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PAHA OETEKUWJA HA XEHOAUKEMUAPAHOCT KAJ JIMLIATA CO TPUSOMUJA
HA 21 XPOMO30M BO LIUTONEHETCKATA JIABOPATOPUJA
NP 3ABOAOT 3A MEHTAJIHO 3[PABJE-CKOIJE

BoBepg

dakTopuTe WTO NpuMAoOHecyBaaT 3a nojaBata Ha XeHAWKENUPaHOCT ce
MHOry6pojHu n crnoxxeHu. o ceojaTa npupoda Tue ce xepeguTtapHu nnu obycno-
BEHU of (pakTopuTe Ha HagBopellHaTa cpefuHa, a HajuyecTo ce pesynTaTr Ha
WHTepakuujata nomery egHute u gpyrute. Bo Hajumpoka cMucna reHeTckute
chakTOopM ce noumpaHn Bo 46 XPOMO3OMM BO YOBEKOBAaTa KreTka, npen cé BO
)KEHcKaTa 1 Mallkarta onjiogeHa KneTtka.

Xpomo3oMckuTe abepauuu, T.e. BUANMBUTE abHOPManHW MPOMEHU Ha
XpoOMO30McKaTa CTPYKTypa npeTcTaByBaaT npuyvHa 3a nojaBa Ha XxeHavkenvpa-
HOCT, Haj4eCcTO BO paMKuUTe Ha HeKOj CMHAPOM. TakoB € Cry4ajoT Co CUHAPOMOT
Ha [layH nnv MoHronusam, Kage WwTo NoCToM Tpu3omuja Ha 21 xpomo3om. MNpBuoT
HasMB € No aBTOPOT, KOj NPB ro onuwasn, a BTOPUOT cropes (PEeHOTUNCKUOT
narnes Ha 3abofneHuTe Ko nopagm Koco nocTaBeHUTE 04X NM4aT Ha MOHION CO
n3paseHa yMCTBeHa 3a0CTaHaToCT.

Tpu3somujata Ha 21 XpOMO30OM € HajuecTa XpoMo3omonaTuja BO YoBe-
KoBaTta nonynauuja. Jluyata co Tpusommja 21 nocegyBaat efeH npeKyobpoeH
XpOMO30M U Toa Ha 21-BMOT XPOMO3OM, KOj HaMeCTO ABa naTu e coApixaH
Tpu natu. Bo HeoHaTanHuTe nonynayuu 4Yectotata Ha oBaa XPOMO3OMO-
naTtuja nsHecysa 1,3 go 1,7%, a Kaj noctapute poguTenu u noBeke.

Cnopep, coBpeMeHUTe CTaTUCTUYKU nojartouu, Bo npocek 6:1000 HoBo-
po4EHN Adeua HocaT onpefeneHa Xpomo3omcka abHopMarnHocT u Ttoa: 4:1000 3a
aBTOCOMHUTE Xpomo3omu 1 2:1000 3a NosioBUTE XPOMO3OMM.

MoKpaj Toa WTO NOBeKeTO 04 XPOMO3OMCKUTE abHOPManHOCTU MoKaxy-
BaaT HM30K PU3UK 3a MOBTOpyBatbe BO pPaMKWTE Ha eAHO CemejcTBO, cenak
CTpaBOT 0 MojaBaTa Ha XpoMO3oMonaTtuhja BO eBeHTyariHata HoBa 6pemMeHOoCT e
[0BOSHA NPUYMHA 33 3arpMXXeHOCT Ha poauTenuTe.

Marepujan n merogm

PenatnBHo ronemmoT 6poj Ha ucnutaHuuym (176), WTO M OTKPMBME BO
BpemeHcku nepuog og 10 roamHun, of cute KpavwTa Ha Penybnuka MakegoHuja,
ja noTBpgyBaat noTpebaTta oA NoHaTaMOLWHW Hawu UCTpaxysarka. HoBopoaeH-
YnHba CO OBOj CMHAPOM MNpeTcTaByBaaT Adeua Kage WTo npeHaTanHMoT pa3sBoj He
€ 3aBplleH Ha afekBaTeH HauuH. Pa3nnyHnoT pusnyku unsrneq nomanky wunuv
noBeKe NPUCYTEH Npu parakeTo 1 NnogouHa, 36opyBa 3a N3BECHO HeonpeaeneHo
Melware Ha naTosnowkuTe ¢akTopM BO AETCKOTO pacTewe n avdepeHuuja-
unjata. Kaj oBne pgeua ce OTKpvMBaaT CMMMTOMU LITO 360pyBaaT AeKa HUBHUOT
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ncMxXu4KM M OU3NYKKM pasBoj faneky 3aocTaHyBa 3aj HopmanHuTe geua, a
MOHATaMOLIHOTO pacTeH:Ee U CO3pPEBatbe Ce 0ABUBAAT Ha NMOHU30K CTEMEH.

(hEHOTUNCKNTE KapaKTEPUCTUKU Kaj HaWMTE UCMMTaHMLUM Ce KapakKTepu-
3vpaaT Haj4ecTo CO Mana M OKpyrfa rnasa, CO KOCO NMOCTaBEHU O4YM, CO HUCKO
NOCTaBeHU U cneunpmyHo MoAeNMpaHK ywm, ronemM, 3agebeneH u co uspaseHu
Anaboku 6pasau jasuk, co aHoManuu BO 3abuTe U HA EKCTPEMUTETUTE (HAjYecTo
KyCcu NpCTW MU CBUTKaH Man npcT). EBuaeHTHN ce n 3abonyBararta Ha BHaTpeLL-
HUTe opraHu. KapaktepucTudHo 3a [ayHOBMOT CMHAPOM ce u 6pasgute Ha
NpcTUTE, KUTKUTE M Ha cTonanara, LWTO r0 COYMHyBaaT AepMaTorngCKMoT
MoZern, Koj Kaj 0BOj CMHAPOM Ce pasrfvkyBsa of HopMarHaTa nornynauuja, nocebHo
CO MpPMCYCTBOTO Ha TaKaHapeyeHaTa "MajmyHcka 6pasga". 3a ogbenexyBame €
JeKa NoBeKeTo 04 HalWTe UCNUTaHULUM ce CO bnar Kapaktep, Apy>Xerbyousu, co
pasBUEHO YyBCTBO 3a My3MKa W Ce€ MOLUHE YyBCTBUTESHM.

McMXONoOWKOTO, NeAnjaTPMCKOTO U NMCUXUjAaTPUCKOTO UCMIUTYBare MNoKa-
)KyBaaT fAeka CTEMEHOT Ha MHTEeNereHuvja Kaj HawuTe WCMMTaHWMUM € HU3OK,
JoAeka couunjanHoTo npunarogyBarse e ganeky nogobpo. (Tab. 1).

Ta6.1 1Q-Ha MOHrosiougHun geya TectupaHn co buHer-CumoHoBa
CKana v gpyru TeCTOBU Ha UHTeJIureHymja.
Anaboka | Tewka yMepeHa JlecHa BKYMHO
0-20 21-35 36-50 51-73 0-73
4 26 80 42 152

MpernefoT Ha HaWuWTe NCAUTaHULUM Ce COCTOeLle BO 3eMaHe Ha aHaMHe-
3a o4 poauTenuTe, HajdecTo MajkaTta. Kaj cute ucnuvtaHuum no metogaTta Ha
Moorhead (1960) n co audepeHumjanHa TexHWKa no metogara Ha Seabright
(1972) HanpaBeHn ce KapuomnowKkn ucnutyeara. Kaj 10 ncnutanHuum otkpmsame
TpaHcnokaTueeH Tvn Ha [layHoB CMHAPOM, Kaj KOj eleH of, poauTenuTe nocegysa
MUpHa Uy nsbanaHcmpaHa TpaHcnokauuja, kage wro 21 XxpoMo30M € CNneneH co
HEeKOj Apyr XpoMo30oM, HajdecTo co 14. Ha BakoB cny4aj pusmkoT gda ce poau
Apyro gete co [JayHOB CMHOPOM € MOrosieMm n Toa ce o0JHecyBa 3a cute geua o4
noToMcTBOTO. BO npakTukarta e AgokaxaHo Aeka Bo 94% opf cny4vauTe Ha [layHoB
CUHOPOM ce paboTu 3a 0buyHa Tpu3omuja, a camo 6% Of HMB ce pe3ynTaTt Ha
TpaHcnokauuja, WTO € CKOPO UAEHTMYHO CO HawwuTe pesynTaTu, Kora ucrarta e
NnpucyTHa Kako n3banaHcupaHa Kaj pogutenure.
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Tab.2 Pepg Ha parame Ha MOHroJIougHN geya BO O4HOC Ha CUTE XXUBOPOAJEHH.

pea Ha parare Bpoj Ha pogeHun geua Bo cemejcTBaTa
Ha MOHT. fleua 1 | 23] 456 ] 7] 8] 9| 10] Bkynno
1 45 45
2 52 52
3 21 21
4 14 14
5 10 10
6 3 3
7 4 4
8 1 1
9 1 1
10 1 1
BkynHo 152
BkyneH 6poj Ha
Aeua BO 45 104 63 56 50 18 28 8 9 10
cemejcTBOTO 390

Ta6.3 Yecrora Ha [JayHOBUOT CUHAPOM Kaj MajKu co pa3sinyHa BO3pact

BoapacT Ha majkata YecToTa Ha [l.c. Kaj YecToTa Ha [l.c. BO
HOBOpPOAEH4YMHA npeHaranHa gvjarHosa

20 1:1600 -
25 1:1200 -
30 1:900 -
35 1:500 -
36 1:300 1:165
37 1:235 1:110
38 1:185 1:90
39 1:140 1:70
40 1:110 1:55
41 1:85 1:40
42 1:65 1:25
43 1:50 1:18
44 1:35 1:15

45-49 1:15-30 1:5-10

Auvckycuja

HawwnTte ucnutyBara 36opyBaart feka cTapocTa Ha MajkaTa Kaj MOHrosno-
noHUTe feua He ce pasnukysa OGUTHO BO MpOCeK, BO OAHOC Ha MajkuTe BO
HopmanHaTa nonynauuvja. buaejkn ctapocta Ha Majkata MoXe ga buge npuydnHa
3a pacTpojcTBO Ha ooreHesaTa, cenak NPOCeKoT Ha MajunMHUTE roAUHU Kaj HawuTe
ucnutaHmum e ganeky noman. Npu HawuTe ucTpaxysBama mmame ronem 6poj Ha
MajKu LWTO poAune MOHrofionaHo aete (97) BO BPEMEHCKM Mepuos Kora XeHaTa
13MoNnNOLLKKM € HajcnocobHa 3a epTunmsaumja (Tab. 2).

Konkas e pu3MKOT Majka WTo poauna egHo aete co [JayHoB cvHAPOM Aa
poAv ApYro TakBoO AEeTe, Kako Y PU3MKOT Ha Majka BO HanpegHaTa Bo3pacT e npa-
Wwarbe WTo 6apa To4eH 0AroBop.
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Op nutepatypHuTe nogatouum (Zergollern) moxe pa ce cornepa peka
BO3pacTa npej Ccé, Ha Majkata urpa MOLIHe BakHa yrora 3a 3rofleMeHUoT pUsmK
BO YecToTaTa Ha 0BOj cuHApoM. XKeHa Ha 35 roguMHu uma 4 naTtu norosiemMm pusnkK
Aa poau gete co [layHoB cuHApOM, BO crnopeba co Mmnaga majka. Toj pusuk ywrte
NnoBeKe ce 3rofieMyBa ako e Mmajkata Hag 45 rogmHu. MIcTo Taka XXeHn Kou Beke
umaaT egHo gete co [layHOB CUMHAPOM, CrMopefeHn Co ApYyru >XXeHw of mucTa
BO3pacT WTO MmMaar 3gpasu geua.

Mpu ncmnxudka 1 hmsnyka HanperHaTocT, Kako 1 Npu onpeaenieHn Xopmo-
HasHW pacTpojCcTBa, PU3MKOT Aa Ce poAu MOHIoNouAHO AeTe ce 3ronemysa. Toj
NnoAaToK € NOTBPAEH CO NPoy4YyBakeTo Ha CUHAPOMOT BO BpPEME Ha BOjHU U rnaj.

PusnkoT Ha parare BTOpo gete co [layHOB CMHAPOM, HE 3aBUCK CaMo Of,
cTapocTa Ha majkata (Tab. 3), TyKy n of TUNOT Ha XpoMo3oMckKaTa abepauuja Ha
adyumMpaHoTO AeTe U KapuoTunoT Ha poauTenute. AKO poguTenuTe wumaart
HOopMarieH KapuoTun, pU3MKOT ga umaar BTOpPO AeTe MOHrosiouf e co BepojaT-
HocT of 1% p[o 1,6%, BO 3aBMCHOCT 0f CTapocTa Ha MajkaTa. lNocTojaT nHamumm
Jeka poauTenu co 6anaHcupaHu TpaHcnokauuv umaat npegucnosuuvja Ha HoH-
OVCjYHUTWOH, WTO ja objacHyBa BpckaTa Ha oBMe abHOPMAanHOCTK CO nojaBaTa Ha
pararbe Ha TPU3oOMUYHK Aeua.

bugejkn 6anaHcMpaHuTe NPOMEHM He AejcTByBaaT Bp3 (PEHOTUMOT Ha
HOCUTENOT, TUe MOXaT Aa 6uaaTt HeAeTepMUHUPaHU M Aa BplaT AO0NroTpajHo
BNujaHne Bp3 MNOTOMCTBOTO. MefyToa, XeTepo3UroTHUTE MUPHU HOCUTENU Ha
TpaHcnokaumu, HocaT BUCOK PU3NK 3a co3gaBare Ha HebanaHcupaHu nnofosu,
6uaejkn mejoTckarta cerperaymja Ha XpoMO30OMUTE BKITy4EHWM BO TpaHcrioKaumja-
Ta, MOXe Ja fdosefe [0 penatuBHO rofiem 6poj Ha pasnnyHu rameTu, of, Kowu
caMo ABE HOCaT OpUrMHasneH XanjaougeH XPOMO3OMCKM KOMMSIEMEHT M Toa: MUiuv
Kako coceMa HopmarneH Wnu co U3MeHeT pefocnef, a cuTe Apyrn rametn ce
nomarky unm noseke HebanaHcupaHu.

Pogutenute WTO Ce HOCUTENW Ha XETEPOSIOrHN H6anaHcupaHu TpaHCIo-
Kauum, MOKpaj MOXXHOCTa 3a pafarbe Ha 34paBo MOTOMCTBO cO 6HanaHcupaHa
TpaHcnokauuvja, HocaT pU3MK 3a parake Ha Jeua CO TPaHCNoOKaTUBEH TuM Ha
Tpu3omuja. Hocutenute Ha XOMOMOrHM TPaHCoKaumm HemaaT MOXHOCT 3a para-
H€e Ha 34paBo NOTOMCTBO, HUTY MOTOMCTBO CO 6anaHCcUpaHn XOMOJIOrHU TPaHCIo-
Kaumn. HMBHMOT pM3nK 3a parare geua co Tpu3omuja € CTOMPOLEHTEH, buaejku
co3gaBaaT ABa TuNa Ha raMeTu: AM3OMWYEH CO XOMOJIOrHa TpaHc/okaumja v
HYJIM30MUYEH ramMeT HeCNOCOBEH 3a XKUBOT.
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EARLY DETECTION OF HANDICAPS OF PERSONS WITH TRISOMIA OF 21
CHROMOSOME IN THE CYTOGENETIC LABORATORY IN THE CENTER FOR
MENTAL HEALTH FOR CHILDREN AND ADOLESCENTS IN SKOPJE

Factors which contribute the appearance of handicaps are numerous and
complex. By their nature they are inherited or determined by factors of outer
environment, mostly as a result of interaction of both. In the broad sense the
genetic factors are located in 46 chromosomes in the human cell, before all in the
female and male fertilized cell e.i. the genes located in the chromosomes which
determine the function of the central nervous system. The chromosome aberrations
e.i. the visible aberrations of the chromosome structure presents the cause for the
appearance of handicaps mostly together with some syndrome. That's the case
with Dawn’s syndrome( mongolism) where we can find trizomia of 21 chromosome.

Relatively, the great number of examinees (176) which we discovered in a
period of 10 years from all the places of R. Macedonia confirm the need for further
investigations. The newborns with this syndrome are children with prenatal
development finished in not adequate way. The presence of different physical
appearance on the birth and later on, more or less, speaks about indefinite
mixture of pathological factors in the growth of the child and the difference. The
symptoms that are discovered in these children indicate that they are retarded in
their pchylological and physical development from the normal children, and the
further growth and development are on a lower level. The psychological, pediatrical
and psychiatrical researches show that the level of intelligence of our examinees is
low, where as the social adjustment is far more better.

The examination of our examinees was made up of taking an anamneza
from the parents, mostly from the mother. Every examinee was under taken an
caryological test. Ten of them showed an translocative type of Dauwn’s syndrome
where one of the parents is the carrier of the heterological balanced translocation.
The heterological balanced translocations can be discovered only through affected
newborn child. Our researches show that the age level of mothers of the mongoloid
children does not differ from an average in relation to mothers in the normal
population. Because the declining age of a mother can be the reason for changes
in oogeneses, the average of mothers™ declining age is far smaller. Through our
research we found a great number of mothers who had given birth to a mongoloid
child in the period when they were physiologically most capable for fertilization.



