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OAMUITUJAPHA AYTOCOMHA TPAHCJTOKALIUJA (13/14) KAJ
POOAUTENIUTE CO TPU3OMNYHO AETE 3A 21-OT XPOMO30OM

BoBepg

3HauuTeneH agen Ha HacnegHuTe 60NecTn Kaj YOBEKOT ce nocrieguua Ha
XPOMO30OMCKMN abHopmanHocTu. JlyfeTo WTo HocaT abHopmanieH XPOMO3OMCKU
KOMMJIEMEHT MOXKaT Aa ce rpynupaat BO ABE KaTeropuu:

e OHMe WTO MmaaT abHopmaneH XpoMO30HCKM 6poj U oHMe co abHopmanHa
XpPOMO30MCKa CTPYKTypa

+ abHopmanHocTa BO 6pojoT Ha XpPOMO3OMUTE ceKoraw e rnocrneavua Ha
cBexu MyTaumm. CTPYKTYpHUTE XPOMO3OMCKM abepauum ce pe3ynTaTt Ha npe-
KWHW W MOrPELUHO peaHXupare BHaTpe BO efeH MMM NOBEeKe XPOMO3OMMW.
CTpykTypHUTE abepauum ce npeHecysBaaT Of poAUTENUTEe Ha MOTOM-
cTBOTO. Tyka BneryeaaT genvumm (Ishikawa 1990), npcTeHecTn XpoMO30MM
(Freyberger 1991) wHsep3un (Kaiser 1984) n TpaHcnokaumu (Lindenbaum
1975), (Lau 1977), (Shang 1990). TpaHcnokauyunTe npeTcTaByBaaT abepHa-
uun nopagm pasmeHaTa Ha nonoxbéaTa Ha CerMeHTUTe BHaTpe BO KapuoTu-
not. PeuvnpoyHuTe TpaHcrnokauuum npetcTaBysBaaT MefycebHa pasMeHa Ha
XPOMO3OMCKMOT CerMeHT Ha ABa Mnm noBeke xpomosomu (Lindenbaum 1975).
MocebHa cdhopma Ha TpaHcnokauvja € PobepTcoHoBaTa, MO3HATa Kako LiEH-
Tpu4Ha pysunja BO WITO Ce BKIyHEHU CaMO akpOLEHTPUYHUTE XPOMO3OMU, a
npeocTaHaTUOT MaTepujan of KpaTkuTe Kpauu ce nojasysBa BO Masn MeTaleH-
TPUYEH XPOMO3OM, HELITO NOrofieM of LeHTPUYHUOT CEerMEHT, WTO ce rybu Bo
cnegHaTa genba, na yHaameHTanHMoT 6poj Ha HOCUTENU NPUBMAHO ce pe-
Ayumpa (Eklund 1998).

Marepujan n merogm

MpobaHTOT € AeBojye Ha Bo3pacT of 12 roavHu 4Ymja mMajka e Ha 19, a
TaTtko Ha 29 roguHu. TenecHa TexXuHa npu parame nsHecyesa 3550 rp. Ha wect
MeceYHa BO3pacT mmana obem Ha rnasaTa 41.1cm. Ce cmee 1 ryra Ha 4 meceum.
CamocTojHO ja gp>ku rnaeaTta Ha 5.5 meceuu. KoH nrpaukuTe ja nogaea pakarta Ha
8.5 meceuu. Ha Bospact of 10 roavHu rnasata ja ApXWM BO HenpaswiHa
nonoxbéa. MukpouedanmyHa e u cniocHata BO NOTUNHUOT Aen, ronemaTa ¢oH-
TaHena e oTBopeHa Ha 3 cM. JasukoT e ronem u nsbpasgeH, BUCK Of, ycTaTa.
OuuTe ce MOHOrNOMAHO NOCTABEHU, ENUKaAHTANEH HAbop. YWHNTE WKOJKN Manuv
1 OO MOAEenMpaHn NocTaBeHn NoBeKe KOH gecHo. MyckynaTtypaTa mnvTasa.
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Ha 12 roguwHa Bo3pacTt TectupaHa e co buHeT-CumoHoBa ckana, K.C.-
7.8 n M.C.-38.1 wto ogroeapa Ha 1.Q-50-55. Cnpema fobveHuTe pesyntatu Of
TecToBMTE NPObGaHTOT cnara BO rpyna fivua Ha [oNHa rpaHuuya Ha fiecHa nonpe-
YEHOCT BO NMCUXUYKMOT pasBo;.

LiuToreHckaTta aHanu3sa Ha XpoOMO30OMUTE, Of WH BUTPO KyNnTypa Ha ne-
pudepHaTa KpB BplIeHa e cnopef mogudmumpaHata metroga Ha Moorhead wu
HeroBute copaboTHUuM (1960). LinToreHckMoT Haog Ha nNpobaHToT e 47, XX+21.
LinToreHckMOT HaoA Ha HejsvHaTa Majka e HopmaneH 46, XX. MefyTtoa, Hej3auHu-
OT TaTKO € HOCUTEJ1 Ha TpaHcloKaluuja nomery akpoLueHTPUYHMTE XPOMO30-
mu 13 n 14, nosHaTtu Kako PobepTcoHoBa Unu yeHTpuyHa ¢y3uja. Majkata u
6paToT Ha HEj3UHUOT TaTKO MCTO TaKa ce HOCUTENMN Ha XPOMO30OMCKa abHop-
manHoct nomery 13 u 14 xpomosom. lMopagu Toa WTO €4HWOT pPOAuUTEN €
HOCUTEN Ha CTPYKTypHa abepauuja o4 TUNOT Ha LUEeHTPUYHN hy3un, npenopadaHo
UM e npu NnaHMpare Ha CEMejCTBOTO fa Ce M3BPLUM aMHUOLeHTe3a BO KITMHWUY-
KNOT ueHTap “Pebpo” Bo 3arpeb.

Mpu BTOpaTa 6pPemMeHOCT MajkaTa Ha HaWMOT NPO6GaHT € NpumeHa BO
LieHTapoT 3a npeHaTanHa avjarHoctuka Bo 3arpe6. Co fetanHa yntpasByyHa
OujarHocTUKa yTBpAEeHW ce MynTunHM Mmandopmauuum Ha NnoaoT M Toa:
MuKpouedanuvja, MeHUHrowlena, acuutec, KpaTku u gedopMmmpaHm ekcrtpe-
MWUTETU, eKCTPpEeMeH onuroxumapamHuoH. Mo oBOj HaoA Ha mauueHTKaTta U e
npenopayaHo npekvHyBare Ha bpemeHocTa. Ha monba Ha AaBaTa poauTenu,
€TUYKMOT KOoMUTeT ofobpyBa NpeKMH Ha 6pemeHOCTa, LUTO € U3BPLIEH CO
npoBokKauuja co PGF2 alha i.m. AbopTupaH e MPTOB XeHCKu nnop on 300
rpama, co MaKpOCKONCKM BuANUBM Mandopmauum, wWtTo 6ea nperxonHo
yTBpAEHU CO ynTpa3By4YHaTa AujarHocTuKa.

Avckycuja 3akny4yok

®dpekBeHUmjaTa Ha [JayHOBMOT CMHAPOM BO onwTara nonynayuja n3Hecy-
Ba 1 Ha 700 nopopgyBsama (Zergollern 1981). HoBopogeH4uHaTa co 0BOj CUHAPOM
npeTcTaByBaaT Aeua Kage WTo NpeHaTanHMoT pasBoj He € 3aBpLUeH Ha ajeKBa-
TEeH HayuH. Pasnu4HuoT pmanydku nsrnen, nomasnky unm noseke, NPUCYTEH Npu
pafateTo 360pyBa 3a U3BECHO HeonpedeneHo Mellare Ha natanowknTe hakTo-
pu BO OETCKOTO pacTtewe u aedepeHumjaymja. Kaj oBne geua ce oTkpusaat CUM-
nToMM WTO 360pyBaar AeKa HUBHWMOT OU3NYKU U NCUXUHKM PasBOj MOXe [a
3a0cTaHyBa BO MOAOLHEXHUTE rOAMHN, KaKo LTO € Crly4aj CO HawWnoT NpobaHT,
Kaje WTO pas3BOjHUTE MOXXHOCTU Ce pasnukyBaaT of HOpMasnHuTe geua, a noHa-
TaMOLLHOTO pacTeHe N co3peBarbe Ce 0fBUBa Ha MOHUCKO pamHuwTe. [NocTojaT
WHANUMKW JeKa poguTenu co 6anaHcvMpaHu TpaHcnokaymm nMaat npegucnosvuuja
3a non-dijunction, WTOo ja 06jacHyBa BpckaTa Ha oBue abHOPMarnHoCTW Co nojasarta
npu pararbeTo Ha TPU3oMU4HUTE geua.

Buaejkn 6anaHcupaHuTe NPOMEHN He AejcTByBaaTt Bp3 heHOTUNOT Ha Ho-
CUTENOoT, TMe MOXaT ga buaaTt HegeTepMUHUPaHU 1 ga BpliaT JONroTpajHo BNK-
jaHne Ha notomcTBOTO. MefyToa, XeTepOo3UroTHUTE HOCUTENN CO BakBu banaH-
CMpaHu TpaHcnoKauum HocaT BUCOK pU3MK 3a co3gaBare Ha HebanaHcupaHu
nnogosu, 6uaejku mejoTckaTa cerperauuvja Ha XpoMO30OMUTE BKJTyHEHWN BO TPaHC-
nokauwjata, MoOXe ga ce gosege A0 rosiem 6poj Ha pasfiMyHu rameTu, of, Kouv
caMo ABe HocaT OpruHaneH XansougeH XPOMO3OMCKW KOMMIEMEHT U Toa: WUiuv
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Kako cocemMa HopMarneH UMv co U3MeHeT pefocrned, a cute Apyr raMeTu ce no-
Masiky Unv noeeke HebanaHcvpaHu.

Poautenute WTO ce HOCUTENW Ha XETOPOSOrHW 6anaHcupaHu TpaHc-
nokauum, NoKpaj MOXHOCTa 3a pafare Ha 34paBo NMOTOMCTBO CO 6anaHcupaHa
TpaHcnokauvja, HocaT pU3MK 3a parare Ha Aela Co TpaHCIOKaTUBEH TUM Ha Tpu-
30Muja. HocuTenuTe Ha XOMOJSIOrHU TPaHCMoKaLmMM HemMaaT MOXKHOCT 3a pafame
Ha 34paBo MOTOMCTBO, HUTY MOTOMCTBO CO H6anaHCUpaHu XOMOJSOrHU TPaHCoKa-
unn. HMBHUOT pM3KK 3a pararbe geua co Tpu3omuja e CTOMpoLEeHTEH buaejkn cos-
Jasaat ABa Tuna Ha rameTu: AU3OMMUYEH CO XOMOJIOrHa TpaHcnoKauuja u Hy-
NIM30MMYEH rameT HecnocobeH 3a XXUBOT.
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B. APOSTOLOSKI, M. KAEVA-PEJKOVSKA, A. LAKOVSKI, S. NIKOLOVSKA

FAMILI AUTOSOME TRANSLACATION (13/14) AT PARENTS WITH TRISOMYC
CHILD IN 21-Th. CHROMOSOME

In this paper a case study about family autosome translocation is
presented. On the basis of the evidence of chromosome’s abnormalities at the on
parent (it was proved that the father has translocation between acrocentric
chromosomes 13 and 14 or well known as Robertson’s or centric fusion’s) it was
discovered that predisposition for nondisjunction could be expected. This is
precondition for hereditary abnormality or for trisomia’s child to be born. These
well-known facts are based on the proven risks for born of the children with trisomia
because of the evidences that the bearers of the translocations have not any
possibilities for child-bird of healthy descendants, nor descendants with balanced
homological translocations, that were proved in our researched case.



