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YNOIrATA HA MEAUKO-TrEHETCKOTO COBETYBAJIMLWITE CO
LUMTONEHETCKATA IABOPATOPUJA BO PAHATA OETEKLUNJA U
NPEBEHUWUJA HA JIMLIA CO NPEYKHK BO NCUXOPUIUYKNOT PA3BOJ

Bosep

[[eHeTCKOTO coBeTyBame MOXe ga buge pasrnegyBaHO U NPUKaxkyBaHo
o[, noBeke acnekTu. 3a ga ce pasbepar pasfIMYHUTE MEOULUMHCKU U eTUYKMU
npalama LWTo Ce NOKPEeHyBaaT Co FreHETCKOTO COBETYBaHe, NOTPEOHO e o4 npak-
TUYHW MPUYMHU a Ce UCTakHaT onpedenieHn OyHKUMU LWTO Ce M3BplyBaaT BO
paMKnTE Ha MeaMKO reHeTCKuTe coBeTyBanuvwTa. Bo TpygoT ce gaBa npukas Ha
NPUHUMNUENHNTE CO3HWja 3a 0Baa 0651acT Kako 1 Ha onpegeneHn CTaBoBY Ha KOU
€ YKaXxaHO BO nuTepartyparta 3a oBue npawarsa. /Icto Taka ce gaBa npukas Ha
aKTUBHOCTUTE LWTO ce usBpwyBaaT BO Me[UKOreHTCKOTO COBeTyBanuwTe cO
yntoreHeTckaTa nabopatopuja Koe AONrM rognHu paboTn BO pamkuTe Ha 3aBo-
[OT 3a MeHTanHo 3gpasje Ha geua n mnaamHum "Mnagoct” Bo Ckonje. Bp3 Taa
OCHOBa Ce JaBaaT W HeKoW MpeAsfo3n 3a OCOBPEMEHYBare U yHanpegyBare Ha
JejHocTa Ha oBMe CoBETYBanMLITa.

Ha npeBeHuujaTa Ha cTeyeHnTe 3abornyBarba BO MUHATOTO MM € NOCBETY-
BaHO rosieMo BHUMaHue. [Mo3HaTu ce T.H. eyreHeTCKM COBEeTyBanuvwiTa, BO KOU
MoXene ga ce gobwjat uHdopmauun 3a onpegeneHn HacneaHu 3abonyBara Kou
nofdouHa ce HapeyeHu reHeTcku coseTyBanuwTa. HuBHata paboTta, Nokpaj apy-
roto, ce 6asupa BpP3 NPUHUUMNOT Ha U3BECTYBarbe Ha MauueHTUTE 3a TeXuHaTa,
Ba>KHOCTa M NporHo3aTa Ha onpegenieHa HacnegHa 6onect. Taa akTUBHOCT, WTO
npeTcTaByBa BPBHO AOCTUTHyBake BO MeAMUMHCKaTa reHetuka, (Zergollern,
1994) moxKe Ja ce Hapeye reHeTcka UHopmauuja, WTo € MoLWHe 6UuTHa 3a npasu-
NeH TpeTMaH Ha CeKOj NaumeHT.

ToyHaTa eTuvosiOLLKa gujarHo3a € OuTeH rpegycsioB 3a pfaBame Ha
reHeckarta nHgopmaymja, 3a npoyeHKaTa Ha PU3NKOT, 3a EBEHTYaslTHOTO fIe4eEHe,
Kako 1 3a npeHartasHata gujarHo3a, 0gHOCHO 3a npeBeHuujata Ha KOHreHuTars-
HUTE Marighopmaymm.

F'eHeTCKM KOHCanTUHI

[[eHEeTCKMOT KOHCANTUHI r0 COMUHYBa CEBKYMHUOT MPOLEC HA pasMeHa Ha
nHdopMaLumm WTO ce oAHecyBaaT Ha MeAuUMHCKAaTa M reHetckara nporHosa.
[[@HEeTCKNOT KOHCANTUHI € MPUMEHSIMB Kaj CUTE MOXHU (DEHOTUMNCKU MaHudec-
Tauum Ha MyTupaHuTe reHomu, 6e3 ornej Ha kKarteropvckarta npuvnagHoCcT Ha
NCNUTaHUUMTE CO 3a0CTaTOK BO pPa3BojoT. Toa e BCYLWHOCT 36Up HA MEPKU WTO ce
npMMeHyBaaT BO MpumapHaTa npeBeHUMja Ha 3a0CTaHyBareTO BO NCMxodusny-
KNOT pasBoj, YMU LITO MPUHMHU CE TEeHETCKU JeTepMuHupaHu. [peBeHTuBHaTa
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aKTMBHOCT Haj4yeCcTO Ce KOPUCTU Kaj MEeHTaNHMOT 3a0CTaTOK Kako pe3ynTart Ha
(PppeKBEHTHATA 3acTaneHOCT Ha NCUXNYKWUTE PacTpojcTBa BO CKIIOMOT Ha pasnny-
HUTE CMHAPOMM U 6ONECTu.

[eHeTCKOTO COBETyBare HajuecTo € AeduHMpaHO Of MOBEeKe aBTopwu
(Caroline Berry, Ann Wiliams) kKako npouec Ha JaBare Ha O4roBOpu o4 cTpaHa Ha
nekapute reHeTudapu, Ko BO yfiora Ha cOBeTofaBayn ogrosapaart Ha O6pojHu
npawama 3a 6onecTu, WTO ce, UnNn MoxXaT Aa bugaTt, o4 reHeTCKo notekno. Bo
KOMyHMKaumjata co NauymeHTOoT WTO € 3anHTepecupaH 3a reHeTCKO COBETYBaHe
HajIpPBO HU3 HEroBOTO UCHYLWYBaHEe U NPEKY CneumdunyHn ncTpaxyBama ce BOC-
nocTaByBa AujarHo3arta Ha HacrnegHarta 6onect. HajuecTto npeky oco3HaBake Ha
CTEMEHOT Ha PU3NKOT Ha XepuaumTapHoOTO 3abonyBare Bp3 MAHOTO MOTOMCTBO Ce
BOCMOCTaByBa BpcKaTa Ha NekapoT M NauumeHToT M ce OcTBapyBa MpouecoT Ha
FreHeTCKOTO coBeTyBame. [NpuToa CO NCTPaKyBareTO Ha CEMEJHOTO CTE6S10 U
NPOMeHNTE Kou 6urie BOOYEHW, Ce HacTojyBa Aa ce [ojae A0 uUctopujatoT Ha
nojaBaTa Ha HacnegHoTo 3abornyBarse.

Bo cueHapuoTto 6asupaHo Bp3 AOHECYBareTO Ha COBET WK cyrectuja
(Clark) 3a koja knneHTuTe, T.€. 6pa4YHMTE NAPOBM Ke bugaTt foBedeHn BO COCTOj-
6a ga ognydysaar 3a co34aBaHeTo Ha MAHOTO NOTOMCTBO, eCeHUMjanHa e cyrec-
TnjaTa 3a goHecyBame Ha Taa oafiyka. KOHNIMKTOT WTo MOXe Ada buge npe-
OM3BMKaH 3a eeKToT of Taa oAJiyka BO CBecTa Ha MnaumeHTuTe (OCOOEHO Kaj
ngHata Majka) Moxe ga MM MomMorHe BO onpegenbata ga ro npudartar reHer-
CKMOT COBET KakO peasiHoCT M HaBpPEMEHO Aa ce NMpekuHe pusndHaTa bpemeHocT
Kaj Koja ce KOHCTaTupaHu xepngutapHu aHomanun. HacnpoTtn Toa ako naumeHToT
N NOKpPaj AaAEHNOT reHEeTCKU COBET ro npudatuil pu3MKOT Ha KOHCTaTUPaHOTO
reHeTCKo 3abonyBare, CBECHO Mnpudatun ga ce Kae u coxanysa CO roguHu
3apagm Toa wTo ro ognyymn. Ognykata ga ce aboptupa BO OpeMeHOCT Kaj Koja e
KOHCTaTupaHa nosoBa XpoOMO30OMCKa aHomManuvja (Koja MOXXe Aa € U CO MUHOPHO
3Hauyer-e BO cnopepba co [ayH-CMHAPOM) € UHNTYEeHTHa CO UCTOpMjaToT Ha NnY-
HOCTa WTO ce obpaTuna 3a reHeTCKn CoBET.

AKTUBHOCTUTE Ha MEQUKOIreHTCKOTO coBeTyBasiuLITe

[eHeTCKO KOHcynTaTuBHaTa [AejHOCT, KakKO CeKOjaHeBHa MpakTuka u
aKTUBHOCT Ha MEOUKOreHeTCKOTO coBeTyBanuwTe npu 3aBOAOT 3a MeHTasHO
34paBje Ha geua n mnaguHum "Mnagoct" Bo CKonje ce cnpoBegyBa CO nNpumeHa
Ha cnegHUTe METOA0MOIMN:

1. YTBpAyBame Ha pU3MKOT 3a MojaBa Ha xepeanTapHu aHoManuu.

2. O6jacHyBare 1 NpoLeHKa Ha YyTBPAEHUOT pU3MK BO KOHKpeTHaTa cemejHa coc-
Tojba.

3. JaBarbe Ha afekBaTHa MOMOLL BO BPCKa CO NMpaBuiiHaTa v NpakTudHa NpoLeH-
Ka Ha pU3MKOT U MOATOTOBKA Ha pauMoHarneH niaH 3a HaTamMoLHO nocTanysa-
He W O4syyyBaH-e.
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4. KOHTMHYMpaHO cnefere Ha COoCcTojbuTe M eBanyaumja Ha MOCTUrHaTuTe
pesynraTtw.

[MoYyeTOKOT Ha MpumeHaTa Ha OBME MEeTOAOSOrUM Ce COCTOM BO MOCTaBy-
Barbe Ha ers3akTHa gujarHo3a Ha reHeTCKOTO 3abonyBarbe CO UCTOBPEMEHO KOH-
TUHYMpaHO pasMuUcilyBake 3a MOXHUTE MojaBM Ha (PEHOKOMMU U FEHOKOMNUW,
MOXXHaTa nojaBa Ha HOBW MyTauum KM BapujabuUiHOCTX BO eKcnpecujata un neHe-
Tpauujata Ha MyTaHTHUOT reH. VICTo Taka e HeornxogHa npeuvsHa v getanHa
cemejHa aHamHe3a 1M M3paboTka Ha pPOAOCIIOBHO cTebno (xepeporpam). Nokpaj
Toa ce crnpoBedyBa M KOMMMETEH KIIMHWYKW Mperneq Ha npobaHToT, Kako u
nabopaTopuckn mcnutyeBarba (Ha OMOXEMUCKMOT U XPOMO3OMCKMOT cyncTpar),
npeHaTanHo 1 NocTHaTanHo, NoToa enekTpoeHuyedanorpaguja, KomnjyTepmsnpa-
Ha ToMorpadmja n aHannsa Ha AepmMaTorimcKuTe MoganuTeTu.

3a reHeTckaTa nHdopmaumja NocTaByBaHeTO HA AujarHo3arta e Heorxo-
AeH noctynat. Co orneg Ha NUMUTMpaHUTE N1TabopaTopmuCKM MOXKHOCTUK, OCOHBEHO
BO AMjarHOCTULMPaHETO Ha reHeTcknTe 601ecTu, HEOMXO4HO € Aa ce KopucTaT U
eMMNMPUCKNTE CO3HaHWja WTO AasBaaT camMO BepojaTHO, a He CUIypHO, ncnpasHa
AmjarHo3a (pusuKoT € BepojaTeH Ha WTo Tpeba Aa My Ce yKaKe Ha fmueTo WTo
Jobuea nHdopmauymja).

Bo nepuogoT og 1985 go 1995 rogmHa Bo [€HETCKOTO COBETYBanuUwITe CO
untoreHeTcka nabopartopuja npu 3aBofOT 3a MEHTanHO 34pasje Ha Jeua u
mnaguHum Bo Ckonije, ce npernegann 1.986 naumeHTn WTO 6une HocUTENn Ha
oBaa 60J1ecT, UM Nak ce Toa COCTOojbu Ha anTepupaHu (PEeHOTUMNCKN KapakTe-
puctnkn. OBMe nNaumMeHTn ce Knacuduumpann (3apagym nNpPakTUYHU NPUYNHKA) BO
cnegHUTe KaTeropum:

* MOHOcuMMmnTOMCKM aHoManuu (Hydrocephalija, Mikrocephalija, Polidactylija UTH.);

*  MOMAMCUMMATOMCKW aHOoManuu, 6e3 CUHAPOMCKK naeHTudpmkayum (Syndaktylija +
MeHTanHa petapgauuja, Arachnodactylija+meHTanHa petapgauuvja uTH.);

*  NAeHTUMUKYBaHN (MOTBPAEHU) CUHAPOMMU CO AUCKPETHa cumnTomartorsoruvja
(Syndorma Sturge-Weber, Apertov CUHAPOM UTH.)

*  MAEHTU(MKYBaHM CMHAPOMU CO jacHa heHoTMNCKa ekcnpecuja (Sclerosis tube-
roza, Neurofibromatosis, Phenylketonurija, XyHTEpPOB CUHAPOM UTH.);

* CUHOPOMM CO BepuduUUpaHn XpomMO30MCKM abepauun: Syndroma Down,
Syndroma Turner, Syndroma Klinefelter n T.H.;

* MPOMEHM Ha XyMaHUOT reHOM 3apagn MyTareHMoT edekT, Npeau3BuMKaHu co
pasHu PakTopu U areHcu ((PU3NYKKU, XEMUCKM MyTareHu, BUPYCU, CTapeeh:e,
HEeKOMW HacnegHW reHeTCKM 60N1eCTN UTH.).

MpobaHTNTEe Kaj KoM ce MpPOHAajAeHN XPOMO3OMCKM abepauumn M reHCcKu
MyTauMu, BO CMOMEHATMOT nepuoA, rm nma 650 (ce paboTu 3a Tpucomuja Ha onpe-
OeneHnoT ayTo30MeH XPOMO3OM, TeTpannouguja, Mukconnouauja, NPeKuH Ha
XPOMO30OMOT, NapumjanHa MOHO30MMja, PUHM-XPOMO30OMU, Ayninkaumja, U30XpoMo-
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30MU, BULIEHTPUYHM XPOMO30MU, MHBEP3UM, TPAHCTOKaLMKW, UHCEPLUN, HYMEPUYKN
abepaumm Ha rOHO30MUTE UTH.).

Hajronem 6poj Ha ucnuTaHuumMTe Co XPOMO3OMCKMK abepauumm ce co ayTo-
30MHa TpM3oMmuja, T.e. Co cuHApoM Down Kage WwTo Haju3paseH e (PeHOTUNCKNOT
eheKT Ha MeHTanHaTa peTapgauvja, Kako M KOHreHUTasiHTe aHomanuuM Ha
cpueTo. Hajronem 6poj Ha cnydam Ha [layHoB cuHApoM (93% BO HALIMOT UCMNU-
TyBaH martepujan) mma npocta Tpu3omuja Ha xpomosomoT 21. Kaj 1-2% opf
nauyneHTuTe ce jaByBa Mo3anumaam, a Bo oKony 5% opf cnydanTe TpusommjaTta 21
HacTaHyBa 3apagu TpaHcnokauuja, Kora efeH o4 POAUTENMTE € HOCUMTEN Ha
6anaHcupaHaTa TpaHcnokauvja (Ha XpoOMO30oMOT 21 wunM TpaHcrokauuja LwWTo
HacTaHyBa e HOBO BO Mejo3aTa Ha efeH of poantenure).

lNokpaj oBMe BNOOBM Ha NUCNUTYBaHa Ce CnpoBeayBa U AepMaTornngckm
CKPUHWHTI (KOj BO KJIMHWYKUTE UCMMTYBama rNaBHO CE& KOPUCTU Kako MOMOLUHA
AmjarHocTMyKa metoda BO KOMOuHaumja co ApYyrn KAMHUYKU METOON U TEXHUKMN,
3aToa LWTO NPOMEHUTE BapupaaTt noBeke unu nomanky). Kaj HawuTte npobaHTu
AunjarHocTuumpaHn ce npomexu Kaj 112 og HMB (camo BO 8 eHTUTETU NPOMeEHUTE
ce npucytHm 100%, a no3HaTo e geka NpPoMeHuTe Ha gepmatornvdpute ce
npucyTHW aypu Kaj 143 BnaoBu 6onecTu).

ETuonorvjata Ha KOHreHuTanHuTe aHomanum mMopa da ce CrnomeHe Kora
ce 36opyBa 3a HMBHOTO 3Ha4YeHe BO MneaujatpuckaTa npakTuka. Taa e MOLHe
KOMMJIEKCHA N XeTeporeHa, a HeKorall MOLIHE € TEWKO Aa ce NocTaBu npasuiiHa
eTnosowKa gvjarHosa, ocobeHo Kaj oHne mandopmauymm n 3abonyBarba Kaj Kou
NnocToM u3paseHa reHeTCka XeTeporeHocT. TodHaTa eTuornowka gujarHosa e
6uTeH NpeaycnoB 3a AaBare Ha NpaBuiHa reHeTcka nHdopmauuja, NpoueHKa Ha
PU3NKOT, EBETYASTHOTO fle4ere, Kako U 3apaam npeHartanHaTta gvjarHosa, ogHoc-
HO MpeBeHUMja Ha KOHreHnTanHuTe mandgopmauyun. lNpu TOoa ce uma npegsug n
akToT geka KOHreHutanHute 60necTtn cTaHyBaaT Cé mnodecTta npudvHa 3a
MOpPOUAUTET N MOpPTanuTeT BO AeTckaTta Bo3pacT. MHOry nctpaxyBara noKaxy-
BaaT geka mopbuamnteToT BO 8,5% 0of UCnMTyBaHWUTE Cllydan HacTaHyBa nopagu
reHeTckn gedektn, Bo 2,5% nopagn XpPOMO30OMCKM abHopmanHocTu, Bo 31%
nopagm KOMMJIEKCHN FrEHETCKN NpuYnHA (T.H. MynTudakTopckun). MoptanuteTt Ha
negujaTpucknTe ogneneHuja, moxe Bo 40-50% pa ce objacHu feka e nocneguya
Ha reHeTcKn 60necTn, Mefy KOM Haj4eCT Ce KOHFeHUTaTHUTE aHOManuu.

CBp3aHo co oBa ce NocTaByBa 1 gnnemara ganv reHeTCKMOT COBET MOXe
ha buae HeguPEKTUBEH, Koja AOCTa 4YecTo e npucyTHa BO nutepartypara (Clark
1991). BCyWHOCT BO KOHTEKCT Ha reHEeTCKUOT CKPUHUHT € OLEHETO AeKa Toa He e
peanHo. [MpeKTuBHOCTa BO FEHETCKUOT COBET MOXe Aa 6buge nonpudartnumsa
OOKOJMKY Taa € eKCnanumMTHO objacHeTa, 3awTo BO CNPOTMBHO, HEObpasnoXeHaTa
OVNPEKTUBHOCT MOXKE fa buae oueHeTa Kako MaHUnynaTuBHOCT.

Bp3 ocHoBa Ha oBMe MpUHLUMNM MOXe Aa ce UCTakHe Aeka onwTecTBeHa-
Ta OAroBOPHOCT 3a penpogyKuujaTa Ha HaceneHMeTo BO KOHTEKCT Ha u3berHyea-
e Ha XepuauTapHuMTe abHOpPManHOCTM BO paHaTa npeHaTanHa AujarHocTuka
CBOETO yropuwTe MOXe fa ro 6asupa Bp3 reHeTCKOTO coBeTyBarbe. Toa e oc-
TBap/IMBO Kako BO MeAMKOreHeTCKUTe COBETYBanuLITa, Taka U BO LEHTpUTE LWTO
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pacnonaraaT CO UMTOreHeTCKu nabopaTtopum U ce OMPEMEHU CO CTpydrbauu of,
oBaa obnacrt. No3HaTo e geka Bo Penybnnka MakenoHuja BakBM MOXXHOCTM MOC-
TojaT 1 Bo MAHY, BO KnnHnkarta 3a negujatpuja Kako 1 BO APYrn UHCTUTYLUMN.
TakBOTO aHraxxunpare OBO3MOXXYBa OnpeAesieH CTeneH Ha npeseHumja 3a HacTa-
HyBareTO Ha XEHOVKEenupaHu nuua, 0gHOCHO ja 3rofiemysa rpwxkara Ha poavre-
niTe 3a 34paBo NOTOMCTBO. 3a OCTBapyBameTO Ha oBaa 6uonowka gyHKuuja,
onwTecTBoTo Tpeba ga rm 06esbean cute ycrnoBu npeky OyHKUMOHUPaHETO Ha
MEeONKOreHeTCKNTE COBETYBanMTa KOW HaBPEMEHO Ke yKaxyBaaT Ha MO>KHOC-
TUTE 3a nojaByBame Ha MandopMauum M reHeTcku 3abosnyBarba, Kako U Ha
Ha4YMHOT 3a HMBHOTO M36erHyBare. CO Taa aKTUBHOCT Ha MEAMKOreHeTCKuTe
coBeTyBanmwTa ce BpWn 1 3alWwTeia BO ONWTECTBEHN paMKM Kako BO OA4HOC Ha
€034aBaHeTo Ha 34paBa M KOPMCHO ynoTpebnvea nonynauuja, Taka u Bo 0gHOC
Ha cnpedyBame Ha rofieMuMTe n3gaTouu 3a NomoL, egykauuja n ocrnocobyBarse
Ha MeHTanHo petapgupaHuTe nuuya. Ho He ce camo maTepujanHuTe eqPeKkTn WTO
ce MepnuBK, TYKy ce u3berHyBaaT MCUXMYKUTE Tpaymu M nocrneauuy O4HOCHO
XXMBEeHe CO MPOKMETCTBOTO Ha MeHTanHuTe 60necTn BO cemejcTBara WTO ce
COoO4YyBaaT CoO HMB 1 WITO ce bopaT ga rm HagmuHarT.

3akny4ok

Kako 3akny4ok MOXe ga Ce WUCTakHe JeKa reHetckute 3abonyBama
noKaxxyBaar rosiema pasHoBUAHOCT Kako Mo Ha4YMHOT Ha HacnedyBaHeTo, Taka u
Nno cBojaTa TEXWHa, BPEMETO Ha MojaByBarbe M Tpaewe. Bo HawaTta gp)xkasa
noctojat NOTpebu N MOXHOCTU Aa ce CNpoBee LIMpoKa npeBeHuuja Ha 3abony-
BarbaTa Npeav3BMKaHu CO OLUTETEHN FreHn U Xpomo3omun. KopucTta 3a 3aegHuuaTa
0[] CEKOj NMpeaynpeneH cnyyaj e KoHcTaHTHa. Mlako ogaenHu HacnegHu 3abony-
Barba Ce MHOTY PETKU, HMBHAaTa npoduiakca 3a cemejcteara Co 3rosieMeH pu3nkK
MOXe fa buae M Toa Kako 3HadajHa, Kako u npodmnakcata Ha MNOTEWKuTe
3apasHu 6onecTu.

Mopaan orpaHnyeHnTe nabopaTtopucKu KanauuTeTu U He[oBOSIHOTO
nosHaBam€ 3a OBUE BMAOBU Ha 60MECTU BO MOLIMpoKaTa nonynauuja, npeBeHuu-
jaTa Ha HacnegHUTE aHOManuK ce CnpoBeAyBa camo BO OAA4ENHM criydan, 06UYHO
Kora BeKe e poeHO efHO UM NOBEKe OWTETEHM Aela. Toa npeTcTaByBa Ccepuo-
3€eH NMMMUT 3a paboTa Ha reHTCKO-KOHCYNTaTuBHaTa cnyxoa, 04HOCHO Ha reHeT-
CKUTe coBeTyBanumwiTa BO LenocT. Kako aa ce nogobpy Ha4MHOT Ha npoayKumja u
LUMPEHETO HA FEHETCKUTE UHGOpPMaLUM € CepMO3HO Mnpallakbe Ha Koe Tpeba ga
My ce MOCBETU rofiemMo BHUMaHue. ViIMeHo, nokpaj nogobpyBarbeTo Ha 34paBcTBe-
HOTO BOCMWTYBak€ 3a 3HAYEeHETO Ha HacnegHuWoT hakTop 3a nojaBata Ha
pasHUTe NPeTXo4HO crnomeHaTn 6onecTu, HEONXOAHO e Aa ce 06e3beaun nogobpa
OpraHn3MpaHoCcT BO pamMKWTE Ha 34PaBCTBEHUOT CUCTEM M 06e3bedyBarbe CO
MOCUITHA TEXHUYKN U UHPOPMATMHKN MOXKHOCTU, KakKo M CO 0OY4YEeHM Kaapu Kou
HaBPEMEHO Ke I'v OTKpuBaaT nvuyata Cco Npeyku BO NCUXUYKUOT pasBsoj.

Bp3 ocHoBa Ha M3HECEeHOTO ce UCTakHyBaaaT 3afararbara 3a LWTo Nnojo-
6po onpemyBarbe Ha MEeAUKOreHeTCKUTe COBETyBanuwTa CO HEOMXOAHUTE Tex-
HWYKO TEXHOJOWKMN U COBPEeMeHN MH(OPMaLMCKN CPEeACTBA LITO Ke OBO3MOXKAT
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cnepere, eBumaeHUMja M NpeBeHUMja Ha oBuWe 3aboriyBarba Kaj HaceneHuneTo.
lMpeky BoBeAyBame Ha €AVHCTBEH peructap Ha xepuantapHute 3abonyBama BO
BMA Ha 6aHKa Ha nogaTouu, Kako 3a 0g4eNTHNTE XPOMO3OMCKN CTPYKTYpU, Taka u
3a CEMEjHNTE reHeTCKM cocTojbun, 61 ce OBO3MOXKMIIO BO OMNWTECTBEHM paMKu Aa
ce npesemaart HenocpegHn MEpKu 3a BnuvjaHue BO CUTE CPeauHMW, Kako MNpPeKy
efykaumja Ha HaceneHvweTo 3a nocrnegvuuTe of oBue 3abonyBarba, Taka U BO
O[HOC Ha MOXXHOCTUTE 3a HMBHO cripedyBare. Toa Ke ja nogobpn edmkacHocTa
Ha cny>buTe 3a reHeTCKO COBETYBame, Kako U gosepbara Ha nauyueHTuTe BO
OBWE MHCTUTYLMWU.

Kako npumep, 3a ronemmoT 6poj Ha KOHCYNTUPaHW POAMTENM WTO NOMU-
Hane HW3 MEeAMKOreHecKoTO coBeTyBanuwTe, U 6une 3ano3HaTu CO BUCOKUOT
pU3MK 3a HacnegHute 3abonyBama (M3pas3eH BO MPOLEHTM), HEMANO HUKaKBa
06BpCKa 3a NPeKVH Ha penpoyKuujata BO CEMejCTBOTO, O4HOCHO POogUTENUTE He
ce o6supHyBaaT Ha AafdeHUOT COBET Of CTpaHa Ha rFeHETCKUMOT KOHCYMTaHT.
CTpaBOT Ha pOAMTENUTE YECTO MPOU3NeryBa He Of BUCMHATA Ha YTBPAEHMOT
PU3MK 3a NaTosnowkKa penpoaykuuvja, TyKy of jaymHata Ha OeHOTUNCKUTE Kapak-
TEPUCTUKMK, a Kaj Mnagute 6Mno NPUCYTHO M3Pa3eHo YyBCTBO Ha CTPaB 1 BMHA MO
CO3HaHMEeTO AeKa BO npawake e HacnegHo 3abonyesare. CeTo TOa ja nogura
notpebara 3a HOPMATUBHO perynvpare Ha OBa npaware U T0a Ha COBPEMEHU
OCHOBMU, BUAEjKM € No3HaTO Aeka rosniem npobrieMm 3a onwTecTBOTO NpeTcTaByBa
3rpvXKyBaHeTO Ha NunuaTa Co 3ao0CcTaHyBare BO MEHTANHUOT pa3eoj. [opagn Toa
ynorata Ha MeQUKOreHeTCKOTO COBETyBanuwTe BO NpeBeHumjaTa Ha NCUXMYKNTe
pacTpojcTBa gobuBa cé noronemo 3Hadere 6uaejkm paHoTO OTKpUBame U npe-
BeHUMja Ha oBue 60necTn, egHaKBO Ha TepuTopujaTa Ha LenaTa gp)xaea, ke buge
0f rofieMa KOpUCT 1 3a NaumeHTUTE 1 3a ONWTECTBOTO BO LESIOCT.
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ACTING OF THE MEDICAL GENETIC ADVISORY CENTER IN THE EARLY
DETECTION AND PREVENTION OF PERSONS WITH PSHYCHOPHYSICAL
DISORDERS IN THEIR DEVELOPMENT

There had been a great dedication on the prevention of the acquired
disease in the past. The well known are eugenetic advisory centers in which people
could get information for a given inherited disease, later so called genetic advisory
centers. Their work, besides is based on the principles of informing the patients for
the difficulties, importance and prognoses of determined inherited disease. This
activity, which is the highest achievement in the medical genetics, can be called
genetic information, which is very important for regular treatment of every patient.

The accurate etiological diagnosis is an essential precondition for giving the
genetic information, assessment of the risk, the eventual treatment, as for the
prenatal diagnosis e.i. prevention of congenital malformations.

The genetic consulting is applicable in all possible phenaotipical
manifestations of the breaking genes, regardless to the categorical custody of the
examinees with retards in their development. In fact, that's a summary of standards
which are applicable in the basic prevention in disabilities in the psychophysical
development, whose reasons are genetically determined. Preventive activities are
mostly used with mentally retarded as a result of the frequent intercession of the
psychological disorders all together in different syndromes and diseases.

The genetic consulting activities of the Center for Mental Health for children
and adolescents in Skopje are based on the appliance of the following
methodology: fortification of the risk for the appearance of inherited anomalies;
explanation and assessment of the established risk in the concrete family situation,
assurance of adequate assistance concerning the accurate and practical
assessment of the risk and preparation of rational plan for subsequent treatment
and decisions; consequent observation of the situations and evaluation of achieved
results etc. In that way, the acting of medical-genetic advising center in the
prevention of the psychological disorders gains its importance because the early
detection and prevention of these diseases on the territory of our country has
gained advantage for the patients and the society as a whole.



