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CA’KETAK

Mownoszomuja 18p (de Grouchy cunopom 1) npeocmasnva
CMPYKMYPHY XPOMO30MCKY abepayujy Hacmany ycieo
Oeneyuje dena unu yeioe kpamkoe (p) kpaxa xpomoszoma 18.
Y 2/3 cnyuajesa nacmaje ycneo de novo mepmumnaine
oeneyuje kpamkoz Kpaxa xpomozoma 18, 0ox y ocmanum
cayuajesuma noCmoju mpancmucuja ¢ pooumesa. Knunuuxe
manugpecmayuje 0602  cumopoma  ymepewe ¢y U
Hecneyughuune u yecmo ce y KIUHUYKOM UCHUMUBAILY MO2Y
npesudemu. OOUYHO NOCMOjU U MEHMAIHA pemapoayuja
pasnuuumoe cmenend, NOCMHAMAanHu 3acmoj y pacnty, HU3ax
pacm Kao u Kacmu paszeoj 2o8opa Koo oeye, a UeCmo cy
npucymue Kpanuogayujanne mairgopmayuje. Ha pohervy
(enomuncke  mManugecmayuje 0802  CUHOpOMA — CY
MUHUMATHE, A AOHOPMATHOCMU NOCMAJy YOu/bUsUje HAKOH
mpehe 2o0une dcueoma. [Jepunumuena ouajuoza 3axmesa
Kapuomunu3ayujy u auaiu3y Xpomo3oma niooa uiu
auyupane ocobe. Cmyoduje cy nokazane 0a je KpUmuuHa
mauxka 3a npeKkuo Ha XPOMO3OMY JOYupamna y OIU3UHU
yenmpomepe y pecuony 18 pll.1 (npucyman je koo 44-72%
ucnumanuka). Ilpexuo y pecuony usmehy pll.1 u pl.21 y
6e3u je ca GUMUM CMENneHOM MeHmAIHe pemapoayuje y
00HOCY Ha npexuoe OUCMANIHO 00 08UX MAYAKA HA P KPAKY
xpomoszoma 18. Cnyuajeeu npenamaino Oemexmosane
Mmornosomuje 18p cy pemku u Hajueuthe ce OujaeHOCmMuuKyjy
nakon abnopmannoe nanasa UZ npsoe mpumecmpa uiu
cayuajHo, nymem UHGA3UGHE NpeHamanHe OujacHoCmuKe.
Paou oasamwa ecenemcroe cagema y eezu ¢ Oyoyhum
mpyonohama 'y cayuajesuma npeHamaiHo ymephene
monozomuje 18p unu y cayuajy poherva demema ¢ 080M

CMPYKMYPHOM — XPOMO3OMCKOM  abepayujom,  mpeba
00peoumu Kapuomunoge pooumesvd.

Kwyune peuu: xpomozomu, xymanu, nap 18;
MOHO30MUJA; Oeneyuja Xpomo30Md.
YBOJ

Mouno3zomuja 18p (de Grouchy cumpom 1)

npeacTaBjba CTPYKTYPHY XPOMO3OMCKY abepauujy

HACTany yCJen HeNeldje Jelia HIH Iejor Kpartkor (p)
Kpaka xpomozoma 18. ®dpaniycku reneruyap Jean de

ABSTRACT

Monosomy 18p (de Grouchy syndrome 1) is a structural
chromosome aberration provoked by the deletion of a part of
or the entire 18 chromosome's short arm. In 2/3 of cases it is
provoked because of the de novo terminal deletion of 18
chromosome's short arm, while in the rest of the cases there
is a transmission from parents. The clinical manifestations of
this syndrome are moderate and nonspecific. In the clinical
research they could be neglected. Its usual manifestations
include: mental retardation in various degree, postnatal
growth restriction, short stature, delayed speech
development, as well as craniofacial malformations. At birth,
the phenotypic manifestations of the syndrome are minimal
and the abnormalities become visible after the age of three.
The final diagnosis requires karyotyping and an analysis of
fetal chromosomes or an analysis of an afflicted person.
Previous research have shown that the critical point for the
breakage located near the centromere in the region 18 pl1.1
(it is present in 44% - 72% of examinees). The breakage in
the region between pll.1 and pl.21 is linked to a higher
degree of mental retardation compared to the breakages
distally from these points at the p chromosome's arm. The
examples of prenatally detected monosomy 18p are sporadic
and they are usually found after abnormal ultrasound
findings in the first trimester or accidentally by invasive
prenatal diagnostics. In the cases of monosomy 18 p detected
prenatally or in the cases of giving a birth to a child with this
type of chromosomal aberration, a parents' karyotypes
should be defined with the purpose to provide genetic advice
to the parents.

Key words: chromosomes, human, pair 18; monosomy;
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Grouchy je 1964. roguae MoHO30MHjy 18p omucao kao
NpBU TPHUMEpP TNaplHjaTHE MOHO30MHjE HEKOT O]
XpoMo3oMa KomratuOmiHe ca xuBoToM (1). Munumenma
Mono3omuje 18p m3nocu 1 : 50.000 xuBopolhene nere, 3 :
2 y KOPHUCT JKEHCKe HOBOpoljeHuamu. Y CTPYydHO]
JUTEpaTypH onucaHo je oko 150 ciyuajeBa manujeHara ca
OBOM BPCTOM Xpomo3oMmcke adeparuje (1).
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