YIIK 618.3

Evumja JAHIOBUK CUBECKA', Bnaguvup JAIIOBUK®

CKPUHMHI MAPKEPU HA TEHETCKM AHOMA/IMHU BO
IIPB U BTOP TPUMECTAP

BOBE]I

O cekoja OpeMEeHOCT TIOCTOM NOTEHIUjaleH PU3UK Off

XpOMO30OMCKH [le(peKT Ha IUIOAOT. 3aToa BO pPAaMKUTE Ha

aHTEHaTajHaTa KOHTpOJla HEONXOJHO € Jla ce Ofpeau
UHJUBHUJlyalHaTa T€HETCKa 3arpo3€HOCT Ha IUIOAOT U BO 3aBHCHOCT
Of] UCTaTa fJa ce Ipe3eMaT IOHaTaMy COO[BETHM mocranku. Bo
npeBu Tpeba fAa ce 3eMaT aHAaMHECTMYKUTE OITOBapyBama
(crapocta Ha MajkaTa, akKTyeJHOTO Tpaewme Ha OpeMeHOCTa,
IpeTXOfHaTa ONTOBAPEHOCT CO T€HETCKU MPOOIEeMH UTH.), M UCTUTE
la ce MYJTUIUIMIHUpaaT co cepuja (pakTOpHU NMOBP3aHU CO CKPUHUT
TECTOBM KOM ce IIpe3eMaaTr BO TEKOT Ha OpeMEHOCTa.
Bp3uoT Hampefok Ha IepuHATOJIOrHjaTa OBO3MOXKYBa JIEHEC Ja ce
ynoTpebyBaaT HEWBAH3MBHH MeTOAM (YITpa3ByK M OMOXEMUCKHU
MapKepu OfipefleHn O]l KpBTa Ha MajkaTa) 3a JeTeKIdja Ha
€BEHTYaJlHU TEHETCKM aHOMallM, CBEAyBajKM ja Ha MUHUMYM
ynorpebaTa Ha WHaB3WBHM MeToam (OHMOmcCHja Ha XOPHMOHCKHU
pecHuKy, KOPAOLEHTE3a, aMHUOLIEHTe3a), 3a AeTeKIja Ha MCTUTE,

"Emunuja JamoBuk CuBecka-Bucoka MeiuiimHCKa mKona - Burosna

*Bnagumup JammoBuk-Brcoka MeunnHcKa kosia - burosa
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CMajlyBajKl IO TaKa PU3UKOT Ofl MOXEH T'YOMTOK Ha E€BEHTYaJHO
37paB IJIOf.

Bo pgonr Hu3 ropuHu HaHaszaj Oea MpeparaHu W UCIUTYBaHU
pa3HU TPOTOKOJM 3a CKPUHUHI Ha TeHETCKH aHoManuu. Kako
pe3ysTaT Ha IIMPOKa, HAlMOHAJIHA W MYJITHLEHTPUYHA CTyaHja 3a
CKpMHHT Ha Down cHHAPOMOT, Off cTpaHa Ha AcouujanujaTta 3a peTo-
MaTepHaiiHa MeguuuHa (Society for Maternal-Fetal Medicine) Ha 24-0T
Cocranokot Bo Iby Opneanc Bo 2004 ropuua, Oelle Ipe3eHTHPaH
T.H. FASTER nportokosn koj noppa3oupa KOMOMHalja HA PYTUHCKH
YITpa3ByK W BPEAHOCTHM HA COOJBETHU OHMOXEMHCKH MapKepu
noouenu o MajurHaTta KpB [1]. Bo oBaa ctynuja Oea ucnutanu 33.557
TpyAHUIM co MoHOgeTanHa OpemeHocT of 15 nentpu Bo CAJl u
noOueHuTe pe3ynraTtu 6ea KOMIIapUpaHu BO IPB U BTOpP TPUMECTEP
KaKoO CKPMHHMHT METOfIa 3a ieTekuuja Ha Down cunipom [2].

2. Kpaiuok ucwopucku ocepui

Kapuorunusanujata Ha IJIOJOBUTE KIJIETKH [OOUEHU CO
aMHHOIeHTe3a of miIogoBaTa Boga Bo 70-tute roguau Ha 20-0T BeK
Kaj XeHu mocrapu op 35 roauHu, AeTektupanie camo 30% of
HajuecraTa TreHeTcka aHoMmainuja, Down-oBuoT cungpom. Toa ce
IIOKaXka HEOBOJIHO, Mpefl ¢é 3apajil HENOKPUEHOCTa Ha OMIlTaTa
nonynamyja (90-95% ) kako u 3apajy BUCOKaTa IicHa Ha BAKBUOT TECT
[3, 4]. 3apagu Toa BO 80-TUTE TOAWHU CE€ MOjaBUja HOBU CKPUHHUHT
TECTOBM MO3HATU KaKO OUOXeMUCKU 2eHEeUliCKU MmapKepu WIH
Tpuiineiu ckpuHuH2 itdecitd, IITO omndakalie ogpeayBambe Ha o-peTo
nporenHoT (APII), cmobonen 6eTa XyMaH XOPHOHCKU TOHAIOTPOTIMH
(free p HCG) u Ectpuon (E3) Bo cepyMOT Ha MajkaTa cO MOKHOCT 3a
nerekuuja Ha okoiny 60% op adunupanuTe WIoAOoBH  [5].
YcoBpulyBamkeTO Ha yiaTpacoHOrpacgujaTa OBO3MOXKH COIJIE[yBame
Ha MOp(OJIOMIKATE MPOMEHM Kaj IUIONOT M HUBHO NOBP3YyBame CO
NaTOJIOMIKUTE BPETHOCTU HA TPUILI-TECTOT, IITO BO 90-TUTE rofuHU
ja 3rojeMm MOKHOCTA 3a JeTeKIija Ha IITIoA0T co Down cMHApPOM Ha
75%. IlpumeHaTa Ha CKPUHHUHI KOj omndakaiile KOMOWHanuja Ha
AHAMHECTUYKUTE NOJATONM Ha MajkaTa, OMOXEMHCKHTE MapKepu
(maponomneTn co PAPP-A tecr- Pregnancy associated plasma protein
A), ¥ IpUMeHaTa Ha COBPEMEHHU YITPACOHOTpaCKyM KPUTEPUYMH ,
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OBO3MOXKHM Ha KpajoT Ha 20-0T BEK MOXKHOCTA 32 AETEKIHja Ha IUIOJ
CO TEHETCKM PU3UK fia u3HecyBa okony 90% [6].

J. FASTER upoiuoxkon- neuneasusna oeuleKyuja Ha 2eHeuicKu
anomaauu

Ha 24 TopumeHn cocraHOK Ha 31py:KeHueto 3a d¢eto-
MaTepHaliHa MepaunuHa, BO by Opneanc Bo 2004 rop. 3a npB mar
oeme mnpe3eHtupadn T.H. FASTER mnpotokon. OBoj mMmIipecuBeH
POTOKOJI, PE3YyJITaT HA OICEXHa CTyAuja, ro NofApa30upa CIeJHUOT
Ha4MH Ha UCIUTYBak€ HA NMAIMEHTKHUTE:

o Ilps iupumeciuap (10-14n.2.): ynrpa3BydyHa JeTepMUHaIU]a
Ha HyxanHa TpaHcnyuenna (HT) komOuHMpana co 2 cepyMcKku
mapkepu PAPP-A u free f HCG

e Buwop wpumecwap (15-18n.2.): ynTpa3BydyHO HCIHUTYBaHE
koMoOunupano co A®PIIL, free f HCG, E3 u unxubus [1].

3.1. buoxemucku mapkepu Ha 2eHEUICKUOUL PUSUK

Bo mpBuor Ttpumecrap (10-14H.r.) ce oapemyBaar 2
OMOXEMHUCKM MapKepu BO cepyMoT Ha Majkata: PAPP-A u free B
HCG, co Toa mto kako uaeanHa ce cmeta 111.r. [1]. BpegHocture Ha
A®II, free B HCG, E3 m uHXMOMHOT ce cMeTaaT 3a HEJOBOJHO
cnequdUIHA BO OBOj MEPHOJ M Ce IMpemnopadyyBaaT BO BTOPHOT
Tpumecrtep [5, 7]. Bo m1abopaTOpUCKUATE UCTPaKyBakba BPEAHOCTUTE
Ha TOpEHaBEeJEeHUTEe IapamMeTpu ce wu3pasysaar Bo MoM-
MYNUUUAUYUPAHA MeOujana, TO N03BOJYBa MEPHE Ha UCT HAUYUH
[6].

Bo cepymor Ha majkara, nocne 10H.T., caob6oonuowu ff HCG ce
cmanyBa. Kaj Tpuzommja 21, HampoTUB, HUBOTO C€ 3rojeMyBa BO
OTHOC Ha HOpMaJlHaTa recralnyja M CO pacTOT Ha recranujata
npopojKyBa ja pacte. OBOj mopacTt MoOXe Ja ce IpecMeTa BO
Bapyjauuu Ha cpefeH MoM, 3aroa mITO nocrojaT 3HayajHU IPOMEHNU
BO paHTHMpame Ha recrayguckaTa CTapoCT Ha Iolylangjata Koja ce
ucnutyBa. Bo mepuopotr opn 10-14H.r. cKkpuHUHTr crankaTta of 5%
u3HecyBa 2.15 MoM-u u cenzutuBHOCT off 35%, a BO KOMOUHaIuja co
roguHuTe Ha Majkata 45% [6, 8, 9]. HCG e xopMoH npou3BefieH BO
CUHIMIMOTPO(OOIACTOT U € cO MOKAaYeHM BpegHOCTU Kaj Down-oB
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CHUHJPOM KaKoO IITO C€ MOKAYEHH, BCYIIIHOCT, U CUTE JPYTU IUIalleHTHI
xopmonu: SP1, HPL wu nporecreporor [10]. Kako npuunHa ce cmera
XUIepcekpenrjaTa Ha HMMaTypHaTa IJlaleHTa Kaj Tpuzomuja 21.
I'pannunaTa BpegHOCT mM3pazeHa Bo MoM-u u3HecyBa 2.5 BO BTOp
TpuMmecTap. MHOryMuHa ro cMeTaar 3a OcOOE€HO fobap Mapkep co
MOXHOCT Ha fieTeknja Ha Down-0B cuHapoM Bo pa3zmep 11/17 [6].

ITAIITI-A BO cepyMOT Ha MajkaTa, HOPMAaJIHO IIOKaXKyBa
IIOpacT CO HaNpeJOKOT Ha recranujata. Bo Opemenocru 3adaTeHu co
Tpu3oMuja 21, HUBOTO BO CEPYMOT Ha MajKaTa € CMaJIeH BO OJJHOC Ha
OYEKYBAaHUTE BPENHOCTH W TOKaXKyBa IOHAaTaMOLIEH TPEHJ Ha
onarfamke BO HaTAMOIIHMOT pa3BOj Ha recraunujata. Bo nepuogor ox
10-14n.r. cpepnata BpepHoct Ha [TAIIII-A Bo MoM-U u3necyna 0.51
Ha CKpHWHUHT (+) ctanmka off 5%. CTeneHoT Ha JeTeKlrja u3HeCcyBa
40%, a BO KOMOMHaIMja co TOAUHNATE HA MajkaTa u3HecyBa 50% [1, 2,
6, 8, 10].

Co KOMOMHEpame Ha OBHE [Ba MapKepH BO IIPB TPUMECTEP
CTEIeHOT Ha JleTeKIija n3HecyBa okony 60% 3a CKpUHHHT (+) cTanka
o1 5%][6].

Aadga-pewoiupoiveunow (ADII) ¢ BaxeH deTaneH NPOTESHH
BO paHaTa pa3BojHa (pa3a Ha IUIOAOT, NMPOAYLUpPAH Of CTpaHa Ha
(peramamor xemap u komyHoto Kece (yolk sak). 3romemenute
BpepHoctu Ha APII Bo cepymoT Ha MajkaTa 300pyBaaT BO NPUJIOT Ha
OIITeTYBalka Ha HeBpaidHaTa IieBKa (Anencephalia, Spina Bifida,
Encephalocoela), joeka HUCKUTE BPEOHOCTH, 3a aHeyminouauja. Kaj
aHeymouguute BpegHoctuTte Ha A®PII ce HuckM off ABE NPUYMHU:
CMaJieHa MPOAYKIHja BO XeNapoT Ha INIOAOT U XXOITYHOTO Kece, KaKo
1 3a0p3aHO OTCTpaHyBame Off peTanHaTa uupkKyganuja. Kaj ayHoB
CHUHAPOM 3a rpaHmyHa BpepHocT ce 3ema (.74 MoM-u. JIokoJKy €
PU3HMKOT HaJl TpaHUYHATA BPEHOCT, BO OpeMeHocTa NMpeKy 15 H.r He
ce IpaBM [pYyro TeCTHUpame TYyKy NalUEeHTKaTa ce I@paka Ha
aMHHOILIEHTE3a KaKO MHBAa3MBHA METO/A, a JOKOJIKY cTaHyBa 300p 3a
OpeMeHoCT nof 15 H.I., TECTUPAKETO CE MOBTOPYBA BO MEPUOH MELy
15 u 20 H.r. BO KOMOWHaNKja CO APYTrUTE€ MapKEpu U YJIATPA3BYUHO
ucnuryBame [6, 8, 10].

Hexonjyzupan cepymcku ecuipuon (HE3) e crepousieH
XOpPMOH Tpou3BefieH BoO cuHmunuorpodoobmacror [10]. Kaj
aQHEYIUIOUJUHU, CIUYHO Kako u co APII, mpous3BOACTBOTO Ha OBO]
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XOpMOH € cmajieHo Bo 25-30% cayyau, cO TpaHM4YHA BPETHOCT
u3pazeHa B0 MoM-u 0.79. 3HaunTeNHO HHUCKKM BpelHOCTH Ha HE3
IIPUCYTHH CE U Kaj IJIOJOBH CO HEOCTATOK Ha cyidaTa3a u abepanuu
Bp3aHu 3a X- Xpomo3oMoT (ichtiosis). Bo 5-10% cnyuyam HuCKHU
BpeaHocT Ha HE3 Bp3aHu ce m co fenenyja Ha XpOMO3OMOT CO
MEHTaJlHa peTapjalyja, XUIOroHagnu3aM U XOHIpOoKcIUIa3uja. 3aToa
BO Cllyyad Ha HMCKHU BpefHOCTH Ha HE3 ce mpenopaudyBa aMHUO- WU
KOpJIOLIEHTe3a M WCIUTYBak€ Ha [e(PUUUTOT Ha CTepoujHA
cyadarasa ofi Iiogosara Bopja [5, 6, 10].

A®II, HE3 u B-XIII'(cmoGogHn M IETOKYITHA) Ce He3aBUCHU
Ofl TOAMHUTE Ha MajkaTa, a MefyceOHO MOKaxyBaaT ciaba
Kopenanmja, ma Kako TakBA BO KOMOMHAIMja MOKAT Jia ce ynorpedar
Kako Mapkepu 3a pusuk oj Down-oB cunapom. Tue tpeba
PYTHHCKH pa ce coBeTyBaaT BO CKJION Ha aHTEHaTaJIHATa
3amituta. OBUE MapKepu ce KOMOMHMpaaT cO TOJUHUTE Ha MajKaTa
3a la ce IMpecMeTa MHAMBHAYAIHHOT PU3MK of Tpu3omuja 21. Bo
CKPHMHMHI [TOCTANKaTa HEOMXO/HO € fla Ce 3eMaT M TeJeCHAaTa Maca Ha
MajkaTa  (HeraTMBHaTa  Kopejlalmja CcO  TeCTOT), pacara,
HeperyiImpaHuoT paujaberec, OpojoT Ha derycu, OyOpexkHaTa
¢dyHkIMja 1 maputeT (cManyBamwe 3% oj BpegHoctute Ha B- XTI 3a
cekoe pojeHo nete). Tpeba ma ce 3eMe BO MpeBHA U TOA fleKa aKko
MajKaTa BO NPETXOJHUTE OPEMEHOCTH MMayia MO3UTUBEH TPUILIET
TECT, TOCTOM MOXHOCT OJi TOBTOPYBak€ M BO HapEIHHUTE
opemenoctu. CepymM Mapkepute Kaj OIU3HAUKUTE OPEMEHOCTU ce
IBOJHO TOTOJIeMH Of] MOHO(peTamHuTe OpeMeHocTH, fofeka 3a HE3 ce
HewTo nonucku. Ha kpajor, BO paMKkuTe Ha aHeyIuloguuTe Tpebda fa
ce HallOMEHe JleKa Kaj Tpu3omuja 18 cuTe cepyMcKH MapKepu
MOKaXKyBaaT CHUKEHHM BPEHOCTH CO CIIEJHUTE T'PAHUYHU BPEHOCTU
u3paszenu B0 MoM-u: 0.6 3a A®II, 0.5 3a HE3 u 0.3 3a B-XLTI [1, 6, 8,
10].

3.2. Yawpaconozpacghcka esanyayuja Ha  Xpomo3omcKuiue
anomaauu

CoceM e JormyHo jeka yarpaconorpagpcekoro (YC)
UCMUTYBamke Ha IUIOAOT , 3apajd AWjarHOCTHIMpame Ha Down-oB
CUHJIpOM, MOXeE Ja Oupge camo mo cebe pAypu ¢ TMOBEKE
cnienuUIHO/CEH3UTUBHO, OTKOJIKY TOJAMHUTE Ha MajKkaTa WIu
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cepyMckuTe Mapkepu. HeoHaTtomo3ure rm KopucTtaT (QUINIKUTE
OCOOCHOCTM Ha HOBOPOAEHOTO 3a IOCTaByBame€ Ha J[WjarHo3a Ha
tpu3zomuja 21. Co npumeHa Ha BUCOKO pe3oayTHa ¥ C, Bo mocnegHarta
leKaja, MOXHA € BH3yaln3alnyja Ha MOP(OIOIIKUTE 3HALM HA OBaa
aHeyIuiouuja: KpaTok (eMyp W/uiam XyMepyc, 3jeOesieHa BpaTHaA
6pa3fna, xunornsasuja Ha ¢pamanrata Ha ManuoT npct [7]. I1pucyctBo
Ha Majop Mandopmanuu (BEeHTPHKYJIOMEralinja, CpIEBH MaHH,
XoJonpo3eHuedanmja, racTpO-UHTECTUHATIHI opeMeTyBamwAa,
nedekT! Ha JUNETO U.T.H.), caMu Mo cebe GapaaT KapuOTUIU3AIM]a.
HMako nosekero ¢erycu co Tpuzomuu 13 u 18 unm tpumionpuu, ru
NOKaXKyBaaT OBUE MYJITHCUCTEMCKM aHoManuu, cenak tue YC
nerekTupaaTt camo 25-33% opn HuB. 3apanu Toa YC eBamyanmja e
0COOEHO BaKHa BO imjarHocTuka Ha Down-oB cuagpom. Co mpumeHa
Ha Y C cTpyKTypaslHa aHalll3a Ha MajuMHUTE IJI00BU BOo PpaHLyja,
BO IIOCJIEAHUTE 7 TOIMHY, CTENEHOT Ha JeTeKIMja Ha ayTO30MHUTE
aneymouguu of 52% ckokHa Ha 75%, OmaropgapeHue mpej ce Ha
IIpeHaTalHaTa JujarHocTuka Ha Down-oB cuHipoM [6].

FASTER- nporokonor mnoppa3dupa YC wucnegyBame Ha
IJIOAOBUTE YIITE BO MPBUOT TPUMECTAp U TOA BO mepuopot mery 11-
14 n.r., co komOunupame Ha PAPP-A u free p HCG, co npenopaka,
OBa HMCIUTyBamwe f1a ce ciuposefie Bo 11 H.r. [1, 2]. YC eBanyauuja BO
CMHCJIa Ha JeTeKl¥ja Ha €BEeHTYyallHa aHeyIulouAuja mojapa3zoupa
ofipenlyBame Ha Hyxaaua wpancayyenya (anri.nuchal translucency-
HT), mro npetcraByBa 3rojeMyBame (3ae0eyBame) Ha HyXaTHOTO
MEKO TKHMBO, IIITO € BO3MOXKHO fla ce corjefa BegHaul no 10 H.I. u
BUNINBO € BO mpBuOT TpuMectap. HT co pa3Bojor Ha recranujara,
MOXe fla TPOIONIKM CO PacTOT M Jla Ce MPETBOPU BO IUCTHYECH
XUTPOM (CO cenThupame) WK TaK Jla TO 3aJpKu OOJIUKOT Ha Opasfa,
CO TeHJEeHIWja Ha yMepeH IopacT BO TEKOT Ha BTOP TpHUMECTap
(BpaTHa 6pa3ya), Wi Kako TPeTa MOXKHOCT, MOTIOJHO Ja MHBOJIYHpa
[6, 7].

3nedenenata HT Hajuecto e Bp3aHa co TmojaBa Ha
aneyminouguu. Kaj okony 70% op derycute co Tpuzomun 21, 18 nnun
13, kako u oHme co Turner-oB CUHPOM, IIOCTOM 3TOJIEMEHO COOUPAHE
Ha TEYHOCT BO MpEMeNIOT Ha 3aJHUOT fAed off BpaToT, koe YC Bo
nepuogoT on 10-14 H.r. ce mpuKaxyBa Kako MPOUIMPYBaKE CO
npo3upeH usriepn [11]. 3a cutoff na HT ce 3ema BpegHocta o 3 mm
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CO BaXXHOCT Off KpajoT Ha MNPBUOT M IOYETOKOT Ha BTOPUOT
TpuMecrtep. BpegHocTute Kou ja npeMuHyBaaT KpUTUYHATA BPEJHOCT
BO KOpelnaluja ce co 3rojeMeHaTa MHIUIeHIla Ha TPU30MUH, 3a IITO
JloKakaje MHOTyOpoOjHH cTyfuu. BaxkHO € u3MepeHaTa BpeJHOCT Ha
HT pa Oupe BOo kopenanuja co crapocTa Ha OpeMeHocTa T.e. CO
BpenHoctutre Ha CRL (Teme -TpTHna), Guaejku HaBOP Off MEPUOOT
on 10-14 ur. ogpenyBameTo Ha HT ro ryom 3nauemweto [6, 11].

Bo nepuopot of 15-19 n.r. kako ¥ C Tect MapKep ce KOPUCTU
ofIpelyBameTO Ha épamna opasoa (BB) co censuruBHOCT o1 40-50%
U axkHO HeraTuBHa cranka of] 0.1% 3a 3nedenyBame o 6mm, IITO ce
cMmeTa 3a KkputuuHa BpenHocT. Co orneq Ha ¢akToT feka Bb pacre
BO TEKOT Ha OpeMeHOcCTa, IOCTOjaT aBTOPU KOM KpUTHUYHATA
BPEHOCT ja cMajlyBaaT Ha Smm, I1a aToJIolKaTa BpegHocT 3a Bb ce
neduHMpa Kako >Smm [6, 11, 12].

Co YC ckpuHMHI, efHall KOHCTaTUPAHOTO 3rOJIEMYyBame Ha
HT unn BB, a npu noBTropHa eBaiyanuja, cMajlyBalbeTO Ha UCTUTE
BPEIHOCTH, HE ja UCKJIydyBa NOTpebaTa Off ”HBa3MBHA J1jarHOCTHKA.

Ynorpebata Ha BUCOKO pe3oayTHa Y C OBO3MOXKYBa, MOKPA]
Mepewarta Ha HT u Bb, na ce Busyanusupaat u apyru (p€HOTHUIICKA
eKCIIpecuu Ha XpOMO30OMCKHUTE aHoManuu. Bo BropuoTt tpumecrap u
noHaraMy kKako Y C Mapkepy Ha aHEYIIOUAUATE MOXKAT Jja TOCIyKaT
U CIEJHUTE MapaMeTpu: JOJKMHA Ha (peMyp W/WIH XyMEPYC, OJHOC
BPD/FL (OumapuetaneH paujameTap/ JOKMHA Ha  demyp),
NUeJeKTa3a, XUNepeXoreHoCT Ha peBaTa, MHTPaKap/ujajJHU €XOreHH
(hokycu, KakoO W HEKOM MHUHOp MapKepu (arojoT Ha KpujaTa Ha
UJIMjavyHUATE KOCKM, JIOJKMHA Ha WIIMjayHaTa KOCKa, IUCTa Ha plexus
choroideus, OpaxuonedannyeH oOJKK Ha TilaBaTa, IOMald JUMEH3UN
Ha MaJuoOT MO3OK UTH [12, 13, 14, 15].

KombOunanujata Ha YC wMapkepu BO CKPUHUHIOT Ha
adenMpaHu IUIOJOBH, JaBa MOJOOpHM pe3yJaTaTu Of ynorpedara Ha
NOeAMHEYHN MapKepu. Melry HUB UMa M TakKBU KOUM caMH ocede, 6e3
KOMOWHaIuja co Ipyru Mapkepu, 0apaat kapuotunuzanuja. OTramy
ce MPOU3JIe3€HN Pa3IMYHUTE CKOPUHT MHIEKCHU 3a ieTekuuja Ha Down
cuHapoMoT: mo Starting, mo Likelihood utH. Kako nmpumep ke ro
HaBeJleMe CKOPHUHT UHMIEKCOT 1o Benacerraf u cop.:

1. Bparna Opazga>6 2
2. Majop KOHreHUTATHU aHOMAaJIuU 2
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3. Kparok pemyp 1
4. Kparok xymepyc 1
5. TNmenexkrasuja (>4 MM Bo epuop mety 15-20 H.T.)

1

Ckop >2 6apa kapuotunu3zanuja [12].
4. 3axkay4ok

On npeTxoHO HaBeJeHaTa aHajlu3a MOXe Jla ce 3aKJIy4u Jieka
BO JleTeKIMjaTa Ha TEHETCKUTEe aHOMaluu, npej ce Down-oBHOT
CHUHJPOM KaKO HajyecTa aHeYIUIOuAnja, NOTpeOeH € NHAMBUAYAJIEH U
MyJITU(AKTOPUETIEH MpPUCTAll KOH ceKoja TpyaHMua. Pa3Bojor Ha
MeJuUUHATa U TEXHOJIOTMUATE KOU Taa 'M KOPUCTH OBO3MOXKYBA, CO
COOJIBETHA AHTEHATaJHA IpUKa BO CMHUCIA HAa FEHETCKHM OIUTETEHU
IJIOIOBH, Aa OMfaT ondaTeHn ako HE CUTE, TOTrall HajroJeM AEJ Of
OpeMeHHTe >KEHW CcO HeWHBa3uBHM Meromu (Gumoxemucku m YC
MapKepu).

Ynorpebara Ha FASTER mnpoTOoKOJOT BO NIPETXONHO
HalloOMeHaTaTa CTy[ihja MoKaXa JeKa Ha BaKOB HAUMH OWJie OTKPUEHNU
6u3y 90% op adpenupanu MIOAOBHU, a 5% OJ] HAOAUTE OUJie JTasKHO
no3uTuBHA [1]. MefyToa BaxkHO € Jla ce Harjlac JeKa MaleHTKUTE
Ouse COOfBETHO UCIMTAHU U BO NPBUOT U BO BTOPHOT TPHUMeECTap.
buoxemuckure n YC Mapkepu BO IIpB, HE MOXKAT fAa ro 3a3emar
MECTOTO Ha OHHME O] BTOPHOT Tpumecrap M obOpaTHo. Mcro Taxa,
BAXXHO € Jja Ce Harjlacu jeKa OBHE CKPUHUHI MapKepu HE THU
3aMeHyBaaT MHBA3MBHUTE [UjarHOCTUYKY IOCTAIKH, HO 3aTOa MaK CO
IIpUMEHATa Ha CKPUHUHI TECTOBU COOMBETHO Ke OupaT oOpaboTeHU
NAaMEeHTKUTE Kaj KOM HaBUCTMHA IIOCTOM WHAMKalWja 3a
KapuoTunmu3sanuja.

HoOpoTo mo3HaBawme Ha NMpoOiieMaTHKaTa W OllepaTUBHOCTA
IpHU IperjiefuTe, € HEONXOJEeH YCIOB 3a COBpEMEHa KOHTposa Ha
OpemeHocTa. JOKOJKY HE ce pacrojara co 3HAaeHe, BEeIITHMHA WIH
TEXHOJIOTHja BO OBaa MpobjeMaTuka, He Tpeba fa ce BO3JAp3KyBame
Of] yaTyBame Ha NIAlIUEHTKUTE OHaMy KaJle OBOj CETMEHT MOXe Jla ce
pa3pelim BO paMKUTE HAa COBPEMEHNUTE chaKama.

5. Jluwepawypa
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PE3UME

[Mpubmuxno 4% op cuTte OpPEMEHOCTH Cc€ TEHETCKU
adenipaHu WK ce CO Majop KOHMeHUTaIHN Masipopmanuu. bunejku,
CO PETKM UCKJIy4yoluu, e(peKTHBHA Tepanuja 3a OBUE NOPEMETyBamba
HE IIOCTOM, €IMHCTBEHA AJITEpHATHMBA IpETCTaByBa HUBHATa paHa
meTtekuuja W cejiektuBHa TepmuHanuja. CoBpemeHnor FASTER
MPOTOKOJI, KaKO CKPUHUHI METOja, Nofpa3dompa KOMOMHHpamEe Ha
IIPB U BTOP TPUMECTap, BKIY4YyBajKu yaTpacoHorpaduja 1 CEpyMCKH
MapKepu, Kako ¥ cTapocTa Ha MajkaTa. YaTpa3BykoT mefyl(0-14 H.r.
noapa3zOupa Mepewme Ha HyXaJdHOTO 37e0enyBambe KOE Ce€ BHKa
HyxamHa tpaHciayneHna (HT), koe ce kKomOMHEpa cO cepyMCKUTE
mMapkepu PAPP-A u free B-HCG. Bo BTopumotr Tpumecrap
yiaTpacoHorpadwujata ce KoMOuHMpa co HuBoata Ha HCG, a-
(peronporenH, HEKOHjyrupaH ecTpuon U UHXUOMH-A. CepyMmckuTe
Mapkepu ce ofipeayBaatT Bo nepuop Mefy 15-19 n.r. Ha kpaj, BaxkHO €
Jla ce HAlOMEHE [eKa CKPUHUHI TECTOBUTE HE I'M 3aMEHyBaar
NUjarHOCTUYKUTE TECTOBH (OMOICHja Ha XOpPUOH, AMHHUOIICHTE3a,
KOPHAOLEHTEe3a).
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Emilija JASOVIC-SIVESKA, Vladimir JASOVIC

SCREENING MARKERS FOR GENETICS ABNORMALITY OF THE
FIRST AND SECOND TRIMESTER

SUMMARY

Approximately 4% of all pregnancies are affected by a genetic
condition or a major congenital malformation. Because with rare
exceptions there is no effective therapy for these disorders, the only
alternative at present is early detection and selective termination. The new
FASTER trial, like screening test, combines first and second trimester,
including ultrasonographic and serum markers, as well as maternal age.
Ultrasound between 10-14 weeks assesses the thickness of the nuchal fold
of the developing fetus; this measure is called nuchal translucency (NT),
and NT is combined with the PAPP-A and free B-HCG. In the second
trimester, ultrasonography is combined with the HCG, a-fetoprotein,
unconjugated estriol and inhibin-A levels. The serum markers are
performed on maternal serum drawn between 15 and 19 weeks. Finally, an
important point to remember is that these new developments augment and
enhance the options for screening, but screening tests, no matter how well
they perform, are not a substitute for diagnostic test (chorion villus
sampling, amniocentesis, cordocentesis).
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