Bp3 ocHoBa Ha unen 27 cras (1) on 3akoHOT 3a 31paBcTBeHaTa 3amTuTa (,,Cry)0eH
BecHHK Ha Pemybnmuka Makenonuja™ opoj 43/12, 145/12, 87/13, 164/13, 39/14 u 43/14),
MUHHCTEPOT 32 3/IpaBCTBO JOHECE

YOATCTBO

3A IIPAKTUKYBAILE HA ME/IMIIMHA 3ACHOBAHA HA J1OKA3HU 3A
CKPUHUHI 3A ®PETAJTHU XPOMO30MCKHU ABHOPMAJIHOCTH

Yien 1

Co oBa ymaTcTBO Ce MPOIUINYBa IIOCTANKATa 32 CKPUHUHT 32 (DEeTaTHH XPOMO3OMCKH
aOHOpPMAJTHOCTH.

Yiien 2

HaunHoT Ha mocramkaTa 3a CKPHHHHT 32 (DeTaTHU XPOMO30MCKH aOHOPMATHOCTH €
JaJieH BO TIPUJIOT, KOj € COCTaBEH JIeJ1 Ha OBa YIaTCTRBO.

Yien 3

3apaBcTBEHUTE PAOOTHUIIM U 3JPABCTBEHUTE COPAOOTHUIIM ja BPIIAT 3ApaBCTBEHATa
JIEJHOCT Ha CKPUHUHT 3a (ETaTHH XPOMO30OMCKH aOHOPMAIHOCTH, 110 MPABUIIO COTIACHO OBa
YIIaTCTBO.

[To ucknydok onm craB 1 Ha OBOj WieH, BO MOCIWHEYHH CIIydyad IO OIICHKA Ha
JOKTOPOT, MOXE Ja Cce OTCTalM OJ OApeAOWTE Ha OBa YHATCTBO, CO COOJIBETHO IMHCMEHO
o0pa3ioxeHne 3a MPUUIUHUTE U MOTpedara 3a OTCTAllyBamke U CO MPOIEHKA 32 HATAMOIITHHOT
TEK Ha IOCTaNKaTa, IPH IITO OJf CTPaHAa Ha JOKTOPOT TOA COOJBETHO C€ JIOKYMCHTHpA BO
nucMeHa opma BO MEAUIIMHCKOTO JOCUE HA MAIUEHTOT.

Yiien 4

OBa ynaTcTBO BJIETYBa BO CHJIa HAPEIHUOT JCH OJ] ICHOT Ha HETOBOTO JOHECYBAE.
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OcHoBH

CKpHMHUHT METOOHU

Bbausnauka (remesiapaa) OpeMeHOCT

PetaaHy XpOMO30MCKH UCIIUTYBamha

AGHOPMAJIHU PE3YJITATH U IIOHATAMOIIHY HCIHUTYBalba
W aau MOXHOCTH

IToBp3anu cTyauu

Pedepenim

OCHOBH

Cexoja OpeMEHOCT HOCH MaJl PU3UK O (PETATHA XPOMO30MCKHA aHOMAJIHH.

Wununennara Ha Tpucomuja 21, koja e npuunHa 3a JlayHOB CHHIPOM, ¢ momanky ox 1/1000 ako

Majkara uma rox 30 roaunu, a moeeke o 1/1000 ako Majkara ¢ Ha Bo3pacT Haj 40 roauHu.

Ha noBo3pacuute Opemenu sxenu (35-40ron.) Tpeba na um Ouje MoHyAeHa XOpUOH OHOTICHja W

AMHHOLICHTE3a 33 CKPHHHHT Ha (peTATHM XPOMO30MCKH aHOMAJIHH .

JlayHOBHOT CHHAPOM M APYTHTE XPOMO3OMCKH aHOMaluM MOXKaT Aa OuJaT HCIUTYBaHH Kaj

CeKoja ’KeHa Ha Koja Omijio Bo3pacT, Bp3 0a3a Ha BO3pacTa, CEPYMCKUTE MapKepd U MHUHOPHU

aOHOPMAITHOCTH Ha (peTycoT, IETEeKTUPAHU MPH yIATPa3ByUYeH MpErie.

e Enna moxHa BapujaHTa 3a CKPUHHHT Ha XPOMO3OMCKM aHOMAJIMH € Ja ce YymoTpeOu
KOMOMHHMpaH CKpUHHT BO paHa OpeMeHOCT (cepyM Mapkepu ox 8-11-ta recramucka Heaena u
Mepeme Ha HyXalHa TPaHCIyLEHIIa Kako €] O PYTHHCKHU yITpa3BydeH nperien ox 11-12-
Ta recTalMcka Heaelda) WIM alTepHATHBHO CO cepyM o Majkara on 14-ta wiu 15-ta
recraiycka HeJena.

3amoMHeTe JAeKa CKPUHHHIOT € J0OpOBOJIeH M OpeMeHaTa jKeHa MOXeE J1a pelld Aald caka

(eTamHM AMjarHOCTUYKH MCIHMTYBama OTKaKo ke & Ouaar majgeHu mHGOpMAalWU 3a CUTYpHOCTA,

PHU3HULIUTE, BPEMETO NOTPEOHO 32 UCIIUTYBakaTa U METOJUTE Ha N3BECTYBAbE.

CKPUHUHI METOJMN

Pan buoxemucku cKpuHuHe

3a Bepeme Ha MPBUOT TpuMecTap (8-13 recTamucKy HEJASIN) PU3HKOT 32 XPOMO30MCKH aHOMATHH
ce oJIpellyBa CO MEpee Ha cepyMcKaTta KOHIICHTpalldja Ha Tuia3Ma MPOTEHHOT A, acOIMpaH CO
opemenoct (PAPP-A) u B-HCG. Bo ciayyan Ha JlayHOB CHHApPOM KOHIleHTpanujara Ha PAPP e
NOHHUCKa o7 HopManHaTa, a Ha J-HCG e nmoBucoka.

Hyxanna mpanciayyenuya

3royieMeHa HyxaJlHa TPaHCIIYLICHIIA, IETEKTHPaHa Ha YATpa3By4eH mnperien nmomery 10-ta u 13-ta
recTaiycka HeJlesia, 3Ha4M 3TrOJIEMEH PU3UK OJ] XPOMO30MCKH aHOMAITHH.

Hyxannara TpaHcnyueHna € oOMYHO TPaH3UTOPHA, HO BO OJAPENEHH CIy4ad 3rOJeMYyBarbeTo
BOJIM KOH CIIOHTaH a00pTyc, HE3aBUCHO O] XpPOMO30MCKaTa cocToj0a Ha TI0I0T.

Hcto Taka, 3abenexaHo € Jeka BO OBHUE OpPEMEHOCTH € MaJIKy 3ToJIeMEH PH3HKOT OJ
KOHIeHUTAIHU cpuesH aedextu ( 5-10 %).

! Cnopen npemnopaxute Ha Fetal Medicine Foundation, mpugarenn Bo Pery6inka MakenoHuja, iHBa3HBHA
MIpeHaTaJHa J¥jarHOCTHKA € UMIIEpaTB caMo Kaj MalueHTKy Ha Bo3pact o 40 u van 40 rogunu, 3apaan
HUCKaTa CeH3UTUBHOCT Ha OMOXEMHCKMOT CKPUHHUHT Kaj OBaa BO3pacHa KaTeropHja.



Kombunupan ynmpazeyxk u 6uoxemucKu cKpuHuHz

KomOuHMpannor ynTpa3ByueH Nperiieq U OMOXEMHCKHOT CKPUHUHT CE COCTOM OJf MEpeme Ha
PAPP-A u cno6onen B-HCG 3a Bpeme Ha IpBHOT TpuMecTap o1 OpeMeHOCTa.

EBanyanujara BKIydyBa Mepeme Ha HyxallHa TpaHCIyleHIa (MM), roemuHa Ha ¢erycot (CRL)
Y BO3pAcT Ha MajKara.

Bp3 06a3za Ha ropeHaBemeHHWTE IIOAATOIM, KOMIjYTEpOT Ke ja TIpecMeTa CTaTHCTHYKaTa
BepojaTHOCT 3a Tpucommja 21.

buoxemucku CKPpUHUHZ 60 émopuom mpumecmap

3a Bpeme Ha BTOpHOT TpuMmectap (15-17-Ta recramuicka Hexena) eBalyanyjaTa Ha PU3HKOT ce
0a3upa Ha Mepeme Ha KoHueHTpanujata Ha B-HCG, deranen anda deromporern n naxubun A
(c# ymre He ce cipoBeIyBa BO CEKOja IprKaBa).

Bo ciayuyan na JlayHoB cuHapoM, koHieHTpaijara Ha f-HCG e nmoBucoka o1 HOpMaiHara, a Ha
A®II e nonucka.

Jlokony ce 3eMe mpenBUA BO3/ApacTa Ha MajKaTa, OBOj METOJl Ha CKPUHHUHT Ke ja HICHTU(HUKYBa
rpynata Ha Majku (5% ox cuTe TPyIHHUIHM) CO TOKadeH pU3MK 3a (eramHa Tpucomuja 21.
[lonaTamMoIIHUTE XPOMO3OMCKH HCIHTYBamka BO PAMKHUTE Ha rpylnaTa, UAEHTU(UKYBaaT OKOIY
60% on cute cinyvau Ha Tpucomuja 21. (HHIT A)

3ronemeHa KoHUeHTpanuja Ha cepymcku ADII momara ma ce maentudukyBaar (Ipeno3Haar)
¢deTycu Kou MOXkeOH UMaaT:

e JledekT Ha HEBpanHaTa Ty0a WM TacTPOIIM3a.

e Konrenuranna vedposa.

e Jlpyru U3BeCHHU CTPYKTYPHU aHOMAJIHH.

Yﬂmpaaeyuen CKPpUHUHZ 34 qbemafmu anomaiuu

Axo kaj (GeTycoT ce JAeTeKTHpaaT CTPYKTypHH aHOMAJIMH, MOTPEOHH C€ XPOMO30OMCKHU
UCIIHTYBama, JypM W KOra HajMajo OTCTalyBame (a0OHOPMAIHOCT ) MOXe Ja YKaxe Ha
XPOMO30MCKH JIe(eKT.

Manu Haonm (OTCTalKH) KOM CyrepupaaT XpOMO3OMCKH Ae(eKT ce LUCTa Ha XOPUOUIHHOT
IUIEKCYyC, NHETIeKTa31ja, XUIepexoreHn (eTaqHu LpeBa, XUIPOM BO HyxallHaTa peruja, ¢erajeH
XHIPOIIC, HyXa/lHa TPAHC/IYIIEHIA ¥ OTCYCTBO HAa HOCHA KOCKA 33 BPEMe Ha IPBHOT TPHMECTap-.

BJIM3HAYKA BPEMEHOCT

Kaj 6nm3nauka OpeMeHOCT mpH yiITpas3BydeH mIperiien tpeda za ce oApenn Aanu OpeMeHOCTa e
MOHOXOPHOHCKA WM OUXOPHUOHCKA.

BaxkHo e ma ce merepMuHHUpa, OHMICjKM MOHOXOPHOHCKAaTa OPEMEHOCT MCTO € MOHO3MIOTHA,
nmoneka 90% on cute OMXOPHOHCKH OPEMEHOCTH CE€ TU3UTOTHH.

Kaj musurorna OpemeHOCT ce IymuMpa PHU3UKOT 3a TPUCOMHja, NOJeKa Kaj MOHO3MIOTHA
OpeMeHOCT, BO3pacTa Ha MajKaTa Kako PU3MK € UCTa KaKo U Kaj eJMHEeYHa OPEMEHOCT, HO U 1BaTa
TUI0JIa WU MMAaaT HOPMAJTHH WM aOHOPMAITHU XPOMO30MHU.

KoHieHTpanunTe Ha TECTOBUTE O] KPB, 3¢MEHH 32 CKPUHHHT BO TEKOT Ha BTOPHOT TPUMECTAp, Ke
ounat myrumpanu. [lopaau Toa, OIM3HAYKHOT KapakTep Ha OpeMeHoCT Tpeba 1a ce 3eMe TIPeaBH I
MIPH TIPECMETYBakETO Ha PU3UKOT. Bo mpakca, medwHUTHBHA cTpaTUdHUKAIja HA PU3UKOT HE €
MOJKHa, HO CelaK € MO)KHa KaTeropusaiuja Ha OJIM3HaYKaTa OpeMEHOCT BO PU3UYHA U HEPH3UYHA

rpyma.
Mepeme Ha HyxallHa TPaHCITyIIeHI[a Tpeba Jia ce HaIpaBH 3a BpeMe Ha OpeMeHoCTa.

OETAJIHA XPOMO3OMCKH UCITUTYBAIBA

deranHUTe XPOMO30OMCKH HCIHUTYBamka Ce MHOTY BEPOJOCTOjHH, BO MpeKy 99% on ciaydaute ce
KOHEYHH.

JluckpenaHnara € Kako pe3yiaTaT Ha HAOJOT Ha TaKaHApedeH MO3aulu3aM, KaJe MPUMEpOITe
NOKa)KyBaaT KJIETKU U CO HOPMAJIHU U O aOHOPMaJTHH XPOMO30MH.

2 Cekoj 011 CIIOMEHATHTE T.H ,,50ft MapKepy HOCH Pa3lINdHO HHBO HA PU3HK M ACOLM]AIHja CO XPOMO3OMCKH
abepanmu, Ha mWTO Tpeba a ce 0OpHE BHUMAHKE [IPH COBETYBAHETO HA POIAUTEIIHTE.



JIOKOJIKYy ce HCIHTyBaaT caMO TPUCOMHHM W aOHOPMATHOCTH Ha CEKC XPOMO3OMHTE, HAMECTO
IIETIOCHH XPOMO3OMCKH aHaJIM3U Toa Tpeba 1a ce 3eMe BO MNpPEIBH[ INPH COBETYBAETO Ha
poauTenure.

Pusukor ox rybutok Ha OpemeHocTa (abopTyc) mo m3BplieHa amHuoueHTesa € 0.5 %, a mo
xopuon 6uoncuja e 0.5-1 %. (uuam A)

Xopuon 6uoncuja

XopuoH 6uoricuja Moke fa ce Bpmm 1mo 10-ta recrammcka Henmena. Ce 3eMa TpaHCa0OMHUHATTHO
npUMepoK co uriia. Mrinara ce rutacupa moj KOHTPOJIa Ha YITPa3BYK BO XOPHOHOT, C€ MOBJIEKYBa
MaJIo mapye OJ1 MIAEHTAPHOTO TKUBO BO IITPHIIOT.

Bo mHOry cimydan mpuMepokoT ke o6e30emm kiueTkd Bo (aza Ha genda 3a okoiny 1 Hedenma
000eHNTEe XPOMO30MH MOXKE J1a c€ HabJbyIyBaaT 1Mo MUKPOCKOTI.

AKO € 0Ba HEYCIIEIITHO, TPUMEPOKOT Ke e 3acaqyl Ha KyJITypa B pe3yiaTaToT ke Ouse rotos 3a 3-4
HEJICIH.

Pesynrarot 3a Tpucomuja co PCR?® meton Mosxe J1a OMJie TOTOB 3a €Ha Heela.

AmHuouenmesa

AMHHOLEHTe3aTa 06MuHO ce Bpu nomefy 15- 16-ta recrarmcka Hemenma'. IIpuMepok of
TUIOZIOBA Bo/Ia (aMHHOHCKA TEYHOCT) ce 3eMa TpaHcabJOMUHAIHO co uria. [Ipouenypara ce Bpmu
MOJT KOHTPOJIa Ha yATPas3BYK, 32 Ja ce€ IUieJa ABIKEH-ETO Ha WrjaTa BO KaByMOT Ha yTepycCOT.
AMHHOHCKaTa TEYHOCT CEKOTall COAPKU (DeTaTHH KIETKU KOU C€ KyJITHBHPAaT 3a XPOMO30OMCKH
UCIHUTYyBama. Pe3ynratute ce roTOBH 3a 2-3 HEAENH.

Bo cxitonm Ha XpOMO30MCKHUTE HCTIHUTYBamka, KOoHIeHTparjata Ha ADII o6nyHO ce UCIuTyBa BO
npumepouute. Konrenrpanujara va ADII moxxe na Ouje 3rojeMeHa IOKOJIKY (EeTycoT HMMa
CTPYKTYpHH aHOMaiuu (pa3indyHu IeEeKTH BO 3aTBOpame, Kako neeKT Ha HeBpasiHa TyOa-
cnuHa Ouduaa) Win KOHreHUTaTHa Hepo3a.

I/IHduKauuu 34 XPOMO3OMCKU ucnumyearoba

Bo3spact na tpygaumnara > 40 roguHm.

Masu (eTanHn HApyIIyBarha, OTKPHEHH BO TEKOT HA YITPA3BYIHHOT MPErIe.”

Hyxanna tpanciynenna Hag 95™ nepueHruia.

ITucra Ha plexus chorioideus.

IInenexrasuja.

XwumnepexoreHu GETaTHA LIPEBa.

HUYTP.

PesynTar koj cyrepupa 3rojeMeH pu3uK 0J1 OMOXEeMHCKH MapKepy WK KOMOMHHUPAH YITPa3By4YeH
nperien co ONOXEMHUCKH MapKepH.

Hedekr Bo cTpykTypara Ha IUIOJNOT, MACHTH(HKYBaH 3a BpeMe Ha yNTpa3ByueH Nperjien, Ha
npuMep, yMOHWITMKATHA XepHHja, PeS equinovarus uim cpreBr aHOMAJTHH.

Enen ox poautenute, WM MPETXOAHO JETE CO IWjarHOCTHLIHMPAH XPOMO30OMCKH Ae(EKT.

ABHOPMAJIHU PE3YJITATU U IOHATAMOIIHU MEPKH

AKO pe3ynTaTtuTe 0l XpOMO30MCKHUTE UCIIUTYBama Ce a0HOPMAITHU, HA POJUTEIUTE Tpeda 1a UM
ce TMOHYOM TEHETCKO COBeTyBame. Toa 00e30edyBa pomMTENHTE IEIOCHO Ja TO pa3depar
3HAYEHETO Ha PE3YJITATUTE U MOATOTBEHOCT 32 HOCEHE Ha TIOHATAMOIIIHA OJUTYKH.

AKO poIUTeNHTE cakaat, MOXKarT Jia modapaar MpekruH Ha OpeMeHOCTa, 3aBUCHO O KapakTepoT Ha
Pa3BOjHOTO HAPYIIYBakE UM aHOMaJIMjaTa, 10 24  Ta recTalicKa He/ena.

® PCR - Polymerase Chain Reaction.

4BO PM ce MMPpaKTUKYBa U3BCAYBahb€ HAa aMHHUOLCHTE3a M0 HABPIICHU IMMOJTHU 16 IC€CTalUCKH HCACIIN.

> CeKkoj 0/ CIOMEHATHTE T.H ,,S0ft* Mapkepu HOCH pa3iNUYHO HUBO HA PU3UK U ACOLHMjallHja CO XPOMO3OMCKH
abepamyy 1 Kako M30JIMpaH MapKep He € CEeKOorall HHIANKAIH]ja 32 XpOMO30MCKO HCIIUTYBamke, Ha MITO Tpeba aa
ce 0OpHe BHUMaHHE NPU COBETYBAaKETO HA poAnuTeNnnuTe. Buan ymaTtcTBo 3a YITpasBydeH Iperie]] BO
OpeMEeHOCT.



e AKO pOIWTEIUTE peraT OpeMeHocTa Ja MPOIOJDKH, TIOHATAMOIITHOTO CIIEACHE (MOHUTOPHPAILE)
Ha OpeMeHOCTa, CaMOTO MOPOJYBakE M TPHKATa 32 HOBOPOJCHOTO, Tpeba a OumaT onTUMaITHO
OpraHU3MpaHHU.

e Axo OpeMeHOCTa ce MPEeKUHE MOpaJn Pa3BOCH JAe(eKT, TOUHATA MPUPOAA Ha JAeeKTOT Tpeba na
ce YTBpAM CO mperiieq Ha (eTycoT (BU3yelHAa WHCIEKIWja, (oTorpadupame, XPOMO30OMCKHU
HUCIHUTYBama-mocT MopreM). Ha 0BOj HauMH Ha pOIUTEIINTE MOXKE JIa MM ce Jajie HHpopmalirja Bo
TEKOT Ha TeHETCKOTO COBETYBAam€, IITO K& yKaKe Ha PU3UKOT OJl TIOBTOPYBAKE U 32 COOJBETHO
(heTaTHO NCTTUTYBaKkE 32 BpeMe Ha CIIETHUTE OPEeMEHOCTH.

MO KHOCTHU BO HIHUHA

e  MOXHH aJTepHATUBH BO MIHUHA 32 CKPUHUHI Ha XPOMO30MCKH aHOMAJIMH BKIIyUyBaaT:
e MonekynapeH KapuOTHIl BO 3aMEHA Ha KOHBEHIIHOHATHUTE XPOMO30OMCKH aHAJIU3H.
e VYuTpa3By4YHH HAOIH, KaKO INPOMEHH BO NPOTOKOT HHU3 AYKTYC BEHOCYC U cpleBara
¢dpekBeHIja BO paHa OPEeMEHOCT.
e Oecrannu knetku u JHA Bo MajunHa qupKyanyja.
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