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Abstract

MALESEVIC, Radmila, Ljiljana SOLOMUN, N. JOVANIC: A CASE OF INFANT WITH
KARYOTIPE 46,XY,der7,t(7;10)(g34;p15)mat. Skup 2: 325-331. [Clinical Centre of Banja Luka,
Dvanaest beba Street, 78000 Banja Luka].

Cytogenetic analysis was performed on a term born male infant with multiple anomalies and his
parents. Chromosomes were obtained from peripheral lymphocytes using Moorhead’s modified
method and their identification was done using the method of G bands (Seabright). All cells of
proband showed 46 chromosomes with derivative chromosome 7. After chromosomal analysis his
parents, was showed that a mother is a carrier of balanced translocation between chromosomes 7 and
10, with break points in 734 and 10p15. Her karyotype was 46,XX,t(7;10)(q34;p15) and father’s
karyotype was normal 46,XY. The karyotype of proband is a result of fertilization between a mother’s
unbalanced gamete, which is due ADJACENT-1 TYPE of meiotic segregation and a father’s normal
gamete. The karyotype of proband was established as 46,XY ,der7,t(7;10)(q34;p15)mat.

Key words: cytogenetic analysis, infant, anomalies, chromosomes, proband, parents, karyotype,
gamete, meiotic segregation.

Caskerak

Vpahena je nuToreHeTcKa aHaNM3a JOjeHYETa ca MOTOOpOJHMM aHOMaiHjama, a, Takohe, M FHEroBHX
pomuTesba. XpOMO30MH 33 aHATIU3Y JIOOHjeHH cy 3 JuMdormTa nepudepHe KpBH, MOAN(DHKOBAHOM
MypXxeI0oBOM METO/IOM, a BbUX0Ba HaeHTHHKAIIH]a je u3BpiieHa MetoaoM I Tpaka (1o Cubpajrosoj). Y
cBuM henujama npodaHza, Koje cy caapkasaie 46 xpomo3oma, OHO je PUCYTaH JIepUBAT XPOMO30Ma 7.
HakoH XpoMo30MCKe aHann3e HEeroBUX pOJMTEJba, YTBPHEHO je Ja je Majka Hocuial OalaHchpaHe
TpaHcioKauuje xpomo3oma 7 u 10, ca Taukama npekuna, y peruonuma 7034 u 10pl5. ben kapuotun je
46,XX,1(7;10)(934;p15), a xapuworum oma je 6uo Hopmanman 46,XY. Kapuorum mgjerera je pesyiarar
omioake m3Mehy MajunHe HebalaHCHUpaHe ramere, Koja je Hacrana, o tairy ADJACENT-1 mejorckor
pa3iBajama W OdYeBe HOpMayHe ramere. Ha OCHOBY IMTOI€HETCKE aHAiIW3e POAUTEIba, YTBpheHH
kapuotun gjerera je 46,XY,der7,t(7;10)(q34;pl5)mat.

KibyuHe pujeuM: IUTOreHETCKA aHAHM3a, 0jeHdYe, aHOMajuje, XPOMO30MH, MPOOAH, POIUTEIHH,
KapHOTHII, FaMeTe, MEJOTCKO pa3lBajarbe.

YBOJ

XpoMO30MH TIPEACTaBJbajy HAJKOMIUIEKCHHjE KOMIIOHEHTE jeApa, 4YHMjH CcacTaB
Hajehum nujenom uynnm JTHK kao Hocumialn HacibelHHMX jeMHHIA, OJHOCHO, reHa. Hbuxos
u3rje] ce MHjema y padnuuutuMm (azama henumjcke namuobe, a HajooOJbe Cy BHIJBHBU Y TOKY
MeTtadasze, Kama ce MOry aHamusupatdé u Opojutu. bpoj m o0mmk Xxpomo3oma Cy
KapaKTepUCTHKa CBake BpcTe. TawaH Opoj Xxpomo3oMma HoBjeka cy yrBpamiu Tjuo u JleBan
1956.rogune.



Mauewesuh, Pagmuna, Jbussana Conomys, H. Josanuh (2008):

XpomMo30oMcKa TapHUTYpa je caunmbeHa o 46 xpoMo3oma OHOCHO 23 XpOMO30MCKa
napa, oJi Kojux cy 22 mapa ayTo30MH, JOK jelaH Iap INpejcTaBiba mojHe xpomoszome. [lap
MIOTHUX XpoMo3oma xeHe je XX, a mymkapua XY. Kapuotun mpencraBipa XpoMO30MCKY
xouctutynujy ocobe (Cupak-Zergollern, 1980). KommieTna XpoMo30McKa TapHHTYpA,
ca HacJheOHMM HH(OpManujama Koje HOCH, HEONXOAHA je 3a HOpMaJlaH pa3BOj JbYJCKe
jemunke. [IpoMjeHe HacJbeTHOT MaTepujajia, OWIO OHE Marmke Ha FeHCKOM, Win oHe Behe Ha
XPOMO3OMCKOM HHBOY, MOTY IIPOY3POKOBATH PAa3lIMYMTA IATOJOIIKA CTamka KOJ 4YOBjeKa.
buxoBe mocsbemuie MOTY Ce OIrJICAaTH y HEMPaBHIHOM (GH3UYKOM U (W) MCHTAIHOM
pa3Bojy jeauHKe, a MOTY Aa JAOBEAY H 10 CIIOHTaHHX [00avaja, paHe MOCTHATAIHE CMPTU WIIH
JIETAHOT MCXO/1a y KacHHjoj xuBoTHOj 1o6u (Zergollern etal., 1994).

Xpomozomn 7 m 10 cy cyOMeTaleHTpUYHH XPOMO3OMH XYyMaHOT KapHOTHIIA.
Haj3HauajHUju reHy 3a MPaKTHYHY KIMHUMYKY TeHETHKY Ha XpOMO30MY 7 Cy: I'€H 3a UCTHYHY
¢ubposzy (CFTR), Osteogenesis imperfecta (COL 1 A2), HemocraTak Gera-riiyKypoHHIa3e
(GUSB), MET upo-onkoren u ci. Ha xpomosomy 10 namaze ce MEN2 (mynrurmia
enokpuna Heortasuja tun2), FGFR (Fibroblast growth factor receptor 2) u ap. (Michael
Connor &Malcolm Ferguson-Smith, 1997.).

[uTorenerckn cHHAPOMH 0O0a XpOMO30Ma YKJBY4Yjy TPH3OMHjy M MOHO30MH]Y
KPaTKOT Kpaka, TPU3OMH]y M MOHO30MH]jy Iyror Kpaka, Y PHjeTKHUM CIly4ajeBHMa PHHT
XpoMo30oM, 3atuM (32—(Q34 nermenmjy xpomo3oma 7. Hekwm o OBHX XPOMO3OMCKHX
cuHIpoMa HacTajy de NOVO a HekW Cy MHOC/EIMIA pa3[Bajama XpOMO30Ma Yy Mejo3H
ponuTesba ca 6anancupanoM tpanciokanujom (Grouchy, Turleau, 1986).

MATEPUJAII U METOJE

Hamr mpobann je Mymko TepMHHCKO f0jeHde, poljeHo u3 mpse Tpyanohe, on mimaanx
pomutespa. Hemocpeano mo mopoay yodeHe cy OpojHe anomanuje. [lomenyhemo camo Heke:
MEKporiedanija, pacijen yCHe U HeMlia, IUPOK M KPaTak BPaT ca KOXKHUM HAOOpOM, IITUTACT
rpyaHH Ko, ypoheHa cpuaHa MaHa, aedopmaije ekcTpeMuTeTa U renutandja. Ha ocHOBY
KIMHIYKOT CTaTyca IIOCTaBJhCHA je WHAWKANHWja 3a onxpehuBame KapHOTHIIA OjeHYETa, a
3aTUM M pOJHTEIha. XPOMO30MH Cy TOOMjeHH KyJITHBAIM]OM JIUMQOIHTa NepudepHe KpBU U
aHaNM3MpaHu npuMjeHoM momudukoBane Mypxenose (Moorhead) merone. Mnentudukanuja
Xpomo3oma je usBpuieHa metogoM I Tpaka mo CubpajroBoj (Seabright).

[Moctynak 3a moOujame XpoMO30Ma €acToja0 ce OoJ KyJThBauuje iuMdonuTa
nepudepHe KpBH y TOKy 72 9aca Ha 37°C u BUX0Be Ipenapanyje. XernapuHucaHa BEHCKa KPB
je kyntuucana y RPMI 1640 meaujymy 3a kynrypy henuja, odorahenom ca 20% deranHor
teneher cepyma. Y KynTypy je AomaH MEHUIWINH y GuHanHoj koHtentpaiuju o 200 Ul/mi,
Kao W (pUTOXEMaryTHHWH, Ydja je (UHATHA KOHIEHTpalMja u3Hocwiaa 15ug/mi kymrype.
Viora (uUTOXeMariyTHHUHA, Ka0 MHTOTCHOr CTUMYJIaTopa, je Ja JoBeae A0 OnacTHe
tparcdopmarmje T umdonura, yuMe HacTajy JumdoodiacTy, hemuje ciocodHe 3a henujcky
1mo0y. [lnoda nmumdoodiiacta je 3aycraBibeHa y nmpomeradasu Apyre MUTOTHYKE q100€, HAKOH
72 vaca, 1071aBabeM OHKOBHHA y (DHHAITHOj KOHIICHTpauju ox 2,5ug/mi kynrype. ITo ncrexy
3 vaca, cIMjeIlo je MOCTYIaK Ipenapanyje, Koju ce cactojao oj neHTpudyrupama Ha 1500
obp/mMuH, 3a ociobahame ox Memujyma, TperMaHa heidja XUIIOTOHHYHHUM PacTBOPOM Y
tpajamy o1 20 muH, Ha 37°C. 3a npuUnpeMy XUIMOTOHUYHOT pacTBOpa KopuiTeH je 5,6% KCI
n 3,8% Na-turpar. [Ipuje uenrpudyrupama, TPUTOHOM j€ U3BPLICHO JTH3UPAKE SPUTPOLIUTA.
3atuM je ciujeano MOCTymak (UKCHpama henmdja, M TO MPBHU MyT Yy Tpajamy ox 15 muH, a
IpyrH IIyT caMo Kao uchupame y ¢ukcaTuBy. DHKCATHB ce cacroja0 O MjCIIaBHHE
MeTaHONa W cupheTHe KuceimHe, y omHocy 3:1. HakoH mocibenmer LeHTpUDYyrHpama,
henmujcku Tayor je pecycrieHIOoBaH y Mallo CBjexxer (ukcaruBa, yMMe je OMO cnpemaH 3a
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npunpemy npemnapata. Ha oxmaljeHa U Mokpa mpeaMeTHa CTakalllla, HAHECEHO je map Kamu
henujcke cycrieH3uje, HAKOH Yera Cy npernapaTy 3arpujaBaHu HaJl IilaMeHoM. TakaB TpeTMaH
je omoryhuo mnpckame jemapa numdoOnacta u ocnobahame MeradazHUX XpOMO30oMa
notpebHuX 3a ananu3sy. Jeqan o 100ujeHuX mpenapata je kinacudao ooojer 10% pactBopom
T'umze y docdarHom mydepy. OcTtamm mpemapaTtd cy OJBOjEHH 3a TPHUMjEHY TEXHHKa
npentudukanuje. [Mpunpema mpenapara no meroau CubpajroBe 3a nobujame ' Tpaka u
uaeHTHUKAIM]y XpOMO30Ma cacTojalla ce y TpeTMaHy HeoOojenux mpemnapara ca 0,25%
pactBopom Ttpurnicuaa DIFCO, y Tpajamy 10 cexynau u ayxke, a 3atum y Oojemy 10%
I'mm3oM y nutpaTHOM Iy depy. AHaIm3a XpoMo3oMa je ypal)eHa Ha 22 mMeTadasHa jespa.

PE3VIITATU U JUCKYCHUJA

[MuTorenercka aHamu3a mpoOaHAa je Mokasajia Ja Cy cBe hemuje canpxkaBane 46
XpOMO30Ma, O KOjUX je jeman XpoMo30M 7 61O U3MHjeHeH, Tj. nMao je kpahu ( kpak (Ci. 1.1

n 1.2).

n7v der 7 nl0 1010
Canka 1.1. Xpomo3omu gjetera y metadazm  Camka 1.2. Xpomo3zomu gjerera. JlujeBo je map 7
(nopmanan 7 u nepuBar 7). JlecHo je HOpMaJiaH
nap 10

Hahenu nepuBat xpomo3zoma 7 yCIOBHO j¢ onpehHBame KapHOTHIIA POTUTCIHHMA.
[luTorenercka aHanm3a je MOKaszajga Ja je Majka HOCWIAI] OaJlaHCHpaHE TPAHCIIOKAIUje
xpomo3oma 7 u 10, ca Taukama npekuza y peruonuma 34 u p15 (Ci. 2.1 u2.2).

- n7 der 7 n 10 der 10

Ciuka 2.1. MajuyuHHu XpOMO30MH Y C.ﬂmca 2.2. Majuunu xpomo3omu. Jlujeso je map
meTtada3n 7 (wopmanan 7 u gepusar 7). lecuo je map 10
(nopmanaun 10 u nepusart 10)

Kapuotun majke je 46,XX,t(7;10)(q34;p15). Kapuotun oua je 6uo Hopmanan 46,XY
(Cn.3.1 u 3.2). Ha ocHOBY HIMTOTCHETCKE aHANN3E POJNTEhA, YTBPY)CHU KapHOTHUII JIjeTeTa je
46,XY,der7,t(7;10)(g34;p1l5)mat, a pesynrar je OIUIOJmE MajudHE HeOATaHCHpaHE ramere,
Hacrane ADJACENT-1 Tunom pa3gBajama, u oOueBe HopMmaiHe ramere. OBakas
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He0aJlaHCUpaHU KapHOTUIl YCJIOBUO je HeMpaBUJIaH Pa3BOj UATABOI OPraHU3Ma JI0jeHdYeTa ca
OpojHHM aHOMAaJHjaMa.
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Ciuka 3.1. OdyeBu xpomozomu y Metapazn  Cimka 3.2. OueBu xpomosomu. JIujeso je
HopMaJiaH nap 7. [lecHo je HopmasaH nap 10

Majka Hamer npobania je GEeHOTHIICKU 3ApaB HOCUIIAI] PEIMIIPOYHE TPAHCIIOKALIU]je
n3mel)y Hexomonorux xpomozoma 7 u 10. Ha crnunm Op. 4 miemMarcku je NpUKa3aH HAYUH
HACTaHKAa OBE TPaHCJIOKAlMje, ca O3HAa4eHMM Tadykama IpeKuaa Ha HOPMAJIHUM
XPOMO30MHMA.
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Ciuka 4. Ctpenunama cy 03Ha4eHa MjecTa NpeKuIa Ha HOPMATHUM XPOM030MHMA (JIHjeBo), 0
KOjUX CY HACTAJIM TPAHCJIOUMPAHH XPOMO30MH MajKe(1eCHO)

300r cBOje XpPOMO3OMCKE KOHCTHUTYIHje, MajKa HOCH BHCOK PH3HK 3a CTBapame
HeOanaHcupanux ramera. CrapuBame PEHMIPOYHO TpaHCIouupaHux xpomosoma 7 u 10 u
BUXOBHX HOPMAJIHUX XOMOJIOTa y mpogas3u IpBe MejoTcke anode pe3ynrrpa (GopMHupameM
KpcracTe TeTpaBanieHTHe KoHburyparmje (Ci. 5).
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Canka 5. /lujarparpam naxuTeHcKe CIapeHOCTH XpOMO30Ma MajKe

PasnBajame, Koje 3aTUM CIIHjean, MOXE C€ OIBHjaTH Ha BUIIEC HAYWHA, U JOBECTU JIO
HacTaHka OpojHHX pasnmnuntux ramera (TabGenma 1). JemHa ox HeOanaHCHpaHUX raMeTa Majke
(ad cd), macrana ADJACENT-1 tumom pasziBajama, je OIUIO)eHa OYEeBOM HOPMATHOM
raMmeToM, M pasiior je HacTaHKa HeOaJaHCHPaHOT KapHOTHIA MPHKa3aHor aojeHduera. OBUM
THIIOM pa3iBajama, JBa CyCjeAHa XpOMO30Ma Ca HEXOMOJOTHUM LEHTpoMepaMa Cy ce
pacrtiopennia Ha wcth moi (Spasojevic.1978.). IIpBu XpoMo30M je TpPaHCITOKAIIH]jCKH
(mepuBar 7) u Hocwimau je npeduuura 7Q34—qter (mapumjanHa 7¢ MOHO30MHja) H
nymukarmje 10p15—pter (maprmjansa 10p Tpusomuja), a ApyrH je HopMarHu Xpomo3om 10.
OBo je camo jeman oz OpojHHMX ClydajeBa pas/Bajara, KOjU OW pe3yJITHpad HACTAHKOM
HeOamaHCHpPaHUX TaMeTa, YHjOM OIUIOAHKOM OW HAcTamu HebaJaHCHpaHW KapHUOTHUIIOBH
surora. CaMo anTepHATUBHUM TUIIOM Pa3JBajarmba XpoOMO30Ma, CTBapa ce WM HOPMAIlHA, WIIH
OanaHcupaHa raMeta. Y ciydajy OIUIOAE Ca OYSBOM HOPMAJIHOM raMeTOM, 3HUTOT OM UMao
MJIM HOpMaJIaH KapHOTHII, WM GalaHCHpaHy TpaHCIOKalujy kao majka (TaGena 1) (Cupak-
Zergollern, 1980.).

Ipema momaiuMa W3 JuTeparype, Behuna 703 MoHO30MHja Hactama je de novo, ca
Tauykama TNpekuia y (32, a y pHjeTKHM CilydajeBHMMa BHIIE qucTaiHo y (35. Mamu Opoj
ClydajeBa je IIOCJbEAMIIA pa3/Bajama XpOMO30Ma pOJUTEsha, HOCHJIAlA OalaHCHpaHe
tpanciokaimje (Grouchy, Turleaul986.). Ommcano je U HEKOIMKO CiiydajeBa
MoOHO30MHYHE Hjerie ca 32—(34 nenennjoM, Koja je HacTana Kao MOCJbEHIA Pas3/Bajama
ponutesscke uHcepuuje (Nielson etal.1974.).

HajBaxauja kapakrepuctuka peHorumna koj 703 MOHO30MHja je MUKporedanmmja. Y
cilyyajy Hamer npo0aHza je IprcyTHa U MUKpoledairja 1 pacijern yCHe U Hella, Kao U KOJ
JIpyrux 703 MOHO30MHja, d U3BjECHA je M MEHTalHa perapiauuja.. M3yserak cy ciiyyajeBu
032—Q34 nenmenmja, KOI KOjUX CE€ HE jaBjba HHU pacIjell yCHe, HUTH MHKpoledaimja.
[NMapuujanra 7q MoHo3omuja W maprujamHa 10p Tpuszommja , Kao pe3yiaTaT PHjETKOT
XPOMO3OMCKOT peapaHKMaHa KOJ MajKe, YMHE IPUKa3aHd Cllydaj M XPOMO3OMCKH U
(EHOTHUIICKH Pa3IUUUTHM Ol Ipyrux /(43 MoHO30MHja. Y JIUTEPATypH CMO HAIUIU CIIy4aj
HOPMAJTHOT MYIIKapiia ca PelMIIpOYHOM TpaHCIoKamujom xpomoszoma (7;10), kao y Majke
Hamier nmpoOaH/a, ajy ca IPYruM TauKkama IpeKHia Ha OBa JBa XpoMo3oMa. theroB kaprotun
je 6uo 46,XY,1(7;10)(p12;922).

[IpoBjepa Mjecta mpekuIa Ha XPOMO30OMHUMA y TPAHCIIOKALUjU MOXKE CE M3BPLIUTH
nomohy FISH wmerone.. V ciy4ajy nojenuyera u meroe Mmajke ypahena je FISH ananmza,
yeryxsaomhy Ofjespera 3a MEOWIHUHCKY TeHeTHKy, MemummHcKor ¢akynrtera y Codwuju,
Byrapcaka, ca jenurom JIHK mpoGom, kojoM cy pacnornaranu 3a 7q. Mehytnm, Te pesynrare
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HUCMO Tpukasaiy, nomro ce JJHK npoba onHocuna Ha 7031 pervoH, a He Ha IHUbaHu (34,
KOjH je OMO MHTepEeCaHTaH y HallleM CIy4ajy.

Tabena 1. Tunosu pasaBajama XpOMO30Ma, raMeTe M KApHOTUIIOBH 3UIOTA, KAO PE3yJITaT MajudHEe
Ganancupane Tpanciaokanuje (7:10)

TUIIOBU PA3JABAJAIbA TFAMETE | KAPHOTHIIOBH 3UT'OTA
ADJACENT-1 abcb 46,XX,der10,t(7;10)(g34;p15)
ad cd 46,XY,der7,t(7;10)(q34;p15)
ADJACENT-2 ab ad 46,XX,-10,+der7,t(7;10)(q34;p15)
cb cd 46,XY,~7,+der10,1(7;10)(q34;p15)
2:2 ab ab 46,XX,+7,~10

adad | 46 XY,~7,-10,+der7,+derl0,t(7;10)(q34;p15)

gzgg 46,XX,~7,~10,+der10,+der10,t(7:10)(q34:p15)

46,XY,~7+10
abcd
46,XX
ALTERNATIVNO ad cb 46,XY 1(7:10)(q34:p15)

abcbcd 47, XX+der10,t(7;10(q34;p15)

ad 45 XY ,~7,~10,+der7,t(7;10)(q34;p15)
cb cd ad 47 XX,~7,+der7,+der10,t(7;10)(q34;p15)
3:1 ab 45,XY,-10

cdad ab 47, XX, +der7,1(7;10)(q34;p15)

Cg by | 45XY7,-10,+0erl0,{(7;10(g34;p15)
Z‘ i ace 47,XX,~10,+der7,+der10,t(7;10)(q34;p15)
45,XY 7
3AKJBYHAK

[MpukasaHu cirydaj A0jeH4YeTa UMa M3BjECHUX CIIUMYHOCTH y (eHOTHUIy ca octanum 743
MoOHO30MHjaMa. MehyTum, mpexun Ha xpomo3omy [/ ce pujehe jaBira y pernony Q34.
Jedummur m ayminukandja TeHETCKOr MaTepHjajia, Kao pes3ysTaTr PHjeTKOr XPOMO30MCKOT
peapamxMaHa KOJ MajKe, YMHEe FeHOTUN M (DEHOTHII HalIer Cily4daja pasIuuTHM OJ] IPYTUX
703 MoHO30MHja.

Majka, ka0 (GeHOTHIICKH 3apaB Hocwialn TpaHncimokarmje (7;10), HoCcH BHCOK pHU3HK
CTBaparma MOTOMCTBA Ca XPOMO30MCKOM HEPaBHOTEKOM. Iberose mocspeauiie ce HE MOTY Y
MOTIYHOCTH NpeABHIjeTH. PonuTesbuMa je caBjeToBaHO Jia ce Y CBAaKoj HapexHoj TpyaHohu
M3BPIIM HMCIHUTUBAKE KapUOTHUIA IUIoJAa. 3a caja je MpeHaTajHa AWjarHo3a jeMHH HauYuH
npeBeHIyje pahama gjerera ca HebalaHCUPAHUM KapHOTHUIIOM.
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