrephena PT 15;22 (45,XX,rob
(15;22)(q10;q10)). Hakon kapuoTunu3aiiije poanTesba yTBpheHo je aa ce paau o de novo PT.
Ha ocHOBy pocTymHuX pe3yiaTaTa MOXKE c€ MPUMHJETHTH Ja Yy Hallo] TOMyJaluju HHje
JeTeKTOBaH HU jenaH ciy4aj PT 14;21, xoju je y cycjeqHuM moIyaanyjaMma IpucyTaH y 3HaTHOM
MPOLIEHTY. 3a Hally MOIYyJalK]y KapakTepucTu4aH je Bucok npouenat PT 13;22.
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Kox Hac cy cBe OTKpuBEHE TpaHCIIOKaluje Ouie xerepoiiore, oK je y MHCTUTyTy 3a
3IPaBCTBEHY 3aIITUTY Jele U omiaanae Bojsoaune yrBphena u jeana xomosora 14;14 koja je
nacraia de novo (Kaseuan, 2010).

[Tpunukom otkpuBawa PT 'y mnpeHatanHoj [AMjarHOCTULIM, Mpenopydyje ce
KapuOTUIIM3allMja pOJIUTesha y CBpXY yTBphuBama nopujekia PT kox minona. V cinyuajy na ce
YTIBPIU Ja je HEKO O] poauTesba 3apaBu Hocwian PT, pagu ce o naciujehenoj PT. Ykonuko ce
OBa IPOMjeHA HEe OTKpHje KoJ poauTesba, PT je nHactama de novo. Y Hamiem y3opky 57% cBux
PT nacmujeheno je om pomutespa, 15% nacrano je de novo, a y 28% HHCMO yTBPAWIH
nopujekno. Pesynraru w3 nmonynamnuje BojoguHe m MakenoHHje CIUYHH Cy, T€ je KOJ HBHUX
naciujehena PT y 85-87% ciydajeBa, a de novo ce jaBba 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% (Kaseuan,2010). ¥V monmynanuju Makenonuje takohe je Beha
ydaecranocT HacJbehuBama o majke — 85,7% , nok je ox ona 14,3% (Bacunescka u cap., 2013).

[Ipema nuTepaTypu MOCTOj€ U3BJECHE Pa3jIMKe y PU3MIIMMA 33 HACTAHAK HEOATaHCUPAHOT
KapHOTHIIA TIPU KOHIICTIIIN]H, Y 3aBHCHOCTH O] Tora Aa Ju je Hocwian PT majka wim orar. 3a PT
u3mel)y xpomosoma 13 u 14 pusunu cy jennaku (1%) (Pergament, 2008) (Tabena 5). Kox PT
14;21 u 21;22 pusuk 3a HacTaHaK HeOaTaHCHPAHOT KApUOTHIIA IIPU KOHIIETIIH]U 3HATHO j& BUIIU
y ciydajy aa je majka Hocunan PT. OBu mojganu o U3y3eTHOT Cy 3Hayaja MPUIUKOM JaBamba
TeHETUYKOT caBjeTa mapoBuMa Ko Kojux je yrephena PT.

TaGesia 5. Puzuim 3a HacTaHak HeOaTaHCHPAHOT KAPUOTHUIIA TIPH KOHIIEIIH]H Y 3aBUCHOCTH O HOCHOI[A
tpaHciokanuje (Pergament, 2008)

Tpanciaokanuja Hocuinan MuHuMaIHN PU3MK 32 HACTAHAK
HefaJaHCHUPAHOT KAPHOTHIIA NPH
koHuenmuju (%)
t13;14 Pat 1
t13;14 Mat 1
t 14,21 Pat 1
t 14,21 Mat 11
t 21,22 Pat 5
t 21,22 Mat 10
t21;21 Pat 100
t21;21 Mat 100

Wuaukanyje 3a npeHaTanHy IUJarHOCTHKY KOJ OalaHCHpaHUX KapUOTUIIOBA Y MET
cillydajeBa Oujie Cy roJlMHE TPYAHMIIE U Yy JEAHOM CiIy4a]y OMOXEMHUJCKU MapKepH, JIOK je Y
ciy4ajy HeOallaHCHpaHOT KapuoThma ca TpuzomMujoM 13, wmHamkanuja Ouna ontepeheHa
MOopoJMYHa aHaMHe3a (y MOpoAMIM TocToju ocoba ca JlayHOBMM CHHIpPOMOM — clI0o0OJHA
Tpuzomuja xpomosoma 21) (Tabena 3). Ha ocHOBY yBHa y HHAMKALK]€ 300T KOJUX CYy TPYIHUIIE
MOJIBPTHYTE AaMHUOLIEHTE3M W TpEeHaTalHOj JIWjarHOCTUIM, yodaBa ce ga cy cBe PT y
MIPEeHATaTHO] IMjarHOCTUIIM OTKPUBEHE Ha OCHOBY APYruX MHAMKanuja. He nmocroju uHaukamnmja
Koja OM TMOy3JaHO KOopenwpanga ca JeTeKIHjoM OanmaHcupaHor KapuoTtwna rioma ca PT.
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PoGepTcoHoBe TpaHCIOKALMje U BUXOBE NOCIbEIULE — PE3YITaTH IPEHATAIHE IHjarHOCTHKE Y Y HUBEP3UTETCKOM
KIIMHUYKOM 1IeHTpy PenyOnnke Cprcke

Kapuotunusanyja je jenuHa 1ujarHoCTUYKa MpoLeaypa Koa Hac kojom ce PT mory nerekroBaTtu
Yy PYTHHCKO] KJIMHUYKO] MIPAKCH MIPEHATaIHE JUjarHOCTHKE.

C 0063upom Ha TO aa Tpuzomuje 14, 15 u 22 HUCY KOMIIATUOMIIHE ca KUBOTOM, H JIa CE
MOTEHITMjaHe TpyAHohe y KOjuMa je KOHIICHIIMjOM OCTBapeHa HEKa OJf OBHUX TPHU30MHja
3aBpIlIaBajy CIOHTAaHMM Mo0adajeM y paHo] recranujckoj maobu, HeOamancupane PT HuCMO
JETeKTOBAIM KapHOTHNU3aUWjoM 1ioga ox 17-19 recrammjcke Henjesbe. WHuuaeHna
MojaBJ/bMBaka HEOAIAHCHPAHOT KapHOTWIIA TPH KOHIENIHjH BjepoBaTHO je Beha on
JIETeKTOBaHe, a Ja OM ce TMOYy3laHO YTBPAWJIA, HEONXOJHO j€ CIPOBECTH CTYIHjy
KapHOTHUIIM3alMje U3 CIIOHTaHO MO0AYEHUX IUIO/I0BA.

Hocuonu Gamancupane TpaHciokaiyje Hajuemrhe cy 3apaBe ocobe. IIpoGiem ce jaBiba
KaJla TakBa ocoba yhe y penpoayKTUBHH MEPHOJ U OAJIYYH J1a OCTBAPH MOTOMCTBO, C 003HpPOM
Ha TO Jla C€ TPaHCJIOKallhja He MOXE ,,[IONPAaBUTHU" U Ja OHA YMHU KOHCTUTYTHBHH KapHOTHII.
PT koje ykipyuyjy XeTeposiore XpoMo30oMe, MOTy OUTH MOBE3aHe ca MOHOBJBEHUM Mo0avajuMa u
mymikom Herutoanoctu (McKinlay u cap., 2004)

[TpunvkoM naBamba TEHETHYKOT caBjeTa poauTesbmMa Hocuomnmma PT, OumTHO HX je
uHbopMHCcaTH O MOryhMM pH3MIMMa 3a HacTaHak MmoOavaja, Kao M pusMiuMa 3a pahame
abepaHTHOT TTOTOMCTBA aJId U O MOT'YhHOCTH J00Hjama 3IpaBoOT U MOTOMCTBA ca OalaHCHUPAHUM
kapuotuniomM. Camo one PobGepTcoHoBe TpaHcnokaluje Koje caapxke xpomozoM 21 u 13
noBe3aHe cy ca moBehaHuM pHU3MKOM 3a pahjame TPU3OMHYHOT MOTOMCTBA. Tpusomuja 22 y
ckiony PT moxe mpencraBibatu pujerky moryhnoct. [Ipouujemenn pusnk 3a aDHOPMaTHOCTH
noBe3ane ca de novo PT cy 3,7%. Melytum, y OBakBUM CilydajeBUMa TEIIKO j€ MPEIBUIjETH
cieruduune abnopmanHoctu (Gersen u Keagle, 2005). C 063upom Ha TO Ja je PU3UK OJ
Tpu3oMHja Behr HEro y OIIITOj MOIyJAIHjH, Mpernopydyje ce cBuM Hocuonmma PT ma ypane
MIPEHATAITHO TECTUPALE.

3AK/bYYIIN

® yYecTaJocT KojoM ce jaBibajy PT y Hamem 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%, mto je Bucoka yuyecranocT 3a oBy PT

e y [IpeHaTaJIHOj IMjarHOCTUIIM HUje OTKPUBEH HHU jelaH ciay4aj xomosore PT

e 15% PT macraio je de novo

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

e KapHOTHIHM3AlLlMja j€ jeluHa JUjarHOCTHYKA MpoLeaypa Kol Hac, kojom ce PT mory
JI€TEKTOBATH y PYTMHCKO] KIMHUYKO] PAaKCH MpeHaTaIHe A1jarHOCTUKE

e camo oHe PobOepTcoHOBE TpaHCIOKaIHje Koje canpxke Xxpomo3oM 21 u 13 moBe3ane cy ca
nosehaHuM pHU3MKOM 3a paharmbe TPU30MUYHOT TOTOMCTBA.

e ¢ 003UMpOM Ha TO Ja je PU3MK OJl TpU3OMHja BehM HEro y ONIITOj MOIYyJalUjHu,
npernopyuyje ce cBuM Hocuonuma PT ma ypane npeHatainHo TecTHpambe.

11



Bpanucnasa NBankosuh, Pagmuna Manemesuh, Tujana Japom, Mapuja Bykosuh, Mupjana bepuh, Csjernana

‘Bajuh Ynerunosuh, Cejernana CrojanoBuh

12

JIMTEPATYPA

. Gersen L.S , Keagle B.M.: The Principles of Clinical Cytogenetics, Second Edition,

Humana Press Inc., 2005.

. I'yh-IlThekuh M., PanusojeBuh /1.: [Ipupy4HuK U3 MeIHIIMHCKe reHeTHKe, bruonomku

¢dakynrer beorpan, Anranosa beorpam, 2009.

. Kasewan. W.: Xpomo3zomMcke aOeparvje Kao Y3pOK CIOHTaHUX MMobadaja M HUIbaHUX

npekuna Tpyaaoha, Jlokropcka qucepranuja, Hou Can, 2010.

McKinlay Gardner R.J., Sutherland R. G: Chromosome Abnormalities and Genetic
Counseling, 3rd Edition, Oxford University Press, 2004.

Pergament, E.: Glob. libr. women's med., (ISSN: 1756-2228) 2008; DOI
10.3843/GLOWM.10342, chapter Cytogenetics, JOCTYITHO Ha
www.glowm.com/section_view/heading/Cytogenetics/item/341).

. Bacunescka M., Banoscka E., Ky6enka Cabut K., CykapoBa-Anrenoscak E., Jlumecka

I'.: The incidence and type of chromosomal translocations from prenatal diagnosis of
3800 patients in the Republic of Macedonia, BIMG 16 (2), 2013.

[Tpumsbeno: 18.01.2016.
OnoGpeno: 18.05.2017.



