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JIucra co HajuecTo ynoTpedyBaHU KPAaTEHKH :

e KM - Konrenuranau mandopmariu

e V3 - ViurpasByk

e HT - Hyxamna TpaHciyieHuja

e CVS - Chorionic villus sampling

e All - AmHuoueHTe3a

e NIPT - Noninvasive prenatal testing

e [Ib - [Ipexun Ha GpeMeHOCT

e ICD - International Classification of Disease

o OM - deranna mandopmainja

e [SUOG - International Society of Ultrasound in Obstetrics and Gynecology
e JIHT - Hdedextu Ha HeBpanmHaTa TyOa

e KBC — Kapauo-BackymnapeH cuctem

e BC]JI - Bearpykanpen cenraieH nedekt

e [UT —T'acTpo-UHTECTUHATIEH TPAKT

e ['VC - T'enuro-ypuHapeH cucCTeM

e BCM - Bponenu cprieBu masibopmaniu

e [[HC - LlenTpajieH HEPBEH CUCTEM

e TOPFA — Termination of pregnancy for fetal anomaly
e ['B - I'ecranucka Bo3pact

e [|'H - I'ecranucka Henena

e [I/] — [Ipenaranna nujarHOCTUKA

e DNA — Deoxyribonucleic acid

e (P - CnobomHu pagukamu

e OC — OkcugaTuBeH CTpec

e PBK - PeakTuBHU BUJOBU KUCIOPOL]

e bA — bunujapna atpesuja

e TOPFA — Termination of pregnancy for fetal anomaly

e EUROCAT — European surveilance of congenital anomalies
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1. BoBen

1.1 EnuaeMuoJioruja

Bponennre aOHOPMaTHOCTH TO3HATH KAakO KOHTeHUTAJHM Majdopmanum ce
nepuHupaaT Kako CTPYKTYpHH WJIM (YHKIMOHATHH MandopManuu HISHTH(GUIMpaHT
MpeHaTaiHo, Mmocje abopTyc, mpu parame wmiaud Post mortem (1,35). Bpoaena anomanuja ¢
pa3BoeH JAePeKT KOj TOCTOM TMpu parakbe u JeduHupa aOHOPMAIIHO OTCTaIllyBamke O]
CTaHJApJHUOT THUII 32 BpeMe Ha MopdoreHes3ara Ha Jiell 0J1 CTPYKTypara, BUAOT H (PYHKIIMHATE Ha
derycor (61). CTpykTypHHTE aHOMaIMKH Ha (ETYCOT MOXE Ja Ce rieaaar Kako aedekTd Ha
opraHoreHesara Kajie IITO CE€ 3aCETHATH M30JIMPAHN OpPTaHu, KaKo M JeQeKTH Ha OjacToreHe3ara
Kou 3adakaaT TOJEM Jel OJ TeJIOTO, NPH INTO BPOJCHHUTE Mandopmaiu ce Jenar Ha
U30JIMPAHM HJIM MYJITHITHYU JIe(SKTH HA OPTaHK WIIK OpraHcku cuctemu (3,62).

Bponennre nedexktn ce 3arpmKyBaukKM 3a POTUTEIHNTE, IPHIOHECYBaaT 3a JOJTOTpajHA
MOTIPEYEHOCT M MMaaT 3HAYMTEITHO BIIMjaHUE BP3 CEMEJCTBOTO, OMIITECTBOTO M 3[PaBCTBEHHOT
cucrem (60).

Bponennre aHoManuu ce TJaBHA MPHYMHA 3a paHUTE CHOHTAaHW a0OpPTyCH, a HEKOH
MasopmMaluu ce HEeKOMIATHOMIHU CO TIPpeKKUBYBame in utero (40).

[IpeHaTaTHOTO OTKPUBAKE U ONITUMAIHOTO YIIPABYBaE CO OBHE AOHOPMATHOCTH C€ KITYYHH 32
na ce o0e30equ ONTHMaliHa 3JIPAaBCTBEHA 3alITUTA KAKO 3a MajkaTa Taka W 3a (eTycor, a
OTKpUBAmkHETO Ha (eTych co TojieMa BpOJCHAa aHOMalWja € eIHA OJ TJIaBHUTE IIeU Ha
aHTEHaTaJTHATA HeTa.

Konrenuranuure wmandopmanuu (KM) ce pasnukyBaar BO cMucia Ha e(eKTOT Bp3
KHUBOPOJICHUTE, MIPU IITO MOXE J]a Pe3yJITUpaaT co (pU3MUKa MM MEHTAJIHA MOMPEUECHOCTA WIIH
na Owmar daramau. Krnacubunumpanu ce Kako ToJeMH/MAjOopHH WA MAJau/MHHOPHHU
KOHreHuTanHu abnopmainoctu (1,31).

Kako romemu KoHreHUTamHU Mandopmanuu ce Je@UHUpaHH OWUJI0 KOU BPOACHU JePeKTH
MOBP3aHU €O (PU3MUKO MIIM KO3METHYKO OIITETYBAHE, U TOJIEMUTE BPOJCHN aHOMAJIUU CE€ OHUE
KOM C€ CMPTOHOCHM M HOCAT BMCOKa CMPTHOCT WJIM MMaaT JAPYT'M CEPUO3HH METULIMHCKU WIIH

¢bynkimonanau nocnenuiu (1,40).



MuHOpHa aHOManHja ce JeUHUpa KaKo CTPYKTypHa aOHOPMAIIHOCT MIPUCYTHA TIPU parame, nMa
MUHUMaJEH e(peKT Bp3 KIMHUYKAaTa cOCTOj0a, HO MOXKE Jla MMa KO3METHYKH e(eKT, I0/eKa
Mmajopaure KM ce cocToj0M Kou ce JMOBOJHO TEHIKH 3a Ja T'o pPeaylupaaT OYeKyBaHHUOT
KUBOTHHOT BEK HJIM JIa ja KOMIPOMHUTHpAaT HOpManHaTa (pyHKIMja Ha opraHute. MajopHUTE
ManopManuy ce TEIKA TOKOJIKY HOBOPOJICHUYETO HE MOXKeE Ja MPEeKnUBee 0e3 MEIUIIMHCKA WITH
XAPYpPIIKAa WHTEPBEHIMja WM PE3YJITHUPA CO JIETAICH HMCXOJ Ha HOBOPOJEHOTO/MPTBOPOICHO
(14).

WHuuaennara Ha BpoJeHUTE MaldopMallyd ce€ MEHyBa CIIOpE]l pacuTe, KOe € MOXKHO Jia ce
00jacHU CO TEHETCKU/ETUTeHETCKU Bapujaliii U e(eKkTy Ha crnenuuyHu (pakTopu Ha pU3MK 3a
onpeneHn pacu wiad nomyiganud. Cemak, BO TEKOBHHTE CTYAWM CTalKaTa Ha BpOJICHUTE
Mandopmaimi ce TporeHyBa okony 2-4% mo sxuBopojeHu (1,50,63). Pasnuunm usBopu ja
npolueHyBaar pacnpocrpanerocta Ha KM Bo omicer o 1%—-3% on cute xuBopojieHn 6eOuma, a
MPOICHKUTE C€ 3HAYMTETHO IOBHCOKH 3a HEOHATYCH KOW C€ MPTBOPOJICHH WM CIIOHTAHO
aboprupanu (10). 3aroa Tpeba a ce MMa BO MPEABU KOra OpOJKUTE 3a aHOMAJIUU C€ TUTHPAHH
10 OJIHOC Ha KUBOPOJEHH Jiena Jieka (pakThuuKaTa mpeBajieHa Moxe Ja Oujie MoTIeHeTa co Toa
mTo MHOTy deTycu co roemu KM moxke na 6uaar abopTupaHu mpes MOPOoyBambEeTo, Ma Iypu 1
aKo CIIOHTaH a0oOpTyC ce€ CIy4d TMOJOI[HA BO OpeMEHOCTa, aHOMalHjaTa MOXe aa Ouje
Heaujarnoctunupana (14). 3a ma ce mpoleHH BKyIHATa MpeBajicHia Ha ciydan Ha KM, cure
Cllydau OTKPUEHH Kaj dKUBOPOJCHH JOCHUHIbA, MPTBOPOJICHH Jiela U IPEKHUHATH OPEMEHOCTH CO
3acernatu (Qerycute Tpeba ga Oommar omdarenu (67). 3a jkaja, HeMaMe IEJOCHHU IMOJATOLH 3a
KM.

Majopuute KM nokakyBaaT 3HAYMTENTHU BapHjallud HHU3 LEIHOT CBET CO MpEBajJeHIa Koja ce
neku o < 1% 1o 8 % u tue npeausBuxysaat 20 % u 30 % ox nepuHaTaTHUTE CMPTHH CITyYau
(14). PacnipoctpaneTocTa Ha BpoJAeHUTE AePEKTH € CIIOpeIMBa HHU3 IIEJTHOT CBET, 0Ky 3% BO
CA, 2,5% Bo Unamja, 2% no 3% Bo OOGemunerotro KpanctBo utH. Hajpacmpoctpanerure
cOCTOjOM BKIy4yBaaT BPOJIEHU CpLIEBH MaHH, opodarnujanHu pacuend, JlayHOB CHHAPOM H
nedexTy Ha HeBpaiHata TyOa. Bo Muauja, Ha mpuMep BpOJIEHUTE aHOMAJIHH CE€ OJrOBOPHU 3a
15% on nepunarannara cmptHocT U 10 % mo 15 % on HeoHaranHuTe cMpTHHM ciydau. Bo
Ob6emunetoto KpasnctBo, BpogeHute aHoMmanuu counnyBaar 21 % oj nmepruHaTaTHUTE U CMPTHH

crnydan Ha goeHummba (31).



@ertanHuTe aOHOPMATHOCTH C€ €HA OJ1 TJIaBHUTE MPUYMHHM U NPHUIOHECYBAaaT 3a 3HAYUTEICH
nen on (eramHaTa W HEOHATAJHAaTa CMPTHOCT, W 3HAYMTEIHO NPUIOHECYBaaT 3a TpacH
MHBAIUIUTET M XOCIUTAIM3allMja KOM HaMEeTHYBaat roJieM 3apascTBeH ToBap (9,10).
[Mpubmmkao 21-25% oa cMpTHOCTA Ha JOSHYHMIbATA Ce MPOIEHYBa Jieka € moBp3aHa co KM
(65,66).

WzeemTrajor March of Dimes mokaxyBa neka oxony 7,9 muimonu nena (6% o1 BKyIHHTE
parama) ce paraaT co CEpHO3HH BpPOJICHH ACPEKTH IHUPYM CBETOT CEKOja roauHa, a 94% ox HUB
Ce CJIydyBaaT BO CPEIHUTE U HUCKOCKOHOMCKUTE 3eMju. Bponenure nedextu counnyBaatr 7% of
BKYITHAaTa HEOHATaJHa CMPTHOCT M 3,3 MIJIMOHHM CMPTHH CITy4ad BO CBETOT Ha JIeIla Ha BO3PACT
nox 5 TOAWHH, a 3,2 MWIMOHM OJ1 IPEKMBEAHUTE MOKE Ja OMIAT CO MEHTAJeH W/WJIH TEeJeCeH
unBanmuauret (64,31).

C30 mnponenn aexa 260.000 HOBOpoaeHUHEba TIOUMHANE BO CBETOT (7% 07 cuTe HEOHATaHU
CMpPTHHU cliydau) mopaau BpoJeHu aHoManuu Bo 2004 roguna. Hajuecture ceprno3Hu BpojeHU
HapylryBamwa npenoszHaeHu oj1 C30 BxilydyBaaT cpleBU MaHM, Je(eKTH Ha HeBpajHaTa Tyba u
JHayroB cunapoM. OBHE aHOMAaJIMHM MOXKE Jla TPEAW3BHKAAT TOJTOPOYHH IMOTPEUYECHOCTH KOH
BJIMjaaT Ha 3/[paBCTBEHUTE CUCTEMH IMHUPYM CBETOT (34).

PerucrpamnujaTta u cienemeTo Ha BUIOT U OPOjOT Ha BPOJICHW aHOMAJIMU € O] BUTAJTHO 3HAYCHE
3a Ja ce UASHTU(UKYBAaT MOKHUTE KJIACTEPHU U TPEHIIOBH, U J1a CE OJIFOBOPH Ha 3arpHKEHOCTa
3a IPU3HATH TePATOreHH BO JKUBOTHATA cpeanna (31).

BoBenyBameTro Ha MpeHATATHUOT YATPAa3BYy4yeH CKPUHUHI 32 aHOMAJIMM BO Pa3BUEHUTE 3eMjU
aboko ja mojnoOpu cramkata Ha oTKpuBame Ha KM mnpenaranno. Toa nompunecyBa 3a
HaMalyBame Ha MEePUHATATHUOT MOPOUIUTET U MOPTAIUTET CO OBO3MOXKYBAIHE HA POJIUTEIINTE
U KJIMHUYapUTe Ja JoHecaT UHPOPMHUPAHU OJUTYKH 33 YIPaBYBaWETO CO OpEeMEHOCTa KaKo IITO
ce TpoJOJuKyBame Ha OpeMeHOcTa, MPEeKuH Ha OpemeHocTa, e(UKAcHO IUIaHUpAame CO el
CIpeyyBame Ha KOMILTUKAIIMU KOM MOXaT J1a HacTaHaT IPU MOPOAYBAETO U MO parameTo, Kako
Y BO UJICHTU(UKYBAKHETO HA IOTEHIUjaTHUTE (aKTOPU HA PUBHK 32 UIAHUTE OPEMEHOCTH.

Oxomny 53% on KM Bo aeHeniHo BpeMe MOKaT Ja OuaaT JeTeKTHUPaH! BO TIOpaH reCTalluCKU POK
1o (14.r.H.) ox uckyceH conorpaduct u nomery 60% u 90% ox aHoManuUTe BO 3aBHCHOCT O]
HUBHATa MPUPOJA, MCTO Taka, MOXAaT Jla OMAAT JIETEKTUPAHM 33 BpeMe Ha JETAITHOTO (EeTaHO

aHaTOMCKO ckeHMpame noMmery 18 u 22 r.H. Co BoBeayBame Ha (heranHa exokapauorpaduja Bo



NPEHATAIHUOT YATPa3By4eH CKPUHUHT, CPLEBUTE aHOMAJIMK Cera ce JUjarHoCTUIpaar in utero

CO BHCOKa crieliupuuHOCT U ceH3uTuBHOCT (14).

VYnorarta Ha yaTpa3BykoT (Y3) BO CEKOjIHEBHATA MPAKTHKa € MHOTY BakKHA 3a Ja ce JOoHecaT

OJIUTYKH TIPH CJICJICEHETO Ha OPEeMEHOCTa U MOPOyBameTo. Ynorpedbara Ha Y3 Bo OpeMeHocTa €
3a CKPHHUHT U JIUJarHOCTUYKY IIeITH.

CKpUHHMHTOT W JMjarHO3aTa ce JBe MOBP3aHU, HO PA3JIMYHU MPAKTHKH. LlenTa Ha CKpUHUHTOT €
7la ce OTIpe/IeH PU3UKOT BO OJIHOC Ha XPOMO3OMCKHTE aHOMAJINH, J0JEKa THjarHOCTUYKH Y3 ce
KOPHCTH 33 OTKPHBAWkE Ha TOJIEMHU CTPYKTYPHH aHOMaJuH. Bo MHOTY 3eMju, CKpUHHHT BO BTOD
TpUMECTap ce MpaBH PYTUHCKH Kaj OPEeMEHOCTHM CO HUCKM W BHCOKHM PH3HIM CO IIeN Ja ce
nporieHu (eranHara anaromuja (21).

CKpUHUHIOT, JWjarHO3aTa M MEHAIMEHTOT Ha (EeTaJHUTE aHOMaluu BO OpemMeHocTa UM
OBO3MO’KYBa Ha POJUTEIIUTE J]a C€ COOYaT CO CHUTyallfjaTra M Ja JOHecaT OJUTyKa 3a BO WIHWUHA
(16).

@DakTOT JeKa BO MOBEKETO Cllydad, MPUYMHATA 32 aHOMaJlMja € HEeMO3HaTa, YIITEe MOBEKe UM ja
OTEeXXHYyBa Ha pOJMTENNTE Aa ja mpudaratr u paszbepar curyanujara (68). 3a Bpeme Ha
OpemMeHOCTa, >KEHHTE€ HE CaMO INTO JIOKMBYBaaT MPOMEHM Ha (U3UYKO HHBO, TYKY C€
MOJJIOKEHU M Ha MPOLIEC Ha TMCUXOJOIIKO CTPYKTYpUpame U MPUIAroayBame, MpPeKy Koe
MUCJIHUTE U TMEpIENIUUTe 3a KEHCTBEHOCTa U MajYMHCTBOTO ce Ha NpB IaH. Ha xinHuykaTa
penamnyja JeKap-TalMeHT MOJKE Jia BJIMjaaT MpOOJIEeMHTE BO KOMYHHUKAIHjaTa Kako INTO CE
MEepLENIUUTE Ha MAlMEeHTUTE 3a OCKy/AHaTa eMOILIMOHAIHA BKIyY€HOCT O] aKyllepuTe, ciadara
MICUXOCOIMjaTHa MOAIPIIKA 32 BpeMe Ha MPEKUHOT Ha OpEMEHOCTa U HEAOBOJIHOTO CIEICHE IO

UCIHCOT 011 OoHuma (8).

1.2. le¢punnnmja

Kourenuranuure Mandopmanuy, WHaKy MO3HATH Kako BPOJCHH NehEKTH, BPOICHU
HapyllyBama WIA BpoJeHH Mandopmanuu, ce AepuHupaaT Kako CTPYKTYpHH WU
(GYHKIIMOHATTHU aOHOPMAITHOCTH AETEPMUHHUPAHU O] (PaKTOpH KOM JejcTBYBaaT BO rojieMa Mepa
MpeJl 3a4YHyBAmETO WIM 32 BpeMe Ha OpeMEeHOCTa M MOXaT Ja Oujar WAeHTU(UKYBaHU
MpEeHaTaIHO, MIPH parame WIH MOJI0I[HA BO )KUBOTOT, POSt abortem wmmu post mortem (1,35).

Tue oOu4HO ce MojeNIeHH BO JIBE TPYIH: MUHOPHHU M MajJOPHH aHOMAJIHH.



1.3. ETnosioruja

Pu3uKOT 32 BpOJCHM aHOMAIIMU € HAjaKyTeH BO TEKOT HA €eMOPHUOHAIHHUOT MEPUOJI, O
TperaTa 0 OocMaTa recrainucka Hejena. MeTaqHHOT MEPHO 3allOYHYBAa Ha KpajoT Ha ocMmara
He/ena W MPOJOJDKYBa N0 parame. Bo MOKAaCHHOT MEpUOJ, PUBHMKOT O] TOJIEMH CTPYKTYpPHH
aOHOPMAIHOCTH C€ HaMallyBa, HO MO30KOT IPOJOJDKYBa Ja ce AudepeHnrpa U BO MOKACHUOT
MIEPUO/I, U U3JTI0KEHOCTA HA TOKCHYHHM MAaTEPHU BO TOj MIEPUO MOXKE JIa MPEIU3BUKA MTPEUKH BO
YUCHETO WM HWHTeJeKTyaqHa mompedeHoct (69). Ha Owimo koja BO3pacT, pPHU3HKOT O]
XPOMO30MCKH a0OHOPMAJIHOCTH € IOTOJIeM Kaj MYyJITHUIIHA OpEeMEHOCT OTKOJIKY Kaj €IMHUYHA
opemenoct (70).
ETtnonomkure ¢akrtopu BapupaaT BO TojieMa Mepa Kaj OpeMEeHOCTH CO KOHIE€HUTaJIHU
Mangopmaimu. Etnonomkure dpakropu Moxe na Ougar jacHo JeUHUPAHU Ka] HEKOM BPOJCHH
MandopmaImi Kako IITO € BpckaTa momery fedeKkTH Ha HeBpajHaTa Ty0a M HEJIOCTAaTOK Ha
¢donHa KHcenMHaA, J0JeKa HEKOW IPYrd BpoJieHH MaldopMaluu HemaaT jacHO JIehUHUpaHU
ernonomkn  (pakropu (1). Hekonky paHAOMU3MpaHH KOHTPOJHUPAHH CTYyJHH ja TOKakaa
euKacHOCTa Ha CyIUIEMEHTanujata Ha (pojHa KUCEIMHA Tpej OpEeMEHOCTa 3a HaMallyBamke Ha
nedekTuTe Ha HeBpanHata Tyoa. OJ Apyra cTpaHa cemak, CTy[auja 3aCHOBaHA Ha IMOIMYJAIMCKO
HUBO MTOKa)ka JieKa [IpeBajieHIlaTa Ha Je(eKTUTEe Ha HeBpaJHaTa TyOa He ce HaMmaiuia Bo EBpona
Bo mociexnutre ase genenun (11). Hekou onpeneHu ¢akrtopu Ha pPU3UK Kako INTO Ce
IIperecTalycky aujadberec, HEKOHTPOJIMPaH AujabeTec, NOBO3PACHHU XKEHHU, )KEHU CO MEAULIMHCKA
HCTOPHja KaKO ILITO C€ XUIIOTUPOUIU3aM, IJIalleHTapHa UHCY(QULIMEHIIM]a, MYJITUIIHA OPEMEHOCT,
OJIMTOXU/IPAMHUOH, TEPaTOr€HU JIEKOBH M DPA3JIMYHM TUIOBM HA ENUIeHETCKU (akropu ce
IIPUjaBEHU JIeKa Ce TECHO MOBP3aHU CO BPOAEHU MajadopMaldyd M OBUE MALUEHTKM HMaaT
norosieM pusuk oj rosiemu KM oTkoJIKy Kaj omiiraTta nomysaija (1,10).
Viorara Ha 3araJyBaudTe Ha >XMBOTHATa CpEJMHA, JIGKOBUTE U HMH(EKTUBHUTE areHCH BO
IIPEJU3BUKYBAkbETO Ha BPOJEHH Je(EeKTH NpPEeTCTaByBa rojema riobanHa 3arpuxeHoct. [locie
30 rogMHM Ha MOHUTOPHMHI M HAA30p CaMO HEKOJIKY HOBHM TEpaTOreHW AareHTH ce
UACHTU(DUKYBAHU.
TanmunoMuoT Ha MpUMep NpeAu3BHKa rojiemMa enuaeMuja Ha HEKOM WIjaJHULU JUCMETHYHU
penykuucku nepopmutetd Bo 3amaaHa ['epmanMja mpes HETOBHOT NPUYMHCKU OJHOC Ja Ouje

npusHat o1 Jlenu Bo 1961 roguna. IlpernoctaBeHo € Jaeka JIEKOT JieayBa Ha ME30JA€pMOT WM
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ME3CHXMMOT Ha €eMOPHOHOT 32 Jia TM 00jaCHH MYJITHITHHTE MajadopMaIui BO ME30JCpMaTHUTE
OpraHu, HO TOUHHOT MEXaHMU3aM Ha JIeNyBambe Ha JEKOT OCTaHyBa MHUCTEpHja.

Cenak, ermonorujata Ha MHOry KM ocranyBa Hemo3Hara W C¢ yIITE WMa 3arpiKEHOCT 3a
EKOJIOIIKUTE TPUYMHHU, a MYATH(PAKTOPCKOTO HACIEAyBame C€ BepyBa JeKa € OCHOBHATa
eTHOJIOTH]ja Ha TIOBEKETO BOOOMYacHU BpoieHn anomaiuu (7,31,92).

IIpuyuHuTEe 32 BpPOJCHUTE AaHOMAJIMH MOXE Ja OWIAT TeHeTCKH, eKOJOIIKH WJIH
koMOuHanuja on Qaxropu. [IoTouHO, XEMUCKH TOKCHHU BKIYYYBajKH U MYIICHE, ATKOXOT U
HApKOTHUIM, HHPEKINO3HU areHcu (Kako pybeosia), ICKOBHU (KaKO aHTHUETTHIICTITUIIH), OOJISCTH Ha
MajkaTa (kako auaberec U 00e3uTeT), MCXpaHa (KaKo HUCKAa HMBOA HA TIEPUKOHIIETIIUCKA BHEC
Ha ¢oJIHA KHUCEJMHA), U EKCTpalenylapHu (aKTOpH Kako INTO C€ PEHATCHCKH 3palu WIN
XEMHUCKO 3arajyBame W MEPHUKOHIEHIIICKO XOPMOHAIHO HapyIIyBame ce Mery (akTopuTe Ha
KMBOTHATa CpPEMHA KOU JIOBEIYyBaaT JI0 BPOJACHN aHOMAaIHH. BpoaeHnTe aHOMaIny HEKOTall ce
MCTO Taka MOBP3aHH CO aCHUCTHpaHa penpojayknuja. Pusumkor on JlayHOB CHHIPOM € CHITHO
MOBp3aH CO HampeaHaTa Bo3pacT Ha Majkara (3,40). MHory HCTpakyBadd Tro MpoydyBalie
e(deKTOT Ha BO3pacTa Ha MajkaTa Bp3 MojaBaTa Ha BPOJCHU Je(PEKTH U JOILIE 0 3aKIy4OK JeKa
crapocHaTa rpyma moj 19 u Hajg 35 roauHu 1o 3rojieMyBa pU3UKOT 011 Mandopmarmu (48).
Baxno e na ce umaar uHopmanuM 3a eNHUIEMHOJIOTHjaTa HAa BPOJCHUTE KOHI'€HUTAJIHU
aHOMAaJIMM, U TPEHJIOBUTE CO TEKOT Ha Bpemero. OBa OBO3MOXKyBa eBajyalldja OazupaHa Ha
3HAaeHE 33 MOXKHHUTE HJHM MPOMEHH BO MpeBaJieHIaTa U MPHUAPYKHUTE aHOMAaJIUHU, KOU OU
MOXKeJie Jja OugaT MOBp3aHU CO I0jaBaTa Ha HOBU TepartoreHu. Ha mpumep, ce mpusHaBa jaeka
nH(pekrjata co BUPYCOT 3WKa Kaj Majkara TO 3rojieMyBaaT pPH3MKOT OJ1 I0jaBa Ha

Mmukporedanuja kaj perycor (121).

I'enerckure (akTopu ce TeHETCKH Xpomo3oMmcku HempaBuiHoctd  (3). I'eHerckute
aOHOPMAITHOCTH MOXeE Ja OUJaT XPOMO30OMCKH aHOMAJIMU KaKO aHEyIJIOUIuu (Ha Ip. TPUCOMUU
kako JlayHOB CHHIpPOM), MHKpPOIENEIUH, MYTAlliud Ha €l1eH I'eH (MOHOTEHU CHUHIPOMH) WIH
HapyllyBamba Ha T€HETCKO BTHCHYBame. MHOTY 0/ MOHOTEHHTE CHUHIPOMHU C€ HACIEACHHU Of
pOAMTENNTE, HO HEKOUW C€ HOBH MYTAllMM KaJe IITO MOxebu Owmie BKiIydeHH (akTopu Ha
KUBOTHaTa cpeanna. Cemnak, c¢ ymTe HeMa yOenIuBU J0Ka3H JeKa Pa3IuKUTE BO M3JI0KEHOCTA
Ha pajaujalyja Wik MyTareHUTe XeMHUKaINH C€ MOBP3aHU CO PA3IHKUTE BO PACHpPOCTPAHETOCTA

Ha CHHPOMHTE Ha TEHETCKAa KOHI'eHUTAlIHA aHOManHja Kaj yrero (40).



Madi u cop. npujaBuiie poaHuHCKH Opak Bo 68% o1 ciaydante co BpojaeHa anomanuja (71).

JIOTIOMTHUTEIHO, BJIMjAaaT U COIMO-CKOHOMCKHTE (DaKTOpH, PENPOAYKTHBHOTO 3/paBje IMPEKy
madepeHnpame Ha M3JI0KEHOCTAa Ha JpyruTe (aKkTOpyd Ha PH3HK, KAKO M IPUCTAINOT 0
npeBeHTuBHE Mepku (3). MHory on oBue dakropu mMoxe na ce crnpevar. Lllupok crexkrap Ha
NPEBEHTUBHH W WHTEPBEHTHH IMPUCTAllM BKIy4yBaaT BakKLIMHAIMja NPOTHB pyOeoda,
aIMUHHUCTpanMja Ha (oJHA KHUCEIMHA OJ TEPHOJOT Npeld 3auHyBameTo, 300raTyBame Ha
MUKpPOHYTPUEHTH Ha OCHOBHATa XpaHa (joJ), MpeBeHIMja U TpeTMaH Ha CU(UINC, COOABETHA
aHTEHATallHA TPWXKa W TPEIKOHIENIMJATHO COBETYBAkb€ M TPHKA 33 PAa3IUYHU TCHETCKU |
cucteMcku 3abonyBama (60). Mcto Taka Bo nmpuMapHUTE TPEBEHTUBHU MEPKH BO MOMEHTOB CE
BKJIydyBaaT M J0o0pa nujabeTnyHa KOHTpOJIa M M30erHyBame Ha MO3HATU TEPAaTOTEHU JIEKOBU
KaKo IITO Ce HEKOW aHTUEHMJICNITUYHU JIEKOBU U M30TPETHHOWH, 8 HEOJTaMHEITHUTE TPETIOPAKH
BKJIy4yBaaT M30€THyBambe KOHTAKT CO I'pull U (HeOpuiaHu 601ecTH U U30erHyBambe U3II0KEHOCT

Ha opraHcku pactBopysaun (120).

Ce mpouenyBa neka okoiry 15% 1o 25% oa BpoJieHWTE aHOMAJWHU C€ JIOJDKAT Ha MPHU3HATH
reHercku coctojon, 10% wna BupycHu undpexuuu, 8% mo 12% Ha QaxTopum Ha >KHBOTHATa
cpenuna, a 20% o 25% Ha wmynaTudakTopuanmHo HaciemyBame, aoneka 40 mo 60% ce
neobjacuetn (31,91). Ha rmoGamHo HUBO, ce MPOICHYBAa JcKa MMa 8 MHIIMOHH OeOMmba KOH
COUMHYBaaT 0KoJly 6% O]l BKYyITHUTE pafama, KOU ce paraaT co TelIka BpoJeHa Mandopmarliuja.
Peuncu cure Teuku BpoaeHH NedeKTH U CMPTHH CIIydad MOpajy BpojeHu nedeKTy Kaj aenara

Ce CIIydyBaatr BO 3eMjHTE CO HHCKHU U CpenHu pecypeu (3).

HoBu obnactu Ha pa3BojHaTa OMOJIOTHja CE MPOYYYBAaHU MOPAAN JOKA3UTE JeKa HAIBOPEITHUTE
€KOJIOIIKK areHCH MOJKaT Jia T MPOMEHAT HOPMAJTHHUTE MOJECIHM Ha TeHCKA €KCIpecHja MpeKy
JJHK wmeTunanuja v JOpyrd eNUreHeTCKH MexaHu3Mu. EnureHetnkara e aeuHupanHa of
Waddington (1940) xako ,,..MHTEpaKIMHTE HA T'€HUTE CO HHUBHATA OKOJHMHA KO€ BOIH O]
¢dbenotun Bo OuTHE®, a ce OJHECYBa Ha HacleAHa MoaudUKalMja Ha TeHCKaTa eKCIpecuja u
KJIETOYHUOT ()EHOTUIl BO OTCYCTBO Ha anTepanuja Ha cekBeHuara Ha JIHK. Enurenerckuot
KOHTPOJIEH MEXaHH3aM € OJITOBOPEH 32 MYATHITHH KJIIETOYHO CHUTHAHU MPOLIECH U MOXKe Aa Ouje
paHIMB Ha JAeperynanuja oA (akTopu Ha KUBOTHaTa cpeauHa. [loTpeOHHM ce emureHeTCKU
MpOLIeCH BO TEKOT HAa Pa3BOjoT M MoAMQHKAIMjaTa HAa EMUTeHETCKaTa €IWHHUIA 3a Ja HMa

KamarureT Ja cosmane HoB (enortun. Cunapomot Beckwith-Wiedemann e penpesentaTuBHO



HapylIyBalke Ha BTHCHYBAHETO KOE C€ KapaKTepu3uWpa CO MakKkpo30MHja, MaKpOrjocuja M
nedexkTr Ha aOTOMUHATHHOT ST M KMa TPEAUCIIO3HIIN]ja 3a TyMoporenesa (7).

Wukpumunupanu ¢akropn Ha pusuk 3a KM ce daxrtopure ox okonmHata (5% no 10%),
reHerckure npuyuHu (30%-40%) on KoM XPOMO3OMCKHUTE aOHOPMATHOCTH couumHyBaat 6%,
single gene napymyBamara 25%, u mynrtudakropujanau 20%—30%, HO 01 IPETXOHU CTYIHH €
Hotupano naeka 40%—-60% ox KM umaar Hemo3natu pusuk ¢akropu. DakTopu Ha PU3HK 3a
AHOMAJIMK MOJKE JIa Ce TIOBP3aT M CO peNiurujata u eTHUYKara npunaaHoct (14).

HNma moTpeba o croemupuuHM CTpaTerMM 3a MPETKOHIEHIIMOHATIHA TpIkKa 3a NpUMapHa
NpEeBEHIIMja Ha BPOJICHH aHOMalIuWU. THe MOXe Ja ce KOMOMHMpaaT CO MPHUCTANU KOH IEJI0TO
HaceJeHUe, Kako IITO CE€ BaKIMHAIMja MPOTHB pydeosa, 30oraTyBame Ha XpaHata co (oJiHa
KUCEIIMHA, peryiupame Ha (apMareBTckaTa, IpodecroHaaIHaTa U eKOJIONIKaTa U3JI0KEHOCT U
MEPKH 3a CIIPaByBambe CO yrnoTpedara Ha peKpeaTUBHHU CYICTAHIIHH.

[MocneaHuTe HEKOJKY JICIIEHUH HEe € 3a0esieyaH 3roJIeMEeH YCIeX BO MPEBEHIMjaTa Ha BPOJCHU

aHOMaJIMH, KaKo IITO € MOTBPACHO 0J1 HEIOCTATOKOT Ha orarame Ha BKynHarta npeBajienma (40).

1.4. OxkcuaaTBeH CTPeC ¥ NMATOreHe3a HA KOHTeTHJIAHUTE
Masipopmanuu

EnHO o1 HEOATOBOPEHUTE Mpalliaka Ha MEIUIIMHCKATa HayKa € OHA 3a IaTroreHe3aTa Ha
BposieHuTe Mandopmanuu. OBa ce 0JJHECYBa Ha YIITE €THO I'OJIEMO HEOJIrOBOPEHO IMpaliame BO
OuoJIoIKaTa HayKa, AuQepeHIrjanujata BO eMOpHOHOT. XUPYpP3UTEe KOU YCIICIIHO KOperupaar
paciien Ha HeMIe, BpOJEHA CpleBa MaHa WM chuHa Ouduma, pecekiuja Ha BpOJICHA
WHTECTHHAIHA aTpe3dja WM HW30JDKyBame Ha TeTHBHTE 3a nere co talipes equinovarus ce
COOYyBaaT CO 3araTkaTa 3a Toa Kako JIOILIO JO TaKBU TPEIIKUA BO Pa3BOjOT. A KaKO IITO BEKe
Oerie HaBeIEeHO Morope moBeke oj1 60 MPOLEHTH OJ] CIIyYauTe ce CIOPaIUYHU U CO HeoOjacHeTa
ernosioruja (92).

Oxcuparusauot ctpec (OC) e BriIydeH BO maTodus3uosiordjaTa Ha BpPOJACHUTE Mai(opmaiuu
noBp3aHu co Opemenocra. [Ipex ce, camara OpeMEHOCT € cOCTOj0a Ha OKCHAATUBEH CTpeEC.
Hopmanuata xoHueHTpamuja Ha peaktuBHH BUAOBH kuciopon (PBK), 3aemHo co eduxacen

AHTUOKCUJIATHUBEH KamaluTeT, Mojapa3oupa ¢usnonomkn pa3Boj Ha eMmOpuoHOT. HMHaky,
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alTepanyjara Ha EJIEKTPOHCKH TpaHcdep BO MeETabOJMYKH TaT CO BHUCOK (IIYKC CO
MOCIIEIOBATEJIeH HEYCIeX Ha CHCTEMOT CO HH30K (piykc 3a Bpeme Ha eMOPHOJIOIIKHOT MEePHOJ
MOXKE Jla UMa BaXHU TOKCHMYHU edexTn Kaj derycor. Deramnure TKHBa ce 0coOEHO
YYBCTBUTEIHH HAa OKCHJIATHBHO OIITETYBAaWkE MOPAaAN Op30 pacTedkara MpuUpoiaTra Ha HUBHHUTE
kietku 1 OC Moxe j1a Ouzie BKiIydeH Bo derannute maidopmarmu (29).

EmOpuorenesara e cio)keH mpoIiec Koj ce peryimpa co cnerupuyHi CUrHaIHU natumTa. OBue
MaTHINTa MOpa Jia Ce I0jaBaT BO TOYHOTO BpeME W HAa TOYHOTO MECTO 3a Jia CE pPEeryimpa
KJIeToyHaTa nposudepanuja u audepeHirjanmja, U ce HEOMXOJHU 3a Ja C€ U3rpaau 3/ApaB
emOpuoH. Pamnorexxata mnomery mpousBoactBoto Ha PBK u  koHmenTtpammjata Ha
AQHTUOKCHUJIAHCH € OJ] CYIIITUHCKO 3HAYEHE 32 Pa3BOJOT HA (PETYCOT, MOYHYBAJKH OJ1 TPAHCTIOPTOT
Ha eMOpPHMOHOT BO MaTKaTa M HeroBaTa MMIUIAHTAllMja 10 TocieaHuTe (a3u Ha opraHoreHesara
(72). HepamHoTexkaTta momery MpOW3BOJICTBOTO Ha peakTWBHU BuaoBu kuciopoa (PBK) u
AHTUOKCHJIAaHTHATa ojJ0paHa MOXE Jla C€ TMOjaBH Ha MOYETOKOT Ha OpeMEHOCTa M J1a TPOJAO0IIKH
BO TIOCTHATAJIHUOT XWBOT, co3naBajku OC. Toa mMoxe Aa TM YHHWINTH CUTHAJHHUTE TATHUIITA
MOTpeOHM 3a TpaBUiHA €MOpUOTEHe3a INTO JOBEIyBa N0 BpoJeHU Aedektu. BeymmHocT,
KJIETOYHUTE (YHKIIMU, OCOOEHO 3a BpeMe Ha eMOpuoreHe3ara, uMaat norpeda o crnenuuanu
CUTHAQJIHM TATHINTA 3a J1a TO peryaupaar pa3BojoT. Beke e mokaxano neka OC e moBp3aH co
MJIAIeHTapHH OKCHJIATUBHH HAapyllyBalkba W WMMYHOJIOIIKM HApyIlyBaka U COCTOJOM Kaj
HOBOpoAeHUHbA (73).

OBue naTHIlTa ce YyBCTBUTEIHU U Ha €HJOTEHU U Ha €r30reHH (pakTOpH U 3aToa, THE MOXKAT Jia
Mpelnu3BUKaaT CTPYKTYpHM MpOMEHH Ha QerycoT Bo pa3Boj. PBK BxiyuyBaar He camo
cynepokcun (O), Tyky u apyru cinobomnu pamukanu (CP), kako mro ce xuapokcui (OH),
azoreH okcup (NO), nepokcun (ROO) m HecnoOOAHM paguKaTIHU OKCUT'CHHUPAHU MOJIEKYIIH,
kako mTo ce Bojgopoxa mepokcua (HO), o030H, XumoxiopHa KHCETWHA, a30THA KHCEIUHA,
MEPOKCUHUTPHUT, IUHUTPOTEH TPUOKCHU] U JMMUICH NepoKcui. PedynTupaukara HepamMHOTEXKa
ro 3rosiemyBa mpou3BocTBoTo Ha CP, OC u nunuana nepokcuaiuja (74). HusHurte u3Bopu ce
u eHjporenu u erzorenu. Engorenure CP He mpousneryBaatr camo o] BOCHAJICHHUE, aKTUBUPAHE
Ha UMYHHTE KJIETKH, UCXeMHU]ja U UH(EKINH, TYKY U O]l CTapeeme, MPEKyMEpHO BeKOame U pak.
Erzorenute CP ce mpousBeayBaatr 01 3arajyBame, 4ajl, aJKoXoJ, Jpora, FOTBEHE, pACTBOPYBAUYH
u 3padyeme. PBK Moxe 1a mMaat v mo3uTUBHU U HeraTuBHU epektu. [Ipu HUCKU KOHIICHTpAIUH,

THUC TTOKaKyBaaT MO3UTUBHU e(beKTI/I BpP3 KIICTOYHUTC (pYHKHHH u paBBOjOT Ha eM6pI/IOHOT, KakKo



mTO Cce perymupamke Ha (ocdopunamnmjara Ha MNPOTCHHUTE, AKTHBHOCTA HA KHHA3aTa W
¢docharazata u akTHBHpameTo Ha (PAKTOPOT HA TpaHCKpHILHMja Ha reHurte. Ilpu Bucoka
KOHIIeHTpanuja, THe TreHepupaar OC Ha pa3aWyHM HAYWMHHU, 3arpo3yBajKu TM Ha KpajoT
KIETOYHUTE (PYHKIIUU W TPEIU3BUKYBAjKH aromnTo3a WM HEKPOTHUYHA Kierodna cMpr. PBK
MOXK€ Jia ja HapymaT TpaHCAyKIHjaTa HA CHTHAJIOT W THE MOXAaT Ja NpeIu3BUKAAT
MakpomoJieKynapau omreryBama (JJHK, nporennn u nunuan) (29).

OC wurpa BakHa yynora, 0COO€HO 3a BpeMe Ha KIyIHUTE paHH (a3u Ha eMOPHOHATHUOT Pa3Boj, U
0co0EHO BO TEKOT Ha TPBUOT TPHUMECTap OJ OpeMeHOCTa MOCTOM HOPMAIIHO 3TOJEMEHO
MIPOU3BOJICTBO HA CYNMEPOKCHIHU aHjOHH IITO JIOBEIYBa JI0 BocmainuTeseH oaroBop. [Tonatamy,
BO TEKOT Ha BTOPHOT TpumecTap oj (usuonomkara opemenoct, OC ce 3rojieMmyBa mopajau
MUTOXOHAPHjaTHOTO MPOU3BOICTBO Ha JMnuaHu nepokcuau, CP u Buramun E Bo miamenTara.
Heypamuotexxennor OC ja HapymiyBa XomMeocTa3ara Ha eMOPHOHOT HEONXOJHa 3a HOpMajeH
pacT u QyHKIHMja, ITO pe3ylITHpa cO nucMopdoTeHes3a, TepaToreHesa u BpoIeHn Mai(opMaIuu.
Bo panute recramucku (a3, eMOPHOHOT pacTe BO (PM3UOJIOIIKA XUIIOKCUYHA CPEANHA J0CKA
MajudHUTE apTepUd HE CTUTHAT JO HWHTEPBWIO3HHWOT TMPOCTOpP Ha  IUTAllEHTATa.
[TocnenoBateHOTO 3roJeMyBambe Ha KUCIOPOIOT H0BEAYBa A0 3rojieMmyBamke Ha PBK, a co Toa u
no OC. Cenak, cexoj (akrop mTo Bivjac Ha pamHOoTexkaTta nomery PBK u anTtHokcumancute
npeJ 3aYHYBAaKkETO M 3a BpeME Ha HWMIUIAHTAlMja W CO3pEBamkbe Ha EMOPHOHOT MOXKE Ja
Mpear3BrUKa KOMILTUKAIIMK Kaj Majkara u gerycoT (75).

Bo Mmajumnmor u HeoHatanHuoT nepuoja, OC e BKIy4eH BO HEKOJIKY OOJIECTH Kako HITO ce
IpeeKaMIiChja U eKJIaMIICHja, MEce] adopT BO paHa OpPeMEHOCT, TEPMHHCKO U NPEABPEMEHO
MOpPOJTyBarke U BPOJCHU Majdopmanuu. [lypu u paramero € MOMEHT Ha Ba)KEH OKCHJIATHBCH
npeau3BuK. bpemeHocta e coctojoa koja To (aBopmsupa OC. PBK ce renepupaar on
MUTOXOHPHUJjATHHOT MeTaboIM3aM, a IiareHraTa € oorata co Mutoxouapun. O apyra cTpaHa,
AHTUOKCHUJIATUBHHOT CUCTEM C€ YMHU JIeKa CE HamallyBa 3a BpeMe Ha OpeMEHOCTa, Ha TIpUMeD,
aKTUBHOCTa Ha cynepokcuna aucmyraza (COJl) Bo epUTPOIMTUTE U TUIa3Ma BUTAMHHOT A ce
nonucku (76).

3a Bpeme Ha opraHorene3ata, OC Moxke Jna JejcTBYBa Ha pPa3IMYHU HAUYMHHU, MOXE Ja TO
MPOMEHU MaKpPOMOJEKYIapHOTO MPOU3BOJCTBO U Ja TM MOJU(DUIKpA PEIOKC-perylupaHuTe

(bakTOpH Ha TPAHCKPUIIIH]ja, IITO JOBEIYBa 10 MPOMEHHU BO F'€HCKaTa eKCIIpecrja BO eMOPHOHOT.
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[Tpukaxana e cuimHa Bpcka nomery OC u Mamkute (erycu: ce YMHHM JIeKa MAIKUTE Ce
nouyBcTBUTENHN HA OC 01 )KEHCKUTE.

Onwumana e ynorata 1 Moxkaute edekru Ha OC BO pa3B0jOT HAa KOHMCHHTAIHU Man(opMaruu
Kako CpIeBM BpoJeHH Mandopmammu, e3odareaiHa arTpe3uja, OwiMjapHa aTpeswja,
mrjadparmanHa XepHHja ¥ aBTO30MHO JOMHHAHTHA MOJMIUCTHYHA OyOpexkna Ooiect. OC ja
3rojieMyBa JIMIIUIHATA TIEPOKCHIAIM]a, KOja BEpOjaTHO € BKIydeHa BO IIaTOreHe3aTa Ha
e3o(areannara arpesuja. Ynorara Ha OC kaj BCM e npoyueHa BoO MOBpP3aHOCTA CO IUJaOETECOT
Ka] Majkara. ['ectamckuoT aujabeTec € BakeH (akTOp Ha PU3UK 3a CPLEBH e€MOpHOHAIIHU
Mandopmanun 1 neeKkTH Ha KapIUOBACKYJAPHUOT TPAKT. XHUIEPTIMKEMHjaTa JENyBa TPEKY
pa3IMyHM  MEXaHW3MH, TO0 3rojemyBa IpousBojactBoro Ha PBK w ro HamamyBa
AHTUOKCHUJIAaHTHUOT 0A0paHOCH CHCTEM CO BaXKHH TOCJICTUIINA BP3 CplieBaTa opranoreHesa. Exen
0J1 HaJBAXHWUTE AacCHeKTH BKJIy4YeH BO TaTOreHe3aTa Ha OwiMjapHaTa arpesja €
MuToxoHaApHujanHaTa auchynkuuja nopaau OC. Tue ce mecroto Ha nmpousBoacTBo Ha PBK. Ce
YUHU JIeKa € JUPEeKTHa Kopenamuja momery MuToxoHiapujanHata mucyskimuja, OC u
omnmmjapuara arpesuja. PBK ce BxiIydeHm um BO maroreHe3ata Ha BpojeHa aujadparmMaiHa
XEepHHja U MyJIMOHAJIHA XUIIEPTeH3HU]a, THE ce (PU3UOJIOIIKH MPOU3BOIN HA KJIECTOYHHUTE MAaTUIITa
KOM Yy4YecTBYBaaT BO KJIETOUHATa PEJOKC XomeocTa3za. HUBHOTO mMpeKyMepHO MPOU3BOJCTBO
u/un AeUuIUT Ha aHTUOKCUAATHBHUOT cUcTeM mpeau3BukyBa OC BKIy4eH BO pa3BOjOT Ha
nvjadparMaiHa XepHHUja CO XHIEpIUia3rja Ha Ma3HU MYCKYJIHH KJIETKH, XUIEPKOHTPAKTHUITHOCT
u exporenujanta aucykumja (29).

HoBute oTkpuTHja BO NaTOMEXaHM3MOT Ha BpoeHHTEe Maidopmanuu noBp3anu co OC
MIPETCTaByBaaT OCHOBA 3a MOXKHHUTE KJIIMHUYKHU alUIMKAIMKM BO CKPUHUHT, MPEBEHIMja U Tepanuu.
BeymHocT, ako ce 3emar mpeaBuj cuTe OBUE J0Kaszu 3a ynorata Ha OC Bo maToreHesara Ha
e3odareanna atpesnja, BCM, BA u nujadparmanna xepHuja, peJJokC XoMeocTa3aTa MOXKe Jia ce
CMeTa Kako TepareBTCKa Iiell Kaj oBue BpoaeHHu Mandopmanuu. Hecnenubuynu aHTHOKCUAAHCH
ce KOPUCTEHH 3a JIeKyBame Ha pa3nuyHu OosiecTd nmoBp3anu co OC Ouaejku ce MmpeTnocraByBa
JeKa aJMHUHHUCTpalyjaTa Ha aHTUOKCUAAHCH JaBa KOPHUCT BO cekoe Bpeme. JlepuHHUTHBHO,
AHTUOKCUJIAHCUTE MOXaT M Ja 3allTHTaT WM Ja ja 3rojeMaTr MoBpeJaTa BO 3aBUCHOCT O
cocrojoara. MenaanoH, uaedeHoH, koeHsum Q10, pubodnaBuH, THaMUH ce CHOCOOHM Ja ja
oOHOBAT M Ja ja peryaupaaT (yHKIMjaTa Ha €JIEKTPOHMTE, Ja TO KOHTPOJIUPAAT MPEHOCOT Ha

CJICKTPOHH, Ja T MOAYJIHpaaT PCCIUPATOPHUTEC MNAPAMCTPU HA MHUTOXOHAPHUUTEC H PCAOKC
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XOMeocTa3aTa BO MHUTOXOHJAPHjaTHUTE OJIENICHHja U UCTUTE MOXKE Ja OMAaT MOTEHIUjaTHH

TepaneBTcku crpareruu (77,78).

1.5. IlpenaTaJjieH yJTpa3By4eH CKPUMHUHT

HNako mpenaranHata aujar€o3a ce KOPUCTH BO KJIMHHMYKaTa Ipakca moBeke of 40
TOJIMHYU, BO TEKOT Ha TMOCICAHHUTE JIBE JICIICHUU HANPEIOKOT BO HEMHBA3WBHHUTE TECTOBH KaKO
IITO € YJATpa3ByYHATa TEXHOJIOTHjaTa W WHBA3MBHUTE TEXHHUKH KAaKO IITO CE aMHHUOIICHTE3aTa
WIM 3€Malke NPUMEpPOLM OJl XOPUOHCKH PECHUYKHM - XOpUOHOHMoIcHjaTa 3a OpEeMEHOCTH CO
3TrOJIEMEH PU3MK Ha XPOMO30OMCKH aHOMAJIHH WA TEHETCKUTE OOJIECTH MOYHAa MOYECTO Jia Ce
Kopucrar (48).

YarpacoHorpadCKUOT CKpUHHHT 3a (EeTaTHW aHOMaJIMM € 3HadajHa ajlaTKa 3a IpeHaTaHa
JMjarHo3a Ha BPOJCHHM aHOMAJIMH, IITO OBO3MOXKYBa NPEHATAIHO OTKPHBAmE Ha IMOBEKETO
BpOJICHN aHOMaJINH. J{o/Ieka YyBCTBUTEIIHOCTA HA PYTHHCKUOT YATPACOHOTPAPCKU CKPUHUHT 32
rosemMu aHoMaiun € 74%, toa e 46% 3a moManu aHomanuu. Jlojeka YyBCTBUTEIHOCTA Ha
yinTpacoHorpadujaTa uMa MOBHCOKH BPEIHOCTU €O CTanku off 83% BO INIaBHUTE aHOMAaJWU Ha
uentpanHuoT HepBeH cucteM (LIHC) u 85% Bo rnmaBHHMTE aHOMAluU Ha YPUHAPHUOT CUCTEM,
taa ¢ 38,8% Bo aHoManuuTe Ha KapanoBackyiaapauoT cucteMm (KBC) (79).

®etanHuoT Y3 CKPUHUHT CE CIIPOBEIYBa CO TOJeMa MPEHU3HOCT BO CUTE HElleId Ha OpeMeHoCTa
cera, a BPEMETO IMOTPOIIEHO 3a CKPUHUHI, KBaJUTETOT HaA YINOTPeOEHUOT Yypena W
eKCIepTU3allyjaTa Ha CIelHjaIlCcTOT Biljae Ha HUBOTO HA OTKPUBAWkE Ha aHOMAJIUHU.

JlokonKky aHOManuuTe OMJAT JUjarHOCTUIIMPAHU BO IO PaH IeCTAICKU POK, MOXaT Ja Oujgat
MOHYACHU M00e30e/IHN OMIINY 32 TEPMUHUPAKE HA OpeMeHOCTa NP MPUCYCTBO Ha (haTalHU UITU
TEIIKW aHOMAJIUM, a paHaTa J1jarHo3a JaBa MO>KHOCT U 3a JIEKyBambe Ha HeKou (etanHu 0osiecTu
IITO BOJIU JI0 HAMATyBaih¢ Ha MOPTATUTETOT M MOpOuauTeToT (21,35).

[IpenaranHarta nujarHo3a Ha BPOJICHUTE AaHOMAJIMH OBO3MOXYBa COOJIBETHO COBETYBalkE Ha
pOAUTENNTE U TOI00pa MPOrHO3a U HeOHATallHa Hera, a ucTaTa 3HAYUTEIHO TO MOA0OpH HAIIETO
pa3bupame 3a BpOJACHUTE XUPYPIIKH aHOMaIHU. Toa H OBO3MOXKYBa J1a IO IJIaHUPaMe MECTOTO,
HAYMHOT U BPEMETO Ha MOPOyBame Ha 6e0eTo, a MOHyIuMe IPEeHATAIeH XUPYPUIKA TPETMaH U
Jla pa3roBapame 3a OIMUTE 3a TNpeKHHyBamke Ha OpeMeHocTa 3a MajdopMaluu co Jolia

MPOTHO3a WJTU KBAJIUTET Ha KUBOT (34,37).
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Bo ceramnocta nogoopeHata nporeHka Ha (eTaJHUOT Pa3Boj U (PETATHUTE AHOMAIUU BO TEKOT
Ha OpeMEHOCTa MOXKaT Jia Cce W3BPLIyBaaT CO KOPHCTEHE¢ Ha HAIpEIHU TPaHCBaruHaIHU
yITpacoOHOTPa)CKA TEXHUKH W/WIIM PYTHMHCKO TPAHCAOJAOMUHATHO MPEHATATHO CKEHUPAHE BO
komOunanuja co 3J] u 4J1 Texnonoruja (cnuka 1 a,0,8). Bo npuior Ha Y3 nperiies, MHBa3UBHU
TCHETCKU aHAJIM3U KaKo XOpHOHOMOICcHja u/min amHuneHTe3a (karyotyping, microarray, clinical
exome sequencing) u/win npeHataiHu HemHBa3uBHU cKpuHUHT TecToBU (NIPT) Moxar na Ounat

yrnoTpeOeHN KaKo CKpUHUHT 3a (etamau anomanuu (18,80).

Cimka 1. a) 0) B)

Y3 ckpunuHr Bo npsuot TpuMectap o 11+0 - 13+6 recramucka Heaena MUPOKO c€ KOPUCTH
3a TpOIEHKAa Ha TrecTalyckaTa BO3pacT, /WjarHO3a Ha IMOBEKEeIUIoJHa OpeMeHOCT U
XOPUOHUIIUTET, CKPUHUHT Ha (EeTallHW aHEYIUIOWAMM U OINpeeNyBambe Ha HEXPOMO30MCKH
AHOMaJIMM, KaKo W 3a CKPUHUHI Ha MOpeeKIaMIichja Kaj BHCOKOpU3WuHH Opemenoct (21).
Mepewe na oOeverunama na emannama wnyxanrna mpanciayyenyuja (HT) co Y3 u
Komounupan ouoxemucku osoen ckpununz mecm (PAPP-A and free 3-HCG) ce kopucrar Bo

PYTHHCKOTO ClIE/ICEe BO 0BOj pOK o1 OpemeHocta (16) (ciuka 2).
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Ciauka 2.

[TocTojat c¢ moBeke J0Ka3u JeKa paHaTa yiaTpacoHorpaduja € KOpHUcHa ajaTKa 3a CKPUHHHT 3a
CTPYKTYpPHH aOHOPMATHOCTH Ha (PETYCOT Kaj MOIMyJIAlMK CO HU30K pu3uK. [IpujaBeHuTe cranku
Ha OTKpPHUBAamE€ Ha CTPYKTYpHH aOHOPMAaHOCTH Ha (ETycOoT BO MPBUOT TpUMECTap BapupaaT
nomery 22,3 u 64,7%. Ucro Taka, mocTojaT MIKUPOKH T0KA3H JeKa CKPUHUHIOT 32 XPOMO30MAJIHU
aOHOPMAJTHOCTH, CO yrmoTpeba Ha Mepeme Ha HyxanHa nposupHocT (HT), Bo mpBOTO TprMecedje
on Opemenocra uaeHTUHKYBa 76% o derycute co Tpucomuja 21 - Down syndrom (39).
Jlenec, co ynrpacoHorpadCcKHOT mperien koj ce Bpiu Bo 11-14 Henmena ox OpeMeHoCcTa, MOXKE
Ja ce OTKpUjaT MHOTY aHOMajuu Ha (eTycoT BO TEKOT Ha MPBUOT Tpumectap. 53% on
aHOMAaJIMUTE Ha LEHTPATHUOT HEPBEH cucteM, 75% 0] aHOMaIMUTE Ha TaCTPOMHTECTUHAIHHOT
CUCTEM W aOJOMUHATHHOT Sug, 25% OJ rojeMuTe ypUHApHU aHOMaIuH, 69% oJ TriIaBHHUTE
ckenetHu aHomanmuu, 99% mnpu detanen xuapornc u 49% ox riIaBHUTE CTPYKTYPHU aHOMAIHU
BKYITHO MO J1a OMJIaT AMjarHOCTHIIMPAHU BO MPBUOT TpumecTap (81).

Berre npemnoxxeno o Persico u cop. (82) mexa orpoMHOTO MHO3MHCTBO Ha MajopHute BCM
MOXE Ja ce JeTeKTUpaaT 3a BpeMe Ha (ETalHOTO YITPa3BY4YHO CKEHHPAHE BO TMPBHOT
TPUMECTAp aKO CKEHUPAETO I'0 BpIIAT UCKYCHU (eTaHu coHorpaducTu. JHjarHOCTUIINPAmHETO
Ha BCM BO NmpBHOT TpUMecTap MOKa)ka BUCOKA UYBCTBUTEIHOCT U CIIEU(UIHOCT 33 OTKPUBAKE
Ha Koja OMJIO cplieBa aHOMaiHja, HO claba MpeIUKTUBHA BPETHOCT Ha CEpUO3HOCTA HA Jie3ujaTa
mopagd MpUPOJHATAa TPOrpecHja Ha HEKOM BUAOBH JedekTH co TekoT Ha Bpemero (32).

EXOKap,Z[I/IOFpa(I)I/IjaTa BO IMPBHOT TpUMECTAp € HU3BOJJIMBA MW CC YHMHU JCKa OBO3MOIXKYBa
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3HAYUTEIHO TOPAHO OTKPHBAE Ha TOJIEMH BPOJEHH CpleBH 3abonyBama. Cemnak, Tpeba na ce
¥uMa BO MpeIBU] JIeKa MaKO MOBeKeTo (JOpMHU Ha CPLEBH MAaHU MOXKE Jla Ce€ IUjarHOCTUIMpAatr
paHo BO OpeMEHOCTa, HEKOM MOXKE Jla C€ pPa3BHjaT W Jla CTAHAT OYUIJICJAHHU TIOJOIHA BO
opemenocra (36).

Komounupan ouoxemucxku mpoen ckpununz mecm (free 3-HCG, AFP, u UE3) co Y3 mpernen
ce Bpmx Bo 16 - 18 r.H. 01 OpeMeHOCTa Kaj CeKoja TPyIHHUIA KOja HE MOJKesa Jia HallpaBH JABOCH
CKPMHUHT TECT MOPAHO M Koja OM cakaja Jja UMa HalpaBeH CKPHUHHHT.

Bp3 ocHOBa Ha pe3ynraTHTE OJ IBOJHUOT CKPUHHHT TECT, MOXKE Jla C€ MOHYIU OIMOHAIHO
3eMalkbe€ Ha IMPUMEPOLM OJ XOPHOHCKHM pecuuku-xopuonoOuoricuja (CVS) kora CKpUHUHIOT
MOKa)XyBa BUCOK PH3UK 3a (peTarHa aHoManuja. AlnTepHaTUBHO, aMHHoLeHTe3a (ALl) Moxe na ce
U3BpPIIM Ka] TPYIHUIM KOra TPOJHUOT CKPUHHHI YKa)KyBa Ha BHCOK pPH3UK 3a (eramHu
aHomanuja. bpemenurte sxeHu noyecro npudakaaT UHBA3UBHU MPOLIEYPH BO NMPBUTE HEACTHU O
Opemenocra. Kako mTo HampenyBa OpeMeHOCTa, Taka TpPYIHUIUTE MOMajKy mnpudakaat
WHBA3MBHU MPOIETYPH, HAJBEPOJaTHO MOPAIH HUBHUTE MajuMHCKHA MHCTHHKTH (16).

Y3 ckpUHUH3H BO BTOPHOT M TPEeTHOT TPUMECTApP CE€ BaXXHU 3a TOYHA IHMjarHO3a IPH
eBalTyallija Ha OPEMEHOCTH KOU HE C¢ PYyTHHCKH cieacHn (21).

I'naBHara 1ienr Ha Y3 (erajieH cKpuHHHT Bo BTopuoT TpuMmectap (18-22 r.H) e ma 06e30equ
TOYHA JMjarHo3a, HH(pOpMaIlUK 3a UCTIOpaKka Ha ONTHMU3MpaHa aHTEHATaJ Ha Hera co Hajao0pu
MOXXHHM pe3yinTaTtd 3a Majkata u (erycoT. CKpPUHUHTOT C€ KOPUCTH 3a OJpeAyBame Ha
recralMckata CTapoCcT M Ja c€ BpIIaT Mepema Ha IUI0JO0T 32 HaBPEMEHO OTKpHBame Ha
aOHOPMAJIHOCTH Ha PACTOT MOJ0IIHA BO OpeMEHOCTa, 32 OTKPUBAKE Ha BPOJACHU MajipopMaIui 1
MynTunHu Opemenoctu. DetanHa exokapauorpaduja ce mpaBM BO CKJION Ha (ETaTHUOT
CKPUHHHT BO BTOP TpUMECTap.

[IpeHataqTHHMOT CKPUHUHT IIPETJIie]l BKIy4yBa €Ballyalidja Ha CJIeIHOBO:

- cpleBa aKTUBHOCT;

- eranen Opoj (M XOPUOHUTET MPH MOBEKEIJIOIHA OPEMEHOCT);

- Bo3pacT/rojeMuHa Ha (eTycoT;

- OCHOBHA aHAaTOMHja Ha IIOJIOT;

- U3IJIe]] U JIOKAIMja Ha MJIalleHTaTa;

- COCTOj6a " KOJIMYMHA Ha aMHHUOHCKa TCYHOCT.
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Haxo moxe fa ce uaeHTu(uKyBaaT MHOTY MaihopMaIuy, cernak ce npru3HaBa AeKa HEKOU MOXKe
U J1a ce TmpoIyImTar, Aypu U co HajaoOpaTa coHorpadcka ompeMa BO HajIoOpuTe pare, Wik THE
MOXE Ja ce pa3BHjaT MoJOIHAa BO Opemenocta. Ilpex nma ce 3amoyHe CO MPETJIENOT,
CIEeNUjATMCTOT Tpeba Ja ja COBETYBa MAaIlMEHTKaTa BO BPCKA CO MOTEHIUjaTHUTE MPUI0OUBKH U
OTpaHUYyBamka OJ] PYTHHCKOTO YATPa3BYYHO CKEHUPAmEe Ha (ETyCOT BO BTOPHOT TPUMECTAp Ha
opemenocra (23).

CrankuTe Ha OTKpUBame 3a PeTaHN MaIPOPMAIIUK CO YITPa3BYYeH CKPUHUHT Bapupaat on 8,7
no0 85%. OBaa mmpoka BapHjalyja ce€ MTOJDKM Ha Pa3IUYHH (PaKTOPH, BKIYyUYBajKH ja
WCTIUTYBaHATa TIOMYJallMja, PACIpPOCTPAHETOCTa HA HEKOW aHOMAaJIMHM BO TMOTMYyJaIyjara,
OOJIHMYKHOT aMOWEHT, CTPYYHOCTa MW BEIITHHHTE HA OIEPaTOpUTE, CTaHAAPIU3UPAHUTE
MPOTOKOJIH 32 YITpacoHOTrpaduja, abOMUHAIICH WM TPaHCBaruHajieH nperies utH (34,39).
BocnocraByBambe Ha CHCTEMAaTCKH IPOTOKOJM 3a YITpa3BydHa eBallyalija Ha (eranHuTe
OpraHu M CHCTEMH ce e(DeKTUBHU 3a OTKPUBAKE Ha aHOMAJIMH Ha TUIO/IOT BO PAHHUTE T€CTAICKH
HEJICIH.

[ToTtpebHo € ma Owmar pas3jacHyBaHW NMPUYMHUTE 3a MPOIYINTAakHEe Ha AWjarHO3W Ha BPOJCHHU
Mandopmarmu co yarTpasByk. Raupach m Zimmermann mnokakaa aeka HajrojeM el Of
MPONYIITEHUTE Claydan Owie cpieBd M ckeneTHH aHomanuu (83). [lpuMapHu npuuuHH 3a
MPONYIITEHUTE CIy4aW BKIy4yBaaT HEMOBOJIHA TOJ0X0a Ha IUIOJNOT, OJMTOXUAPAMHHOH M
MHOTYIUIOAHa OpeMeHocT. CKEHHpameTo BO TECTAMCKU TEpHOJ] KOj HE € MpernopadaH 3a
CKPHUHUHT, KaKO ¥ HETMOYHTYBAaHkETO HA JINCTATa 3a MPOBEpKa, ce oaroBopHu 3a 20% on cute
MPONYIITEHN JIWjarHO3M, JIOJEKa yATpa3BydHaTa OlpeMa He ¢ HICHTH(UKyBaHa KaKo TJIaBEH
npobiem (19).

[Tonaramy, recranuckaTa Bo3pact pu aAujarano3a Ha abnopmannoctute Ha [{HC ucro Taka moxe
na Ouze ojtoKeHa opaau TekoBHUOT pa3Boj Ha [THC Bo TekoT Ha OpemeHocra. Cenak, HOBUTE
TEXHUYKH MOJAIUTETH, BKIy4uTeSHO M 3] coHOorpadujara Kako W CHHUMAWmETO CO MarHeTHa
pe3onanna (MP) Moxe 1a gajar maHca 3a MopaHo M MPABHIIHO JHjarHOCTUIIMPAHE 32 OJPEICHU
aHOMaJIM{ Ha IEHTPAJHHOT HEPBEH CHCTEM Kako IITo ce corpus callosum agenesis, posterior
fossa cystis, cerebral cleft, u lissencephaly (1,34).

Bo Texor Ha m3amuHatute 30 TOOWMHHM, METOIUTE 3a CKPUHUHT Kako IITO CE€ TMpeHaTaleH
yATPa3ByY€H CKPUHUHT, TEHETCKO TECTHPAE U OMOXEMHUCKO TECTUPAhE CE IOBEKE UM ce HylaT

Ha TpyzaHunure. OBHE CKPUHUHI MEPKH ja 3roJieMyBaaT CTalKaTa Ha OTKpUBame Ha (heTaHu
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aHOMAaJIMM, a BO OBOj KOHTEKCT, 3rOJIEMEHATa CBECT Kaj MAIUEHTKUTE H 3]IPABCTBCHUTE
npodecHoOHAIUCTH MOXeOW BOJAT J0 3TOJIEMEHU CTAalKd Ha OTKPUBAaWkE HA CTPYKTYPHU
aHOMaJIMH Kaj eTycoT BO MOpaHUTE recTaiucku Heaenu (15).

3HauuTeNeH Opoj 01 PeTaTHUTE AHOMAIHH CE€ XHPYPIIKH KOPEKTaOUITHU, OTTYKa B moTpedaTa 3a
HaBpeMeHa, MPElM3Ha U CUTYPHA MpEHATaIHA JMjarHo3a CO MYJITHAMCIUILIMHAPEH MPUCTAIN €
MaKCHUMAaJIHO yCBOEHA M IN Utero xupypiika KOpeKiHja ce HyAd OHaMy Kaje IITO € M3BOJUINBO
(14).

[Iperxomuu cTyauu TH omndakaaT MOJOOPSHUTE TEXHUYKH W JIMYHU BEIITHHU 3a YITPa3BYYCH
CKPUHMHT 32 TIOCTOJaHO 3r0JIEMYBam€ Ha CTAlIKUTE Ha OTKpHBame Ha (eTalHu aOHOPMATHOCTU
BO TIOCJICTHATE TOANHHA. BoBeIyBameTo Ha IMIPEHATAICH YIITPa3BYUeH CKPUHHUHT BO CpEJMHATA Ha
1980-TuTe M KOHTUHYUPAHUTE KOHTPOJIM HA KBAIUTETOT OJ COOJIBETHUTE HAJ30PHH OPraHU BO
MepUHATATHATA MEJIUITMHA, HM OBO3MOXYBaaT Jla HerHpame KakoB OWio edekT BO OJHOC Ha
MOJIOOPEHUTE CTANKU Ha OTKpHuBame (18).

Jloneka nujarHo3uTe Ha (eTaTHUTE aHOMAIWW BapupaaTr CHopell TPUMECTapoT Ha OpeMEHOCTa,
AHOMAJTMUTE MOXE TOYHO JIa Ce JICTEKTUPaaT BO MOPAHUTE TEeCTAIIMCKH HEJleH OaroapeHue Ha
TEXHOJIOMIKAOT Pa3Boj Ha YATPa3BYYHUTE YPEIH BO JACHEIIHO Bpeme (21).

Syngelaki u cop. ru knacudunupaa aHOMaIMUTE HA (PETYCOT BO TpPU TPYNU BO MPBUOT
TpUMecCTap KaKo aHOMAJIMK KO CEKOTalll MOXKAaT Ja OMIaT OTKPUESHH, IOTEHIMjATHO OTKPUCHU U
HesabenexnmuBu  anomanuu. Cropen oBaa  kimacudmukamnmja, body-stalk  amomanuwmre,
aHeHnedanuja-akpanuja, amobapHa xoJionpo3eHiedanuja, omdasomnena, TacTpoIIu3a U
METaIlMCTHC CEKOoTall ce OTKpuBaar. Mukporedainujata U areHe3ara Ha KOPIIYC Kallo3yM ce
aHOMaJIMM KOM HE MOXKaT Ja Cce€ OTKpHjaT BO MPBHOT TpPHUMECTap, HO MOXe Ja ce
JMjarHOCTUIIMpAaT BO BTOPUOT TpumecTap. ExoreHu OenoapoOHU MacH, IyOoJCHAIHU U
WHTCCTUHAIIHU aTpe3u, (EeTalHu TYMOPH W OICTPYKTUBHHU IAaTOJIOTHM KOM MOXar Jia
Npear3BUKaaT XUApoHe(dpo3a MoKe Jla Ce TUjarHOCTUIMPAAT BO BTOPUOT U TPETHOT TPUMECTAp,
J0JIeKa [IUCTUTE HA jajJHULIUTE MOXKAT OOWYHO JIa C€ OTKPHjaT BO TPETHOT TpUMeECTap. AHOMAIUU
Ha 3aJHaTa MO30YHA jaMa, pacliell Ha HeMlle U yCHa, cnuHa Ouduaa, cpueBu u OyOpeKHU
aHOMaluu U avjadparMaiHa XepHUja MOXKE Jla ce 3aHeMapaT BO MPBUOT TpUMecTap. AHOMAIHUU
Ha eKCTPEMHUTETUTE MOJXKE JIa C€ OTKPHjaT 0OMYHO BO MPBHOT TpuMecTap (84).

[Ipenarananot Y3 00MYHO A€TEKTHPA U30JIUPAHU CHCTEMCKH aHOMAIMH Ha COJIUHU OPraHH, HO

OApCACHN I'CHCTCKU HACJICAHU KOMIUICKCHU aHOMAJIMHU CO BHCOK PU3UK O[] ITOBTOPYBAKLC MOKE
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Jla ce MPOIyIITaT Kaje IITo (peTanHaTa ayToICHja ja Wrpa KpajHata yinora. Kako mTo Beke
crioMeHaBMe (aKTOpH KOM MOXKE Jia ja OTEXKHAT WM MPONYINTaT MpEeHaTalHaTa JUjarHo3a Ha
¢deranan abHOpMATHOCTH cO Y3 BKIy4yBaaT TEKOK OJHMIOXHIPAaMHHUOH, TeCTaIlicKa BO3pAacT,
1moJioxk0a Ha (peTycoT, TeIeCHHOT XabuTyc W 00E3UTET Ha MajKaTa, HEMCKYCTBO BO TOJKYBAHbEO
Ha Y3 ® TOTPEHIHOTO TOJKYBamke Ha Y3 KapaKTepPUCTHUKH, BPEMETO Ha HCIUTYBAKETO
(CKeHMpame HAIPaBEHO TPE] JIa Ce pa3BHjaT aOHOPMAIHOCTH IITO MOXKE Ja C€ JICTEKTHPAaT) U
¢eranna cMpt In utero. JIpyr BaxkeH dakTop 3a HETOYHA MPEHATATHA HjarHO3a € HEYCHEeXOT Jia
Ce WU3BPIIM IEJIOCEH Tperjea, 0COOCHO Kora Beke € OTKpueHa rojema adHopmamHoct. Ha
npumep OyOpeKHUTE IUCTUYHM 3a00JTyBama € TEIIKO J1a ce AeruHUpaaT Ha CKEHUpambe Nopaau
MOBp3aHuoT ojuroxuapaMunoH (30).

Kopenamuure nomery o0aykiujata 1 Y3 aHT€HATaTHU HAOJM C€ panopTupanu Bo 1ll-romumiHa
CTyIWja 3a TepUHATaJIHA OOMYKIMja BO OJJIEIOT 3a TATOJIOTHja HA TEPIMEpPEeH IIEHTap BO
Cesepna Unauja. UysctBuTenHocra Ha Y3 npu oTKpuBame Ha rojemu KM 6mna 54,47%. V3
Hajrpenu3Ho Th uaeHtudukyBa abHopmanHocture Ha [[HC BrayumtenHo u aedextute Ha
HeBpajHarta TyOa, yepenotr u 'poerot Bo (87,5% m 73,5%). Cenak, aHOMaauu Ha OCTaHaTUTE
OpPraHCKM CHCTEMHU YITpa3By4HO Ouiie OTKpueHH kaj momanky on 40% on cioydaute. Y3
MponmymTHI MakcuMyM (87,5%) n30aupaHu aHOMAJUU HA CKEJIETHUOT CHUCTEM IMPOCIEIEHO OJ1
anomamu Ha [UT (76,92%), T'VT (68,75%), pectiparopuuot cuctem (60%), KBC (57,14%) u
npomaineHu HajMaiaky anomanuu Bo ITHC (23,8%). Hajuecto npomamiennte Majopar KM on
crpana Ha Y3 kaj [JHC Guie menunroenmedanonena, BO CKeIeTHHOT cucteM Omie club foot,
nonu W osmromaktunuja, kaj 'MT Owmma omdanonena, xaj ['YT Oumme OyOper Bo BuUI Ha
MIOTKOBHIIA CO IBOEH ypeTep, areHe3a Ha OyOpe3uTe U MYJITULUCTUYHH JUCILIACTHYHU OyOpesH,
Kaj CPIIEBUTE aHOMAJIMU OWJIe IEP3UCTEHTEH truncus arteriosus u XMnorIacTHYHU MPETKOMOPH U
KOMOpHU. Y3 MPOMYIITUII TJIaBHO TpaxeaaH!d aHOMAJIMU BO PECIUPATOPHUOT CHCTEM M MOBEKETO
MoMaJld aHOMAJIMK Ha JIMIETO, MaroyHaTta BpBLA W BpaToT. JIa)KHO-MO3UTHUBHU Haoau Ha Y3
BKIIydyBaaT e3o(areanna arpesuja, OwiarepalieH MYJITULUCTHYEH OyOper, aHeHIedanvja u
UCTUYHA XUTPOMA.

KommuieTHo coBnarame noMer’y HaouTe o1 00AyKIMjaTta U HaoAuTe Ha Y3 Omto 3abeseskaHo BO
32,5% u nemymHO coBmarame Kaj 42,5% derycu noaexka oOayKuujaTa EJIOCHO ja MPOMEHHUIIA
aHTeHaTallHaTa JUjarHo3a kaj 25% oxa ¢erycure. MajopHu aHOManuu Oujie JETEKTHpPaHU Ha

IHC, I'VT, exctpemurerute, pecnuparopHuoT cucreM, KBC 1 racTponHTECTUHATHUOT CUCTEM.
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MUHOpPHHM aHOMAaJIMM JETEKTUPAHU CO ayTOICHja BKIydyBasie Ae(POpPMHUTETH Ha JHIE (HUCKO
MIOCTaBEHH YIIHM IIKOJKH, MakKporjocHja, XEMaHTMOM, OTCYTHH OpajaBKu Ha Tpajure,
OunarepanHa katapakra) (30).

Bo rosiema eBporicka MyJITHIIEHTpUYHA CTyIWja pamoptupaHo € jaeka camo 44% on KM ce

JMjarHOCTUIMpaHu mpes 24 recraiucka Hezena (34).

1.6. IIpexknn Ha OpeMeHOCT

loneMuTe CTPYKTYpHH aHOMAJIHMH CE€ TOBP3aHU CO BHCOKH CTaIllKd Ha NMPEKUHYBAamE Ha
opemenocra (45).
[Ipexunor Ha Opemenocra (IIb) e kpuTMYHa MeIMUMHCKAa MpoleAypa MOpaau Hej3UHATa
MyJITHANCIHILIHApHA Tipupoaa (85,86). Toa e moBeke oJ MeIWMIMHCKA Mpoleaypa W Oapa
moceOHO BHUMaHHME BO OJHOC Ha MEAWKO-JIETaJHUTE IMpaBa BO OMIITECTBATa W IMPOMEHIIMBUTE
OIIITECTBEHH M €TUYKHU BpEHOCTH Ha 3aeauuimre (17).
Kora xonrenurtamaute mandopmanun (KM) ce moBp3anm co Jioma MporHO3a, MPEKUH HA
opemenocta (I1b) e ommuja 3a poauTenuTe BO 3aBUCHOCT 0J MHOTY (hDaKTOpPH BKIYyYYBajKH TH
3aKOHMTE M 3JPAaBCTBEHUOT CHUCTEM, PEIWTHO3HUTE U KYITYpHUTE BepyBamba, BUIOT U
cepuoszHocta Ha KM, COIIMOEKOHOMCKHUTE pa3MHUCIyBamka U OOpa30BAaHUETO HA POAMUTEIUTE,
Mmery apyroto. I1b e KoHTpoBep3Ha TeMa BO MHOTY 3€MjU CIIOpEJ 3aKOHCKHUTE OJIpeI0H, KaKo U
JIEraqHUOT rectaiucku aumuT 3a [1b, kou Bapupaat on 3emja 10 3emja. [IpubnuxHO BO eaHa
TpeTuHa oj 3eMmjuTe BO EBpoma mma neraneH recramuckud aumut 3a [1b, nonmexa I1b He e
3aKOHCKH JIOCTaIlCH BO JPYTd 3€MjH Kako Ha mpumep Bo Ypyrsaj (15,19).
Ha mpumep 1o neomamua, Mpcka n Manta 6ea eqMHCTBEHUTE €BPOTICKU 3€MjH IITO TO 3a0paHuja
I1b non kakBu Omio oxonHoctu. Bo 2020 roauna, [lonckaTta Bnasa BoBee HOBU OrpaHUYyBamba
Ha 3aKOHOT 3a a0OpTycC, 103BOIYBAjKH MEAUIIMHCKUA MPEKUHU CaMO BO CIIydau Ha CUIyBame WU
MHIECT U TEXOK MajUYMHCKH KOMIIpoMuc, Oe3 ornen Ha Omarococtojoata Ha ¢erycor. Bo
octaTokoT oJ EBpoma, mHaynupanute abopTycu ce J03BOJIEHH 33 MHIUKAIMM TOBP3aHH CO
(U3NYKO W/MIM MEHTAJIHO W/MIIM COLIMOEKOHOMCKO 37IpaBje, riaBHo nomery 10 u 18 recranucka
He/lena co pasnuyHa MHuuAeHna. Hajpucokata mpeBaneHua 3a jgounu IIb e onpxana of

®panrwmja (18).
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Bo I'epmanuja I1b e 3akoHcka ommuuja Bo Owiio koja recranucka Henmena (2).I16 moxe na ce
M3BEyBa 710 KPAaeH TEPMUH aKO C€ MOTBP/AU NPUCYCTBO HA CEPUO3HH WM (paTallHu aHOMaIMU Ha
wionot Bo ®pannuja, Anrimja, U3paen, Benc, benruja, ABcrpuja, Jlancka, [lIBajuapuja, Pycuja,
Typuuja, ®uncka, Hopsemnika (o orpanundenu ycnosu) u llIBencka (mo ogo0pyBame o1 cTpaHa
Ha HarmonamuuoT ox60p 3a 3apasje u 6iarococrojoa). JlomonuurenHo, Hekou apskasu Ha CAJl
U HEKOW EBPOIICKU 3eMju AeuHupaa 3aJ0DKUTEITHH NMPAaBHU MEPHOAM 33 MPEUCIHUTYBAamE Ha
oJUTyKaTa OTKako marueHTute ce naopmupanu 3a [1b on ctpana Ha nekapure. Makenonuja ce
yILITE HEMa TakBa MpakTuka. Bo 3emjure kazne e no3poseH I1b nocne 23 r.H. U JOKOJKY ce cMeTa
neka (eTycoT MOXe Ja KuBee o 23-Ta Henmena o]l OpeMeHOCTa, HEOHaTallHA peaHuMalja u
XOCIHUTAJIN3alMja BO HEOHATaJlHA MHTEH3WBHA HETa MOXKE Ja OWIaT WHAWIUPAHU JIOKOJKY Ce
pou xuB (eTycoT. 3aToa, MpEeKUHUTE Ha OpeMeHOCTa ce BPIIAT CO MHTPAyTepHHA IPOoIeaypa 3a
dberunun (9,11,16,19,20).

Cenak,Bo KJIMHWYKATa TpaKca, 3aCETHATHTE KEHH M CEMEjCTBA YECTO IMOCTaByBaaT Ipaliama BO
BpPCKa CO 3aYeCTCHOCTa HAa HHMBHATa COCTOj0a M OJUTYKHTE JOHECEHH OJ JKEHUTE BO CIHYHH
curyaruu (2).

NHnmpeHnara Ha recTallMCKu MPEKKH MOBP3aH co (eramHa Mandopmalija € mprjaBeHa Kako 5,2
Ha 10.000 >xuBOpOJICHH Jella M Hej3uHaTa HHIHICHIa ce 3rosiemysa (87).

Hajuectn mnpuuumnu 3a IIb Bo Bropmor Tpumectap ce: foetus mortus, KoHTreHHUTATHU
MasgopMaliy, TelIka UHTpayTepuHa peTapAalyja Ha II0I0T, OJIMTOXUIPAMHHUOH, IpeIBpeMeHa
pynrypa Ha MemOpanute (PPROM), nepBukaiHa WHCy(QHIIMEHIIM]A, HHKOMIUIETEH abopTyc.
JHoxaxano e neka ucxoaot npu [1b Ha mproB detyc e paznuyen ox oHoj npu [1b Ha xuB deryc.
3a I1b na abHopmainHu ¢eTycu, recraliuckara cTapocT Hema eeKkT Bp3 MOKHOCTa 3a abopTyc BO
Tek Ha 24 uaca (22,103,104,105,106). IToBeke ox exHa TpeTHHA OJ CUTE OPEMEHOCTH IIHPYM
cBeToT ce HecakaHu u 20% 3aBpiryBaaT co MPEKUH Ha OpeMeHOCT, a 25% o1 HUB ce MPEeKUHU

nopaau deramau anomaanu (13).

[IpujaBeHo € jeka BpOJCHHTE aOHOPMAIHOCTH ce HajuecThTe mnpuuumHu 3a [Ib u mery oBue
abHOpMallHU cOCTOjOM, MandopMaluUTe Ha LEHTPATHUOT HEPBEH CHCTEM M XPOMO30OMCKHTE
aOHOPMAJTHOCTH ce HajuecTo 3abenexanu (17).

OBaa cTyaMja uMa 3a 11e1 Ja Jaje Mmperiie]] Ha 3acTalleHOCTa Ha BaKBUTE CIy4al CO COOJBETHA

nuvjarHo3a u uHaukanuja 3a [1b.
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Hoxonky KM ce aumjarHOCTHIMpaaT OJ EKCHepT, Toj ja uHpopMupa OpemeHara KeHa 3a
UMIUIMKALMUTE U [IPOrHO3aTa, KaKo U JAOCTAllHUTE OMIMU 3a TpeTMaH. bpemeHara »eHa Moxe
na m3bepe wmim I1b mimm mponoibkyBame Ha OpeMEHOCTa HE3aBUCHO oJ TeknHata Ha KM.
Jlokonky Tpyanunara uzdupa I1b, mTo ce cMera 3a MEIUIIMHCKA WHTEPBEHIH]A, CE TIPUCTAITYBa

KOH TOCTaIKa 3a 0100pyBame U BpIlCHE Ha MPeKUH Ha Opemenoct (15).

MunuctepctBoTO 32 31paBcTBO Ha PenyOnuka CeBepHa MakenoHuja uMa JOHECEHO 3aKOH 3a
ypenyBame Ha YCIOBUTE TOJ KOM MOXKE Ja C€ M3BPIIM NPEKWH Ha OpemMeHOoCT, 00jaBeH BO
Cnyx0en Becauk Ha PM 6p. 101/2019 ox 22.5.2019 roauna.

Unen 2 : [IpekuHyBame Ha OpeMeHocTa € moceOHa MeAUIIMHCKa MHTEPBEHIMja 3a Koja ClI000IHO
0JUTydyBa OpeMeHara >KeHa.

Unen 3 : (1) [pekunyBame Ha OpeMEeHOCTa MOYXKE Ja C€ M3BPINHU 10 MCTeKyBame Ha 12. I.H., CO
MMCMEHA COTJIACHOCT 0J1 OpeMeHaTa JKeHa.

Unen 4 : I1b mMoe aa ce u3BpIIM Mo Oapame U CO MMCMEHA COTIIACHOCT OJ] OpeMeHaTa >KeHa, 1
IO UCTEKOT Ha 12. r.H. BO Cllydan KOra :

-Bp3 OCHOBA Ha MEJUIIMHCKN MHAMKAIINK K€ Cce YTBPAM JIeKa OpeMEeHOCTa IPETCTaByBa OMACHOCT
M0 XKUBOTOT WJIM K€ JIOBEAE A0 TEIIKO HapyllyBame Ha 3/IpaBjeTO Ha KeHaTa 3a BpeMe Ha
OpemMeHOCTa, TOPOIYBAKHETO MIIH 0 TIOPOYBAETO.

-Bp3 OCHOBa Ha HAy4YHHM CO3HaHHja MOXKE Jla Ce OYEeKyBa JieKa JETeTO Ke Ce POJU CO TEUIKU
TEJIECHU WJIU IYILIEBHU HEAOCTAaTOLU

-J10 3a4HYBa-€ JOIUIO BO BPCKA CO U3BPIIYBAHkHE KPUBUYHO IO

-Ke ce yTBp/IM JeKa BO TeKOT Ha OpeMeHOCTa WK 110 MOPOAYyBamhETO OM MOXKeJIa )KeHarta Jia J10j11e
BO JIMYHM, CEMEJHH, MaTepUjaIHU WM JIPYrd NPUIIMKU IITO K€ MMaaT oJipa3 Bp3 HEJ3UHOTO
3/paBje

[Toctankata 3a omoOpyBame u Bpuiewe Ha [1b mpu gerextupanu KM cnopen 3akoHoT Ha PM
MO>KE J1a ce€ M3BpIIU U 1o 12. r.H. A0 22.1.H. 04 OpeMeHocTa Mo MOJHECEHO MUCMEHO Oapame o
OpemeHaTa KeHa/0JHOCHO CTapaTesoT U M3jaBa 3a COTJIACHOCT 3a MpHQaKkame Ha CIIPOBEIYBAHkE
Ha uHTepBeHIMjata 3a [1b, wim no oanmyka Ha mpBOCTeNeHa KOMUCH]a 0KOJIKY € notpeben I1b
Han 22. r.1. (24).

Bo oBaa cryauja, Tepmusot IIb cnopen ceramnute ynarctBa € KOPUCTEH Kora ce OJHECyBa Ha

IIb <22r.H.
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Kako pe3ynraT Ha IIMPOKO BOBEAYBamkE Ha MPOTPaMU 3a MpEHATaeH CKPUHHUHT, MHIUACHIATA
Ha [Ib BOo BTOpWOT TpuMmecTap ce 3rojieMyBa Ha riobanHO HHBO (88). 3rojeMyBameTo Ha
YYBCTBUTEIHOCTA Ha TMPOrpaMHUTE 3a TMpEHATalieH CKPUHUHT MCTO Taka, JOBeIyBa 0
3rojieMyBambe Jia Jej 0] OBHC OPEeMEHOCTH cera ce MPEeKHHyBaaT MopaHo BO OpemeHocta (89).
Cenak, ce ymTe He € nmo3HaTo nanyd meauiuHckuoT I1b 3a deramnun abHOpPMATHOCTH MTOPAaHO BO
BTOPUOT TpPUMECTap € IMOBp3aH CO MOJOOpU pe3ysITaTH, BO CMHUCIA CO IOKPAaTKO Tpaewme Ha
MPEKUHOT W TIOMaJM KOMIUTUKAIMM M HECakaHW e(eKTH, OTKOJKY IPEKHHOT IOJOI[HA BO
BTOPHUOT TpUMECTap, U pedepupaHo e aeka cenak npex 17-ta recrauncka Heaena o1 OpeMeHocTa
I1b e moBp3aH co MOMaJKy 3HaYajHH CTPAHUYHH €(PEKTH, HO 3HAYUTEIHO CE 3r0JIEMyBa PU3HKOT
0]l ”HKOMIUTeTeH abopTyc. CEH3UTHBHOCTA HA YTEPYCOT KOH MPOCTATJIaHIMHU CE 3r0JIEMyBa CO
recraiyckara Bo3pacT. Kako mTo Markara cTaHyBa IMOYYBCTBUTEIIHA Ha YTEPOTOHHUIU CO
3rojieMyBam€ Ha recTaluckara CTapocT, /103aTa Ha MPOCTarylaHJuHM JaJieHa BO MOYETOKOT Ha
BTOPHUOT TpUMECTap MOXKe Ja He OuJe TOJKy epuKacHa Kako McCTaTa J103a JajJieHa JOI[HA BO
BTOPHOT TPHMECTap. AJNTEPHATHBHO, JIPYI'HM MEXaHW3MH MOXKE Jia OMjaTr BO UTpa, KaKo INTO €
TeCTAIlCKUOT e(eKT Bp3 MeXaHWKaTa Ha OJBOjyBame Ha TUIAIlCHTaTa KOM HE Ce TIOBP3aHHU CO
npocTarianauaute (6).

Brnujannero Ha paHUOT XPOMO3OMCKHW/TEHETCKM CKPHHHUHT NpujoHecyBa 3a panu I1Ib, momexa
CKPUHHUHIOT 32 aHOMAJIMU BO CPEIHUOT TpUMECTap o OpeMeHOCTa M KapAHOJIOUIKUOT (eTaneH
CKPMHUHT 3HAYMTEIHO MpHUaI0HECyBaaT 3a goruute I15 (9).

Nndopmanuu 3a npeBanennara Ha [1b mo recranucka crapoct ¥ MHIUKalMjaTa € BakKHa 3a
Mel'yHapOJHH CIOpeadu Ha WHIUKATOpU 3a MepuHaranHo 3apasje. Cemak, MOAATOIMTE Ha
HanroHaaHO HUBO 3a IIb ce peTku m moBekeTo mocToeuku ctynuu ce dokxycupanu Ha [Ib 3a
BpojaeHU aHoManuu, nojeka [1b ucro taka ce cnpoBenyBa W IMpH IPYTM KOMILTMKAIMU Ha
OpemeHocrta. Bo enna HeomamHemHa ctyauja, @paninuja o6jaBu HajrosieM naen 3a [1b ox cure
MPTBOPOJICHU BO MJIK 110 22-Ta Henena o Opemenocta Bo EBpomna, 23,1% o cute nmpenBpeMeHn
enuHeyHu parama u 54,3% oI MpPTBOpOJCHHTE JAela Ouie MPeKUHU a HajMHOTY IPEKHHH Cce
HalpaBeHU mopaau (erasHa aHOMajMja, IJIABHO 3a XPOMO30OMCKH abHopmanHocTu (22,6%) u
u3oupanu jgedektn Ha HeBpanmHa Tyba (22,1%). Cryaum Bo Kanama cyrepupaar peka
3roJIeMyBambeTO Ha MPEKUHUTE 3a BpojeHa aHoManuja nomery 2000 u 2010 roguna, ocoGeHo BO
20-21 Henena, BOJM 10 HaMaTyBamke HA CTAalKaTa HA HEOHATallHA CMPTHOCT M MpeBalieHIlaTa Ha

’KMBOPOJICHH JOCHUYMIba cO BpoaeHa aHoManuja (11). Bimjanmero Ha BHCOKara cramka Ha
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IPEeKUHYBambe HAa OPEeMEHOCTa BOJAW 10 HaMallyBalbeé Ha NpEeBaJICHIATa Ha JKUBOPOJICHH JeIa
oroJieHu co Temku Mandopmaruu 10 20-30% (34).

VcKiTydanTeITHO € BaXKHO J]a C€ BOCIIOCTABH jacHa KOMYHHKAIlHMja MOMery jKeHaTa, CEMEjCTBOTO H
WHTEPIUCIUIUIMHAPDHAOT THUM BO TEKOT Ha JWjarHOCTHIIMPARETO HAa KOHTCHUTATHA
Mandopmalja, co MojacHyBame 3a MPOTHO3aTa U TEPANEBTCKUTE MOKHOCTH. Busyenusupana e
BAXHOCTA Ha KOMYHHKAallMjaTa U TPETMAHOT KOj TO JaBa MYJATHIPO(PECHOHATHHOT 3paBCTBEH
THM, 3aTOa IITO TOA MOXE J1a UMa WIHMU PETNEepKyCHW Bp3 jKeHaTa. Becra 3a KOHTeHHMTaIHA
aOHOPMAJHOCT MOXKE Ja TpeAu3BUKA Kaj MalMeHTKAaTa Pa3InYHH MPOOJIEeMH W pPEeakuuu Ha
nenpecuja, oTdprame W MPEKWH Ha MPUBP3AaHOCTA, O€3 pasiuKa JaId Ce TPAH3UTOPHU WIIU
MEPMAHEHTHH, NPEAU3BUKYBajKU rosieM (U3WYKH UM E€MOIMOHAJEeH CTpec, Kajae morpedarta 3a
COUYYBCTBO cTaHyBa mpucyTHa. CeomndaTrHa ¥ BHCOKOKBAJIMTETHA MpHUMapHa M TEpIHEpHA
3amTUTa Koja 00e30eayBa edukacHa MOIPIINKA, MOXKE Ja Oue rojieMa MOMOIII 3a KeHUTE KO
ro noxxuByBaart oBa (12,55).

CoBeryBameTo 4ecTo Oapa 3HAYMTEIHO BpEeMe 3a NTUCKYCHU W KOHCYJTAIIMHA CO TCHETHYAPHTE,
MEMJaTPUCKUTE  KapAWOJIO3W,  TEAMjaTPUCKUTE  XUPYpP3H,  aKylIepUTe, aKyIIepCKUTE
YIATPAacOHOTPAPUCTH, Ta IypH H IICUXOJIO3UTE 3a Jla CE eaylUpaaT POAUTEINTE 32 pa3BOjoT Ha
¢derycor m Bimjanumero Ha KM Bp3 NpeXHBYBameTO M KBAIUTETOT HA KHBOTOT KaKo H
MOKHOCTHUTE 3a MOJUTOKHOCT Ha TpeTMaH (15).

Enna crymuja on ®panmuyja 06jaBu Aeka MPOLEHTOT HAa OHUE MAIlMEHTKU KOW HE TpHudaTuie
MPEKUH Ha OpeMeHocTa € momery 6,6-15%. IlpuunHara 3a 3rojemMyBameTO Ha OJ0OMBAKHETO HA
MPEeKUH Ha OpeMeHOCTa MOXKe Ja ce 00jacHH CO 3roJIEMYBameTO Ha OpOjOT HAa XUPYPIIKH
WHTECPBEHIIMHA U TPETMAaHU KOHM ja 3rOJIEMyBaaT IIaHCAaTa 3a MPESKUBYBAHE HA HEKOW aHOMAJIHH
Ha wioAoT. Cenak, TEIIKUTE aHOMAJIMU HAjueCTO OBEIyBaaT J0 IMOBTOPJIMBA MHTCPBEHIMH U
3rojieMeH Mopouaurer U MopramuTer (16).

Hounanot I1b Hax 23Ta recranucka Henena € pefok Bo EBporna u Bapupa Bo pacripoCTpaHETOCTa
nomery 3emjure. Bo cmopenda co panmor, momumoT IIb modecto ce wu3BemyBa MpH
HEXPOMO30OMCKH HW30JIMPaHU TOJIEMH CTPYKTypHa aHOMAllMM M TOPETKO 3a (eTycH Cco
XPOMO30MCKH CHHIPOMU WJIA MYATHITHH aHOMAJIHH.

Opanmycka crynuja ro onwuinysa [1b mo 12 r.uemenu ox 6pemenocta ox 1989 no 2000 roauna
3a cuTe (eTaTHu U MajuuHCKH MHAuKanuu. Bo 74% on cure mpekuHU, WHAMKAIMjaTa Ouia

aHoManuja Ha w100t (39% co cTpykrypHu Mandopmaimu 1 35% co XpOMO30MCKH aHOMAJIHMH).
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Nako nporenToT Ha 16 1o 24 r.H 61 cTabuiieH co TEKOT Ha BPEMETo, 3roJIeMeHaTa IpeBalieHIa
Ha nounuot [1b oapasyBa 3rojemyBame Ha mpeBaiieHiiata Ha cute [1b (90). Enna bpurancka
crymaja ox 1995 no 2004 roamna mokaxysa neka 8,4% ox I1b Oune u3BeneHu Bo 24 T.H. Win
noseke (91).

Crymuja Ha EUROCAT ox 2000 no 2005 rogmna omunryBa 6,6% I1b nan 24 r.amenmemna Bo 12
eBporicku 3emju Bo kou 1B e seraieH, co npeBasienna 0,25 ma 1000 parama co Bapujanuu o
0,1/1000 parama Bo Xomauauja, Jlancka u Hopsemka go 2,65/1000 parama Bo ®paniuja,
noxeka crankara Ha [Ib mpen 24 r.u Owna 3,4/1000 parama co HajBHCOKa IMpeBaleHIA BO

®pannwuja u [Bajuapuja 6,8 u 7,1/1000 parama, cooasetHo (46).

1.7. ApryMeHTH 32 a00pPTYyCOT

Bo oxrosop na Teurep Bo 2014 ronuHa Ha jKeHa KoOja ce IMpallyBajia IITO Ja HalpaBH
aKo J103Hae Jcka Hej3MHHOT ¢eryc nma JlayHoB curapom, omomoror Richard Dawkins cmeran
JIeKa UMa MOpajiHa JIOJDKHOCT 3a abopryc. “IIpexknnere ro m oOuaeTe ce MOBTOPHO, HAIUIIAI

JHoxunc Ha TBurep. ,,...bu 6110 HEMOpaATHO /1a TO JOHECETE HAa CBET aKO BUE UMate u3bop...”

Tyka ce TBpAM Jeka HajmoOOpHOT apryMEHT 3a MpecKpumiujaTa Ha JIOKHMHC ce MOBHKyBa Ha
KBaJIUTETOT Ha >KUBOTOT HA JY['€TO CO OBa BPOJCHO HAPYIIYBamke, 3aCIHO CO YTHIMUTAPHHOT
MPHUHIMN JeKa MpaBUIIHATA aKIMja 32 POMUTEIUTE W 3ApaBHHUTE MPO(ECHOHANIHN € JeKa Ke ce
3rojieMH BKyIHata OiarococrojOa HaJ mITeTaTa 3a CUTE 3acerHatu. VMako oBOj apryMeHT He
ycIieBa, He yCIieBa U HOBUOT apTyMEHT 3a JIOJDKHOCTA JIa HE C€ BPILIAT CEICKTUBHHU a0OPTYCH BO
pEIICBAaHTHO AHAJIOTHU OKOJHOCTH. bujiejkm W aBara apryMeHTH ce (pJICHH BO OJHOC Ha
MoOpajiHaTa 0OBpPCKa, HUBHATa HEYOCIUIMBOCT WHIMPEKTHO MOJUIPKyBa MPHCTANl O] CIy4aj 0

Clly4aj BO COTJIACHOCT CO TMoceOHaTa MOpasiHa Te)KHHA Ha IpoKpeaTuBHa cioboa (5).
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1.8. Kputepuymu 3a nepuHupame U Kjiacupukuuja Ha

TesxkuHara Ha KM

[locTojaT BOCTIOCTaBEHHM PErHCTPU 32 KOHICHUTAIHHM aHOMAJIMH, MPBEHCTBEHO 3a Ja Ce
naeHTUUKYBa HeoueKyBaHa mojaBa Ha KM koja Moxke Ja ce JOJDKM Ha JIejCTBYBambe Ha
paznmuyHu  TepatoreHu areHcd. CroCOOHOCTa Ha pPEeruCTpUTE 3a BPOJCHM AaHOMAJIHMH Jd
UACHTU(HUKYBAaaT CIy4al Ha KOH3WCTEHTEH M CTaHAApIU3WMpaH HAYMH JaBaaT MOYKHOCT 3a
CIPOBENYBakE HA CMHUJICMHOJIOMKA M E€THOJIOMKK CTyauu. KoMIUieTHOCTa M TOYHOCTAa Ha
NIpHjaByBambe Ha ciaydauTe Tpeda 1a Oujie peeBaHTHA U € 0COOEHO BaKHA 3a MOHUTOPHPAE Ha
KOMOHMHAIMK Ha JIe()eKTH KOU Ce jaByBaaT Kaj pa3IMYHU KaTeropuu Ha Majl(OpMaTUBHU CIydau
.

[Tocron wWMITIEeMEHTHpAH KOMITjyTepCKH anroputam pasBueH oj crpaHa mHa EUROCAT 3a
kjnacuuKalyja Ha ciaydal Ha KOHT€HHUTAJIHU aHOMaJIM TMPOCIENEH CO padyHa peBH3Hja Ha
CIydawTe OJi CTpaHa Ha TeHeTW4apH, Koj ce Oa3umpa Ha MeryHapoaHara kiacudukanuja Ha
6omectu Bep3uja 10 (ICD-10) (93,94).

EUROCAT - European Surveillance of Congenital Anomalies (EBporicku Hag3op Ha BpOAeHU
aHOMAJIMM) € MpeXa Ha PEerucTpH 3a BPOJEHU aHOMAJIMU 3aCHOBAaHU Ha MOMYJIAIIMCKO HUBO BO
EBpomna, co 3aeAHMYKH MPOTOKOJ M TIPETJie]] Ha KBAIUTETOT HA Mojaronure, mrto omndaka 1,5
MUJIMOHM TOMIIHY pararmba Bo 22 3emju (40).

bazara na nogatontu EUROCAT coapxu okosy 800.000 ciyyam ma KM mnpu KUBOpOJEHH,
MPTBOPO/ICHH JIella U MPEKUHHU Ha OPEMEHOCT M KOPHCTH cTaHaapan3upana kinacudukanuja (50).
EUROCAT Bpmu enuaeMuoJIONIKA HaA30p Ha BPOJCHUTE aHOMAJIMHW M € OCHOBaH BO 1979
roJiMHa Kako MOCJeIulia Ha enuaeMujata Ha TamuaoMun. JKenbara ma ce crpeud ymTe eaHa
Tpareavja co TalUIOMHUI, CO OTKPHBAKE HAa KOj OWJIO HOB TEpaTOreH JIeK WM TepaTOTeHU
xemukanuu 3a sxkuBotHata cpenuHa (EUROCAT,2004) e nmoBp3an co nenute Ha EUROCAT.
CTaTUCTHUKHOT MOHUTOPHHI € €lHa OJf aKTUBHOCTHTE IITO MpPUIOHECYBaaT 3a HaI30p Ha
TEepaToreHnTe U3JI0XKyBama. lIpuMapHO ce u3BenyBa 3a Ja ce€ JETEKTHUpaaT KakBU OWIIO
MPETXO/IHO HEMPHU3HACHU WM HEBOOOMYAaeHH TPOMEHU BO (peKBEeHIMjaTa Ha BpOJCHU
aHOMAJIMM M Ha KPaTOK M Ha JOJT POK, IITO MOXKE Jla yKake Ha MOTEHIMjaTHAa MPUYHHA 32
3arprKEHOCT KaJle IITO HeMa KOHKPETHa MPEeTXOJHAa XUIMOoTe3a 3a M3JI0XKEHOCT. LleHTpanHuoT

peructap EUROCAT Bp1iy rouiieH CTaTUCTUYKA MOHUTOPHUHT 3a KJIACTEPUTE BO HAjKpATOK 2-
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TOJMIIEH IEepUOJ, KPAaTKOPOYHUTE TPEHIOBU (5 roauHM) M AoaropoyHure TtpexaoBu (10
TOJIMHHU), CO TIPOTOKOJ M MPOLIEC HAa M3BECTYBAIE 3a MPETUMHHAPHA UCTpara Ha KIACTEPHUTE U
tpenposure (25).

Peructpute nHa EUROCAT ce 3acHOBaHM Ha MOMYJAIMCKO HHUBO CO KOPUCTEH-E€ HAa TOBEKE
M3BOpH Ha MH(OPMALNH, BKIY4IyBajKH OOJHHYKU JIOCHEja, U3BOIM OJl paramke U CMpPT, H post
mortem aHalW3H, U BKIydyBaaT MH(POPMALUHU 32 KUBOPOACHHU, (PETATHU CMPTHH CIIy4aW HaH
20Ta recramycka HeJelNa W MPEeKWH Ha OpEeMEHOCTH IoCJie TpeHaTalHa JHjarHo3a 3a (erarHa
anomanuja (TOPFA). Cute cTtpykTypHu mandopMmamnuu, CAHAPOMUA U XPOMO30MCKHA aHOMAJIUU
ce BKIIy4eHH BO 0a3aTa Ha IMOJIATOLM OCBEH 32 MUHOPHU U CJIa00 crenu(puIHr aHOMAaJIMH KO Ce
HaBEJICHU BO CITMCOK 32 MCKIydyBame (7).

emutre nHa EUROCAT ce:

e Jla 00e30enaT CYIITHHCKH EMUICMUOJIOMKA WHPOPMAIMU 32 BpPOJEHH AHOMAJHH BO
EBpona.

e Jla ce oJIeCHU paHOTO MPEIYNpPEayBamkEe 32 HOBU TEPATOTEHU EKCITO3UIIHH.

e Jla nejctByBa Kako MH(OPMATHUBEH U PECYpCEH LIEHTAap 3a HACEJICHUETO, 3/IPaBCTBECHUTE
pabOTHUIM U MEHAIEpUTE BO BPCKa CO KJIACTEPUTE WJIM M3JI0KEHOCTa WU (DaKTOpUTE Ha
PHU3UK.

e Jla ce onenu epukacHOCTA Ha MPUMapHaTa MPEBEHITH]a.

e Jla ce mpolieHU BIMjaHUETO Ha Pa3BOjOT HA MPEHATAIIHUOT CKPUHUHT.

e Jla ce 00e30eau moaroTBeHa KojiabopaTUBHA Mpexka U HHPPACTPYKTypa 3a UCTPAKyBamba
MOBP3aHU CO MPUYMHHUTE U CIPEUYBAKHETO HA BPOJECHU aHOMAJIMU M TPETMaH U IpHiKa 3a
3acerHaTHuTe Jela.

e Jla nmejcTByBa KakoO KaTajau3aTOp 3a BOCIOCTAaBYBamE€ perucTpu Hu3 ueia EBpoma kou

CO6I/IpaaT CIIOPCIJIMBH, CTaHAApAU3UPAHH I10JaTOLH.

Knacudukanujata Ha EUROCAT 3a ciyuaute Ha KM e kako mTo cienyBa (eieH ciaydaj MOxe

Jla TIpuIara caMmo Ha ejiHa Ipyria):

(a) Xpomo3zomckn cuHapomu: CHTe CllydaeBM KOora € JWjarHOCTUIMpaHa HEypaMHOTEKEHa

XpOMO30MCKa aHOMaJ'II/Ija, 0e3 OrJICA Ha TUIIOBUTC HA aHATOMCKH ,I[eq)HHHpaHH aHOMaJIMH.
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(0) I'eneTckHu M exoJOMIKU cHHAPoMHU: CHTe cirydaeBu nopaau single gene aedext mim no3Har

TCPATOICH HA JKUBOTHATAa CpCAWHA, 0e3 OorJji€a Ha THUIIOBUTC Ha aHAaTOMCKH Ile(l)I/IHI/IpaHI/I

aHOMaJIMH.

(8) M3ommpanu anomaiauu: Cute CIydacBH cO €HA BpOJCeHA aHOMAJIMja WIIM aHOMAIIH KOH Ce

jaByBaaT caMo BO €/IHAa MOJrPYyIa Ha OPraHH MJIM CO MO3HATa CEKBEHIIA KaJie IITO Ce T0jaByBaat

MOBEKe BPOJICHH aHOMAJIMK KaKo MOCIIEANIA Ha eHa TIpUMapHa aHOMaJIHja.

(r) Myarunau anomanum: Cioydan co JB€ WM TOBEKE TOJIEMH BpOJIEHM aHOMAaJIMHM BO

Pa3jIniH OpPraHCKu CUCTEMH, KaJIC IITO MOJCIIOT HAa aHOMAJIWHU HE € NPCIO3HACH KAaKO JCII O

CUHAIPOM MJIM CCKBCHIIA.

JleTaTHHOT OTIUC HA PETUCTPUTE, METOJIMTE HA YTBPJICHU CITydau, COOMpameTo U 00paboTKaTa Ha

MOJIATOITUTE € JIocTanHa Ha WWw.eurocat-network.eu/content/EUROCAT Guide-1.3.pdf,(95,96).

Knacuduxanmja cnopeqn EUROCAT
Jlucra Ha cuTe BKIIyYeHU aHOMAJTUHU

Nervous system

-+

Neural Tube Defects — Anencephalus and similar , Encephalocele, Spina Bifida
Hydrocephalus

Severe microcephaly

Arhinencephaly/holoprosencephaly

Eye

% Anophthalmos/micropthalmos
% Congenital cataract
% Congenital glaucoma

Ear, face and neck
4 Anotia

Congenital heart defects

FEFFFEREREREEREEEF

Severe CHD

Common arterial truncus
Double outlet right ventricle
Transposition of great vessels
Single ventricle

Ventricular septal defect (VSD)
Atrial septal defect (ASD)
Atrioventricular septal defect (AVSD)
Tetralogy of Fallot

Tricuspid atresia and stenosis
Ebstein's anomaly

Pulmonary valve stenosis
Pulmonary valve atresia
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Aortic valve atresia/stenosis

Mitral valve anomalies

Hypoplastic left heart

Hypoplastic right heart

Coarctation of aorta

Aortic atresia/interrupted aortic arch

Total anomalous pulm venous return

PDA as only CHD in term infants (>=37 weeks)

FEFEFEFEEEF

Respiratory
% Choanal atresia
% Cystic adenomatous malf of lung

Oro-facial clefts
% Cleft lip with or without palate
% Cleft palate

Digestive system

Oesophageal atresia with or without tracheo-oesophageal fistula
Duodenal atresia or stenosis

Atresia or stenosis of other parts of small intestine

Ano-rectal atresia and stenosis

Hirschsprung's disease

Atresia of bile ducts

Annular pancreas

Diaphragmatic hernia

FEEFEFEEEF

Abdominal wall defects
4 Gastroschisis
%« Omphalocele

Urinary
% Bilateral renal agenesis including Potter syndrome
% Multicystic renal dysplasia
% Congenital hydronephrosis
% Bladder exstrophy and/or epispadia
% Posterior urethral valve and/or prune belly

Genital
%+ Hypospadias
4 Indeterminate sex
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Limb

Limb reduction defects

Club foot - talipes equinovarus
Hip dislocation and/or dysplasia
Polydactyly

Syndactyly

ek o

Other anomalies/syndromes

Skeletal dysplasias

Craniosynostosis

Congenital constriction bands/amniotic band
Situs inversus

Conjoined twins

Congenital skin disorders
VATER/VACTERL

Vascular disruption anomalies

Lateral anomalies

Teratogenic syndromes with malformations
Fetal alcohol syndrome

Valproate syndrome

Maternal infections resulting in malformations
Genetic syndromes + microdeletions

IR S S S S S S S S N

Chromosomal

Down Syndrome

Patau syndrome/trisomy 13
Edward syndrome/trisomy 18
Turner syndrome

Klinefelter syndrome

FEFEFEE

PesynraTture 0 MOHUTOPUHTOT Ha 10-TOIUITHUTE TPEHIOBU O] CEKOj PETHCTap 3a cekoja of 96-
T€ He3aBUCHHU NoArpynu Ha BpojeHu anoMaiimu Ha EUROCAT, Bo maH-eBporcKara aHajin3a '
KOMOWHHpA TOJATOLUTE OJf CHTe PErHCTPU (IBaeCeT W €ICH perucrep) Koj omndaka Hag 4
MUJIMOHHU paframa. Bo mepuonot oa 1999 no 2008 roanHa 3Ha4ajHU TPEHIOBH Ha 3rOJIEMYBambe
Ouie OTKpUEHHM BO 5 moarpynud 3a aHoManud, (Ha aOJOMHHAIHUOT SHI, TacTPOIIN3a,
xunocnaadja, Tpucomuja 18/Edwards sy. u Oybpexna muciuiasuja) Bo [laHeBporickara aHaau3a,
noJieka 68 TPEHIOBM Ha 3rojieMyBame Owie HUACHTH(PUKYBAHH BO MMOEAWHEYHH PErUCTPH.
Crankara Ha 3rojeMyBame Ha 2-TOJUIIEH MHTEpBaN ce ABMXena oa 2 no 6%. TpeHmor Ha
HaManTyBame OWJI OTKpHUEH Kaj MOBeKe OJ elHAa TPeTWHA OJl MOATPYNHUTE HAa aHOMAIHU BO
[TaneBporickata aHaiM3a cO HajrojieM TPEHJ Ha aHOMAJIMUTE Ha HeBpanlHaTa TyOa, spina bifida,
JHCIOKallMja Ha KOJIKOT, aHOpEKTajdHa aTpe3uja M TEIIKH CPLEBH aHOMAJIMM CO CTalka Ha

HamalyBame Ha 2-ToJuIlIeH uHTepBai og 2 1o 17% (25).
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1.9 EUROKAT unaukaTopu 3a 31paBje

IIpeBanieHnaTa Ha MpeHATAJIHATA AUjarHo3a ¢ KIy4eH MOKa3aTell 3a JaBHOTO 37paBje
mTo ce kopuctu ox crpaHa Ha EUROCAT Owupaejku OBO3MOXXYBa 3aCHJICHH CHOpeaOU Ha
CTallKUTE Ha MpEHaTallHa JWjarHo3a 3a pa3jiuKa of yrmorpebara Ha MPOMOPIMH 3a MpeHaTaTHa
nujaraosa (35).

WupukaropuTe 3a jaBHO 37paBje ce MOBEKe ce MpeiyiaraaT 3a pa3jinyHu OO0JECTH WM TPYyNU Ha
Oonectd W 3a pazaMYHU (PAKTOpPW HA PHU3UK W 3IPaBCTBEHH HCXOAU. TepMHHOIIOTHjaTa
,,AHIUKATOP 3a jaBHO 3/paBje*’ HE € MPEIU3HO WIH JIOCIEeAHO JAePUHUpPaHA, HO TEHEPATHO Ce
OJIHECYBa Ha KBAaHTUTAaTHBHO PE3MMeE 32 Jia ja BOJIM MOJINTUKATA 32 JaBHO 3]IpaBje U Jia ro U3Mepu
BO OpyTo m3pa3 epeKkToT o WHTepBeHIHMHTe Ha mosmcute. Cropex EBporickata xomucuja
LAHIAKATOP” € KBAaHTUTATHBHA WJIM KBAJMTAaTHBHA MEPKa 3a TOoa KOJKY CMe OJIMCKY 0
MOCTUTHYBalkb¢ Ha OJpeleHa IeN. 3JpaBCTBEHUTE WHAWKATOPU 3aCHOBAaHM Ha CHUTYPHH,
CTIOPEIUTMBH TOJIATONM CE€ O] CYINITUHCKO 3HAUCHE 3a TU3aJHUPAe CTPATeTHH M TOJHTHKA 32
nonoOpyBame Ha 3ApaBjeTO Ha EBPOICKUTE TparaHd, a IMOToa W 3a CJENCHe Ha HUBHATA

MMIUIEMEHTAIH]a.

1. IlepuHaTasHa CMPTHOCT OPAJU BPOJeHA AHOMAJIUjA.
[lepunatanHa CMpPTHOCT acolupaHa co KOHTeHHTasHa aHomanuja (Ha 1000 parama),
nepuHUpaHa Kako CMpPTEH Cllydyad BO IMpBaTa HeJeNa oJ parame, IUTyC JOLHU (eTaaHu CMPTHH
cllydau WM MpTBOpoaeHHu oj 20-ta Hexena o4 OpeMeHOCTa (CO MCKIYYOK Ha MPEKUHUTE Ha

OpemeHocT 3a peranHu anomanuu). OBa CIy U Kako OKa3aTell 32 TOBApOT HA CMPTHOCT.

2. IIpeBasieHna HA NPEHATAJHO AUjarHOCTULIMPAHU BPOJEHU AHOMAJIUH.
[IpeBanenna (ma 1000 parama) Ha NpeHATATHO [AWJarHOCTUIUPAHH CcIydyal Ha BpOJCHA
aHomanuja. MHAMKATOPOT € MoJAeJeH Ha XPOMO30OMCKH UM HEXPOMO3OMCKH OHJEjKU THE UMaaT
pa3IMYHA METOAU Ha CKpUHUHT. OBa CIyXH Kako MMOKaszaTes 3a CTENEHOT CO KOj CIyXKOuTe 3a

MMpeHATAJICH CKPUHUHI' OTKpUBAAT ClIydau Ha BPOJACHA aHOMaJ'II/Ija.

3. IIpexnH Ha OpeMeHOCT MOPaJM BPOJACHA AHOMAJIHjA.
IIpeBanenna (Ha 1000 parama) Ha HpeKWHUH Ha OpeMEHOCT mopagu QeTajiHa aHoMajHja
(TOPFA). MnaukaTtopoT € MojJesieH Ha XPOMO30OMCKHM M HEXpPOMO3OMCKH OWJEjKM THe MMaaT
pa3NIUYHU METOJM Ha CKPUHUHT M pa3jidyeH JieNl OJ MPEHATAIHO AWJarHOCTULUPAHUTE CIydau

kou Bojat 10 TOPFA. OBa ciyxu Kako 1mokaszaTes 3a CTENEHOT CO KOj MPEKMHUTE Ha OpEMEHOCT
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ce u300p MO MpeHaTajgHaTa JUjarHo3a M CTENEHOT CO KOj MPEKUHYBAmbETO HAa OpEeMEHOCTa MOXKe

Ja BJII/Ijae Ha I€puHaTajIHaTa CMPTHOCT U IIPCBAJICHIATa Ha )KUBOPOACHU.

4. Tperanenna ua ;xkuBopoennu co JlayHoB CHHAPOM .
Cnydan Ha xuBopoaeHu co Down cunapom (Ha 1000 parama). bunejku Bo MHOTY €BpOIICKH
3eMjH C€ BOCIIOCTABEHHU CIENM(PUYHM MPOTpaMu 3a MpEHATaJIeH CKPUHUHT 32 OBaa aHOMAaJHja,
OBOj creuu(puYeH HHIUKATOP TO JaBa KOMOMHHPAHHOT e(EeKT OJ OIJIOXKEHO parame H

MIpeHaTaJeH CKPUHUHT U IPEKUHYBakHE Ha OpEMEHOCTA.

5. MNexmjaTpucka Xupypruja 3a KOHreHHTAIHH AHOMAJINH .
[IpeBaneniia Ha U30paHu aHOMATMK KOU 0OMYHO Oapaat ornepaTuBeH TpetMmaH (Ha 1000 parama).
bunejku BpoaeHUTE aHOMAIWMW Kaj >KUBOPOJCHUTE C€ pa3IMKyBaaT IO CEPUO3HOCTA U
MOCJICIUIINTE, 0OBO] MHANKATOP CE€ OJHECYBa Ha BJIMJaHUETO Ha JaBHOTO 37paBje BO OJHOC Ha
noTpebara oy onepanuja. BkymHara npeBayieHIa € 1ajaeHa v moJiejieHa Crope1 TUIIOT Ha parame
(>kuBopojieHu, ¢petannu cMpTHH ciiydau ©1 TOPFA) 3a na ce mokaxke, 0co0€HO, BIMjJaHUETO ILLITO

TOPFA moe ma ro uma Bp3 OpojoT Ha JKHBOPOJACHH XUPYPIIKH CIydaHu.

6. BkynHa npeBasieHna Ha qedeKTH HA HeBpPaJHaTa Tyoa.
Bxymna npeBanenna Ha nedextu Ha HeBpanHaTa TyOa (JJHT) Ha 1000 parama.
bunejku MHOTY 3eMju ' Haco4Hja CBOMTE NMPUMapHU NMPEBEHTUBHU HAMOPU Ha CIIpedyBamhe Ha
JIHT co nomnosiHyBame Ha (hoTHA KUCEITMHA, OBOj MHIUKATOP OBO3MOXKYBA JIa C€ U3MEPHU YCIIEXOT
Ha OBHE MMPEBEHTUBHU MPOTpamH.

Cnopen EUROCAT peructpute momery 2004-2008 romuHa BKYNHATa NepHHATAJHA
cMpTHOCT Omia nmpubmmwkHo 1,0 na 1000 parama co peyncu eaHa MoJoBUHA MOopaau deTanHa
CMPT, a JpyraTa MoJIOBUHA MOPaJy CMPTHH CIIydyad BO IpBara Hexaena. JleTekThupaHu ce rojeMu
BapHjallly BO MEpUHATATHATa CMPTHOCT CO HajBUCOKU CTanku 3abenexxanu Bo J[abnun u Manra,
3emjute kajne TOPFA ce nenerannu u Bo Ykpauna. llenokynnara npeBaJieHa Ha MpeHATAJHA
aujarno3a 3a peructpure Ha EUROCAT Ouna npubmmkao 9 wa 1000 pafama. He-
XpPOMO30OMCKHTE aHOMaJHM COYMHYBaaT OKOJy JIBE TPETHHH O] CIIydauTe MpeHaATaTHO
mujarHoctuiupany. [IpeBasennara Ha TOPFA Ouna npuinyno crabuiHa Ha okosty 4 Ha 1000
parama co peurcu mnosoBuHata o TOPFA mopagu XpoMO30MCKM M MOJIOBHHATa MOPAIH
HexpoMo3oMcku aHomanuu. HajBucoka ctanka Ha TOPFA e peructpupano Bo Ilapus,a Hema
peructpupano Bo Mpcka, Manra u [loncka kane TOPFA e Heneranno. CeBkynHaTa npeBajieHna

Ha JKHBOPOJeHU jena co JlayHoB cunapoM Owmia npubamkHo 1 Ha 1000 co okony mosioBHHA
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OJ1 CIy4aWTe POJICHU Kaj KEHU Ha Bo3pacT oA 35 roavHu W mocrapu. Mmano Bapujanuu BO
MpeBaJIeHIIaTa HA )KUBOPO/IEHHU CJIyYaud KoM 00UYHO 0apaaT omepanuja, u Toa 6 aHOMaJIUH a
MMEHO TCIIKW CpPIEBH AaHOMalWW, OpodanualiHu [enHATHHH, Maixdopmanuu Ha
racTpOMHTECTUHATHHOT CHCTEM, TracTpolm3a, omdalonena W KpPaHHCHHOCTO3a W OBaa
npeBasieHla Ouina nomery 3 m 5 Ha 1000 parama. IlpeBanennara na JIHT ce namanuia 3a
okoiry 10% ox 1,05 Bo 2004 romuna ua 0,94 ma 1000 Bo 2008 roxuna (28).

Bo nepuogoT ox 2003-2007 roqura EUROCAT 3a0enexyBa BKYNHA NMpeBaJIeHIIa HA TOJIeMH
BpoaeHu aHoMaguu on 23,9 uma 1.000 parama. 80% Owne >xuBopoaenu, 2,5% on
KHUBOPOJICHUTE JIella CO BPOJICHH aHOMAaJMK MOYHMHAJE BO NpBara Hemena of >KuBotoT, 2,0%
Owiie MPTBOPOJCHU WK QeTaiHu CMPTHHU ciaydau Haja 20 recranucka Henena. 17,6% on cute
ciydau Owiie MpeKkuHU Ha OpemeHocT mo mpeHaranHa aujarHoza (TOPFA). Taka, BpoaeHure
aHOMaJIMU TIPETEKHO TH 3aceraar Jenara KO ro MpeXUByBaaT PaHUOT HEOHATAJICH MEPUOJI, KOH
OJ1 Ipyra CTpaHa UMaaT CEPUO3HHU MEJIUIIMHCKH, COIM]aTHA WK 0Opa30BHH MOTPEOH.
[IpeBanennata Ha Xpomo3oMckuTe aHoMaanu 6una 3,6 na 1.000 parama, mTO IpeTcTaByBa
28% on mpTBOpoaeHUTE/(peTamHuTe CMpPTHH ciydan o 20-Ta Hemena o OpEeMEHOCTH CO
BposaeHa anomanuja u 48% on cure TOPFA. Ilpoceunata BkymHa mnpeBajieHna Ha /layHoB
cunapom peructpupana 2003-2007 roguna 6mna 2,1 na 1.000 parama.

Bpoaennte cpueBu manu (BCM) Ouse HajuecTa HEXpOMO30MCKa moArpyma, co 6,5 ma 1.000
parama, npocienenu o aedextu Ha ekcrpemurerute (3,8 Ha 1.000), aHOMaTMU HA YPUHAPHUOT
cucreM (3,1 na 1.000), nedexkrn Ha HepBHHOT cructeM (2,3 Ha 1.000), pacuenoT Ha HEMIETO W
pacuenot Ha ycuute (1,4 ma 1.000), ractpomu3za u omdanorene (0,24 na 1.000).

Bo uctHoT mepuoj, mepuHATAJHATA CMPTHOCT [OBp3aHa CO KOHMEHUTAIIHM aHOMAJMU Ouia
0,93 na 1.000 parama co HajBucoka cramka Bo HMpcka m Manra, a TOPFA 4.4 na 1.000
parama, co 3HauuTenHa Bapujanuja Bo 3emjure(40).

JNoneka nak mpeBajieHnata Ha VACTERL 6uaa 1 va 20.000 parama Bo nepuoaot oa 2012-
2016 roguna cnopen EUROCAT. VACTERL (BepreOpajnu aHoOMAaIuM, aHAJIHA aTpe3uja,
cpueBd Majadopmanuu, Tpaxeo-e3odareaqHa  ¢ucryiaa, OyOpekHH  aHOMAJIMH,
a0HOPMAJIHOCTH HA eKCTPEMUTETUTE) € HeclTyyajHa TM0jaBa Ha HajMaJKy TPU OJ OBHE BPOJICHU

aHoManiu 6e3 (PCHOTHUIICKH MJIM TeHETCKH JTOKa3H 3a ajTepHATHBHA aujaruosa (41).
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2. MoTuB 3a u3pabdoTkKa Ha cTyaujara

Paznukure momery cryamMTe HAJMHOTY C€ O0O0jacHyBaaT CIOpEI KPUTCPUYMHUTE 3a
BKJIy4yBame Ha CTYAMMTE M CHOpPE KAPAKTEPUCTUKUTE HA BKIYYEHUTE MHCTUTYLUU. Taka,
CTYIMUTE KOM ja NMPHUKAXKYBAaT CTAIIKaTa U KapaKTEPUCTHUKUTE Ha BPOJCHUTE Man(opMaium
ce OJ] CYIITHHCKO 3HaueHke 3a 00e30eyBamke JONOJHUTEIHA HHPOPMAIIUY 32 JTUTepaTrypara
W 3JpaBCTBEHUTE TOJMTUKH. 3aroa ja CIOpPOBEJEME OBaa CTyaWja 3a Jla TO TOKaXeMme

nckyctBoTo Bo [13Y “Pemenuka”, Ckorje co rojemMu BpoJAeHH aOHOPMATHOCTH BO TEPUOJIOT

2019-2022r.

CHCHI/IjaJ'IHI/IOT MCHAIIMCHT W BHUMATCJIHATA aHTCHAaTaJIHa I'prXKa €€ 0 CYHITUHCKO 3HAYCHC
3a OPEMEHOCTUTE CO TOJIEMH BPOJICHH a0HOPMAITHOCTH 32 J]a C€ pallHOHAIN3HPAAT UCXOIUTE
Ha OpemeHocTHTE U heTanHuTe ucxoau. OBrUe OPEeMEHOCTH MOpa Jia Ce ClieJIaT BO HCTUTYIIMH
KOHM C€ COCTOjaT O] MYATHAMCIIUIUIMHAPEH THM 3a Ja ce 00e30eau moao0pa 3apaBCTBEHA

Tpuxa .

[IpekrHOT Ha OpeMEHOCTa € Cepruo3Ha M TEIIKa OJTyKa 3a poauTenuTe. PaHOTO M mpenu3Ho
JUJarHOCTHIIUPAKE € 0] ECEHIIMjaTHa BAXKHOCT 3a OBaa Mpoleaypa 000CTpaHo O JeTaJieH 1

CTHUYKH aCIICKT.

BKJ'IyLIYBaHSCTO Ha COHI/IjaJ'IHI/ITe MCIWYMHU BO BaKBHU IIOIIyJIapHWM MCIUIHWHCKH TEMH U
OIMOPTYHUCTHYKUTE MPHUCTAIIM Ha IOJIUTUYAPUTC IIUPYM CBCTOT CO3JaBaaT TCIIKOTHUHU BO
PpYTHUHCKATa IIpaKca. .HeKapI/ITe MOpa aa 6I/I,Z[8_T IIOBHUMATCJIIHU BO HUBHATA IIPAKTUKA U UMaaT
HOTpe6a oa HnoAApiXyBayKu HAYYHU HPCHOPAKM MW HTPOTOKOJIHM O MCAUINHHCKUTC

OpraHr3anyu 3a Xpa6p0 OJIy1yBambC.
CMmerame JC€Ka CO Oorjaca Ha CTUYKUTC, COHHjaHHI/ITe, TMCUXOJIOINKHUTEC, CKOHOMCKHUTC U IIPpABHU

acriektu 3a [1b 1 Hej3uHO cpoBeyBame BO cCOpabOTKa CO ceMejcTBaTa U JIeKapuTe ke Ounat

e(l)eKTI/IBHI/I BO pa3B0j0T Ha CTaHAApAHU IIPUCTAIIN 34 OBaa pa60Ta.
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6. Omnykara na ce u3bepe IIb ce cmera 3a mpuBatHa pabora Ha mapoT. [lapoBure mMoxe na
GI/IHaT HUCIUTAIlICHN O HOTGHI_II/IjaJIHI/ITe HETAaTUBHU HUCXOOU AYpHU U OJ MMOMAJIKy TCIIKH KM
TaKa IITO THE HE Ce MOJATOTBCHHU JIa TIpe3eMaT KaKBU OWJIO PU3HIIH, TyPH M aKO BEPOjaTHOCTA
O]l HEeraTMBEH HCX0J € Mal. JlOTMONHHWTENHO, WHOBAlMjaTa W MOIyJIapu3alyjara Ha
IMpeHaTaJIHO III/IjaFHOCTI/I‘IKI/ITe TEXHOJIOTUHU O0BEOOa 10 I[I/IjaFHOCTI/IIII/IpaHJe BO IIO paH
recTaIrcKu pok, cooaseTHo u [1b Moxke na Oume nonpudatinBa Kora ce npaBy BO MOPAHUTE

POKOBH.

7. Jlocera Bo P.C.MakenoHuja HeMa KIMHUYKO HCTPaKyBame€ M JOBOJHO MOJATOLM Ha OBaa

TEMA.

8. KonrenutasHuTe Mayipopmanmm € TojeM Mpeau3BUK Ja ce MPEIo3HaaT PaHo.

9. [IlpenmsBuk e ja ce HANpPaBH MPABUIIHA TTPOIICHKA.
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3. Hean Ha TpPyaoT

3.1 llpumapuu uean

Jla ce pgerepMMHHpa WHIMJCHIIATA W JUCTpUOyNHMjaTa Ha TEHIKUTE (ETaTHH
MajpopMalui MIPEeHaTAIHO AUjarHOCTULIMPAHU CO YATPa3BYyYEH CKPUHHUHT BO MPB U BTOP

TpumecTap Ha KiimHukara 3a runexosoruja u akyuepcerso Bo [13V “Pemenuka”- Ckomje.

Hcxon m kapakrepuctruka Ha temikure @M kaj TepMUHHpPAaHUTE OPEMEHOCTH BO KpajoT
Ha MPBUOT U BTOPHOT TpuMecTap Ha KnuHukaTa 3a ruHekosioruja u akymepcrso Bo [13Y

“Pemenuka’-Ckorije.

3.2 CekyHaapHU LeJH

Jla ce wxmacupummpaar u Ja c€ OApeId KapaKTepPHCTUKATa MO0 CHUCTEMCKH OpraHH Ha

oTkpueHute @M, 3a npoleHka Ha TexxkuHaTa Ha M.
Ja ce ciopenu uniaeHnara Ha orkpuenure ®M u I1b co npyru nomymnanuu.

Jla ce oxmpenar Haj3HauYajHUTE AeMOrpadCKH KapaKTEPUCTUKH Ha OpEeMEHUTE JKEHHU Kaj

KoM € oTKpueHa (eramHa mandopmanuja (OM).
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4. Iln3ajH Ha cTyAujaTa

PeTpocnieKTHBHO-TIPOCTIEKTHBHA MOHOLIGHTPUYHA CTyIdja BO TeK Ha 4 TOIWHHU, Ha
Knunaukara 3a I'maexonoruja u AxymepcrBo, npu 113V “Pemenuka”, Bo Ckomje. Ctyaujata ro
ondaka nepuoaoT o1 01 Jamyapu 2019r. no 31 nexkemBpu 2022r.

Bo peTpocnekTHBHHOT Jel Ha CTyadjaTa co MPOCIEKTHBEH IIpPHCTal Ha aHaim3a, Oea
aHAJM3UPAaHU CUTE KOJIEKTHpaHW Oa3a TOJATOIM CO TIOMOII Ha EJIEKTPOHCKHOT CHCTEM Ha
Hamara Oonnuna (BIRPIS) nHa OpeMeHn mnDanMeHTKH Kaj KOM € CIPOBOJEH PYTHHCKU
yATpa3BYYCH MPEHATAICH CKPUHUHT BO MpBHOT TpuMecTap (11-13+6 r.H) U BTOPHOT TpUMecTap
on 6pemenocra (18-22 r.H) BO COMIACHOCT CO MPEMOPAKUTE JaJCHH BO TEKOBHHTE YIIaTCTBA Ha
International Society of Ultrasound in Obstetrics and Gynecology (ISUOG) Bo mepuoaot ox
2019-2021r.

Bbpemenoctute co perekTupana MajopHa (eramHa anomanvja 6ea MACHTHPUITMPAHU U BKIIYYCHH
BO CTyIMjarta.

OTkpueHuTe  KOHTCHUTATHH Maindopmaruu Oea KiIacuQUIMPaHU Kako, XPOMO3OMCKH
a0HOPMAJIHOCTH U IeHeTCKH a0HOPMAJTHOCTH, BO TEIIKHU U JICTAIHU KaTETOPHU.
Konrenuramaure mandopManuu UCTO Taka 6ea MOJeNIeHH BO OATPYIU CIIOPE]l MHBOJIBUPAHUTE
TJIaBHU OPTAaHCKU CHCTEMHU.

l'onemute BpoaeHu Mandopmaiuu JOMOTHUTEIHO Oea KiIacu(UIUpaHU KaKO M30JMPAaHHU, CO
caMmo eJieH rojieM BpoJieH Ae(eKT, A0eKa MalueHTKUTE CO MOBEKe O]l €eH HHBOJIBUPAH CHCTEM
0ea eBUJICHTHPAHU KaKO MYJTUIIHA AHOMAJIUH.

Konrenuranaure manpopmaiiny co abHOpMaiHa KapuoTUNHM3ayja 6ea BKIYYeHU BO Irpyrara Ha
XPOMO30MCKH aOHOPMAaTHOCTH.

Bo npocnekTUBHUOT Aen oJ CTyAujaTa 6ea aHAM3UpPAHU YATPA3BYUHO JNETEKTUPAHUTE MAjOPHH
KOHT€HUTAITHU Mandopmaruu Bo nepuoj oa mecen 01.2022 — mecer; 12.2022 1.

TexoBHaTa cTyaHja BO WAEHTHUYHUTE MEPUOIU TH ON(ATH CUTE KEHU KOU OMJIe MOJI0KEHHU Ha
IIPEKUH Ha OpeMeHOCT Mopaau (eTaqTHu aOHOPMAIHOCTH BO HAILETO OJJIEJICHHE 3a aKyLEpCTBO

U THUHEKoJoruja momery 12-22 recranucka Henena M MoJaTolMTe 0Oea KOJEKTHPaHU Off
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AKyHIepCKara eBI/II[eHI_[I/Ija Ha HaUCHTUTC W MCIHMIHWHCKHUTC JOCHCa BKJIy‘-IYBajI’(I/I T CUTC

JIMjarHOCTHYKH TTOaTOIIH.

Huknysuonu kpumepuymu:

Cure OpeMeHOCTM Kaj KOM € OTKpHEHa IIPEHAaTAIHO MajopHa KOHICHHTAlHA
Mandopmanuja ox 12-22 r.H.

Cure npexkuHaTi 6pemenoctu nopaau KM o 12-22 r.H.

Exckny3uonu kpumepuymu:

derycn caMo CO MEKH MapKepH Kako Ha TMPUMeEp XHUIIEPEeXOTEHH IpeBa, MUeNIeKTa3uja,
nuctu Ha plexus choroideus wiam wHTpakapaujaigeH exoreH (okyc 0e3 Mmpemno3HaTIMBa
aHomasnuja 0ea UCKIy4eHH OJ] CTy/1jaTa.

Hecakanute 6pemeHoctu

Crnygante co MPTOB TUIOJ in UtEro

CiydauTe co peIBpEMEHO MPCHAT BOJCHUK BO BPEMETO Ha TMpHEeM BO OOJTHHIIA

I1b mox 12 r.H.

bea ananuzupanu nemorpadckute KapakTepUCTUKH, KIMHUUKUTE KapaKTEPUCTUKHU, aCOIIMUPAHU

(dakTopu Ha pU3MK, TUIIOT U TUCTpUOyIMjaTa Ha eTaTHUTE AHOMAJIUU IO OPTAaHCKU CUCTEMH.

HO6I/I6HI/ITC pe3yaTat o4 CIy4auTe CO KOHI'CHUTAIHU aHOMaJluu Oea IrpynupaHn CUCTCMCKH, a

HUBHATa MHIMACHLA U IucTpulyluja 6ea criopeieHu co JUuTepaTypara.

Kputepuymute 3a BriyuyBame Ha KM, HUBHATa TeXKHMHA U KIACHPHUIHMPAKLETO UM € CIOpeN

ynarcrara Ha EUROCAT.

Bo cmyoujama 6ea ananuzupanu cneonume He3aeucHuU eapujadiu:

A

I'ecranmcka Bo3pact (I'B) npu otkpuBame Ha KM,
I'ecranucka Bo3pact (I'B) mpu I15,
ITon Ha derycor,

AoGoptHa Texuna (AT),
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5. Majuuna Bo3pacr,

6. Pusuk-dakropu kaj Majkata: HUKOTHH, QJIKOXOJI, HAPKOTHUIIH, JIEKOBH, HH(EKITHH,
aujabeT U ApYru KOMOPOUIUTETH, eTHULIUTET, (haMIIMjapHa aHaMHe3a,

7. TlperxomHu OPEMEHOCTH CO aHOMAJIUHU, TPABUIUTET, TAPUTET

8. Enuneuna / moBekeruioqHa OpeMeHOCT,

9. Cnonrana 6pemeHoCT / AcHcTHpaHa perpoIyKIlrja

10. YnrpacoHorpadCKu CKPUHUHT HAOIH

11. Kapuorunu3zamuja (NIPT, xoproHOuoIicHja, aMHHOIICHTE3a) - TaMy Kajie € HalpaBeHa

12.®eranHa ayrorncuja - OHaMy KaJie € HarlpaBeHa

3asucnu eapujabnu - ce MajopHa BpojieHa Masipopmalija U IpeKuH Ha OPeMEHOCT

5. MeTo10/10THja HA UCTPAXKYBAKTO

Kaj Hac ce crpoBenyBa nporpama 3a aHT€HATaJIeH CKPUHHUHT CIIOpe] Mef'yHapOJIHUTE U
HaIMOHANTHUTE yrnarcTBa. Ha cute OpeMeHM MalMeHTKH KOU Ce cie/laT BO HalllaTa MHCTUTYLH]ja
UM € TOHYJIeH KOMOWHWpaH CKPHHHMHI TECT BO INPBHOT TpuMmectap momery ll-ta m 13+6
recramucka Henena (PRISCA) u ¢eranen CKpUHHHT 32 aHOMaJIMK CO YITpacoHorpaduja momery
18-ta m 22-ta recramucka Henena. dertasHa exokapauorpaduja ce MpaBHM BO CKJIOM Ha
(GeTalHUOT CKPUHHUHT BO BTOp Tpumecrtap. Kapuortunusmpame Ha (QeTycoT ce HYAH BO
HEOTIXO/HHU CIIyYad U ce IPUMEHYBa MpH 100HBamke Ha HH(OPMUpaHa COTIACHOCT.

JleraneH TpeHaTaleH YITpPa3BY4YeH CKPUHUHT CE€ U3BpIIyBa TpaHCAOAOMHUHATHO WIU
TpPaHCBaruHajgHO, OJ1 TPOjlla UCKYCHU CIEIHUjaIUCTU CO CHElHjaIluCcTUYKa 00yKa 3a CKEHUPame
Ha aHOMaJIH Kaj (eTycoT.

V3 ucnutyBame ce u3BpiryBa co ymotpebara Ha General Electric Voluson E10 co 3,5 Mhz
KOHBEKCHA COHJIA.

YTpa3By4HHOT CKPUHUHT BO NPB U BTOP TPUMECTap C€ CIPOBEIyBa CIIOpe]d ymarcTBaTra Ha

MeryHapoJHOTO 3ApYKEHHE 3a YITPa3BYK 10 aKymiepcTBo u ruaekosnoruja (ISUOG).
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IIpu Qerannata exokapauorpaduja ce oneHyBa 4 KOMOpPEH IpeceK, M3JIE3HUTE TPAKTOBU Ha
JiecHaTa U JieBaTa KOMOpPa, BKPCTYBAaETO HA TOJIEMUTE apTepHH, MOTJIEAOT HAa TPUTE CAJOBU U
Tpaxea ¥ abJOMHMHAIHATA TOJIOKOA cO 2-IMMEH3MOHAIHA COHOrpaduja U Manmupame co color
flow.

lecrammckara Hemena ce OJpeayBa CHOpEN IOCienHaTa MEHCTpyaluja Kaj TPYJHHIUTE CO
penoBeH MeHCTpyaneH Iukiryc. Kaj npyrute OpeMeHM >KeHH, recTalickara Heaena Oerne
oJipejieHa Criope MepemeTo Ha joipkuHara Ha CRL (crown-rump length) Ha detycoT Bo pBHOT
TPUMECTAp, WIK Ha APYr HaYMH CIOPE] MEpPEeHhEeTo Ha OunapueranHuoT aujamerap (BPD) n/unu
obemotr Ha riaBata (HC) wnim nomkunara Ha Oeapenara kocka (FL) Bo BTopmot Tpumecrap.
®etanaute BPD, HC, o6emot Ha abnomenoT (AC) u FL Gea mepenu 3a deranna 6uomerpuja.
®etycute Oea CUCTEMATCKU UCIIUTYBAHU U Oea oj0esexaHu JBUKEmhaTa Ha ETYCOT U pacToT U
pasBojor Ha ¢derycoT. Ilpecmerana e um mporeHerara TexuHa Ha (derycor. Ilokpaj Toa,
TUTalleHTaTa, TPJIOTO Ha MaTKarta M IaroyHara BpBIA Oea €BaIyHpaHW BO OJHOC Ha APYTrH
MaTOJIOTMH KOM MOJKe Ja ce 3aHeMapar. KonmmunHara Ha roiofoBaTa Boja Oele mpecMeTaHa co
npersieq Ha AFI (amniotic fluid index) wam makcumanen BeprtukajieHn 1ed. [Ipu eBandyanuja Ha
(derycute Oerre OIeHET U AOTIIEPOT Ha JABETE YTEPUHU apTEPHH 3a CKPUHUHT Ha MPEEKIaMIICH]a.
Tpu onumu 3a reHETCKU CKPUHUHT 32 XPOMO30MCKH aHOMAJTUH CE€ MOYKHH.

Bo npBara, TpyaAHULIMTE KOM C€ MOAJOKEHN Ha KOMOMHUPAH CKPUHUHT BO MPBUOT TPUMECTAp U
Kaj OHUE CO MAEeHTU(UKYBaH BUCOK PU3UK UM € MOHYJeHa MHBAa3WBHA MIpeHaTallHa A1jarHOCTHKA
(ITMT) 3a XxpOMO30MCKH aHOMAJIUH.

Bo Bropara omimmja, OpeMeHUTE KEHH CO BUCOK PU3MK UACHTU(PUKYBAHU OJf CKPUHUHIOT BO
OpBUOT TpuUMecTap OM Mokene na omrydar na momiexar Ha Cell-free DNA HenHBasuBeH
MpeHaTajeH CKPUHUHT, a a0HOpMaJIHUTE pe3yinratu Ou Owmie moTBpaeHu co uHBasuBHa [1]] 3a
XPOMO30MCKH aHOMAJIHH.

Bo Tperara omiuja, Tpyaauiute kaj kou e u3BpiueH cell-free DNA ckpvHUHT, W HMaar
MO3UTUBHU PE3YNITaTH Ke OuIaT UCTO MOTBpAeHHU co MHBa3uBHA [1]] 32 XpOMO30MCKH aHOMAJIUH.
Hcto taka, cure Opemenu co Y3 nerektupanHu ¢ertamHu MaipopMaiuu ce KOHCYATHpPaHU 3a
nocranHocra Ha II/] 3a XpoMO30MCKHM aHOMalIMM WM JOCTanHocra Ha jgornoiaHutenHa MRI

JIjarHOCTHKA.
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Kopucren e KOMIjyTepCKHOT anropuraM 3a Kilacu(pukamyja Ha CIydauTe cO TOJIEMHU
KOHT'CHHTATHU aHoMaluu BO Oa3ata Ha momaroiu Ha EUROCAT 3a wiacudukanuja Ha
cllydauTe.

[To 3aBpuIyBameTO Ha MpErVICAWTE Kaj MAMEHTHTE Kaj KOW c€ WACHTU(GHUKYBAHW MajOPHH
¢deraan  mandopmarmu, ce WHOOpPMHpAHHW, 3E€MajKM ja BO TMPEABHI CEPUO3HOCTA Ha
aOHOpMaJIHOCTa M BepojaTHAaTa CEPHO3HOCT Ha XEHAWKEN, 3a IoCTanKaTa 3a MPEeKHH Ha
opemenocr. [1b ce mpuMeHyBa Kaj MAIUEHTH CO TOJIEMH BPOJACHH MaI(OPMAIIUU CO BUCOK PU3HK
0J1 CMPTHOCT WM TeXOK xeHauken cropea 3akoHOT 3a [Ib. Cure IIb ce u3BpmiyBaar mo
nojgHeceHo Oapame 3a onoOpyBame Ha I[Ib co peramna wHbOpMHpaHa COTIACHOCT O
MalMUeHTKaTa M TMOocie CTeKHaTo omoOpyBame 3a IIb on cTtpana Ha mMeauKo-eTHYKa KOMHCH]A
COCTaBeHa OJ] TpojIia crienujanucT mo AxymepctBo u ['nHekosoruja. ['ecranuckara Bo3pact Ha
abopTycoT € Bp3 OCHOBA Ha JICHOT KOTa € 3arioyHara MocTanka Ha abopTycoT.

Bo kxpaen npB TpuMmecTap W paH BTOp TpuMmecTap kako Meron 3a [Ib ce xopuctu aunranuja u
BaKyM KHpETaxa.

BarnnanHa Wi MHTpaMyCKYJIHAa TapeHTepaliHa HWHIYKIFja CO MPOCTarJIaHIuHH, CO Win 0e3
OKCHUTOLIMH, T€HEpAJIHO c€ KOPUCTU KaKO TJIaBHA Ipoleaypa Bo BTopuoT Tpumectap 3a I1b.
[TanmenTHTE KOM C€ MOJIOKEHH Ha WHAyKIHja 3a [Ib Bo BTOpHOT TpumecTap mopaay rojiemMu
deranaun mandopmanuu co ynorpeda Ha wHTpaBarnHaieH PGE Ttpeba ma ce coBeTyBaar jaeka
Jo03aTa Ha JIEKOT € TorojieMa M JeKa Mpoleaypara MOXe Ja Tpae MOJOJITO OTKOJKY Kaj
OpeMeHOCTH KOMIUIHIIMPAHHU CO IPETX0JHa eTaaHa CMpT.

OnTumanHata /032 U MHTEPBAJIOT Ha JI03Upame ce H30MpaaT Bp3 OCHOBA HA recTallcKara
CTapoCT, akKyllepcka HCTOpHUja, KIMHUYKUTE YNATCTBA, Mpakcara, MperjeauTe M KIMHUYKaTa
coctoj6a. KpBeH npuTHCOK, IyJIC ¥ TeMIiepaTypara ce cie/elle Ha CeKOH 3 Jaca.

[To nmotpeba Gea opAMHMpaHM aHAITETUIM WIM eNuAypaidHa aHanre3uja. Hecakanurte edextu
KaKo MOBpakame U Jujapea 6ea CleIeH! CO CTPOTro MPUKAXKYBamkEe Ha BHEC H H3JIE3.

[Tocne excryn3uja Ha IUIOJOT BO KPaTKOTpajHA U.B. aHeCTe3rja Oellle U3BpIIeHa MaHyallHa U/UIH
WHCTpYMEHTAJIHA PEBU3Mja Ha YTEPYyCOT 3a OTCTpaHyBame Ha 3aJp)KaHaTa WM MapliHaiHO
3aJip>)KaHUTE JeTIOBH Ha IareHrata. Huty enen on mopoaenure ¢erycu He 6ea KUBH.
[IpenaranHo AWjarHOCTULIMPAHUTE CTPYKTYPHH MajdopMalliu ce MOTBPIACHH MOCIe MPEKHUHOT
Ha OpeMeHOCTa cO (PU3UYKH MpEerjie]l Ha IIOI0T W/ UK MaTOXUCTOJIOMIKH OOAYKIIMCKH HAO ] WITH

KapuOTUIIN3UPAalkE O TKUBCH JCII.
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6. CTaTHCTHYKA aHAJIN3A

basute Ha momatouum ce Qopmmpaa co mpuMeHa Ha Komiljyrepcku mporpamu (CTaTUCTHYKH

nporpam 7.1 Windows u SPSS 23.0) 3a Taa Hamena. bea ymorpeGeHHM cTaHIapIHH

ACCKPUIITUBHU U aHAJIUTUYIKU METO/IHU.

ATpyOyTUBHUTE CTATHCTUYKU CEepUH Oea aHAM3HPAHU CO OApEAYyBame Ha KOCHUITUCHT
Ha OJIHOCH, MPOIIOPIIMHU, CTAlKU M CO YTBPAYBamkE Ha CTATUCTUYKA 3aHAYAJHOCT MeEry
OTKPHECHHUTE PA3JIMKH, 3HAYajHOCT Mery OTKPHCHUTE IPOICHTYyaTHH  PA3JIMKU Ce
tectupanu co Tect Ha pasnuku-Difference recr.

Cratuctuukara CUTHU(PHKAHTHOCT HA pa3IUKUTEe Mery aTpuOyTUBHHTE CEpUU  Ce
TpeTrpaa co X—KBajpar TeCT, a Mel'y HyMepHUKUTE CepUH cO oMol Ha Student-oB t-
TECT.

BepojatHocTa 3a acommjammjata Mery AUCTpUOYIHHTE Ha (QPEKBEHIIMUTE HaA JBE
aTpuOYTUBHU BapHjaliIy ce MPOIIEHyBa CO X—KBaJpaT TeCTOT.

AHanm3a Ha CTPYKTypaTa Ha HyMEPUIKUTE CTATHCTHYKUTE CEPHH CO MIOMOII Ha MEPKUTE
Ha IIEHTpajHa TCHJCHIIM]a /MPOCEeK U MeArjaHa/ 1 MEPKUTE Ha JUCTep3vja /CTaHaapaHa
JeBUjanuja/.

KopenatuBHuTe OfHOCH MOMEry BapujabiMTe ce peaju3upaa co MOMOII Ha Sperman-
oBHOT TecT Ha Kopenaruja( R).

Co Shapiro-Wilk's Tect e ucnuTyBaHa HOPMajHaTa pacrojeada Ha BapHjaOIInTe

3a Cl (confindence untepsan + 95% Cl) ¢ nedunupana craTucTHYKaTa 3HAYAjHOCT 3a
HUBO Ha rpemika momaino ox 0,05 (p).

KopucreHu ce enuaeMruoIONIKUTE MMOKa3aTeNId HHITUICHIA ¥ TIOUHT MPEBaJICHIIA.
[IpeBanenuuute co 95% wHTEpBAIM HA J0OBepOa Oca MpecMETaHH MO MpernopakaTa BO

ynarcrara Ha EUROCAT.
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7. Pe3yaraTu

7.1. YarpasByuyHU aHOMAJIMU JAeTeKUHja

TaGena 1. Ilpuka3 Ha OpojoT HA yATpa3BYYHHU aHTEHATATHU CKPHHUH3U BO MIPBHOT U BTOPHOT

TPUMECTAp BO TE€K Ha UCHUTYBaHUOT nepuoy 2019-2022r.

roguHa Y3 Y3 aHTeHaTaneH Y3 BKYMHO
aHTeHaTaneH CKPUHUHT NpB aHTeHaTaneH
CKPUHWHT NpB TpumecTep + CKPUHUMHT BTOP

TpumecTep PRISCA cKpyHWUHT TpumecTap
npB TpumecTap

2019 275 194 834 1303
2020 300 180 845 1325
2021 299 126 901 1326
2022 319 108 840 1267
BKYIMHO 1193 608 3420 5221

I'padux la. Ilpukas Ha OpPOjOT HA YITPa3BYUHHU aHTCHATAIHA CKPUHHUH3U BO TIPBUOT U BTOPHOT

TPpUMECTAp BO TEK HAa UCMIUTYBAHUOT neproa 2019-2022r.
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I y3 aHTeHaTasieH CKPUHWHT NpB TpumecTep + PRISCA CKpUHUHT NpB TpumecTtap

M y3 aHTeHaTaneH CKPUHUHT BTOP TpUmecTap
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I'paduk 16. IIpukas Ha OpOjOT HA YATPA3BYUYHU aHTEHATATHU CKPHHUH3H BO TEK Ha

ucnuTyBaHuoT nepuon 2019-2022r.
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Bo ucnuryBanuot werupuroaumieH nepuona 2019-2022r. Bo npBUTE JBa TPUMECTPU HAIPABEHU
ce BKynmHO 5221 ynrpa3Byunu (¥Y3) aHTeHATaTHU CKPUHUH3U W Toa 1193 ynrpa3BydyHu WiH BO
komOuHanuja co PRISCA aHTeHaTasiHM CKPUHUH3HM BO NpB TpuMectep, U 3420 yinTpa3BydyHU

aHTEeHATaJIHU CKPUHHUH3HM BO BTOP TpuMecTap (Ttabesa u rpaduk 1).

Konrenuranaute anomanuu ce peructpupaat kaj 3.0% Bo oJHOC Ha BKYOHHUOT Opoj Ha

YITpPa3By4YHU CKPUHUH3U.

Bo wucnutyBanmor uerupurogumier nepuoxa 2019-2022r. Bo mnpBUTE ABa TPUMECTPU CO

YIATPAa3BYUYHH aHTCHATAJIHU CKPUHUH3U OTKPHCHU CC 155 aHOMaHW.

Bo ucnuTyBaHUOT MepUOJI c€ perucTpupaar KOHreHuTanHu aHomanuu 6% Ha 100 sxuBOpoIeHU.

Bo texot Ha 2019-2022r ce peructpupaatr BKynmHO 2593 KMBOpPOJEHH BO OOJIHMIIATA.

AHOManMUTE BO HAJroJIeM CUTHU(HUKAHTEH MPOLIEHT BO UCIIUTYBAHHOT IEPUO/] CE PETUCTPUPAHU
BO BTOPUOT TpumecTtap kaj 77.4%, u 19.4% Bo mpBHOT TpUMecTap, MPOLEHTyaJIHaTa pa3jiKa €

curnudukantHa (Difference test, p=.0000).
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3acTaneHocTa Ha PErUCTpPUpPAHUTE aHOMAJIMM BO BTOP TPUMECTEP CO YITPA3BYK IO TOJUHU CE

82.1% Bo 2022r, 81.1 % B0 2019r, 77.8% B0 2020r. 1 68.2% BO 2021T. (TabGena u rpaduk 2).

TaGena 2. Ilpuka3 Ha OpOjOT HA OTKPUEHH AHOMAIIUW TIPH YATPA3BYYHU aHTCHATATHU

CKPUHHUH3U BO MPBUOT U BTOPHOT TPUMECTAP

y3 aHTeHaTarneH BKYMHO 2019 2020 2021 2022
CKPUHWHT 6poj % 6poj % 6poj % 6poj % 6poj %
npB TpUmMecTep 30 194 7 18.9 4 22.2 13 29.5 6 10.7
BTOpP TPUMECTEP 120 774 30 81.1 14 77.8 30 68.2 46 82.1
npB TpumecTep + 5 3.2 1 2.3 4 7.1
PRISCA CKpVHWUHT

BKYMHO 155 100.0 37 ]100.0 18 100.0 44 100.0 56 | 100.0

I'padux 2. Tlpuka3 Ha OpPOJOT HA OTKPUEHHU AHOMAITH TPHU YATPA3BYIHH aHTECHATATHHU

CKPUHHMH3U BO MPBUOT U BTOPUOT TPUMECTAP
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IIpoceunara Bo3pacT Ha nanueHTKuTe U3HecyBa 31.0+5.2, Bo panr ox 20 1o 46r.

50.0% ox manmentkute ce nocrapu ox 31r. (Me=31.0, IQR 27 — 34) (Tabena u rpaduk 3).

Tabena 3. [lpuka3 Ha MpoceyHaTa BO3PACT HA MAIUECHTKUTE BO UCITUTYBAHUOT ITIEPUO,T

O6poj

npocek

MWUHUMYM

MakKCUMyM

Cta.Oes..

Me

Lower

Upper

155

30.99355

20.0

46.0

5.183010

31.0

27.0

34.0

I'paduxk 3. IIpuka3 Ha mpoceyHaTa BO3pacT Ha MAUEHTKUTE BO UCITUTYBAHUOT MEPUOT

42

40 t
38
36
34
32
30
28
26
24 +
22
20

|0 Mean = 30.9935
[0 Mean+SD
1 =(25.8105, 36.1766)
11 Mean+1.96*SD
= (20.8348, 41.1522)

Tabemna 4. HpI/IKa3 Ha 3aCTallCHOCTA HAa HATMOHAJIHOCTA Ha IMAIITUCHTKUTC BO UCITUTYBAHUOT

Meproa

HaUMOHAINHOCT | 6poj | %
MaKeOoHKa 101 | 65.2
anbaHka 54 |34.8
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I'padux 4. Ilpukas Ha 3acTaneHOCTa HA HAIIMOHAIHOCTA BO UCIUTYBAHUOT MEPHO

0% 20%

40%

M makefoHel, M anbaHel,

60%

80%

100%

Cropesr HAIMOHAJIHOCTA, CUTHU(MKAHTHO BO TOTOJIEM IPOIIEHT 3acTaleHH CE MaKEIOHKHTE

(65.2%), a 34.8% an6ankute (Difference test, p=.0000).(tabena u rpadux 4).

Tab6ema 5. [Ipuka3 Ha 3acTaneHoCTa Ha TpaBUAUTET (OpOj HA OPEMEHOCTH) Ha IMAIIMEHTKUTE BO

HNCIUTYBAHUOT MEPUOT

rpaBuauTeT 6poj %

nps 78 50.3
BTOp 39 25.2
TpeT 23 14.8
4yeTBpT 9 5.8
netu 4 2.6
LecTun 2 1.3
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I'paduk 5. Ilpukas Ha 3acTaneHOCTa HA TPABUIUTET Ha MAIlMEHTKUTE BO UCTIUTYBAHUOT NEPUOT

60

50
40
30 50.3
20
25.2
10
14.8 26 13
5.8 H e
0
nps BTOP TpeT yeTBpT netu wecty

50% ox manueHTKUTe uMaaT npBa OpeMeHocT. [IpoeHTOT Ha 3acTaneHoCcT Ha OPEMEHOCTUTE BO
OJIHOC Ha 3roJIEMYBamkE€TO Ha OpOJOT Ha OpeMEHOCTUTE ce HamayBa . [IponeHTyanHara pa3nuka
moMery mpBa OpeMeHOCT Bep3yc ocrtaHatute e curHuduranteH 3a P<.05 Difference test,

p=.0000) (Tabena u rpaduk 5).

Kaj 80% ox mnauuentkure He ce perucrpupa mnpucyreH komopouaurter. Kaj 5.8% on
NAlMEHTKUTE CE€ PETHCTPUpPa XETEPO3UIOTHO WM XOMO3MIOTHO HOCHTEJICTBO Ha BpOJEHA
tpomboduamja, m.Hashimoto kaj 2.6%, obeszuter u xunorupeouansam kaj 1.9%, ocranarute

3a00JTyBama ce perucTpupaaT Kaj mo eJeH nauueHT. (tadena u rpaduk 6).

47



TaGena 6. 3actaneHOCT Ha KOMOPOUAUTETOT Kaj HAllUEHTKUTE

Komopobuaurter o6poj %
Hema 124 80
Endometriosis 1 0.6
Obesitas 3 1.9
myoma uteri 1 0.6
Hepatitis B 1 0.6
congenital thrombophilia 9 5.8
Wilmsov Tu -operated 1 0.6
Hashimoto 4 2.6
Hypotireoidisam 3 1.9
Astma bronchiale 1 0.6
Epilepsia 1 0.6
Conisatio 1 0.6
Diabetes mellitus 1 0.6
hypertensio art. 1 0.6
Miastenia gravis 1 0.6
Timectomia 1 0.6
Diabetes gest. 1 0.6

I'padux 6. 3acTameHOCT HA KOMOPOMAUTETOT Kaj MAIIICHTKUATE
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CuTe MalMEeHTKU 3eMane CyOCTUTYIIMOHATHA BUTAMUHCKA Tepaliija 3a BpeMe Ha OpeMeHocTa, a
nocienoarenHo 9.0% 3emane u recrarenu (xopmonu). TpomOompoduiakTuyHa Teparnuja co
LMH (low molecular heparin) 3emane 5.2%, Eutirox e 3acranen kaj 4.5%, a actiupus 3emaie 4
(2.6%), nonexa aHTUOMOTHUIY, MHCYJIUH M aHTUXHUIIEPTEH3UB 3emale 1o exHa (0.6%) maiueHTka

(Tabena u rpaduk 7).

Tabena 7. Ilpuka3 Ha METUKAMEHTH KOW MAIMEHTKUTE TH 3eMaJie 3a BpeMe Ha OpPeMEeHOCT

MeOuKaMeHTun opoj| %
recrareHu 14 9.0
BUTaMUHU 155 | 100.0
LMH 8 5.2
aHTMOMoOTNLUM 1 0.6
Eutirox 7 4.5
acnupvH 4 2.6
MHCYIWH 1 0.6
aHTUXuMnepTeHsms | 1 0.6

I'padux 7. Ilpukas Ha MeTUKaMEHTH KOM MAIIMEHTKUTE TH 3eMaJjie 32 BpeMe Ha OpeMEHOCT
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90.3% oj manueHTKHTE 3a0peMeHuIe croHTaHo, 7.7% co in Vvitro npouexypa u 1.9% co AlH

(homologous arteficial insemination). (Tabena u rpaguk 8)

Tabena 8. Ilpuka3 Ha HaYMH HA 3a0pEeMEHYBakHE

I'paduk 8. Ilpukas Ha HAUWH Ha 3a0pEMEHYBAKHE

0% 20% 40% 60% 80% 100%

M vH BUTPO M cnoHTaHO M AUX
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TaGena 9. Kapuotunuzamuja (naeHTHGHUKALN]Aa HA XPOMO30OMCKH a0HOPMAaTHOCTH)

KapuoTMnusaumja 6poj | %

NIPT- negativ 39 |70.9
Amnicentesis -negativ 2 3.6
CVS - negativ 1 1.8
Down Sy (Trisomia 21) 2 3.6
Edward Sy ( Trisomia 18) 2 3.6
Patau Sy (Trisomia 13) 1 1.8
Turner Sy 1 1.8
Klinefelter Sy (47 XXY) 1 1.8
Deletio 10026 1 1.8
Duplicatio 19 chromosoma 1 1.8
Satelits 14 n 15 chromosoma 1 1.8
47 XY, satelits 21 chromosoma | 1 1.8
Triploidia 13, 18, 21, X 1 1.8
46 XX, inversio 9(p11,q12) 1 1.8
BKYNHO HanpaBeHa 55 | 354
HeMa nogaTouu 3a HanpaBeHa 100 | 64.5

Kapuotunusanuja e HanpaBena kaj 55 (35.4%) marnuentku, a kaj 100 (64.5%) He € mo3HATO qan

€ HaIpaBeHa KapUOTUIU3AIIH]a.

Bo najronem curaudukantes npoieHt o 70.9% ce peructpupa HeraTuBHa KapUOTUIIM3ALIM]A CO
HenHBa3uBeH npeHaraneH Tect -NIPT, HeraTuBHa aMHHOLIMHTE3a ce perucTpupa kaj nse (3.6%)
MalUeHTKU, a Kaj €/lHa IMalMeHTKa HeraTMBHAa XOpUOHOWONCHja, mpu mTO BO 76.3% on

CaydauTe vMa HeraTuBHa Kapnonmmaunja.

Edward Sy (Trisomia 18) mu Down Sy (Trisomia 21) ce peructpupa kaj no ase (3.6%0)
nanueHTkd. OCTaHATUTE JACTCKTUPAHU XPOMO30MCKH aHOMaiuu kKako Turner Sy (45 X), Patau
Sy (Trisomia 13), Klinefelter Sy (47 XXY), deletio 10926, duplicatio 19 chromosoma, satelits 14
u 15 chromosoma, 47 XY (satelits 21 chromosoma), Triploidia 13, 18, 21, X u 46 XX (inversio

9(p11,q12)) ce peructpupaar Kaj rmo eaHa naueHTka (tTademna 9).

M mokpaj Toa ga cO KapuHOTHNHU3alWjaTa ce perucTpupanu anomamnu 46 XX (inversio 9

(p11,912)) u Duplicatio 19 chromosoma, pojieHu ce 3apaBu OcOUmbA.

51



97.4% o manMeHTKUTE HE MyLIaT U HE 3aMaaT HapKOTHUILIY, AojieKka 2.6% He 1aBaaT 0JIroBop.

TaGena 10. [TapureT 1 HaUMH HA PETXOJAHU MOPOAYBabA HA MAIIUEHTKUTE

nopoayBame 6poj| %
npBo S.C. 18 | 30.0
npBo PMS 21 | 35.0
npBO U BTOPO PMS + PMS 7 11.7
npBO U BTOPO S.C+S.C 2 3.3
npBO U BTOPO PMS + S.C. 3 5.0
npBso,BTopo,Tpeto | PMS + PMS + PMS 3 5.0
npBo,BTopo,Tpeto | PMS + PMS + S.C 1 1.7
ner PMS + PMS + PMS+ PMS+ PMS | 1 1.7
NnpBO 1 BTOPO PMS + FM 1 1.7
npBO U BTOPO S.C+FM 1 1.7
npBo FM 2 3.3
BKYIMHO 60 |100.0

I'padux 10. [TapuTeT ¥ HAYMH HA PETXOTHO TIOPOYyBamkbE HA TAIIMEHTKUTE
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[Iperxonno moponyBame ce peructpupa kaj 60 (38.7%) nmanmueHTky, a 95 manueHTKH HemaaT

NPETXOJHH opoayBama (61.3%).

Bo nHajronem curHH(UKaHTEH MPOLEHT C€ PEruCTpUpa BarvHAIHO CIOHTAHO MOPOJYBabE

(PMS). MpTBOpPOICHOCT CE perucTpupa Kaj TpH MAlMEeHTKH, Kaj IBE MPH BTOPOTO MOPOAYBABE U

Kaj e[Ha P TPBOTO MOpoayBame (Tadena u rpaduk 10).

Tabena 11. [Ipuka3 Ha OpOjOT ¥ TUIIOT HA MPETXOAHU A0OPTYCH Kaj MAIIUEHTKUTE

o6poj %
1 ab.indicatus 2 1.3
1 missed ab. 6 3.9
1 molla + 1 missed 1 0.6
2 missed ab. 1 0.6
2 ab.spontaneus 9 5.8
1 ab.spontaneus 11 7.1
1 gr.extrauterina 2 1.3
3 ab.spontaneus 1 0.6
1 ab. spontaneus + extrauterina 1 0.6
Hema 121 78.1

I'padux 11. [Ipuka3 Ha OpOJjOT U TUIIOT HA TPETXOAHH AOOPTYCH Kaj MAIIMCHTKUTE
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Kaj 21.9% (34) on manuMeHTKUTE ce perucTpupaar mperxoaHu aboprycu, a Bo 78.1% Hemaar

MPETXOAHU abOPTYCH .

Bo Hajrosiem nen ce ciontanu abopTycu U ce peructpupaar 33 matw, ma ciexat Mmissed abortion

9 maru, abortus inductus indicatus aBa natu u T.H. (Tabena u rpaduk 11).

Tabena 12. [Ipuka3z Ha XOPHOHUIIUTET HA CeranrHa OPeMEHOCT

opoj | %

eAvHevyHa | 150 | 96.8
6nunsHauka | 3 1.9
TPOjKMN 2 1.3

I'paduron 12. [Ipuka3 Ha XOPUOHMUIIUTET HA ceralrHa OPEMEHOCT

1.9

0% 20% 40% 60% 80% 100%

B TpunneT M 6/M3HaYKa M eanHeyHa

Kaj ceramnata OpeMeHOCT enuHeuHa OpeMeHOCT ce perucrpupa kaj 96.8%, Onm3Hauka

opemenoct kaj 1.9% u kaj 1.3% ce perucrpupaar Tpojku (Tadena u rpadgux 12).

54



TaGena 13. IIpuka3 Ha MONOT HA ETYCOT

non opoj | %

Heno3Hat | 34 |21.9
MaLUKu 68 |[43.9
XKeHCKM 53 | 34.2

I'padux 13. Ilpukas Ha MOJOT HA PETYyCOT

0% 20% 40% 60% 80% 100%

B Heno3HaT M >KeHCKM M MmallKun

Crnopen nonot kaj 43.9% e mamku, 34.2% e xeHcku mon u kaj 21.9% He e oxpeneH MOJIOT.
[IpouentyanHara paznuka € cUrHU(UKaHTHA MOMeEry MalllKU MOJ Bep3yc HemosHat 3a P<.05
(Difference test, p=.0000) u sxencku o Bep3yc Hermo3Har 3a p<.05 (Difference test, p=.0159).

(Tabena u rpaguxk 13)

Tabena 14. HpI/IKa3 Ha IMpocCeyHaTa recraiucCka HElCjia Ha z[eTeKqua Ha aHOMAJIMUTC

Oopo | npoce | Me | MMHUMY | makcuMy | OoneH MopeH Crtp.OdeB
| K M M KBapTuUn
KBapTUI
155 | 194 |21.0 12.0 25.0 18.0 22.00 3.768066

55



I'padux 14. [Ipuka3 Ha mpoceyHaTa recTalMcka HeJena Ha JeTeKIMja Ha aHOMaIUUTE
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{1 O Mean = 19.3806
[ Mean+SD

= (15.6126, 23.1487)
T Mean+1.96*SD

= (11.9952, 26.7661)

[Ipoceunara recranucka HeAena Ha JAETEKIMja HA AHOMAJIMUTE CO YJITPa3BY4YeH CKPUHUHT

n3HecyBa 19.4 + 3.8 Henenu, Bo panr ox 12 go 25 nenena. Kaj 50% ox ciydante recranuckara

Hejena Ha geTeknuja ¢ momana o 21 nemena (Me= 21 IQR(18-22). (tabena u rpaduk 14)

On otkpuenute anomannu 78.7% oxamnara Ha u3oaupanumre, 12.9% ce myarunHu, 5.2% ce

XpoMo3oMcKH U 3.2% ce reHeTCKU U €KOJIOUIKHU, IPOIEHTyallHaTa pa3iuka € CUrHU(UKaHTHA

nmoMery M30JUpaHu Bep3yc octanatute anoMaianu 3a P<.05(Difference test, p=.0000).(tabena u

rpaduk 15)

Tabena 15. [Ipuka3 Ha TUMIOT HA OTKPUEHUTE AHOMAJIHH CO YIITPa3BYK

aHomanum Opoj %
XPOMO3OMCKHU 8 5.2
reHeTCKU U eKONOLUKU 5 3.2
n3onupaHu 122 78.7
MYINTUMHU 20 12.9
BKYNHO 155 100.0
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I'padux 15. [Ipukas Ha TUIIOT HA OTKPUEHUTE AHOMAIIUU CO YITPa3BYK
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Tabena 16. Knacudukaryja Ha TUTIOT ¥ CUCTEMOT Ha OTKPUEHUTE aHOMAJIMH CO YATPa3BYK

UzonupaHu N=122 Mynmunnu =20
HepBeH cuctem 9 HepBeH cuctem 5
Spina bifida 4 Ventriculomegalia 2
cerebri+Hydronephrosis billateralis
Megacysterna magna 1 Spina bifida+Ventriculomegalia+Pes 1
valgus hillateralis
Ventriiculomegalia severe 1 Agenesio/hypoplasio 1
vermis+AVSD+agenesio
aortae+polydactilia
Holoprosencephaly 1 Holoprosencephalia+Polydactilia 1
Agenesio corpus callosum 2 CpueBVI aHoManuu 5
INuue n Bpar 19 VSD minor+Micromelia 1
Hygroma colli, NT > 95'" centile 18 VSD minor+polydactilia
Micrognatia 1 VSD + sandal gap 1
CpueBn aHOManuu 54 | VSD minor+Hydronephrosis 1
unilateralis
Ventricular septal defect (VSD) 43 | Hypoplastic right heart,DOLV(doble 1
outlet left ventricle)
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,cheilognathopalatoschisis
Transposition of great vessels 1 PecnupaTtopeH cucrem 2
Tetralogy of Fallot 2 Hydrothorax+ Hydrops foeti +Hygroma 1
colli+Micromelia
Tricuspid atresia and stenosis 1 Hydrothorax+Hygroma coll 1
Aortic valve atresia/stenosis 2 OpodpaumjanHm pacuenm 2
Hypoplastic left heart 4 Palatoschisis+VSD minor 1
Hypoplastic right heart 1 Cheilognatopalatoschishis + VSD 1
PecnupaTtopeH cucrtem 1 OurectuBeH cuctem 2
Hydrotorax | 1 Hernia diaphragmalis+Cystis hepatis 1
OpodraumjanHu pacuenm 2 Cystis hepatis multilocunaris+cystis 1
mesenterialis
Cleft lip with or without palate 1 HDedektn Ha abaomuHaneH 3ug 1
Cleft palate 1 Gastroschisis + Spina bifida
OurectnBeH cuctem 3 ExkctpemuteTty 2
Ano-rectal atresia and stenosis 1 Polydactilia + Hygroma colli 1
Cystis hepatis 1 Sandal gap+Hydronephrosis bill. 1
Cystis mesenterialis 1 Apyrm aHomanuu 1
HDedektn Ha abgomuHaneH amg 3 Skeletal dysplasia + VSD 1
Omphalocele 1 XpomMo30MCKuU 8
Diaphragmatic hernia 2 Down Syndrome 2
YpuHapeH cuctem 17 Patau syndrome/trisomy 13 1
Bilateral renal agenesis including 2 Edward syndrome/trisomy 18 2
Potter syndrome,unilateral agenesia
Multicystic renal dysplasia 4 Turner syndrome 1
Congenital hydronephrosis 5 Klinefelter syndrome XXY 1
Renis duplex ,pyelon duplex 4 Triploidia 13,18,21,X 1
Megacystis 2 reHemcku 5
MeHunTaneH cucrtem 1 47XY,satellites 21 1
Hypospadias | 1 46XX,inversio9(pl1;ql2) 1
ExctpemuteTtn 9 satellites 14,15 1
Club foot - talipes equinovarus 7 deletio 10926 1
Sandal gap 2 duplication19 1
Opyrn aHomanuu 4
Skeletal dysplasias | 4

HajquTo BKIYYC€HU CHUCTEMH BO MYJITUIIHH AHOMAJIUU € HpOHaj,Z[eHO Kaj dHOMAJIMKM Ha

HEPBHUOT CHUCTEM M Kaj cpueBH aHoOMajuu co 1o 5 (25.0%) crmyyaeBu, M Kako IITO CJIEad

OTKPUCHH CE CIICIHUTC aHOMAJINHU Kaj HEPBHHOT CUCTEM:

- Ventriculomegalia cerebri + Hydronephrosis billateralis (8o 2 ciyuan),

- Spina bifida + Ventriculomegalia + Pes valgus billateralis,

- Agenesio/hypoplasio vermis + AVSD + agenesio aortae + polydactilia,

- Holoprosencephalia + Polydactilia.




Kaj Bponenure cpueBu Mmanu cienaute 5 (25.0%) cimydan ce OTKpHEHHU:

- VSD minor + polydactilia,

- VSD minor + Micromelia,

- VSD + sandal gap,

- VSD minor + Hydronephrosis unilateralis

- Hypoplastic right heart + DOLV (doble outlet left ventricle) + cheilognathopalatoschisis.

ITo 2 (6,1%) ciayyaum Ha MYITUIIHM aHOMAJIMU Ka] pecHPATOPEeH CHCTeM, Opo-(amnujajaHu

pacuenu, TMreCTUBeH CUCTEM U EKCTPEMHUTETH !

- Hydrothorax + Hydrops foeti + Hygroma colli + Micromelia; Hydrothorax + Hygroma coll;
- Palatoschisis + VSD minor; Cheilognatopalatoschishis + VSD;

- Hernia diaphragmalis + Cystis hepatis; Cystis hepatis multilocunaris + cystis mesenterialis;

- Polydactilia + Hygroma colli; Sandal gap + Hydronephrosis bill.
Ocranatute ce o eacH (3%) ciydaj Ha :

Gastroschisis + Spina bifida u Skeletal dysplasia + VSD.

M3osmpanuTe BO HAjrojieM MPOLEHT ce cpueBu anomaiauu 44.3% (54), auune u Bpat 15.6%
(19), ypunapen cucrem co 17 (13.9%) ciyuau, ciienaT HepBeH CHCTEM M eKCTPEMHUTETH CO T10
9 (7.4%) cnydau, ckeqneTHu gucmiaasum co 4 (3.3%) ciyyau, AedeKTH HA a0 JOMHUHAJIEH 3U] U
aurectuBeH cucreM co no 3( 2.5%) cnydau, opodaumjannm pacuenu 2(1.6%) cmoyyau.

PecnuTaTOPHHMOT M reHUTAJIHUOT cucTeM ce 3actaneHu co no 1(0.8%) ciyuaj (Tabemna 16).
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I'padux 16. I'paduuku npukas

16 a. MyATUIIHA aHOMAJTUU

® cpueBu N HepBeH C. eKCTpemMnTeTU
= ® 1UrecTuBEH C. = opodal,.pacuenu
B pecrnupaTopeH C. ® CKesleT.Aucnnas. ® nedeKTn Ha aba.3ug

16 6 . n30JIMpaHN aHOMAJTHH

Q
V4

® cpuesu ® nue 1 Bpat B YpUHAPEH C. ® HEepBeH C.
B eKCTpeMuTeTH W CKeNeTHW gucni. nebeKkT Ha aba.31a, ® AUrecTUBEH C.
= opodal.pacuenm B PEecrnmnpaTopeH C. B reHUTa/IeH C.
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Tabena 17. [Ipukas na Knacudukanuja cnopen EUROCAT/nucra Ha cute BKITydeHH aHOMAITUU

CIIOPE/ CUCTEMH

Kaacudukanuja cnopen EUROCAT
JIncTta Ha cuTe BKIIyYeHH aHOMAJIUN

Nervous system

Hydrocephalus

Severe microcephaly
Megacysterna magna
Ventriculomegalia
Arhinencephaly/holoprosencephaly
Agenesio/hypoplasio vermis
Agenesio corpus callosum

FrEEFEFEEEF

Neural Tube Defects — Anencephalus and similar , Encephalocele, Spina Bifida

N -~ DN W R

Eye
% Anophthalmos/micropthalmos
% Congenital cataract
% Congenital glaucoma

Ear, face and neck
% Anotia
% Micrognatia
+ Hygroma colli ,NT > 95" centile

18

Congenital heart defects

Severe CHD

Common arterial truncus

Double outlet right ventricle
Transposition of great vessels

Single ventricle

Ventricular septal defect (VSD)
Atrial septal defect (ASD)
Atrioventricular septal defect (AVSD)
Tetralogy of Fallot

Tricuspid atresia and stenosis
Ebstein's anomaly

Pulmonary valve stenosis
Pulmonary valve atresia

Aortic valve atresia/stenosis

Mitral valve anomalies

Hypoplastic left heart

Hypoplastic right heart

Coarctation of aorta

Aortic atresia/interrupted aortic arch
Total anomalous pulm venous return
PDA as only CHD in term infants (>=37 weeks)

Ll i IR SEE IR R S S SR IR S S SO SIS SRR S S S SR S

47

Respiratory
% Choanal atresia
% Cystic adenomatous malf of lung
% Hydrothorax
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Oro-facial clefts

+
+

Cleft lip with or without palate
Cleft palate

Digestive system

FEFFEFEFEEF

Oesophageal atresia with or without tracheo-oesophageal fistula
Duodenal atresia or stenosis

Atresia or stenosis of other parts of small intestine

Ano-rectal atresia and stenosis

Hirschsprung's disease

Atresia of bile ducts

Cystis hepatis

Cystis mesenterialis

Annular pancreas

Abdominal wall defects

+
+
+

Gastroschisis
Omphalocele
Diaphragmatic hernia

Urinary

FEFEFEFEF

Bilateral renal agenesis including Potter syndrome,unilateral agenesia
Multicystic renal dysplasia

Congenital hydronephrosis

Bladder exstrophy and/or epispadia

Posterior urethral valve and/or prune belly

Renis duplex ,pyelon duplex

Megacystis

—+

Genital

Hypospadias
Indeterminate sex

Lim

T

Limb reduction defects

Club foot - talipes equinovarus
Hip dislocation and/or dysplasia
Polydactyly

Syndactyly

Sandal gap

Other anomalies/syndromes

FEFFFREREEFEEF

Skeletal dysplasias

Craniosynostosis

Congenital constriction bands/amniotic band
Situs inversus

Conjoined twins

Congenital skin disorders
VATER/VACTERL

Vascular disruption anomalies

Lateral anomalies

Teratogenic syndromes with malformations
Fetal alcohol syndrome

Valproate syndrome
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4+ Maternal infections resulting in malformations
4+ Genetic syndromes + microdeletions (47XY,satellites 21)(46XX,inversio 9(p11;q12))(satellites 14,15)(deletio
109g26)(duplication 19) 5

Chromosomal

Down Syndrome

Patau syndrome/trisomy 13
Edward syndrome/trisomy 18
Turner syndrome

Klinefelter syndrome XXY
Triploidia 13,18,21,X

FEFEEE
I L I O Y

Bo TtaGema 17 e BkiydeH OpOjJOT M THUMOT HAa OTKPHUEHU AaHAMOJIUM CO TIOMOII Ha YJITPa3BYK

cnopen kracupukanujara Ha EUROCAT ,ipu mTo efieH ciydaj npumnara Bo €JIHa Ipyria.

Bo ucnuTyBaHHOT nepro/1 co yATpa3ByUYEH CKPUHUHT BO HAjroJIeM CUTHU(UKAHTEH MPOLEHT
CC OTKpUEHU KOoHzenumaanu cpyeeu oehpexmu xaj 59 (38.1%) derycu 3a p< 0.5 Bo ojHOC Ha
ocranatute anomaiuu crnopen cucremure (Difference test, p=.0000). KonrenuranHure cpiesu

nedekru ce peructpupaat 227.5 na 10.000 xuBopoaenu (cimka 3 a,0,8, ciauka 4 a,0) .

Camka 3. a) BCJI 6) uB) ABCJI co XunomiICTH4HO JIEBO CplLIe
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Stomnarocka

e

Cauka 4. a) u 0) XUIIOTUTACTUIHO JIEBO CPIIE CO TPAHCIO3HUIH]a HA TOJIEMH apTEPUU

Ha ywiu, nuye u épam oTKpueHM BKYIHO aHOMAaJIMM CO YITPa3BydeH CKpPUHHUHI ce Kaj 19

(12.3%) derycu. Ce peructpupa kaj 73.3 ua 10.000 sxuBopoaeHu (cjauka 5 a,0).

Stomnaroska
-

Cauka 5. a) u 6) IUCTUYEH XUTPOM
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Ha ypunapen cucmem xaj 17 (11.0%) derycu. AHOManuuTe Ha ypHHAPHHOT CHCTEM C€

peructpupaat 65.6 na 10.000 sxuBopoeHu (cauka 6 a,0,8, 1 ciauka7 a,0).

Cauka 6. a) MeranucTuc 0) u B) xunpoHedposa

naroska
gl

Cauka 7. a) cenThpaH MEraiucTuc 0) moUIUCTUYHH OyOpesn
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Ha nepénuom cucmem OTKpHEHM BKYTHO aHOMAaJIMM CO YATpa3BydeH CKPUHHHI ce Kaj 14
(9.03%) derycu. Ce peructpupa kaj 54 na 10.000 xuBopoaenu (cauka 8 a,0, 9 a,6, 10, u 11
a,0,B).

Stomnaroska

Camka 9. a) u 6) areHesuja Ha corpus callosum
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EG9560-21-10-22-3 GA=18wSd

Ciauka 10.

Jlo6apHa xonmomnposeHiedanmja

Stomnaroska MI 035 07.07-8 GA=19wSd

¥ Stomnaroska
e

o ~
o -
—

Camuka 11. a), 6), B) xonomnpo3enuedanuja co spina bifida

Ha excmpemumemu xaj 11 (7.1%) derycu. AHOManuuTe Ha €KCTPEMHUTETUTE CE€ PETUCTpUpaar

42.4 na 10.000 xuBopoaenu (camka 12).
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Camka 12. Pes equinovarus billateralis co manMapHa xurnepiekcuja Ha maka

A60omunannu 3uonu deghpekmu xaj 5 ( 3.2%) dperycu. AHOmManuuTe Ha AOJJOMUHATHUTE 3UIHU
nedexru ce peructpupaat 19.3 na 10.000 sxuBopoaenu (ciauka 13 a,0, u 14 a,0).

21-06-23-3 GA=12wSd

Cauka 13 a) u 6). Gastroschisis co ekcrpaBazanuja Ha IpH APoO U TEHKHU IPEBa

e —

Cauka 14 a) u 6). Hernia diaphragmalis
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Opo-pauujannu pacyenu xaj 4 (2.6%) derycu. AHOManuuTe Ha Opo-QarrjaTHl paciend ce

peructpupaat 15.4 Ha 10.000 xuBopoaenu (cimka 15 a,0).

Cauka 15 a) u 6). Cheilognathopalatoschisis billateralis

Ha purectruBen cucrem kaj 4 (2.6%) derycu. AHOManuMTEe HA TUT€CTUBHUOT CHUCTEM C€

peructpupaat 15.4 va 10.000 xuBopoacuu (cauka 16 a,0, u 17 a,0)

Cauka 16 a) u 6). Cystis hepatis
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Cauka 17 a) u 6). Cystis mesenterialis multilocunaris

Anomanuu Ha pecnupamopen cucmem xaj 3 (1.9%) derycu. AHomanuuTe Ha peciupaTOpeH

cucreM ce peructpupaar 11.6 na 10.000 xxuBopoaenu (cauka 18 a,0, u 19).

Cauka 18 a) u 6). Pleural efussion lat.sinistra
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6-16 GA=20w5d Stomnaroska
v

Cauxa 19. Hydrothorax

Ha zenumanen cucmem xaj 1 (0.6%) deryc. AHOManuuTe HAa TEHUTAJEH CHCTEM CE

peructpupaar 3.9 Ha 10.000 xuBOpOICHH.

Bo rpynara Ha dpyeu amomanuu u cumopomu CO YATPa3BY4eH CKPUHUHT C€ OTKpUECHH
anomanuu kaj 10 (6.5%) derycu u ce peructpupaar 38.6 na 10.000 xuBopoaeHu. BrinyuayBaat

o 5 cirydau Ha ckeneTHu auciuiasu (3.2%) (cimka 20), u renercku cuuapomu (3.2%).

Cauka 20. lucruiasuja Ha JOJHU €KCTPEMUTETH
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Xpomozomcku anomanuu ce otkpucHu kaj 8 (5.2%) derycu, npu mro Down Syndrome u
Edward syndrome ce eqnakBo 3actanenu co mo 1.3 %, noaeka ocranarute co mo 0.6% (cauka
21). Xpomoszomckure aHomManuu ce perucrpupaar 30.9 wHa 10.000 KHBOpOJEHH BO

HUCIIMTYBAHHUOT IICPUOL .

[IpeBanennara na Jlaynos cunnpom u Ensapa cunnpom uznecyBa 7.7 va 10.000 parama.

Cuamuka 21. Cniyuaj Ha Limphedem xaj Patau Sy.

Bo Hajrojiem curHu()MKaHTeH MPOLEHT € OTKPHEH BpojeH cpues aedekt kako Ventricular
septal defect (VSD) kaj 47 (30.3%) ¢erycu, mpolieHTyaqHaTa pa3jinka € CUrHU(UKaHTHA BO

OJIHOC Ha OCTaHATHTE MoeanHedHn aHomanuu 3a p<.05 (Difference test, p=.0000) (camka 22).

Cauka 22. a) VSD 6) AVSD B) collor dopler VSD
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Hygroma colli, NT> 95" centile kaj 18 (11.6%) ¢derycu; (camka23)

Cianka 23.
[Toroa cnemu Club foot - talipes equinovarus kaj 7 (4.5%) derycu;

Genetic syndromes + microdeletions 3acranenu co kapuotun (47XY, satellites 21), (46XX,
inversion 9(p11;912)), (satellites wa 14 um 15 xpomosom, camka 24), (deletio 10026),
(duplication19), congenital hydronephrosis, skeletal dysplasias u neural Tube Defects —
Spina Bifida kaj 5 (3.2%) derycu;

Camka 24.Ciiyyaj co mynrunau anomanuu ( Ascites abdominis. Renis polycysticum bill. Cystic

hygroma. Hypoplastic hart et pulmonis.)
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Hypoplastic left heart, renis duplex/pyelon duplex, u multicystic renal dysplasia, kaj 4 (2.6%)
dberycu;

Sandal gap, ventriculomegalia , hydrothorax, diaphragmatic hernia xaj 3 (1.9%) detycu;

Edward syndrome/trisomy 18, Down Syndrome/trisomy 21, Megacystis, unilateral renal
agenesia, Cystis hepatis, Cleft lip with or without palate, Hypoplastic right heart, Aortic valve

atresia/stenosis, Tetralogy of Fallot, Cleft palate, Agenesio corpus callosum,
Arhinencephaly/holoprosencephaly, kaj 2 (1.3%) derycn.

OcranatuTte aHoMalnuu ce peructpupanu kaj eaex (0.6%) deryc (tadena 17).

Ta6ena 18. IIpuka3 na Knacuduxamnuja cnopen EUROCAT/nucra Ha cute BKIIy4eHH aHOMATTMH
CTIOpe]l CUCTEMH W TPUMECTap

Knacupuxkanuja cnopen EUROCAT I tr Itr
Jlncra Ha cuTe BKIIyYeHU AaHOMAJIUH Oopoj Bpoj
Nervous system
+ Neural Tube Defects — Anencephalus and 3 2
similar , Encephalocele, Spina Bifida
+ Megacysterna magna 1
+ Ventriculomegalia 3
% Arhinencephaly/holoprosencephaly 2
+ Agenesio/hypoplasio vermis 1
+ Agenesio corpus callosum 2
Ear, face and neck
+ Micrognatia 1
+ Hygroma colli ,NT > 95" centile 16 2
Congenital heart defects
+ Transposition of great vessels 1
+ Ventricular septal defect (VSD) 47
+ Tetralogy of Fallot 2
+ Tricuspid atresia and stenosis 1
+ Aortic valve atresia/stenosis 2
+ Hypoplastic left heart 4
+ Hypoplastic right heart 2
Respiratory
+ Hydrothorax 1 2
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Oro-facial clefts

+ Cleft lip with or without palate 2
+ Cleft palate 2
Digestive system
+ Ano-rectal atresia and stenosis 1
+ Cystis hepatis 2
+ Cystis mesenterialis 1
Abdominal wall defects
+ Gastroschisis 1
+ Omphalocele 1
+ Diaphragmatic hernia 1 2
Urinar
+ Bilateral renal agenesis including Potter 2
syndrome,unilateral agenesia
+ Multicystic renal dysplasia
+ Congenital hydronephrosis 4
+ Renis duplex ,pyelon duplex 1 4
+ Megacystis 4
1 1
Genital
+ Hypospadias 1
Limb
+ Club foot - talipes equinovarus 7
+ Polydactyly 1
+ Sandal gap 3
Other anomalies/syndromes
+ Skeletal dysplasias 1 4
+ Genetic syndromes + microdeletions 1 4
(47XY satellites21),(46 XX, inversio9(pl11;912)),
(satellites14,15), (deletio 10926),(duplicatio19)
Chromosomal
+ Down Syndrome 1 1
+ Patau syndrome/trisomy 13 1
+ Edward syndrome/trisomy 18 2
+ Turner syndrome 1
+ Klinefelter syndrome XXY 1
+ Triploidia 13,18,21,X 1
Bkynno 34 121
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On BkymHO 155 peructpupanu aHOMalIUU CO yITpa3Byk , 34 ( 21.9%) ce BO mpBHOT TpUMecTep,
121 (78.1%) ce BO BTOPHOT TpPUMECTap, MPOLEHTyalHATa pa3jivKa € CHUTrHH(HUKaHTHA 32

p<.05(Difference test, p=.0000).

Haj3acranenn Bo nps Tpumectap ce Hygroma colli NT > 95" centile kaj 16 (47.1%) derycn,
spina bifida xaj 3 (8.8%) derycu, holoprosencephaly kaj aBa (5.9%) derycu, a octanature ce

10 €ICH.

Bo BTOp TpuMecTap Haj3acTanieHH AaHOMAJIMU CE€ BEHTPUKYNIAapeH centaieH nedexr kaj 47
(38.8%) derycu, creneno ox talipes equinovarus kaj 7 (5.8%), u mo 4 (3.3%) cnyuan Ha
CKEeJIeTHa JuCIUIa3uja, Ae(eKkTH Ha ypUHAPHUOT TPAKT KAaKO MYJITHIMCTUYHA pEHATHA
JMCIUIa3uja, KOHICHHUTATHA XuapoHedpo3a u renis duplex um Ha cpueBu nedexTd Kako

hypoplastic left heart.
3 ( 2.5%) cnyuqaeBu na sandal gap u ventriculomegalia.

ITo 2 (1.6%) caydau na spina bifida, aremesmja ma corpus callosum, mucTuuHa XUrpoma,
Tetralogy of Fallot, Edward syndrome/trisomy 18, creHo3a Ha aopTHa BajByIa, aujadparmMaiHa

XEpHU]a ¥ YHUJIATepallHa areHe3nja Ha Oyoper.

OcraHaTHTe Ce caMo o efieH ciry4aj. (tadema 18).
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7.2. TlpexuH Ha OpeMeHOCT MOPAAH AeTEKIHja HA KOHT€HUTAIHHU
AHOMAJIUM

Bo wucnuryBannor uwerupurogumieH nepuon 2019-2022r. uzBpmienu ce 38 mNpekUHH Ha

OpEeMEeHOCTH Nopay KOHTCHUTAIHN aHOMaluu (Tabena u rpaduk 19).

Tabena 19. Ilpuka3 Ha 6pojoT HA MPEKUHU HA OpeMeHoCT Bo Tek Ha 2019-2022r.

roguHa 6poj %
2019 13 34.2
2020 8 21.05
2021 8 21.05
2022 9 23.7
BKYIMHO 38 100.0

I'padux 19a. [Ipuka3 Ha TPOLIEHTOT HA MPEKUHU HA OpeMeHOCT BO Tek Ha 2019-2022r.

21.5 21.05 23.7

0% 20% 40% 60% 80% 100%

2019 2020 2021 42022
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I'padux 196. Ilpukas Ha OpojoT Ha MPEKUHU Ha OpeMeHOCT BO Tek Ha 2019-2022r.

2019 2020 2021 2022

I'padux 198. IIpuka3 Ha 6pojoT HA MPEeKUH HA OpeMeHocT Bo Tek Ha 2019-2022r.8o0 ogHOC Ha

OpojoT Ha MopoayBama Bo Pemennka

13 8 8 8
2019 2020 2021 2022

e=@==DEKUH ==@==0POAYBaH>A

Bo wucnuryBanuor uerupuroaumieHn nepuon 2019-2022r. wusBpumieHn ce 38 TOpeKWHH Ha

o6pemenoct nopaau KM (tabena u rpadux 19a,6,B).
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HajBucoka wHIMACHIIAa HAa TNPEKMH HA OpPEMEHOCTa MOpaad pPErUCTpUpaHAa aHOMaluja ce

peructpupa Bo 2019r. 1.9/100 parama.

[lount mnpeBasieHIlaTa, 3acTalleHOCTa Ha IMPEKMH Ha OpeMeHoCTa NOopaau perucTpupaHa

anoMainuja Bo mepuonot 2019-2022r uznecysa 14.6/1000 parama (Tabena u rpadux 20).

Tabena 20. [Ipuka3 Ha Opoj Ha IOpoayBama U OpOj HAa MPEKUHU BO TiepuoAoT 2019-2022r

2019-2022

MpeBaneHua /

1000 parawa*

fognHa nopoayBara npekuHn | MHumaeHua/100
parakwa

2019 671 13 1.9

2020 674 8 1.19

2021 658 8 1.2

2022 590 9 1.5

2019-2022 2593 38

14,6/1000

*Bo Pemeguka

I'padux 20. [Ipuka3z Ha WHIMACHIIATA HA TPEKWHU Ha OpEMEHOCT

nepuosioT 2019-2022r.

1.9

1.8

1.7

1.6

1.5

1.4

13

1.2

11

2019

1.19

2020

2021

BO OJHOC Ha parama BO

2022
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[Ipoceunara Bo3pacT Ha MaNMEHTKUTE (MajKUTE) CO (PEeTyC cO KOHICHUTAIHU aHOMAJIUH, Ka] KOU

uMa MpEeKuH Ha OpeMeHocTa u3HecyBa 32.2+5.6, Bo panr ox 22 no 44r.

50.0% ox maumentkute ce nocrapu ox 32r. (Me= 32.0, IQR 27 — 37) (Tabena u rpaduxk 21).

TaGena 21. IIpuka3 Ha mpoceyHaTa BO3PACT HA MAMEHTKUTE BO UCIIUTYBAHUOT TTEPHO

O6poj

npocek

MeguaHa

MWUHUMYM

MakKCUMyM

Lower

Upper | Cta.OdeB

38

32.2

32.0

22.0

44.0

27.0

37.0 | 5.753656

I'paduk 21 [Ipuka3 Ha mpocedyHaTa BO3pacT Ha NAlMEHTKUTE BO UCIIUTYBAaHUOT MEPHOJT

46
44 |
42 t
40 }
38t
36 |
34t
32t
30t
28 |
26 |
24 |
22 |
20

1 o Mean = 32.2368
{[J Mean+SD

= (26.4832, 37.9905)
1I Mean+1.96*SD
=(20.9597, 43.514)

Tabena 22. Bo3spacHa nuctpulyiuja Ha MajKUTE BO UCIIUTYBAHUOT MEPUOT

Bospacrt og -go 6poj %

20 - 24 3 7.9
25 - 29 10 26.3
30-34 10 26.3
35 -39 11 28.9
40 - 44 4 10.5

80



I'paduk 22. Bo3pacHa nuctpubynrja Ha MajKUTe BO UCIIUTYBAHUOT MEPUOJT

40-44

35-39

30-34

25-29

20-24

20

25

30 35

Han 34 roauuu peructpupanu ce 15 (39,5%) majku co peTyc co KOHIeHUTAIHU aHOMAJIUH Kaj

KOM MMa NpeKUH Ha OpemeHocTa, nojeka moj 20 roJWHU HE Ce PEerucTpupaar IpEeKUHH Ha

OpemeHocTt. Bo HajromeM curHugukaHTeH NpoueHT on 52.6% wmajkure co deryc co

KOHTCHUTAJHU aHOMAJIMM Kaj KOM MMa MPEKWH Ha OpEeMEeHOCTa ce Ha Bo3pacT onx 25 mo 34r,

HAOJIOT € CHTHH(HMKAHTEH Bep3yc ocraHaTuTe Bo3pacHu rpynu 3a P<.05 (Difference test,

p=.03). (Tabena u rpaduk 22).

Tabemna 23. HpI/IKa3 Ha 3aCTallCHOCTa Ha HAMOHAaJIHOCTA Ha MaHUECHTKUTE CO IMIPCKHUH Ha

6peMeHOCT BO HUCIIMTYBAHUOT IIEPUO

HauMoOHarnHocT | 6poj | %
MaKeOoHKa 29 |76.3
an6aHka 7 18.4
LIBajLuapKa 1 2.6
ocTaHaTo 1 2.6
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I'papux 23. Ilpuka3 Ha 3acTameHoCcTa Ha HAIMOHAIHOCTA HA MAIMEHTKUTE CO TNPEKUH Ha

OpPEeMEHOCT BO HCIUTYBAaHHOT MEPHO

2.6

18.4

2.6

0% 20% 40% 60% 80% 100%

M MaKeAOHKa M anbaHKka M wWwBajuapKa 4 ocTaHaTo

Crnopen HalMOHAITHOCTA, CUTHU(MKAHTHO BO TOTOJEM IPOICHT 3aCTAlleHH CE MAI[HEHTKUTE
MakenoHku (76.3%), motoa cinemat 18.4% anbankure, a mo emHa (2.6%) manMeHTKa € O
[IBajuapuja u ocranatu Hanumonaaroctu (Difference test, p=.0000). (tabera u rpadux 23).
[ToBeke o 50% ox manueHTKUTE UMaaT mpBa OpemeHocT. Bropa GpeMeHoCT ce peructpupa Kaj
31.6% on mauuentkure, 13.2% umaat Tpera Opemenoct. [IponienTyannara pasnuka momery npaa
OpeMeHOCT Bep3yc TpeTa M 4YeTBpTa OpeMeHOCT Kaj Majkure € curnuduxanTHa 3a P<.05
Difference test, p=.000), ocTaHaThTE MPOIEHTYAIHN PA3IUKU CC HECUTHU(DUKAHTHHU U CE IOJDKAT

Ha CJIy4ajHOCT BO HAIIMOT MpUMepOK (Tabena u rpaduk 24).

TaGena 24. IIpuka3 Ha 3acTaneHOCTa Ha IPaBUAUTETOT (Op0oj Ha OPEMEHOCTH) BO UCIIUTYBAaHHOT

Iepuo
rpaBuauTeT 6poj %
npB 20 52.6
BTOp 12 31.6
TpeT 5 13.2
YyeTBpT 1 2.6
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I'padux 24. [Ipuka3 Ha 3acTaneHocTa Ha TPAaBUAUTETOT (Op0j) BO HCIUTYBAHUOT NEPHOA

13.2

4
31.6 ’

2.6

0% 20% 40% 60% 80% 100%

M npBa MBTOpa MTpeTa M yeTBpTa

Kaj 76.3% oja manmueHTKUTe CUTHHU(HKAHTHO HE C€ PErHCTPUpa MPUCYTEH KOMOPOHIUTET,
(Difference test, p=.0000). Kaj 7.9% on mammentkute ce peructpupa m.Hashimoto, kaj 5.2%
obesuteTr W kaj mo eaHa (2.6%) manmeHtka ce peructpupaar Myastenia gravis, Myoma
submucosum uteri, Uterus didelfus cum cervix duplex et septum vagine u Kariotip 45XX
(13,14)(910,910) Ha majkata (Tabena u rpaduxk 25).

TaGena 25. 3acTtaneHocT HA KOMOPOUAUTETOT Kaj MALUEHTKUTE

Komopbugurer o6poj %

Hema 29 76.3
Myastenia gravis 1 2.6
Myoma submucosa 1 2.6
Hashimoto 3 7.9
Uterus didelfus,cervix duplex,septum vagine 1 2.6
kariotip 45XX(13,14)(q10,q10) 1 2.6
Obesitas 2 5.2
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I'padux 25. 3acTtaneHoCT Ha KOMOPOUIUTETOT Kaj MAlMEHTKUTE

76.3
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TaGena 26. [Ipuka3 Ha MEIMKaMEHTH KOM MAIIMEHTKUTE TH 3eMaJie 3a BpeMe Ha OpeMEeHOCT

MeanKamMeHTun opoj| %
rectareHu 6 15.8
BUTaMUHU 38 |100.0
Eutirox 3 7.9
KopTuKocTepouamn | 4 2.6

I'padux 26. [Ipyuka3 Ha MEAMKAMEHTH KOU MAIIMCHTKUTE TH 3eMaJie 3a BpeMe Ha OpEMEHOCT

KOPTUKO 32-6
Eutirox 37-9

BUTAMUHU ) 100

recrareny i) 158

0 10 20 30 40 50 60 70 80 90 100
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CuTe manMeHTKH 3a BpeMe Ha OpeMeHOCTa 3eMaje BUTaMUHH, mocienoBatenHo 15.8% 3emaine
U recrareHu xopMmoHnH, EUtiroX e 3acramen kaj 7.9% ox manueHTKUTE, a KOPTHKOCTEPOUIH

3emana enHa (2.6%) manuenTka (tabdena u rpaduk 26).

81.6% ox manmeHTKHTEe 3a0peMeHmsIe coHTano, 18.4% co in Vitro npouenypa, npoleHTyanHaTa

pasnuka e curandukantHa 3a P<.05 Difference test, p=.0000) (tabena u rpaduk 27).

Tabena 27. Ilpuka3 Ha HAYMH Ha 3a0peMEHYBambE

opoj| %
In vitro fertilizatio 7 18.4
CMOHTAaHO 31 |81.6

I'paduk 27. [Ipuka3 Ha HauUUH Ha 3a0peMeHYyBambE

M CNOHTaHO M MH BUTPO

Tabena 28. [Ipuka3 Ha IPEeTXOJHO CIIPOBEJCH AaHTEHATAIIHUOT CKPUHUHT

aHTeHaTanHWOT CKPUHUHI opoj| %

ynTpasBy4eH 31 |81.6
Ynrtpa3By4eH +PRISCA |-Bucok puank | 5 | 13.2
Ynrtpa3By4eH +PRISCA |-HU3OK pU3uK | 2 5.2
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I'paduk 28. [Ipuka3 Ha aHTEHATATHUOT CKPUHUHT

90 AT

80
70
60

50 81.6
40
30
20 5.2
0 15 (.’
0
yATpa3By4eH YntpassyueH +PRISCA |- YntpassyueH +PRISCA |-

BUCOK PU3UK HU30K PU3nNK

Kaj manueHTKUTEe aHTEHATATHUOT CKPUHUHT BO HAJrOJIEM JIe]l € HAaIpaBeH KaKo yTPa3BYYeH Kaj
81.6%, a kaj 7 mauuentku e Bo komobunauuja co PRISCA |, mpu mro kaj 5 (13.2%) e co Bucok

pu3UK U Kaj 1Be (5.2%) e co Hu30K pu3ukK (Tabena u rpapuk 28).

Tab6ena 29. Kapuotunuzamnuja (naeHTudurKanyja Ha XxpOMO30MCKH aOHOPMATHOCTH )

opoj | %
Chorionbiopsio 5 [13.2
NIPT,chorionbiopsio 2 5.3
Amniocentesis 6 |15.8
NIPT 8 |21.1
Egzoma foeti 4 1105
NIPT,egzoma foeti 3 7.9
NIPT,amniocentesis 1 2.6
Amniocentesis,egzoma foeti | 2 5.3
He e HanpaBeHa 7 |184
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Kapuotunusanuja e namnpasena xaj 31 (78.9%) mauuentku, a kaj 7(18.4%) mauueHTKH He €

HarpaBeHa KapuOTUIIM3aIMja 110 U300p HA POJIUTEIIHUTE.

Bo najrosiem curnudukanTeH mpomeHT o1 36.8% ce perucTpupa U3BpIICHA KapUOTUITH3AIN]a
kako NIPT wusonupano miam Bo kKomOuHammja co chorionbiopsio mmm amniocentesis, win co

KaproTUIH3anuja o1 egzoma foeti post abortem.

AmHHONEHTE3a ce peructpupa kaj 9 (23.7%) manueHTKH W30JIMPaHO WM BO KOMOWHAIHja CO

NIPT wiu egzoma foeti.

Kapuotunmsanuja ox egzoma foeti ce peructpupa xaj 9 (23.7%) manueHTKH U30JUPAHO HITH BO

KOMOMHaIMja.

Xopuonobuorncuja ce peructpupa kaj 7 (18.4%) nmaunveHTKH U30JIMPaHO WM BO KOMOMHAIM]a CO

NIPT. (taGemna 29)

Tabena 30. Ilpuka3 Ha KapHOTHUIIOT

opoj %
Trisomia 21 (Down sy) 9 23.7
Trisomia 18 (Edward sy) 4 10.5
Trisomia 13 (Patau sy) 2 5.3
Syndrom Tripple XXX(47 xxXx) 1 2.6
Heterozygot of sequence NEK | 1 2.6
Turner sy. -Monosomia X 1 2.6
Disomia XYY 1 2.6
Deletio 5p(Cri-Du-chat sy) 1 2.6
Deletio 100926 sy 1 2.6
satelits 14,15 chromozoma,no aneuploidia et triploidia 1 2.6
Triploidia 13.18.21.X 1 2.6
He e HanpaBeHa 7 18.4
KOHTaMMHaLUuja, Hema pe3ynrtaTtu 1 2.6
HeratTuBHMU 7 18.4

Kaj 7 (18.4%) derycu He e HanpaBeHa KapHOTHIIM3ALK]a .
Kaj enen cnyyaj HacTaHyBa KOHTAMUHALIMja U HEMA pe3yITar.

7 (18.4%) ox pe3ynraTtute ce HEraTHBHU.
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Bo najrosiem He curnugukaHTeH mpoueHT ce peructpupa Down Sy (Trisomia 21 ) kaj 9

(23.7%) derycu.
Edward Sy ( Trisomia 18) ce perucrpupa kaj 4 (10.5%) derycu.
Patau Sy (Trisomia 13 ), ce peructpupa kaj 4 (5.3%) derycu .

Ocranarute aHoMaJMu Kako Turner sy. - Monosomia X, Syndrom Tripple XXX (47 xxx),
Disomia XYY , heterozygot of sequence NEK I, Deletio 5p (Cri-Du-chat sy), Deletio 10q26 sy ,
satelits 14,15 chromozoma 6e3 mpucycTBO Ha aHeyruiowauja wid tpumioumja u Triploidia

13.18.21.X ce peructpupaar kaj 1o exHa rnamnuenTtka (tadena 30).

TabGena 31. [Ipuka3 Ha perucTpaiyja Ha MyIMIeHe U HAPKOTUIIN Kaj MAIIHCHTKUATE

nyLwexe opoj | %
He 35 |92.1
aa 2 5.3
HepgocTtacyBa | 1 2.6
HapKoOTULN

He 37 | 974
HepgocTtacyBa | 1 2.6

I'paduk 31. [Ipukas Ha perucrpaiyja Ha NylIEHE U HAPKOTHUIM Kaj MAallUEHTKUTE

HapKoTMUM 97.4 _
nywere 921 5.3 '

88% 90% 92% 94% 96% 98% 100%

M He Mpaa M HegocTacyBa
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Enna nanuenTKa Ha IpamiameTo 3a MyIICHhe U 3eMabe HAPKOTULIM HE AaBa OJIrOBOP.
92.1% on mauueHTKUTE He mymar u 1 97.4% He 3aMaaT HapKOTULIH.
Opn manmenTkuTe mymar camo jBe (5.3%).(tabena u rpaduk 31).

Tabena 32. [IpeTxoaHu OpOayBamka HA MAIUEHTKUATE

nopoayBake opoj | %

S.C. 7 18.4
1 PMS 5 [13.2
Mpe +BTOPp S.C.| 2 5.3
Hema 24 |63.2

I'paduk 32. HauuH Ha MOpoAyBame HA MAlUEHTKUTE

63.2 |

0% 20% 40% 60% 80% 100%

Msc Mpms M2sc lHema

[Mperxoauu mopoayBama ce perucrpupaar kaj 14 (36.8%) marpeHTKH, a HeMaaT MOpPOayBamba

24 (63.2%) nanmenTtku, noxaeka kaj 20 (52,6%) marueHTKU ce paboTu 3a mpBa OPEMEHOCT.

Bo Hajronem curHupUKaHTEH MPOLEHT C€ PErucTpupa MPEeTXoJeH Lapcku pe3 kaj 23.7%, a

CIIOHTAHO BaruHajaHO mopoayBame (PMS) e 3acrtaneno co 13.2%. (tabena u rpaduk 32).
Kaj 18.4% (7) on manumeHTKHTE ce perucTpupaar npeTxoaHu aboprycu, a kaj 81.6% (31) we.

Bo Hajrosem nien ce cioHTaHu abOPTYCH U CE PEruCTpHUpaaT 5 maTw, ma ciaenat missed abortus 3

natu, ¥ abortus indicatus enunam.(tadena u rpaduk 33).
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TaGena 33. IIpuka3 Ha OpOjOT U THUMOT HA A0OPTYCH Kaj MAUECHTKUTE

6poj | %
2 ab.spontaneus 1 2.6
1 ab.spontaneus 2 5.3
1 missed ab. 3 7.9
1 ab.spontaneus+1 ab.indicatus | 1 2.6
Hema 31 |81.6

I'paduk 33. [Ipukas Ha OPOJOT ¥ THITOT HA AOOPTYCH Kaj MAIIHCHTKUTE

35 31
30
25
20
15

10

1+1 1 ab.spontaneus 1 missed ab. 1 Hema
ab.spontaneus ab.spontaneus+1
ab.indicatus

Kaj ceramnara 6pemeHoCT, eiMHeYHa OPEMEHOCT CE€ PETUCTPHpa Kaj CUTE MALUEHTKH.

IIpoceunata recranucka Hejiena Ha IPEeKUH Ha OpeMeHocTa u3HecyBa 17.6 + 3.6 Heenu, BO paHr

o 12 no 22 nenena. 50% on mnpekuHHUTE HA OpeMeHOCTH ce moj 18 recramucka Hepena (Me=
18 IQR (14-22). (tabena u rpaduk 34)
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Tabena 34. [Ipuka3 Ha mpoceyHaTa recTalMCcKa Helella Ha JICeTeKIInja

Opoj | npocek | MeaMaHa | MUHUMYM | MaKCUMyM Lower - Upper - Ctn.deB
Quartile Quartile
38 17.6 18.0 12.0 22.0 14.0 22.0 3.559692

I'paduk 34. [Ipuka3 Ha mpoceyHaTa recTalycka HeJena Ha AeTeKInja

26

24

22

20

18

16

14

12

10

|

10 Mean =17.6316
[0 Mean+SD

= (14.0719, 21.1913)
T Mean+1.96*SD

= (10.6546, 24.6086)

[Ipoceunara texxnnHa Ha ToaoT u3HecyBa 220.8 + 163.3rp., Bo panr ox 50 mo 500rp. 50% on
dberycure ce co texuna nog 175rp., (Me= 175.0 IQR(70-300rp). (rabena u rpadux 35)

Tabena 35. [Ipukas Ha mpocedHaTa TeKHWHA Ha PETyCcOT BO Tp.

Opoj | Nnpocek | MeaMaHa | MUHUMYM | MaKCUMyM Lower - Upper - Ctn.OdeB
Quartile Quartile
38 | 220.8 175.0 50.0 500.0 70.0 300.0 160.2596
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I'padux 35. [Ipukas Ha mpocevHaTa TeXHHA Ha (HETycoT BO Tp.

600
500
400
300
200 0
100
0 10 Mean = 220.7895
0 Mean+SD
-100 { =(60.5299, 381.0491)
T Mean+1.96*SD
200 = (-93.3194, 534.8983)
Tab6ema 36. [Ipukas Ha MOIOT
non opoj | %
Heno3Hart 4 10.5
MaLUKun 18 |47.4
XKEHCKM 15 | 39.5
He moxe pa ce petektupa 1 2.6

I'padux 36. [Ipuka3 Ha TOJIOT

0% 20% 40% 60% 80% 100%

B Heno3HaT MeHcKn M mawKkn M HemoXe Ja ce ageTekTupa
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Crnopen monot 47.4% e mamku, 39.5% e xeHcku noi, kaj 10.5% Hemo3HaT € MmoJjoT, a Kaj eIeH
HEMOXKEe Ja ce AerekTtupa. [IpomeHTyanHara pa3nuka ¢ HecurHupukantHa 3a p>.05 (tabena u

rpaduk 36).

@eranauTe aHomManuu Oea KIacCHUIMPAHH KAaKO BpOJEHH MaiopManuu (MYITHIIHH U
W30JIMPAHM), XPOMO30MCKH a0HOPMATHOCTH M I'€HETCKO €KOJIOUIKH abHOpManHocTH. Bponenure

MaspopMaIiu ce 1eUHUPAHA BO MOATPYITH CIIOPE]T 3aCETHATHTE TJIABHU OPTAaHCKU CHCTEMU.

Tabema 37. Ilpuka3z Ha TUMOT HAa OTKPHEHUTE aHOMAJIMU KOW C€ WHAWKAIMja 3a TPEKWH Ha

OpeMeHocTa

aHoManmu 0poj %
XPOMO30MCKHU 19 50.0
reHeTCKU U eKONOLUKU 5 13.2
n3onupaHu 9 23.7
MYNTUMHU 5 13.2
BKYNHO 38 100.0

I'paduk 37. [Ipuka3 Ha THIIOT HA OTKPUCHUTE aHOMAJIMK KOW CE WHAMKAIIM]a 33 MPEKUH Ha
OpeMeHocTa

13.2 23.7 13.2

0% 10% 20% 30% 40% 50% 60% 70% 80% 90% 100%

M XPOMO30OMCKM M reHeTCcKy M U30/MpPaHN M MYATUNHKU
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On otkpuenute anomanuu 50.0% ce xpomo3zomcku, 23.7% ce wzoqumpanm u 13.2% ce
MYJITUIIHA ¥ T€HEeTCKH, TIPOICHTYyallHATa pa3jfKa ¢ CHTHU(UKAHTHA MTOMETy XPOMO30OMCKUTE

Bep3yc ocraHatute anomanuu 3a P<.05(Difference test, p=.0175) (tabena u rpaduk 37).

Bponenute mandopmanuu ce nepvHUpaHy BO MOATPYIU CIOPE 3aCETHATUTE TJIaBHU OPraHCKU

CUCTCMHU.

Tabena 38. Knacudukanuja Ha TUTIOT U CUCTEMOT Ha OTKPUCHUTE aHOMAJTUH

U3onupaHu N=9 Mynmunnu N=5
HepBeH cuctem 4 HepBeH cuctem 4
Anencephalia 1 Cholprosencephalia alobata + Ascites + 1
Megacystis
Choloprosencephalia 1 Choloprosencephalia billobaris + Pes 1
billobaris equinovarus lat.dextra
Agenesio corpus callosum 1 Agenesio corpus calosum + 1

Meningomielocelae + Dysmorphia faciei +
hypoplasio cardii + pes equinovarus

Holoprosencephaly 1 Hydrocephalus + Meningocela 1
lumbosacralis

CpueBu aHOManum 1
Hypoplastic left heart ‘ 1 DedekTn Ha abgomuHaneH 3upg 1
OpodraumjanHm pacuenn 1 Gastroshisis + Cystic hygroma ‘ 1
Cheilognatopalatoschishis | 1 XpOoMO30MCKHU N= 19
Oedrektn Ha abgomuHaneH 3ug 1 Down Syndrome 9
Gastroshisis | 1 Patau syndrome/trisomy 13 2
YpuHapeH cuctem 1 Edward syndrome/trisomy 18 4
Megacystis | 1 Turner syndrome 1
ExcTtpemuteTn 1 Tripple XXX syndrome 1
Talipes equinovarus ‘ 1 Triploidia 13,18,21,X 1
FeHeTCKM N= 5 | Disomia XYY 1
Deletio 5p-Cri-Du-chat 1
syndrome
Deletio 10926 syndrome 1
Heterozygot of sequence NEK | 1
Satelites 14 i15 hromozoma 1
Teratogenic syndromes with 1
malformations
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Hajuecto BKIydeH cUCTEMU Kaj MYJITHIIHUTE AaHOMAJIHMHM € HepBHHOT cucrem co 4 (80%)

CIIy4au | €JIeH ciy4aj Ha JAe(eKT Ha aOOMUHATHHOT 3HI.

o Kaj AHOMAJIMUTC Ha HCPBHHUOT CUCTEM KAaKO MYJITHUIIHHU aHOMAJIWMHU OTKPHUCHU Cce.
Cholprosencephalia alobata + Ascites + Megacystis; Choloprosencephalia billobaris +
Pes equinovarus lat.dextra; Agenesio corpus calosum + Meningomielocelae +

Dysmorphia faciei + hypoplaso cardii + pes equinovarus (ciauka 25 a,0,B) wu

Hydrocephalus + Meningocela lumbosacralis o exen ciyuaj.

Ciamka 25. a) Meningomielocele  6) Polydactylia B) pes equinovarus

e Enen ciyyaj Ha Gastroshisis + Cystic hygroma kaj nedekt Ha aOOMUHATHHOT 3U]I,

N3osmpannte anomanuu ce 9 Ha Opoj. Bo HajroneM NpoLEHT ce UCTO aHOMAJIMUTE Ha
HEepPBeHUOT cucTeM co 4 (44.4%) ciyyan, moTOa CllefaT MO €EH Clydaj KOHICHUTAIEH Je(eKT
Ha cpue, opodarujageH pacuern, eKCTPeMUTETH, YPUHApEeH CUCTEM U JeeKT Ha abJoMuHalleH

3ua (Tabena 38).

Tabena 39. IIpuka3 na Knacuduxanuja cnopenq EUROCAT/nucTa Ha cute BKIy4eHH aHOMAJIUU
CIIOpE] CUCTEMHU
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Kaacupuxanuja cnopex EUROCAT
Jlucta Ha cuTe BKIyYeHU aHOMAJTUH

Nervous system

Neural Tube Defects — Anencephalus and similar , Encephalocele, Spina Bifida
Hydrocephalus

Severe microcephaly

Arhinencephaly/holoprosencephaly

Agenesio corpus callosum

FEFEFEE

Eye
% Anophthalmos/micropthalmos
% Congenital cataract
% Congenital glaucoma

Ear, face and neck
+ Anotia

Congenital heart defects

Severe CHD

Common arterial truncus

Double outlet right ventricle
Transposition of great vessels
Single ventricle

Ventricular septal defect (VSD)
Atrial septal defect (ASD)
Atrioventricular septal defect (AVSD)
Tetralogy of Fallot

Tricuspid atresia and stenosis
Ebstein's anomaly

Pulmonary valve stenosis
Pulmonary valve atresia

Aortic valve atresia/stenosis

Mitral valve anomalies

Hypoplastic left heart

Hypoplastic right heart

Coarctation of aorta

Aortic atresia/interrupted aortic arch
Total anomalous pulm venous return
PDA as only CHD in term infants (>=37 weeks)

Ll i IR SER IR S S S SR SRS S SO SIR R S S S S SR S

Respiratory
% Choanal atresia
% Cystic adenomatous malf of lung

Oro-facial clefts
% Cleft lip with or without palate
% Cleft palate

Digestive system

Oesophageal atresia with or without tracheo-oesophageal fistula
Duodenal atresia or stenosis

Atresia or stenosis of other parts of small intestine

Ano-rectal atresia and stenosis

Hirschsprung's disease

e
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% Atresia of bile ducts
% Annular pancreas
% Diaphragmatic hernia

Abdominal wall defects
4 Gastroschisis 2
%+ Omphalocele

Urinary

Bilateral renal agenesis including Potter syndrome

Multicystic renal dysplasia

Congenital hydronephrosis

Bladder exstrophy and/or epispadia

Posterior urethral valve and/or prune belly

Megacystis,megaureter 1

FEFEFEFEF

—+

Genital
Hypospadias

Indeterminate sex

Lim
Limb reduction defects

Club foot - talipes equinovarus 1
Hip dislocation and/or dysplasia

Polydactyly

Syndactyly

FFEEFrFFET)FF

Other anomalies/syndromes

Skeletal dysplasias

Craniosynostosis

Congenital constriction bands/amniotic band

Situs inversus

Conjoined twins

Congenital skin disorders

VATER/VACTERL

Vascular disruption anomalies

Lateral anomalies

Teratogenic syndromes with malformations ( iatrogenic MRI radiation) 1
Fetal alcohol syndrome

Valproate syndrome

Maternal infections resulting in malformations

Genetic syndromes + microdeletions (Deletio 5p-Cri-Du-chat syndrome),(Deletio 10g26 syndrom),(heterozygot of
sequence NEK I)( Satelites 14i15 hromozoma) 4

Tl o I SIS S S S I SR T S

Chromosomal

Down Syndrome

Patau syndrome/trisomy 13
Edward syndrome/trisomy 18
Turner syndrome

Klinefelter syndrome

Tripple XXX syndrome
Disomia XYY 1
Triploidia 13,18,21,X 1

= B~ O o

FEFEFEEEFEF
=
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Bo tabena 39 e BkirydeH OpojoT ¥ THIOT Ha MPEKHHATHA aHAMOJIMHU CIIOpEe] KiIacupuKanujara Ha

EUROCAT.

Ha Hepeénuom cucmem npexunatu ce anomanuu kaj 8 (21.1%) derycu (ciauka 26 a,0).

Cauka 26. a) u 6) Hydrocephalus, holoprosencephalia

Bo rpynara Ha dpyeu anomanuu u cunopomu ce peructpupanu npexunu kaj S (13.2%) derycu

BKJIY4YBjaKH 'l TEHETCKUTE M eKOJIOIKHTE CHHAPOMH (cnka 27).

Cuamka 27. Short rib-polydactyly syndrom type 11 ( Majewski) — myranuja na NEK I resot
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Aboomunannu suonu oepekmu xaj 2 ( 5.2%) derycu (ciauka 28).

Cauka 28. Gastroschisis
Konzenumannu cpyesu oeghexmu xaj enex (2.6%) deryc.

Opo-payujannu pacuenu xaj enet (2.6%) deryc (cimka 29 a,0).

Cuamka 29. a) u 6) Cheilognathopalatoschisis
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Ha ypunapen cucmem xaj eneu (2.6%) deryc.

Ha excmpemumemu xaj enen (2.6%) deryc (camka 30 a,0).

Cauka 30. a) u 6) Pes equinovarus billateralis

Bo ucnutyBaHMOT mIepro] BO HAjroJieM CUTHU(UKAHTEH MPOIEHT C€ MPEKUHU Ha OPEMEHOCT Kaj
xpomozomcku anomanuu xaj 19 (50.0%) derycu 3a p< 0.5 BO 0/HOC Ha OCTAHATUTE aHOMAJIHH

cnopen cucremure (Difference test, p=.0000) .

Cauka 31. a) u 6) Cnyuaj Ha Edwards Sy. co pes equinovarus, micrognatia, procesus faciei

cutaneus u Tetralogy of Fallot.
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Bo Hajrosiem curHuuKaHTEH NpOLEHT € oTkpueHa Down Syndrome kaj 9 (23.7%) derycn,
NPOLICHTYaJHATa pa3jiiKa € CUTHHU(UKAaHTHA BO OJHOC Ha OCTAHATUTE MOCAMHEYHU aHOMAJIHHU 32

p<.05 (Difference test, p=.0000);

Holoprosencephaly u Edward Sy/Trisomy 18 (cauka 31 a,0) ce npekunaru kaj mo 4 (10.5%)
derycu.

Agenesio corpus callosum, Gastroschisis u Patau syndrome/trisomy 13 (cimka 32 a,0, u cauka
33) kajmo 2 (5.2%) derycn.

Cauka 33. Cnyuaj Ha Patau Sy. ucto co nmonmaakTuirja Ha TOPHA €KCTPEMUTETH

OcTtaHaTuTe aHOMAJINU CE€ PETUCTPUPAHU Kaj 1o efeH detyc (2.6%) (tabena 39).
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Tabena 40. IIpuka3 na Knacudpukanuja cnopen EUROCAT/nucra Ha cuTe BKIy4eHU aHOMAJIUU

CHOpe]l CUCTEMU U TPUMECTAp

Kaacuduxkanuja cnopen EUROCAT I tr Intr
JIncra Ha cuTe BKIYy4YeHH aHOMAIHH opoj opoj
Nervous system
+ Neural Tube Defects — Anencephalus and 1
similar , Encephalocele, Spina Bifida
+ Hydrocephalus 1
* Arhinencephaly/holoprosencephaly 1 3
+ Agenesio corpus callosum 2
Congenital heart defects
+ Hypoplastic left heart 1
Oro-facial clefts
+ Cleft lip with or without palate 1
Abdominal wall defects
+ Gastroschisis 2
Urinary
+ Megacystis ,megaureter 1
Limb
+ Club foot - talipes equinovarus 1
Other anomalies/syndromes
+ Teratogenic syndromes with malformations 1
(iatrogenic MRI radiation)
+ Genetic  syndromes + microdeletions 4
(47XY ,satellites21)
(46XX,inversio9(p11;g12))(satellites14,15)
(47XY satellites21)(duplication19)
Chromosomal
+ Down Syndrome 4 5
+ Patau syndrome/trisomy 13 2
+ Edward syndrome/trisomy 18 4
% Turner syndrome 1
+ Triploidia 13,18,21,X 1
+ Triple XXX drome 1
+ Disomia XYY 1
BxynHo 10 28
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On BkymHO 38 perucTpupaHu NpekuHH Ha OpemeHoct nopaau aHomanuu, 10 (26.3%) ce Bo
npBuoT Tpumectep, 28 (73.7%) ce BO BTOPHOT TpPUMECTap, MNPOICHTyaJHaTa pa3lidKka ¢

curnudukanTHa 3a p<.05 (Difference test, p=.0000).

Haj3acranenu Bo npB TpuMecTap ce npekunute nopaagu Down Syndrome kaj 4 (10.5%) derycn,

Gastroschisis kaj 2 (5.2%) derycu, a ocraHaTHUTE C€ IO €/ICH.

Bo BTOp TpuMmecTap Haj3acTaneHH NpeKWHU Tnopaau aHoMaimuu ce Down Syndrome xaj 5
(13.2%) derycu cnemeno onx Edward syndrome/trisomy 18 wu Genetic syndromes +
microdeletions xaj mo 4 (10.5%), 3 (7.8%) cmyuaeBu Ha holoprosencephaly,
o 2 (5.2%) ciyuan Ha Patau syndrome/trisomy 13 u Agenesio corpus callosum, ocranarute ce

camo 1o efieH ciny4daj (tadena 40).

Crnopen Spearman Rank Order Correlations ce peructpupa curHupuKaHTHa HETaTUBHA yMepeHa

Kopelnaluja moMery Bo3para Ha MajkaTa M recTalioHaTa Hejela Ha NMPEeKWH Ha OpemMeHocTa 3a

p<.05(R= -0.322577) (rpacmik 41).

I'paduk 41. ITpuka3z na Spearman Rank Order Correlations

Correlations

Gestation

DDDDSDDD

Age

el | i T

oo
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8. Iuckycuja

8.1 IIpenaTajiHa IMjarHOCTHKA

Tpeba na Oumnme mpen ce HamoMeHAaTo JeKa OOJHUYKHTE CTYAMH HE ja MepaT TOYHO
crankata Ha KM, Ouzejku THe He ycreBaar na ro ondgarar uenuot crnekrap Ha KM, a ucro taka
IpU TUPEKTHU criopeadu Tpeba Ja ce 3eMe IpelIBUI BUAOT HAa CTyQWjaTa U MEPKHUTE IITO Ce
KOPHCTAT 3a MPUKa)XKyBamke HA FOJIEMUHATa, U CaMO HIMPOKU CIMYHOCTH WM PA3IMKU MOXKE Ja
ce 3abenexaTr co coOupame pesynraTd. Mopa na ce 3allOMHHU JieKa Typd U CIUYHU CTYAUU
CTpPOTO HE C€ JUPEKTHO CHOPEAJIUBU TOPaaUd Ppa3IMYHUTE METOJUW KOM Cce KOpUCTaT 3a
IpecMeTyBamke Ha MHIUAeHIara. CTankaTa Ha BpOJEHUTE Mai(opMaliii BO TEKOBHUTE CTYAUU
ce mporeHyBa okony 1-4% mo skuBopomenu (1,10,50,63), monmeka Bo Hamiata CTyadja BO
HCIUTYBAHUOT MEPHUOJ C€ perucTpupaar BpojaeHu Mandopaunu 6% Ha 100 XxUBOpOJIeHH, U Kaj
3.0% BO OJTHOC Ha BKYITHUOT OpOj HA yITPa3BY4YHU CKPHHUH3HU (BKyIHO 5221).

[TomaTonm ox 20 peructpu 3a BpojaeHH MajdopManuu BO 12 €BpONCKH 3€MjH, ACTCKTHUpaaT
BpOJICHH aHOMAJIMM CO BKYITHA CTalKa Ha MpeHarajgHa jaetekiuja oa 44,3%, a TepMUHUpame Ha
OpemeHocTa e HanpaBeHo Bo 21,8%. Crankara Ha OTKpUBamke Ha aHOManuK U crankata Ha [1b ce
HajHUCKH 3a 3eMjuTe 0e3 PYTMHCKM CKpMHHMHT XonaHauja, [lancka u 3a JlutBanuja, YkpauHa u
XpBatcka. HajBucoka cranka Ha OTKpUBamE € IPOHAjAeHa BO PETUCTPUTE HA €BPOIICKUTE 3eMju
co 3 pyruHCKH cKkeHmpamwa: Ppannuja, ['epmannja, Utanuja u lllnanuja u BO perucTpure Ha
Anrnuja. Mma 3HauMTenHU pa3iMKU BO CTalKaTa Ha IpEeHaTalHa JETeKIHja W MPOLEHTOT Ha
UHAYUUPAaHU al0opTycu TMoMely U30JUPAaHUTE AaHOMAJIMM M AaCOIMPAHUTE aHOMAIUU CO
3HAYUTEIIHO TMOBUCOKA CTalKa Kora ce MPUCYTHU aconupanute mandopmanuu. Cramkara Ha
UHIYIUpaHu a0OpTycH Bapupa moMmery perucTpuTe Ha 3eMjUTe OypH M CO HCTa CTalka Ha
OTKpHBamW€ Ha BpoAeHU aHoManuu. OnuinaHara Bapujalrja Moxke Ja ce JIOJDKU Ha KyITypHU U
MONUTUYKU pa3nuku. Cramkara Ha OTKpUBaWkE HA CTPYKTYpPHU JePEKTH CO PYTUHCKU
yaTpacoHorpadceku nperien e oa 62 1o 97% 3a nedextu Ha HeBpanHarta Tyba, ox 11 no 48% 3a
BPOJICHH CPLEBH 3a00iyBama, o1 0 10 64% 3a HeOCTaTOIM HA €KCTPEMUTETUTE , 011 7 110 55%

3a pacuen Ha ycHa, on 16 mo 45% 3a xpomoszomcku aHomammu, on 38 mo 72% 3a
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raCTPOMHTECTUHANHA aHoMaimu, on 46 mo 100% 3a omdanomena, ox 50 mo 100 % 3a

ractpormsza u oj 36 10 96 % 3a 6yopexxuu anomanuu (37).

[Momarorure o EUROCAT o6jaBuja mpeBasieHIla Ha MpeHaTallHa JujarHo3a o npuommkao 90
Ha 10.000 pafama 3a cute BpojeHu aHomanuu, U 24 Ha 10.000 pafama 3a XpOMO30OMCKHU
aHomamuu nomelry 2004 u 2008 roamna. Ilomery 2008 u 2012 roaunHa, IpOLEHKUTE Ha
EUROCAT o6jaBuja mpeBajieHIIa Ha TMpeHaTa Ha IUjarHo3a Koja ce ABmku 46-120 wa 10.000
parama (129,130). [Tonynarucko 6a3upanara cryauja Ha EUROCAT BkiydyBajku 19 eBporicku
IpKaBH Koja mokpuBa 959.446 parama nmokaxa npeBaienna Ha myatunad KM oz 15,8 va 10.000

parama. OBaa npeBajieHIa ocranana ctabmiHa Bo 2004 u 2010 roxuna (7).

Kommnapupano co pyru cTyuu o €BpPOIICKUTE 3€MjU MOKa)KyBaaT CIMYHM WHUUICHIIM KOU Ce
2,39 na 100 sxuBopojenu (40). [Tomanu cTyauu 3a oapeeHu o0aacT kako mto ¢ Mranuja, ucto
Taka, mokaxyBa ciauunu wuHOuAeHiu (98). Cemak, Mopa ga ce WMa BO MPEABHI JeKa
MHIUJCHIIATa Ha OJAPEACHHM BpOJECHH Maldopmanuu ce€ MeHyBa BO BpPEMETO IOpPaIU
3APaBCTBCHUTE IMOJIMTUKHW HJIKM H3JIOKCHOCTA Ha XHUBOTHATa CpPCAWHA. Hcto Taka, HOCTOjaT
HEKOJIKY CTYy[MM KOHU IOKaXyBaaT Jl€Ka WMHIUACHIUTE Ha BPOAECHUM aOHOPMAJIHOCTU HMaat
TEH/EHIMja J]a cé HaMmalayBaaT BO IOCIEAHATa JieKaja. Moxke Ja urpaar yjiora U €THHYKHUTE

pas3IMKK BO MHIMIEHIIATA Ha OApeaeHu BpoacHu abHopmanHocTa (99,100).

Bo namara crymuja mcto Taka BO Hajrosiem mnporeHT /8.7% ox I1J mandopmanuu ce
n3onupany, 12.9% ce mynrunnu, 5.2% ce XpomMo30McKkU U 3.2% ce T€HETCKU U €KOJIOIIKH, KOe

ITO € BO COINIACHOCT CO JIMTCpaTypara.

Bxynnara npeBaneHuna Ha BpoaeHu aHoManuu Bo Jlancka e 2,70%. Iloronmemuor aen on
cllyyauTe UMaJie N30JIMpaHa BpoJieHa aHoManuja, 13,9% umane xpomo3omcka anomanuja u 7,7%
uMajsie MyJITHITHHM BpoJieHH aHomanuu. KoMOnHupanata CMpTHOCT Ha eTycUTe U JIOCHUYUEbATa
3HAYUTEIIHO C€ Hamalluja cO TEKOT Ha BPEMETO 3a ClIy4yau CO TOJIEeMH BpPOJACHU aHOMAJIHH,
noneka Opojor u mpomnopiujata Ha TOPFA ce sromemune. Ilpoceunara I'H na TOPFA e
HamaneHa ojn 18ta Ha 15Ta r.H., a Bo Hamara cryauja npoceyHa ['H na TOPFA e 17.6.
PanopTtupaHno e jaeka oJ ciydauTe cO BpojeHa aHoMaiuja, 8% MMale perucTpUpaHo €aHa Of
OBHME XpOHMYHM 0O0JIECTH Ha MajkaTa: aujaberec, enuiencuja, MEHTAIHO pacTpojcTBO, OoJeCT Ha
TUPOUIHATA KJIE3/1a, aCTMa WJIM BOCHAIUTEIHa O0JIeCT Ha IjpeBaTa. JIEKOBUTE 3a OBUE COCTOjOU

counHyBaat 46% oJ ynorpebaTa Ha JeKapCcTBa Kaj MajKUTEe, a MOPOMIMTETOT HA Majkata U
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yrnorpebaTta Ha MOTCHIMjaTHO TEPATOTCHH JICKOBH C€ 3rOJIEMEHHM Kaj CIydauTe CO BPOJCHU
anomaimmu(49). Bo Hamara ctyaMja MpoIEHTOT HA KOMOPOUIUTETH Kaj Majkara € Bo 20 %, npu
IITO HAj3aCcTalieHO € HOCUTEJICTBOTO Ha BpoaeHa TpoMmOodwmmja Bo 5,8%, a ocraHatu
Haj3acTaneHy KOMOPOUAUTETH ce M.XalIMMOTO, 00C3UTET M XUIIOTUPEOUAN3aM, a JeKapCcTBaTa

KOU T'M [IpUMaat MaueHTKuTe counnysaar 23.1%.

Bo Amnkapa,Typruuja 2020r. wanmaeHnara Ha roieMu BpojgeHu KM e 2,9 ma 100 sxuBOpoIeHU.
Bo Taa cepuja, Hajuecto 3a0eneXaHUTE KOHTEHUTAIHM aOHOPMAHOCTU C€ MOBP3aHU CO
KapauoBacKyimapHuoT cucteM (31,5%), neHtpannuot HepBeH cuctem (28,3%) u aujadparmanta
xepunja kaj (8,1%) ox cmygaute (1). Mcto Bo Typumja ce pedepupaHu HajueCcTO H30JUPAHU
CTPYKTYpHHU aHOManuu Ha gerycot Bo 30,1%, a mak mery U30JUpaHUTE AaHOMAJIUU, aHOMAJIMUTE
Ha [{THC 6une najmuory(15,8%). Myntunuau anoManuu 3actenenu o6uie Bo 9,5% . Mauunennata
Ha cpueBu aHomanuu (27,3%) Ouna CTaTUCTUYKM MOBHUCOKA Kaj 3a4yHATUTE OpPEMEHOCTH CO
MTOMOII Ha aCUCTHPAHU PENPOAYKTUBHH TEXHOJIOTHH, HACIIPOTH HAIUOT HAOJI 3a MPUCYCTBO HA
KM Bo 90.3% kaj cioHTaHo mocTurHati OpemeHocTH. Mcro taka, JlayHOB CUHIpOM € BOJAEYKa
WHJIWKAIM]a Kaj MPEKUHUTE CO MHIUKAIIH]a 32 XpOMO30MCKa aHOMaJIHja, IITO € BO COTJIACHOCT CO
nuTepaTypaTa W co Hamara ctyauja. OBa MoOke na ce 00jacHM CO TIOBHCOKAaTa CTalka Ha
TUJarHOCTHIIMpake Ha TpucomMuja 21 BO 3eMjuTe ITO BpIIaT HAIMOHAJIHA MporpaMa 3a
CKPMHHUHT BO TeKOT Ha mpBHOT Tpumectap (20). Crankara Ha cpueBu Mandopmariuu Bo Typiuja
nuzHecyBaia 4,6%, 1 HEOJaMHEIIHUTE CTYyIuU nokaxyBaar aeka 10%-26% ox I1b nax 22 nenenu
on OpemeHocra ce nokar Ha (eranHu cpueBn Mmandopmanuu. [loBUCOKMTE cTanmkd Ha
OTKpPHUBalk€ Ha CPLEBUTE aHOMAJMU MOXKE Jla C€ MPUIMIIAT Ha 3rOJIEMEHOTO HUCKYCTBO CO
dberanHuoT yaTpasBydeH kapaounouiku ckpuuHr (19). Hemrro mopano, Bo 4 roaMiiHa CTyadja
Bo Typuwuja ox 2009-2012 e nponajaeHa cranka Ha UHIUACHIIA HA MajOPHU BPOJCHH aHOMAIUU
on 5,85%, co HajuecTa aHOManMja Ha IEHTPATHHOT HEPBEH cuUCTeM Kaj 62,1% co Hajronema
3acTareHoCT Ha aHeHedanuja, xujapouedanija U BEHTPUKYJIOMEranuja, A0JeKa Ha TIETTO MECTO
nocie anomasmute Ha ['YT, koxuo-mumdpauot cucrem, ' UT Bo 4,9% ce oTkpueHu aHOMaIUU
Ha KapJUOBACKyJIapHUOT CHUCTEM co Hajronema 3actaneHocT Ha BC/l, kapamomeranuja,
nekcTpokapauja u terpaioruja Ha Fallot. Otkpreno e neka cramkara Ha pPOJHHHCKH OpakoBU

npu Majopau KM e 23,3% (57).
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Bo namaTa crtynuja OTKpHBME BO HjroJIeM IMPOLEHT cpueBH anomaauu 38.1% co Hajrosema
3acranenoct ucro Ha BCJl, muue u Bpat 12.3%, ypunapen cucrem co 11.0%, cienar HepBeH
cucrem (co Hajrosiema 3acrarneHocT Ha JIHT ) Bo 9.03% u excrpemuretn Bo 7.1%.

Bo 2020 ronmmna, BkymHata mpeBasieHnia Ha KM Bo Ecronmja e 378,6 ma 10.000 parama.
Hajzactanenn KM Owite cpueBu manu, 163,7 comydanm Ha 10.000 parama, a HajueCTH CpIICBH
neeKTH Ouiie aTpUjaTHU W/WIM BEHTPHUKYJIAPHU CENTATHH JedeKTH, OJIeKa aHOMAJIMUTE Ha
OyOpe3uTe U ypUHapHUOT TPAKT co BKyInHa npesayieHna oa 62,0 va 10.000 parama Ouse BTOpUTe
HAJYeCTU CTPYKTYPHU aHOMAJIMU CO HajyecTa 3aCTalleHOCT Ha yHH/OuaTepaiHa XuJapoHedpo3sa.
[IpeBasnieHniaTa Ha XPOMO30MCKM aOHOPMATHOCTH W reHeTcku Oosectu Omia 92,6 na 10.000
parama, a 80% ox cinyuaute Omine mery TOPFA. He Ouiie mpujaBeHHM HOBOPOJCHUUIbA CO
rojgemu a"eymiouauu (tpucomuja 21, 18, 13, nmonumnounuja) Bo 2020 roguna. Crankata Ha
npeHaTaiaHa faeTeknuja Bo Ectonnja 3a tpucomuja 21 e 94%, a 3a tpucomuja 18 u tpucomuja 13
e 100% (50). Jlomexa Bo HamiaTa CTyauja ce peructpupanu cpuesu aedexru 227.5 ma 10.000

YKUBOPOJICHU, & aHOMAJIMMTE Ha YPUHAPHUOT TPakT 65.6 Ha 10.000 parama.

Crynuja BO ceBepHa ETuonmja mokaxkyBa CEBKyIHa IIpeBaJeHIla Ha TOJEMHU BpOJEHU
Mandopmaruu oa 3,13% co Hajuectu nedekTH Ha LEHTPATHUOT HEPBEH CHCTEM KOHKPETHO
nedeKTH Ha HEBpaJlHATa Ty0a IITO C€ JOKH Ha NeDUIHUT WM UHCYPHUIIMEHIHja Ha (oJiHa
KHCEJIMHA, KOe IITO € 43 maTh MoBeKe 01 0OUeKyBaHaTa MpeBajIeHIa TPH BOBEJACHA MMPEBEHITH]a CO
¢donna kucenuHa. [loBeke ce adexTupanu MamkuTe Qerycw, 3a pasziuka o EBporckure
pEnopTH CO TMOBHCOKA 3acCTalleHOCT Ha eHCkuTe Qerycu. OBaa cTyauja MOKaXXyBa JeKa
MajunHUTe (aKTOPH KaKo IITO ce Bo3pacT Ha Majkata 20 TOOUHU U TIOMJIAIU, U )KEHUTE Hajd 35-
TOJMIIHA BO3pPACT, HMCTOpHja 3a MPETXOJAHU aldoOpTyc, TpaBUAMTET HAJ YETBPTH, Ouie
MOBEPOjaTHO MOBP3aHU CO 3rOJIEMEH PU3UK O] BpojaeHU aHoManuu. OBOj HAO € BO COTJIACHOCT
CO HAOJWTE MpPHUjaBeHH OJf Pa3jIMyHU 3€MjU, KOM MOKaXXyBaaT JeKa BO3pacTa Ha MajKara,
IPaBUIUTETOT, UCTOPHja Ha a0OPTYCH U MApHUTET OWJie 3HAYUTEIIHO MOBP3aHU CO MHIIMJCHIIATA
Ha rojiemMu BpojaeHu Manpopmaiuu (3). HacpoTtu oBa Bo Hamara cTy/uja BO HajroJeM MPOICHT
kaj manueHTkute co KM ce nmerextupa mpu mpB rpaBuauteT Bo 50.3%, a 6e3 MpeTxoaHO
nopoayBame Bo 61,3 %, u Bo 78.1% 06e3 mperxoaeH abopTyc, co MorojieMa 3acTaleHOCT Ha
MaIkuoT 1oa Bo 43.9% nacnpoTtu 34.2% 3a xeHcku noui. [IpoHajnoBmMe caMo MOBP3aHOCT Ha

unnuaennara Ha KM Bo onHoc Ha Bo3pacta, 50.0% o namnuentkure ce nocrtapu of 31ron.
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Bo Uummja, pacnpocTtpanerocta Ha BpoaeHuTe nedektu Bapupa ox 61-69,9/1000 sxuBopoaeHN 1
nperctaByBa 8-15% on nepunaranna cmpt u 13-16% on neonaranna cmpt. On 15402 parama on
2018-2019 roauna cTpyKTypHH BpOJeHH Ae(eKkTH ce OTKpueHH co mpeBajienua ox 7,1 va 1000
wm 0,71%. 37,6% on nedekrure He Omie AMjarHOCTUIMpAHH aHTeHaTanHo. Cramkara Ha
MpeHaTajgHa JETeKIMja Ha BpPOoJcHH JedekTu co ynrpa3Byk Owmna 79,1%. Jlepexkrure na [HTHC
Oomne Hajuecta aHomanmja (56%), mpocieneH co AePEeKT Ha MYCKYJTHO-CKEJIETHHOT CHUCTEM
(23%). Anennedanujata ouia Hajuecta mery nedexrure Ha [[HC(18,3%), a pacrienoT Ha ycHa
CO paciern Ha Hemie Owia Hajuecta Mery MYCKYJIHO-ckeneTHute nedektu. Bo 88% Owmie
3acTanieHu HM30JMpaHu BpojeHU nedextu monexka 12% Owmine MyITHIHU CUCTEMHU JehEKTH.
Hedexture na I[IHC Owne Hajuecta anomanuja 3abenexxaHa Kaj MPTBOPOJCHUTE, 10J€Ka
MYCKYJIHO-CKEJIETHUTE Je(eKTH Ouiie HajuecTH aHOMalluu 3alenekaHu Kaj >KHUBOPOICHUTE.
[TocnenoBarenna crymuja ucro Bo Wummja ox 2022r. mporenuna wHImaeHna Ha KM of
33,7/1000 >xuBum parama, a uHnuAeHara Ha KM Owmia HajmiOMWHAHTHAa Ha JUTECTUBHUOT
cucrtem, npocienena ox KM na [IHC u kapamo-BacKkyJIapHUOT CUCTEM, a MHUIMAeHIaTa Ha KM

Kaj MalIkuTe Onila MaJIKy MOBHCOKA OTKOJIKY Kaj skenckute (10,60).

Bo Hurepwuja, pacmnpoctpanerocta Ha KM e mpujaBena Bo omcer nomery 0,5% u 2,8% mo
*)uBopoaeHu. Bo tekor Ha cemymroaumeH mnepuon ox 2012-2019 rox., 3.120 derycu Oumne
CKpUHHMpaHU 3a (eTanHu aHoManuu, o kou 1,95% wumane majopHu aHomanuu, a 32,8% on
MajopHUTE aHOMaNMK Owie MPEeKHMHATH BO paziuuHu ¢a3u o OpemeHocTa. AHOMAIUUTE Ha
LEHTPATHUOT HEPBEH CUCTEM U MYCKYJIHO-CKEJIETHHOT CHUCTEM Ouiie HajyecTo 3aBpILIyBaHU

anomanmu (14,27).

Bo Caymucka Apabuja, eqHa HeoJaMHENIHA CTyIWja ja MPOIEHH MHIUACHIATA HA TOJIEMHU H
MOMaJld BpOJIeHHW Mandopmalnuu Kaj >KUBOPOJEHHUTE NoeHuuma Ha 27,1/1000 >xuBoponeHH, a
HajBUCOKaTa WHOUAEHNAa Ouia 3a kapauoBackymapHu (7,1/1000 s>xuBoponeHu neua), u
MYCKYJIHO-CKeJIeTHH/Maidopmaliuid  Ha  ekcTtpemureTute, Hajuecto Clubfoot  (4,1/1000
KHUBOPOJICHHU Jieria). VHImIeHata Ha BpoAeHn MaidopMaiuy Ha TaCTPOMHTECTHHAITHUOT TPAKT
ouna (1,3 Ha 1000 >xuBOpoeHH fera), 3a AeeKTH Ha HeBpajHaTa TyOa, Hajuecto Spina bifida,
anenredanuja u enedanonena (1,9/qa 1000 sxuBopoaenu nena), u 3a Jaynos curapom (1,8 Ha
1000 sxuBopomenu gena). Ox I'YC Hajuectn wmandopmanun Ouie (Xumponedposa,

MYJITUIIMCTHYHN OyOpes3u m OmnarepanHa OyOpekHa areHesuja), a o KpaHUjaJTHUTE aHOMAaJIHH
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(xuaponedaryc u BeHTpuKylnomeranuja). Bo 32,7% Owune 3acrarneHd MyJITHITHU aHOMAJIHH
nojnexa Bo 67,3% uzonupanu anomanuu. [IpeBasieHiata Ha )XUBOPOJCHHU CO BPOJCHH aHOMAIIHH
ouna 34,57 wa 1000 parama. HoBopomenummara Omne Bo 55,9% ox mamku mon, a 41,9%

eHcku moJi. Crankara Ha mepuHaTaiHa cMpTtHocT omna 34,9% (31).

[Ipoceunara cranka Ha mpeHaranHa aujarHo3a Ha KM Bo Kuna ox 2015-2018 r.e 54,4%, a
crankata 3a [1b mery nuB Omna 90,7%. Bo m3pemraj Ha [lekunr, Kuna, crankara na I1J] 3a
cnydan Ha BCM ouina 49,1%, mrto e moHMCKa OTKOJIKY BO TpoBuHIMjaTa Bo Kuna (60,7%). Bo
cTymja oJ YHHBep3uTeTcKaTa OoiHHMIIAa BO ['eHT, eIMHCTBeH ymareH IieHtap Bo Flanders
(benruja) mokaxxyBa neka crankata Ha I[1]] 3a cute Bpoaenu cpuesu nedextu 6mia camo 30%,
IITO € CIIMYHO Ha CTalKaTa Ha OTKPUBAaWE MPHjaBEeHU BO JIPYTH €BPOICKU 3eMjU. ['epmaHmja U
@panHnmja UMaaT MPOTOKOJIM 32 CKPUHUHT BO MPBHOT U BTOPHOT TPUMECTAp, HO CEMaK CTarKara
Ha [1]] na /layHOB cuHIpOM BO 00JiacTa Ha TEPMAHCKHOT peructap € 63%, Bo cropenda co 90%
Bo ®pannuja, u 47,7% Bo Kuna Bo npocek. Bo /lancka, CKpHHUHTOT BO MPBUOT TPUMECTap UMa
MHOTY BUCOKa CTarka Ha uckopucteHoct (>90%). Jlujarno3ara Ha JlayHOB CHHAPOM € TTOBp3aHa
co Bucoka cranka Ha IIb (>95%). Cenak, mocrojar HeKou pa3nuku Bo crankute Ha [Ib 3a
Temku, HO He U ¢atanman KM, BximyuutenHo u 3a BCM, paciienn Ha yCHa W HEMIIE U BPOJCHHU
Ooyopexxan mandopmanuu. Ha mpumep, mpoceunata crtanka 3a [Ib sza BCM Bo Kuna Ouna
87,7%, a enna cryauja 3a Temku BCM Bo ABcTpanmja mokaxkyBa mpocedHna ctanka Ha [1b of
32,5% (15). Baxma mpuudMHa 3a OBaa JUCKpeNaHila MOKe Ja Oumae Toa  IITO
BHCOKOKBAJIMTETHOTO, HacoueHo coBeTyBame 3a IIJ[ ma KM He e eaHakBO JOCTamHO BO

PA3IMYHUTE ApP>KaBU U PETUOHU.

Bo ronema HammonamHa crymauja Ha ABctpanmja  1980-2020rom. e oOjaBeHO Jieka
JIMjarHOCTUIIMPAKETO Ha Koja OWJI0 KOHreHWTaidHa aHomanuja Bo 16,7% ox ciydaute Ouio
npeHaTtaiaHo, 36,7% Bo HeoOHATATHHOT nepuon, 29,5% Bo Bo3pact Ha jgoeHue, 8,8% Bo paHOTO
nerctBo u 7,7% Bo gerctBoTo. TOPFA ce sromemun ox 3,2% na 10,4%. Ilpenaramnara
JIMjarHo3a 3HAYUTEIHO Ce 3roJIeMHJIa 33 CUTE IJIaBHM TUIIOBM aHOMalWja,co MpeBajeHua ox 28
1o 156 na 10.000 parama co HajrojieMu NMpUIOOMBKH 3a0esexaHy 3a KapAHOBACKYJIapHUTE U
yporenutaiaure aHoManuu u 36 Ha 10.000 pafama 3a Xxpomo3omckuTe aHomamuu (35).
16-rogumba momynanuMcka CTyadja BO AHIIMja 3a NpeHaTajgHa JAujarHo3a Ha BPOJECHU

Mandopmanu Koja omdaka HaJl MOJOBMHA MMIIMOH pafama MOKaXka 3HAUUTEIHO NMoJ00pyBame
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Ha TOYHOCTA M CTENICHOT Ha JAMjarHOCTHIMpPaHu pa3nnynu KM mpu mrTo Bapupa BO rojieMa Mepa
u HaaMuHyBa 90% 3a anennedanuja u 3a 1epeKkTn Ha AOJOMHUHAIHUOT SHJ, HO CETaK € MOMAaJIKY
ox 70% 3a mujadparmaniHa XepHuja, ONICTPYKIIHja HA U3JIE30T HA MOYHHUOT MEYP U MHOTY TOJIEMHU
ckenetHu aedextu. I1b mopamu deraman mandopmarnmu ce 3ronemun on 23 Ha 47 ma 10.000
peructpupanu parama (38). Bo 3aBUCHOCT 0/1 TUIIOT HAa aHOMAJIUH, CTAIIKaTa Ha OTKPHBAKE CO
ynTpacoHorpaduja Bapupa nomery 22% u 55%. Jloneka crankata Ha OTKPUBaWkE Ha aHOMAIIUU
Ha [HHC e peuncu 100%, oBaa cramka € npujaBeHa kako 25%-65% 3a xapIuOBacKyJapHHOT

cHCTeM, a oMaJia 3a paclien Ha Herie 1 ycHa (128).
Komnapupajku ru cTyauuTte 3a HaOIUTE IO CUCTEMH:

1. Panoptupano e aexa anomamuute Ha IIHC ce oxrosopuu 3a 75% on ¢deraaHu cMpTHU
ciydau 1 40% o cMpTHUTE cilydaud BO JETCKa BO3pacT M BO MCTaTa CTyAWja aHOMAJIUUTE Ha
IIHC couunyBane 46% on perekrupanute anomanuu u 0,72% on cute Opemenoctu (21).
EBponicka crtynuja nmaBa wH(OpManuuM 3a MpeBaJICHIIaTa BO BPEMEHCKHOT TIEPHOJ TpeS
n30yBHYBAalETO Ha BHUPYCOT 3MKa W TIpHjaBEHATa TMPEBAJICHIIA HA BPOJCHHU IepeOpaTHu
aHomasiun Bo EBpoma, Bp3 ocHoBa Ha peructpure Ha EUROCAT koum Bpmiar Hamzop Ha 1,7
MUJIMOHHU parama roguiiHo (29% on curte eBporicku parama) u e Bo nopact on 2005 no 2014
roguHa. KoHreHuTamHu nepedpanHn aHOMaluu Ouiie MACHTH(GUKYBAHU CO TpeBajeHIa oa 9,8
Ha 10.000 parama, co HajHUCKa TIpeBajieHIa Bo [lopTyranuja u co HajrojieMa MpeBajeHIIA Kaj
Opanmyckn 3amagan Mamu. CeBkymHo, 55% oa cure ciydam OuWie >KMBOPOJCHH O] KO
Hajuecto (96%) Oune OPEeMEHOCTH CO CeNTo-ONTHYKa Auciasuja, 3% Oune QerasHu CMpPTHH
ciysau u  41% pesyntupane co TOPFA. 70% oax caydautre Ouiie mpeHATaIHO
mujarnoctunpanu. Camo mnonoBuHa 48% ojn curte ciydau Ouse co u3oidupaHa IepebpaiHa
aHomanuja, 25% wumaine aconupanu HerepeOpatHu aHOManuu U 27% Ouie XpOMO30OMCKU HIIU
JeNl O]l CHHAPOM (TeHeTCKH uiu TepatoreH). IIpeBaneHnaTa co MCKIy4OK Ha TE€HETCKUTE WIIH
XPOMO30OMCKHUTE COCTOjOM ce 3rosiemyBana 3a 2,4% TOIMINHO, MPHU IITO 3roJieMyBamaTa ce
jaByBaaT caMoO 3a BpoJeHu Maidopmanuu Ha koprmyc Kaiao3yM (3,0% TOoauIiHO) U JIpYyrH
penyuupauku aedhopmurety Ha Mo3okoT (2,8% romumuo) (52). Bo Hamara cryauja
peructpupasme aHomanuu Ha [THC 54 nwa 10.000 xuBoponenu nimm 9,03%,x0€ € Ha 4ETBPTOTO

MECTO M0 3acTaleHocT, co HajMHory ciaydan Ha HTJ/] m BeHTpukymomeranuja, ma cienar
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xoJstonpo3eHiiedanrja u arenesuja Ha corpus callosum. Ox HuB 25% ce BO CKJION HA MYJITHUITHH

aHomaiuu, a 7,4% Kako U30JMpaHu aHOMAaJIUU.

2. Crankara Ha KOHTCHHTAIHUTE YPHHAPHH aHoMajauum Bapupaar nomery 0,3 u 1,6 ma 1000
nopoxayBama.Tue counnyBaatr 15-20% on cute aHoManuu BO MpeHaTaleHUoT nepuoa. Crankara
Ha TPEHATaJHO OTKpHUEHH Maj(popMaluy HA YPUHAPHHUOT CHUCTEM CE€ 3rojieMyBa Kako IITO
HampeayBa recraiuckara Henena. Cramnkara Ha MepUHATAIHA CMPTHOCT Kaj ()EeTYCH CO BPOJEHH
anomarmu Ha ['YC e mpujaBena kako 310 ma 1000, u 90% ce Bo cimyuam co OyOpexxHa
unBosBupanoct (34,110,111). Kaj Hac perucrpupaBMe aHOMaJIMU Ha YPUHAPHUOT cucTeM 65.6
Ha 10.000 xuBoponenu unu 11.0%, coolBETHO TpeTO3acTaneHd aHOMAIUM CO HajrojiemM Opoj

HCTO Taka Ha OyOpe)XKHa MHBOJIBUPAHOCT.

3. Bponennte cpueBn majdopmamuun (BCM) mpercraByBaaT pedncd €aHA TPETHHA Of
6e0umaTa co roJieMH BpOJACHU aHOMAJIMU JWJarHOCTUIMPAHU MPEHATAIHO WX MOCe parame BO
EBpomna. I'ogumiao Bo EBporickara yamja,ce mporieHyBa neka 36 000 memna ce paraat co BCM, a
3000 ox mujaraocturmpanute co BCM ymupaat kako TOPFA, morHa detanHa cMpT win paHa
HeoHaTanHa cMpT. Bponenute cpueBu mManu Bo EBpomna mpu 6a3za Ha MOJaTOLM 3€MEHU O
EUROCAT on 16 eBponicku 3eMju Kou IOKpUBaaT 3,3 MUJIMOHU parama BO TEKOT Ha MEPHOJIOT
ox 2000 mo 2005 roguHa mokaxyBaaT mpocedyHa BKymHa npeBasieHia Ha BCM ox 8,0 nva 1000
parama, a mpeBajieHIIaTa Ha )KHBOpoJeHH Aena omna 7,2 Ha 1000 parama. BkymHaTa mpeBaneHia
Ha Hexpomo3omcku BCM e 7,0 na 1000 parama, oa xou 3,6% ce nepuHaTaIHU CMPTHH CIIy4aH,
20% ce mpenaranHo aujarHocturmpanu u 5,6% ce TOPFA, a kako TeumIku HEXpOMO30MCKH
BCM ce nojaByBaar kaj 2,0 ma 1000 parama. 12% on cnyuaure Ha BCM Ouse moBp3aHu co
xpomo3omcku aHomanuu (7% JlaynoB cungpom, 2% Tpucomuja 18 u 1% Tpucomuja 13).
Xusoponeru co BCM nosp3anu co [layHoB cuHapoM ce nojaByBa Bo 0,5 Ha 1000 parama (51).
BCM ce 3abenexxanu kaj 8 oq 1000 >xuBOpOJIeHH M THUE CE€ HajyecTara Ipymna Ha aHOMAJUH.
OxoJty TIOJIOBMHA O] OBHE CIIy4aW C€ TEIIKH aHOMAJIMH U MOBEKETO OJl HUB 0apaaT XUPYpPLIKU
npouenypu. Hexoum wandopmanuu He MoXkaT Ja ce OTKpHUjaT Mpea parameTo Mopaau
(GU3HOJIONIKUTE KAapaKTEPUCTUKH Ha (QeTalHaTa LUpKyJaluja MoMery CpIeTO U TJIaBHUTE
apTepuH, 3aroa, AWjarHO3aTa MOXE Ja Ce IOCTaBM BeAHAIl Mo parameTo. Cramkata Ha
OTKpHBaW€ Ha CPIIEBU aHOMAIIMU 32 BpeMe Ha MPEHATaTHUOT CKPUHUHT Bapupa mnomery 5% u

85%. Cryauja 3a ynorata Ha 3D ynTpacoHorpaduja JeTeKTupa CpleBH aHOMaIuH Bo 9,6% ox
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CHUTE JCTEKTHpaHU aHOMaJHH, U crankata € 0,14% mery cure TpyaHHIM KOU OHIIE TOI0KEHH

Ha Y3 CKpUHUHT.

[IpenaranHoTo oTkpuBame Ha rojaemu BCM ce npubmmxu 10 83% Bo ceramnara epa. CTankure
Ha MpeHaTaliHa JETEKIMja C¢ yIITe BapupaaT Mery TOJEMHUTE CPLIEBU aHOMAJIMH, KOU C€ JBIKAT
on 25% 3a aHOManMM TOBpP3aHM CO MYJIMOHajTHaTa BeHa, 10 97% Xaj CHHAPOMOT Ha
XHIIOIIJIACTHYHO JICBO CpIle BO oBaa cryauja. [loctHaranHara mpeBasieHnia Ha rojaemute BCM
3HAQYMUTENHO € HaMalleHa nopaau panute [1b u nHTpayrepunuTe cMpTHHU citydan. BoBenyBameTo
Ha CKPUHUHI BO MpPBUOT TPHUMECTap pe3ylTHpa co NoBHcOKa cranka Ha [Ib Bo mpBuOT
Tpumectap. Kaj cpueBuTe aHOManuu CO TOBOJIHM HCXOJM, crankata Ha [Ib 3HauuTenHo e

HaMaJICHa.

Bo mpeceuna cryauja Bo Penmybnuka Yemika, BkymHata umHIUAeHNa Ha rojemu KM He ce
MPOMEHHIIA 3HAYHUTEITHO BO TEKOT Ha 31-rogummanot cryaucku nepuoa (1991-2021). BkymHara
nanuaeHna Ha BCM ouna 2,3 ma 1000 >xuBopoaenu nena. Bo TexkoT Ha 31-roaumiHUOT
untepsai, 50,1% ox ronemure BCM Oune oTKpueHU MpeHaTaliHoO, 3roJieMyBajku ce o1 6,2% Bo
1991 roguna Ha 82,9% BOo 2021 roamna, 61aroJapeHre Ha BOBEIYBAHETO HA KapIUOJIOUIKHOT
CKPUHHHT BO MpBUOT Tpumectap Bo 2007 rox., npu mto 21,2% 6uiie Bo CKIION Ha XPOMO30OMCKHU
anomanmuu (Tpuzomuja 21, 18, neneunu u TapHep cunapom), noneka 14,7% Oune cTpyKkTypHU
aHomanuu. Bo TexkoT Ha ucnutyBaHnOT niepuo, 54,1% ox ronemute BCM pesynarupaine co I1b.
I1b Bo ciy4aj Ha ronemu BCM e namanena ox 70% Bo 1991 roauna Ha 43% Bo 2021 roauna, HO
OCTaHyBa BHCOKAa Kaj (eTycuTe cO eJIHOBEHTPUKYIapHO CpIE U Kaj OHHE CO TOJEeMH

KoMopOuauTeTn nosp3anu co BCM.

BCM xou Owiie mpeHaTaaHO AMjarHOCTHLMPAHU CO TMOMOII Ha Y3 W MOTBpAcHH co (eraiHa
exokapauorpaduja ce mperienaHu Bo mepuoj on 10 roamnu. Oncrpykiujata Ha H3JIE3HUOT
TpakT Ha neBata komopa (LVOT) 6un najuectnor moarun Ha BCM (31,6%), co Hajronema
3aCTalleHOCT Ha CJy4Yad Ha XWIIOIUIacTHuYeH cHHApoMm Ha JseBo cpue (HLHS), cmeneno on
KOapKTalldja Ha aopraTa, M aTpe3uja/cTeHo3a Ha aopTHaTa BaiByla. Bo napyru cryauw,
BeHTpukynapuuor cenrtaieH aedexkt (VSD) e mpujaBena kako najuecta BCM  (30,4%)
[TpujaBenara npeBanenna Ha BCM MHOry Bapupa Mery CTYAMUTE HIUPYM CBETOT oX 4 10
50/1000 »xwuBopoacHU, U npoueHkara ox 8/1000 >xuBopoaeHu e ommTo NpudareHa Kako

HajaoOpa anpokcumammja. Crankata Ha cMpTHOCT o HLHS e npujaBena na oxony 50% u
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MOKpaj 0I00pyBamaTa BO HEOHATAIHATA MHTCH3UBHA Hera. ATPUOBCHTPUKYJIAPCHUOT CENITaICH
nepext AVSD, kako BCM e co BkymHa mpeBasiennia on 3,9 na 10.000 parama, a 40% on
CIy4anuTe UMaat MOBP3aHOCT CO XPOMO30MCKa aOHOPMAITHOCT U YECTOIATH € MoBp3aH co [layHoB

CHUHJIPOM.

WNunuaenmnara Ha XxpoMo30Mcku abHopMainHoCcTH Kaj perycu co BCM ce apmxu o 17 1o 48 %.
[ToBp3aHOCTa CO AHEYIUIOMITW W/WIIM CKCTpaKapIvjalHd aHOMAJIUU € HajBUCOKA 3a aTpHho-
BEHTPHUKYJIapHU cenTayinu aedextu (48%) u HajHUCKA 3a 1I€JIOCHA TPAHCIIO3UIMja HA TOJIEMUTE

aprepuu (0-2,6 %).

BxynnaTta npeBanenna Ha HecuHjapoMcku BCM Bo Espona momery 2008 u 2015 ronmna BO
ronema nomynanucka cryauja Ha EUROCAT BriryuyBajku 14 npikaBu ocTaHajia cTaOWMIiIHA 3a
cute BCM co npeBanienia 60,2 aa 10000 )xuBOpoIeHN, M TPEHIOT Ha HAMATYBaHk-E MPUjaBEH O]

NPETXOAHUTE CTYANHN HE IMPOA0IKHUIL.

[lomaromuTe kako 0J aMepUKaHCKaTa M €BpOICKaTa MoMyJaluja Taka M o] OpuTaHCKaTa
moryJjialdja, TMOTBpAyBaaT Jeka aHTEHAaTalHaTa aMjarHo3a Ha roiseMu BCM moxe ma uma
MIOBOJIHO BJIMJaHHE BP3 KPATKOPOUHHUTE UCXOAM U HEKOM MEPKHU 3a MOCTHATAIHUOT UCXO, KaKo
IUTAaHUPAKk-E BO OJJHOC Ha BPEMETO Ha MOPOAYBamke M HEMOCPEAEH MPUCTAN [0 CIEeUUjaTUCTUYKU
MepcoHal U YCTAaHOBH, JIOJIeKa OHHE HOBOPOJCHUM-a 0e3 aHTeHaTajHa JIMjarHo3a ce U3JI0KEHU
Ha PU3MK OJl OTHyIUTame Oe3 na ce uaeHTHU(UKyBa HHUBHaTa coctojoa. Ce uMHM JeKka Hema
J0Ka3uW JieKa BpPEMEeTO Ha JAMjarHo3aTa BIMjae Ha JOJITOPOYHHUTE MEpPKU 3a HCXOJOT

(32,33,34,42,43,44,112).

Hamwure momaromu Bo onHoc Ha BCM ykakyBaaT Jeka HUCTUTE C€ OTKPHEHHM BO HajrojieM
curnudukanten mnporent 227.5 nHa 10.000 xuBopomenu wunu 38.1%, a Bo HajroiieMm
curnudukanTen nporeHt e otkpuen Ventricular septal defect (VSD) Bo 30.3%, npu 1muro
MPOLIEHTYyaTHATa pa3iuKa € CUrHU(UKAHTHA BO OJHOC HAa OCTaHATHUTE MOEAWHEYHH aHOMAJIHUH.

Ha BTOPO MCCTO II0 3aCTAIICHOCT € XHUIIOIINIACTHUYHO JICBO CpLEC CO 2.6%.

4, IlI/IIIIHI/ITe naTuiTa u 0ejaurte ].IpOGOBI/I CC IOJIHU CO TCYHOCT BO MHTPAYTCPUHUOT MECPUOIL
IOTO T'O IIpaBaT (I)CTaJ'IHI/IOT T'paJCH KOUI U oenuTe ,HpO6OBI/I COOZBCTHHU 3a YJITPA3BYYCH IIPCIIIC
U 3a MArd€THa pE30HaHIA. yJ'ITpaSBy‘{HI/IOT nperyieq Ha IpadHUOT KOII MOXKE JIECHO [Ja CC€

HanpaBu 10 25-26 recranucka Hezena. Cemnak, 3HauuTesleH Opoj Ha TOpaKalHU aHOMAJIHM Ce
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[0jaByBaaT BO HAIPEIHATH HEACNU 0 OpeMeHocTta. BKymHarta cTanka Ha TOPAKAIHH aHOMAITUH
¢ o0jaBena 0,04% (112). Jlomeka Bo Hamiara cTyadja HajaoBMme cranka ox 1.9% wiu 11.6 Ha

10.000 >xuBOpOACHU.

5. AHOMAJINM HA CKeJIETHHOT CUCTeM ce 3a0enexanu kaj okoxry 1/5000 cimygan. Temko e na ce
I[I/IjaFHOCTI/IHI/IpaaT U BO MNPCHATAIHUOT W INMOCTHATAJIHHUOT IICPUOU. AKymepCKI/IOT MCHAIIMCHT
MOXKE J1a Oujie HEeIOBOJICH OWJICjKU HAJrOJIEMHUOT JIENI OJ] OTKPUCHUTE CKEJICTHH IUCIUIA3HH Kaj
¢erycute ce ¢atannu. [loenTtara mro Tpeba fa ce 3amaMeTy OBJE € JIeKa € BaXKHO J1a Ce 3HAe BO
KOja Hezesna oJ] OpeMEeHOCTa Ke ce T0jaBU aHOMallija Ha CKEJIETHUOT CHUCTEM BO 3aBHUCHOCT O]I
HEJ3MHHUOT THWII, Jia C€ 3HAe HEJ3UHHOT pa3Boj M KOCKHTEe MTO OuM Tu 3adaruna. Jloaexa
aHOMaJIMUTE Ha pEAyKIMja Ha EKCTPEMHUTETUTE MOXKE Jla C€ OTKpHjaT JIECHO BO IPBUOT
TpUMECTap, Pa3BOjHUTE AaHOMAIMM KAaKO INTO € axXxOHJpOIUIa3WjaTa MOXE Ja Ce€ OTKpHjaT Mo
BTOPHOT TpUMecTap Kora ke craHar 3abenexumBu. CramkaTta Ha aHOMalldja Ha CKEJETHHUOT
cucteM e maaeHa kako 0,14% (21). Bo mamrara cryadja 3a pasidka O APYrd CTYAUU MPE. Ce
AHOMAJIMHUTE HA CKEJIETHHOT CHUCTEM C€ pa3jielieHd BO JBe rpymd (EKCTPEMHUTETH U CKeJeTHA
mucnmiazuja) no kinacudukanujata Ha EUROCAT u najnoBme ctanka on 7.1% wumm 42.4 Ha
10.000 >xuBopomeHu 3a ekctpemuTeTH, u 3.2% 3a ckenetHu aucriazuu wmm 19.3 ma 10.000

YKUBOPOJICHH.

6. 3a XpOMO30MCKHTE aHOMAJMHU BO CTydWja 3a TOJIEMH BPOJICHH aHOMAJIUM Ka] OeOumaTa
ponenu co JlaynoB cunapom, 44% ox paramata co JlayHOB CHHIIPOM HMaJje CplieBa aHOMasHja
u 15% wumane He-cplieBa aHOMajHja CO MOrojeMa BEpOjaTHOCT Jla MMaaT CplieBa aHOMaiHja
OeOumara oJ xxercku 1o (34). [pesaneniara Ha JlayHOB CHHIPOM C€ JIBUKH BO MO-BUCOK paHT
01 39,9 u Exapn cunapom 12,2 va 10.000 parama Bo EcToHnja , Bo criopeada co MpoCceKoT Ha
EUROCAT ox 26.4 u 7.4 na 10.000 parama (50). Bo benruja xane mro 81,2% on 6pemenute
KEHU Ouiie CKpUHUPaHU cO KopucTewme Ha HemHBa3uBeH JJHK Tect, BkymHaTta mpeBaieHna Ha

Jaynos u Enapc cunapom Oua npujaBena kako 32,2 u 7,4 ciydan Ha 10.000 parama (119).

l'onema 10 roaumna EBpornicka ctyauja on 16 EBporncku apxkaBu o 2000-2011r. ondarysajku
Haa 7.5 MUIMOHM pafama W3JBOjyBa IpeBajeHla Ha Tpucomuja 18 u Tpucommja 13 u
npeBajieHlla Ha npuapyxHute aHomammu oa 4,8 m 1,9 wa 10.000 BkynmHuM parama.
[IpeBanenuujata Ha Tpucomuja 18 3HaumTenHo ce 3rojemyBasa 3a 4% roaumuo ox 2000 1o

2011 ronuna, a mpeBaeHIaTa Ha Tpucomuja 13, UCTO Taka, 3HAUUTENHO ce 3rojeMyBaia 3a 2%
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roaumrao. 73% on ciaydaute co Tpucomuja 18 unmu Tpucommja 13 pesynrupaie co TOPFA. Mery
XKUBOpOJicHUTEe OeOuma co Tpucomuja 18, 80% wumane cpueBa aHomanuja, 21% wumane
aHOMaJlija Ha HEPBHUOT cucteM, 8% umane e3odareanna arpesuja u 10% nmaie opodarujarna
nykHatuHA. O )KUBOpOJeHUTE OcOuma co Tpucomuja 13, 57% umane cprera anomanuja, 39%
uMalie aHoOMajiHWja Ha HEpBHHOT cucteM, 30% wumane aHomanuja Ha ouute, 44% wumane
noymaakTwmja u 45% wuMmane opodanujanHa nmykHaTuHa. Kaj OeOummara co Tpucomuja 18
MOMYHMIbA HMaJie IoMaja BEpPOjaTHOCT Jla MMaaT CcplieBa aHOMalMja BO crHopeada co
JIeBOJUMbaTa, a co Tpucomuja 13 mmare noMmasia BEpOjaTHOCT Ja UMaaT aHOMalllja Ha HEPBHUOT
cucteM. Bo cormacHocT co Ipyru CTyIuH, OTKpUEHO € naeka 35% oJ1 )KMBOPOJACHUTE Jela CO
tpucomuja 18 u 54% co Tpucommja 13 Owmne wmamku (56). CTaTUCTHYKHM 3HAYAjHUTE
3roJieMyBama Co TEKOT Ha BPEMETO BO MpEBaJICHIIaTa 3a0esekanu 1 Bo Tpucomuja 18 u 13, ucro
Taka, ce 3abenexanu oj Loane u cop.(2013) u CasBa u cop. (2010). 3roneMyBameTo Ha JIBETE
TPUCOMHH C€ OJipa3yBa CO 3rOJIEMyBamETO Ha BO3pacTta Ha Majkute Bo EBpoma. IIpocednorto
BpeMe Ha MPEeXKUBYBABE 3a )KUBOPOJIEHU co TpucoMmuja 18 e okomy 14 neHa u 3a KUBOPOJIEHU CO
tpucomuja 13 okomy 10 nena. OBa € MHOTY NTOKPATKO OTKOJIKY 3a TprucoMuja 21, mto € oxoiry 58
roJWHHA, OWACJKM aHOMAJIMHWTE TIOBpP3aHM CcoO Tpucomujata 18 wm 13 ce moremku

(124,125,126,127).

Hue oTkpuBme 3actaneHocT Ha Xpomo3oMckuTe aHomaanu Bo 30.9 na 10.000 >xuBOpOAEHU BO
HCIUTYBAHUOT nepuoa wim 5.2% npu wro JlaynoB u EnBapac cuHApOM ce eIHAKBO 3acTalleHu
co mo 1.3 %, u HuBHaATa npeBaseHna u3HecyBa 7.7 Ha 10.000 parama. Tpucommja 13 (Ilatay

CUH/IpOM) € oTKpueHa Bo 0,6%.

7. IloioBUTE Pa3/IMKHU Kaj HEKOJIKY CIeU(PUYHU BPOJICHU aHOMAJIMU C€ JOKYMEHTHPAHU YILTE
BO 1940-tute. O6jaBeHO € JieKa COCTOjOMTE KaKO paclel Ha yCHa U MOJIMIAKTHIIMja Ce MOYECTH
Kaj MalIkuTe, AoJeKa AeQeKTUTe Ha HeBpajdHaTa Ty0a U paclenoT Ha HEMIeTO Ce MOYEeCTU Kaj
xenute (116,117,118). TlonoBara mpeBajicHIa Kaj OWIO KOM TOJEMH BPOJCHH aHOMAIHUH BO
Ob6emuneroro Kpanctso BkiydyBajku aeua pojaeHu oa 1990 mo 2009 roauna e uaeHTudukyBaHa
B0 307/10.000 kaj mamkuoT oy u 243/10.000 kaj >xeHcknoT nos1. CeBKYIMHO, pU3UKOT O] OHIIO
koja KM 6un 26% mnorosnem kaj mamikute (47). Criopen mojoT BO Haliata CTy[Hja 3a CHUTE

BkiydyeHn KM kaj 43.9% e marmku, 34.2% e KeHCKH TOJI.
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CriopeyBajku TH 10 TPUMECTpU Y3 HAOIHU:

Syngelaki et al. pepumupane yarpaconorpadcku mnpersiead Ha 100.997 OpeMeHHM KEHU H
OTKpWJIC WHIUJCHIATa HAa KOHIeHWTATHM aHoMmanmuu on 1,7%. Kora Owmie eBamympanu 1o
TPUMECTPHU, THE OTKpPWIIE aHOMaJuM co cTtamnka of 27,6% Bo mpBuOT Tpumectap, 53,8% Bo
BropuoT Tpumectap (114). HeonmamHemHo peBjy TNOKaxyBa JeKa BKYIIHAaTa CTalka Ha
OTKpHBame Ha QeranHu anomaiuu Bo 11-14-ta nemena Owmna 44% (115). AnrtenartanmHara
ylITpa3BydHa cTanka Ha oTkpuBame Ha KM Bo mpBuoT ckpununr 11-14 r.u Bo IlIBeacka e
40,6%. Kpanujainute aOHOpMATHOCTH OWIJIe HAjuecTH, MPOCIENEHH OJ IHCTUYHA XUTPOMa U
racrpormsa (39). Kinay u cop. coommryBaar 3a WHIMAEHIIAa Ha CTpyKTypHH KM OTKpHeHH BO
npBUOT TpuMecTap co Y3 nperaeau oa 0,46%. Hajuecta anomanuja 6miia qeekT Ha HEBpajaHaTa
Tyoa (53,4%) mpocnenena co nedextu Ha mpenHUOT abmomuHaneH sup (15,5%), muctudna
xurpoma (12,1%), deramen xuaporc (6,9%), aHomanuja Ha ypuHApHUOT cucteM (6,9%) u
obparna aprepucka nepdysuja kaj onmsnaim (TRAP) cunapom (3.4%) (58). Bo Xomanmauja
panmoptupano e aeka 95,0% on majopHHUTE aHOMAIUU Ouile OTKpUEeHH mpeHatanHo u 5,0%
MOCTHApTAIHO. AHOMATUUTE MOJUIOXKHHU Ha JMjarH03a BO MPBUOT TPUMECTap COYMHYBAAT OKOIY
30% on cure mOpeHaTaNIHO OTKPUEHM Ae(PEeKTH W TU BKIy4YyBaaT IOBEKeTo aedeKkTu Ha
HeBpanmHaTa TyO0a W aOJOMUHATHUOT SHJ, METAIMCTHC, KaKo W HW30paHHW TEIIKH ClIydau Ha
CKENeTHU U cpueBH aHoMannu. Co CTanmka Ha OTKpHUBame BO HPBUOT Tpumectap ox 70%,
MEralucTiuC € aHOMajHja Koja HajuecTo ce OTKpHBa BO MPBUOT Tpumecrap. Ciydyaute Ha
anomaynu Ha [THC ce rinaBHo oTkpuenu nomery 14 u 22-ta Hemena o1 OpeMeHoCTa, 3a€AHO CO
CplLieBH U cKeneTHH anomanuu. [locTHaranHara qujarHos3a e HajBUCOKa 3a Ae(peKTH Ha penyKiuja
Ha EKCTPEMHUTETH M CKeJeTHa Auciuiazuja. [IpeHaTalHO MeHEeTCKO TECTHpame € HalpaBeHO BO
80,4% oxa ciydauTe cO NpPEHATaTIHO IWjarHOCTUIMPAHM aHOMAJMH, a pe3yiTaTure Owuie
abHopmaiHu Bo 26% (45). Bo crymmja ox 1997-2016 romuna e o0jaBeH HMITAKTOT Ha
MpeHaTajgHaTa AujarHo3a Bp3 TEIIKUTe KOHTeHUTanHW aHoManuu u 54,2% oxg KM Oune
OTKPMEHHU CO TNpEHATaJeH YITPa3BYyK, paclpelesieHd Ha cleAHUoB HauyuH: 17,4% Owie
NMjarHOCTHIMpaHu nipen 14-ta Henena ox Opemenocta, 47,6% nomery 14 u 23 nenenu u 35,0%
BO 24ta wnu moBeke Hexenu o Opemenocta. 68,1% umane mzomupann KM u 31,9% umane
mynatunau KM. Ipen 14-ta nepena on OpemeHocta, HajroseM nen o KM 6une tpucomuja 13,

18 u 21 (50,0%; 47,7% wu 39,3%), ractpommsa u ompanouena (40,8%) u anennedanyc (36,2%).
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3a Bpo/IeHU CpLIEBU MaHM U AujaparmMaiHa XepHHU]ja, HAJrOJIeM MPOIEHT ce jaByBaaT rnomery 14

u 23 nenena. [1b 6uno ommwmja 3a 21,3% ox opue KM (48).

Bo mamara cryamja Bo mpBHOT Tpumectap O6ea otkpuenn KM Bo 21.9% wu Haj3actamenu ce
Hygroma colli xaj 47.1%, spina bifida xaj 8.8% wu holoprosencephaly kaj 5.9%. Jloneka Bo
BTOpUOT TpuMeTap Oea oTkpueHn KM co curHudukantHa pasnuka Bo 78.1% u Haj3acTaneHu
anomamuu ce BCJl kaj 38.8%, cieneno ox talipes equinovarus kaj 5.8%, 3.3% cinywyan Ha
CKEeJIeTHa JAWCIUTa3uja W jAedektn Ha ypuHApHHOT TpakTt U 2.5% ciyuaesu nHa [[HC.
Kaprotunmsanuja e HanpaBeHa Bo 35.4% ox cimydante u 76.3% o/ cnydanTe MMaaT HETaTHWBHA,

nojieka 8.4% no3uTUBHA KapHOTUIIU3aLMja.

8.2 IIpexkun Ha OpemMeHOCT

Crankute u npuunHuTe Kow BojaT 1o [Ib mopaam deramnu aHomamum Mopa na Oumat
CTPHKTHO U KPUTHYHO €BajdynpaHu. Bo HamaTta cTyauja MOWHT MpEBaJICHIIATa, 3aCTAlleHOCTa HA
MPEKUH Ha OpeMeHOCTa MOopaju perucTpupaHa aHomanuja Bo nepuonot 2019-2022r. usHecyBa
14.6/1000 parama, co HajBMCOKA MHIIMJICHIIa HA IPEKUH Ha OpemMeHocTa peructpupana Bo 2019r.

1.9/100 parama, u Hajaucka Bo 2021r. 1.2/100 parama.

Nma 3ronemyBawe on 7,3% (2000r.) mo 24,1% (2017) na cure IIb mo 14 r.memena of
OpeMeHOcTa Ha mpuMmep Bo [epmanuja Oe3 mo3HATa NPUYMHA, CO (pPEKBEHIMja Ha
MaigopManuuTe - TpucoMuja 21 Kako BOJieuka MPUYMHA, BTOpaTra IO TOJIEMHHA Tpyna ce
Mandopmanuute Ha IHHC u Haj3acteneH oa HUB xuapoledaiyc, CIEACHH O]l CPLEBUTE
Mmandopmarnmu co Haj3acrerneHocT Ha hypoplastic left heart syndrome (HLHS), a majunnara
W/WJIM TecTalMcKaTa CTapocT, IPaBUIUTETOT UM MApUTETOT € HABEJCHO JIeKa He MPeTCTaByBaat
dakropu Ha pusuk. OBOj TpeHn e 3abenexan W Bo Kanamga (1991-1998), Benuka Bpuranuja
(1995-2004) u apyru eBpOINCKH 3eMju (AeBeT crenu(UYHH PErHMOHM 3a PETUCTPUTE HA
EUROCAT), kou ucto taka uMaar oOjaBeHo nopacTt Ha [Ib. Pasnukute momery 3emjure u
noaeMoT Ha [1b Moxe na 6uyie mopaau BpeMeTo U YyBCTBUTEIHOCTA HA MIPEHATATHUOT CKPUHUHT
3a ¢etasHn aOHOPMATHOCTH W COIHUJAIHA Pa3NUKA BO JOCTAallHOCTa M TpUQATIUBOCTa Ha
MPEeKUHOT Ha OpeMeHocT. Bo Toj koHTekceT, Bo 2004 roauna, Garne u konerure ucnuraine 25.400

cllyyau Ha BpoJieHH Maiipopmaimu Bo 14 pernonu Ha EBpoma. ABTopute 00jaBuie JieKa MaKo
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yATPa3BYKOT OWi m3BeaeH Bo 91% on cmydante co (eTanmHu/HEOHATATHU Mal()OpMaIIUU, CaMO
35% on cmydauTte BCYIMIHOCT OWiie JMjarHOCTHIMPAHU CO YATpa3ByK. Bo HeogaMHENIHO peBjy
on 2017ron., 68% ox cure ¢deramHu aHoOManuu OwWiie NUjarHOCTUIMPAHU CO YIATPA3BYK H
MNOTBPJICHU CO MHBa3MBHA aujarHocTka (3534 ciyyau on 19 oGjaBenu crarun) (2,101,102). Bo
Anrmuja u Benc, sxeHute kou aboprupaiie nopaau ¢eraiHa abHOpMAIHOCT counHyBaat 2% o]l
cute aboprycu Bo 2017 romuna, a camo 10% o aboptycute Bo Aurnuja u Benc ce Bo 13Ta nnm
MOBEKE T.HEJIEH, IPU IITO abOPTYCOT mopau (eraaHa aOHOPMAITHOCT MPETCTaByBa 3HAYNUTEIICH
nenn of abopTycuTe BO BTOpHOT TpumecTap. Bo exen nentap Bo Uspaen, 80% onx abopTycu Haj

23 r.aenenu o 1998 no 2005 ronmHa ce momkar Ha (erarHa aOHOPMAITHOCT.

I'enepanno, Bo CAJl Hajuecta kaTteropuja Ha (eraqHu aOHOPMAIHOCTH Kaj OHHME KOu Ouie
MOJUTOXEeH! Ha abopryc Han 15-ta r.Hexema Owiie reHETCKH, BKIYYUTEIHO M aHEYIUIOWIUU, U
single gene wapymyBama. Bo ciydaute €O CTPYKTYpHH aOHOPMAIHOCTH, HAjuecTH Ce
aOHOpMAaJHOCTH Ha MO30KOT (29,0%) u cpueto (19,6%) (4). [Momery usspmenute I[16 Bo XoHT
Konr, Kuna Hajuectn XpoMo30MCcKu abHOpMaTHOCTH ce Tpucomuja 21 Bo (22,1%) u Tpucomuja
18 (10,7%), a mely HEXpOMO3OMCKHTE HajuyeCTH aOHOPMAIHOCTH ce ajda-TaraceMuja Majop
(10,0%) m aOHOpPMATHOCTH Ha IEHTPATHUOT HepBeH cucteM (8,2%) (6). Cropen mnperiesn Bp3
HCTpaXkyBama 3a BpoJeHH AedekTH, BKynmHaTa ppeksennuja Ha [1b mo I1/] Ha Bponenu nedextu
e 83% 3a anenuecdanuja u 63% 3a cnuna 6uduna. Cenak, crankata Ha [1b Bo Ilexunr, Kuna no

IT]] Ha KM e 94% 3a JlayHoB cunapom, u 84,8% 3a BpojaeHu cpiieBr aHoMmaiuu (15).

CornacHo JuTeparypara BO HallaTta CTyauja HajuecTu umHAuKanuu 3a I1b ce xpomozomckwute
anoMainuu Bo 50%, co Hajrojema 3actamenoct Ha Down Sy. Bo 23,7% u Edward Sy Bo 10,5%,
JI0JI€Ka U30JIMpaHu aHoMauu ce Bo 23,7% wu no 13,2% 3a MynTUIIHUA ¥ Te€HETCKHU npuuuHu. On
n3osnpanute Kaj 44,4% u on mynrtunuute kaj 80% Hajzactanenu ce anomanuute Ha [{THC Bo
21,1% BkymHO, co Hajrojema 3actanenoct Ha holoprosencephalia Bo 10,5 % u agenesio corpus
callosum Bo 5,2%, u Ha BTOpo MecTo aedeKTHTE Ha abmomMuHAIeH Sua Bo 5,2%. Jlodeka BO
Hamara crynuja [1b mopanu cpuesu aedextu ce Ha 4eTBPTO MeCTO Kaj 2,6%, BO UCT MPOLIEHT CO

OpO'(l)aI_[I/IjaJ'IHI/I pacuernu, MaJ'I(I)OpMaI_H/II/I Ha CKCTPECMUTCTUTC U YPUHAPHUOT CUCTCM.

Bo WMspaen, najuectn mnaukauuu 3a [Ib Bo BTOp TpumecTap 3a aHAaTOMCKH aHOMAaJUHU CE
nepexture Ha IIHC (32%), co HajrosemMa 3acrameHOCT Ha xuaporedanyc, mojaeKa

a6HOpMaJ'IHOCTI/I Ha JIMOETO U BPATOT U TACTPOUHTCCTHUHAIIHU a6HOpMaJ'IHOCTI/I CC MHOTY IMOPCTKHU
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BO BTOp TPHMECTAp, 3a pa3jinka OJ MO-paHuTe TecTanucku Henenu. CIMYHO Ha TOa, HAjYeCTUTE
aHATOMCKHM aHOMAaJIMH BO MPBHOT TPUMeECTap U paH BTop Tpumectap ce Aedextu Ha LTHC (24%),
CO HajuecTa 3acTalleHOCT Ha JePEeKTH Ha HeBpaiHata Tyba, ocobOeHo aHeHnedamyc. Ce
objacHyBa co (akToT neka aHeHIedanrjara MOXKE JIECHO Ja C€ IHjarHOCTHIMPA BO IPBUOT
TpuMecTap MpH A00ap CoHOTpaCKH CKPUHHUHT, TOJeKa Xuaporedanuja oOMYHO ce pa3BHBa
JIOI[HA BO BTOPHOT WJIM MOYETOKOT Ha TpeTnoT Tpumectap (107). Bo Hamara cryaumja, morojaem
nen on I1b ce mampaBenu Bo BTOp TpumecTtap Han 13 r.H. Bo 73,7%, mpu 1ITO BO MOpPaHUTE
rectarucku Henenu [1b e mo3actaneH kaj XpOMO30MCKUTE M aHOMAJTUUTE HAa a0JIOMUHAJIEH SH],
a BO MOKACHUTE TECTAIMCKU HENEIM OCBEH XPOMO30MCKHTE M T'€HETCKUTE CHHIPOMH Ha BTOPO
Mecto e npeknHoT nopaau [THC mandopmanmu. 50% on npexkunute Ha OpeMeHocTu ce noj 18

recrainyckKa Heaciaa.

Crankara Ha aOHOpPMAJHM HAOAM OTKPHMEHH HAa TPEHATATHOTO CKEHUpame € pedepupana
MMOBHCOKA Kaj MOMJIAJNTE MAI[MEHTKH BO criopeada co mocrapute (81,3% Hacmportu 65,9%). Ox
I1b mopaau XpoMO30MCKH WJIM T€HETCKU aOHOPMAaTHOCTH, TpUcoMHja 21 € 3HaYUTETHO ToYyecTa
Kaj ToBO3pacHara rpymna Bo cropeabda co momianata. deraqHUTEe aHOMAIUU 3a KOM OWIIO
m3BpmieHo [Ib  Oune: crpykrypHu aOHopmamHocTH  (~57%), XPOMO3OMCKH/TEHETCKU
HapymryBamwa (~37%) (108). Kaj Hac Bo HajrosieM cUrHH(UKAHTEH MPOIEHT o1 52.6% Majkure

kou uMmaar I1b ce Ha Bo3pact ox 25 o 34r.

Bo Typuwuja uanuaenmnara Ha [1b 6mma 5,45 na 100 >xuBopoaeHH, a HajuecTa npuunHa 3a I[1b
<22 w Hax 22 r.Heaenu Ouiie aHOMaJIMHU Ha ICHTPATHUOT HEPBEH CUCTEM, MYJITHITHU aHOMAJIUH,
HUCTUYHA XWUTPOMA, aHOMAJIMHM Ha KapAHMOBACKYJIAPHUOT CHCTEM M XPOMO30OMCKH aHOMAJIUH.
CnuyHO HA JIPYTUTE CTYAUU, CTPYKTYPHH aHOMAIMH, MYJATHUITHA Maa(popMalui ¥ aHOMAJIHHTE
Ha [IHC ce oTKpreHH MOYeCTO BO MOHAINPEJIHHM T'eCTAMCKH HEJEIH W BO MOMJIAIU TOJIWHU HA
MajKUTe, a T€HETCKO-XPOMO30MCKH aHOMAJIUU C€ OTKPUEHHU BO MOPAHUTE T'eCTAlMCKU HEIeNu U
BO TIOHAINpeIHATH TOJAWHM HAa MajKHTE€ CO HajuecTa 3acTameHocT Ha Tpucomuja 12 u 18
(16,19,20). Caununu ctymuu, ucto Bo Typija ob6jaByBaat neka 60.4% ox I1b Gwie mopaan
reHeTcku aHamonuu, a Mandopmaruure Ha [IHC Gune 3actanenu Bo 37,7% - 57,6%, noaexa Bo
Asctpuja mandopmanuute Ha IIHC ce Bo 39,7%, a xpomozomckute aHomaiuu Bo 15,8%.
[IpeTxonHU CTyIMU MUMAT MOTBPJIEHO Aeka MaldopMaluuTe Ha MO30KOT CE€ BOJIeUKa MPUYMHA 32

noruute 11b Bo MHOTY ACJIOBU O CBCTOT. Enna Baxkna IIpHUYKUHA 3a OBa € JOOHOTO (I)OpMI/IpaH:e u
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CO3peBamke Ha KOPTUKATHOTO MO30YHO TKHMBO a CO TOA M Pa3BOjoT Ha Mal(popMaluy Ha MO30KOT
€ KOH KpajoT Ha BTOpUOT u TpetnoT Tpumecrap (17,18). Bo Byrapuja HajBucokaTa MHIMICHIA
Ha (eranau anomanuu npu [1b e cnenena: nedextu Ha HeBpaHaTa TyOa (24,59%) U neHTpaicH
HepBeH cucteM (21,29%), mpocieaeHn co XpoMO30MCKH 1e(DeKTH MOTBPJCHNA CO aMHHUOIICHTE3a

(11,47%), cpuesu nedextu (9,83%) u nenHaTHHKU HA JULETO (6,54%) (22).

Bo criopenda co gocera u30poeHUTE Ip>KaBU, HHIUKAIIMUATE 32 MPEKNHYBake Ha OpeMeHOCTa 110
IpeHaTajgHa JujarHosa 3a ¢eranHa aHoMmanuja Bo Opannuja xazae [1b e neranen Ha3uBOCHO oA
recranuckara Bo3pact, Omie: xpomo3oMcku aHomanuu (39,1%), uzonupanu anomanuu (36,4%)
u myntunad Mandopmaru (9,7%), koe paHrupame coBmara co Hamara cryauja. Taka,
nHnuaeHnara 3a I1b 3a ¢gerannu anomanuu e ox penot Ha 65 Ha 10.000 parama, Koe mak e
)IBOjHO IMOMAJIKy OJf HaluaTa HajHI/ICKa HUHIUJCHIIA. JIOJIeKa IIaKk oOBaa HMHOWACHIIA € MHOT'Y
noBucoka oTkoJKy Bo O6emuneroro KpamctBo (53). TOPFA ce 3rojeMyBa BO BKyITHaTa
(dbpekBeHIMja U C€ jaByBa BO IOpPAHUTE TECTAIMCKH HEJeNIH OcCoOeHo mpen 16 r.H.,, U BO
O6emunrerotro KpanctBo kaze mcrto Hema recranucku aumuT 3a [1b. 3a mepuon ox 10 roamam
(1995-2004r.) I1b ce unenTndukyBanu co npepaicuna o1 49,3 na 10 000 parama. [Ipomopiiuure
LITO C€ jaByBaaT BO pa3inuuHuTe recrauuu ouie 20,4% mpen 16-tata nenena; 32,4% nomery 16
u 20 venenu; 38,3% nomery 20 u 24 nwenenu; u 8,4% Bo win no 24 nenenu. 39% oxg TOPFA
Ooune 3a xpomMo3oMcka aHomanuja; 25% 3a MyatunHu mandopmanuu; 23% 3a geexTd Ha

HeBpayiHaTta Tyo0a; 5% 3a OyOpexxnu npobnemu; u 5% 3a cpueBu MaHu (54).

Kaya u cop. komnapupajku paH TecTaldCKU MPEeKUH mpes 23 T.H. ¥ JOIeH MeCTalluCKU MPEKuH
Hag 23 r.H. Bo 341 cimyuyaeBum 3a0erexyBaar yiaTpacoHorpadcka CTPYKTypHa aHOMaidja BO
(80,1%) ox cmyyante u He e 3a0enexaHa CTpyKTypanHa aHoManuja Bo (19,9%). Ox ciyyaute co
CTpykTypHa aHomanuja, (73%) umane W30JHUpaHH CUCTEMCKHA aHoMaimuu u (26,7%) umaie
MYJITUIIHU CHCTEMCKH aHOMAJlM, a XpOMO30MCKa aHOMaiuja Ouia mpoHajaeHa kaj 52,6% on
HuB. MHIMAEHIIaTa HA CTPYKTYPHH aHOMaJMM OWJia 3HAYUTEIIHO BHCOKA BO CIy4YaWTe Ha JOIEH
npekud (91% wnacopotu 76,8%), ¥ CIMYHO WHIUACHIIATA HAa W30JUpaHa KapAWOBacKylapHa
aHoMaiyja Oujia 3HAUUTENHO BHUCOKAa BO CIydyauTe Ha JIOLHO NpekuHyBame (37,5% HacmpoTu
13,8%). U kaj neere rpynu anomanuute Ha [THC ce Hajuecto mpocieaenu ox BCM, koe mto He
e cinydaj Bo Hamata cryauja (59). Bo namara crymuja mandopmanuure Ha LTHC Bo 50% ce

MpoCTeeHU co TeOPMUTETH Ha EKCTPEMHUTETUTE.

120



Kynrypuurte dakropu mMoxke a OUmaT Ba)KHHM, HO BEPOjaTHO HEMa Jia T ONpaBAaaT Pa3lIuKUTE
Bo crankute Ha [Ib 3a ¢eranna anHomanuja Mery €BPOIICKHTE 3€Mju, OHMJIIEJKM OJHOCOT Ha
NPEeKUHU Mel'y OpeMEHOCTUTE CO TO3MTHUBHA IpEHATalHa AMjarHO3a MMa TeHICHIHWja 1a Ouje

ciuueH Hu3 EBpona (122,123).

Temko e na ce cmopenar pe3yiaTaTHTe O Pa3IHUYHU CTYIUH, TJABHO MOPAAN PA3THIHHUTE
HAUYMHU HA TPECMETYBamkbe W TPUKAKYBAbe HA PE3YNTATHTE, PA3IMKUTE BO TeCTAllMCKaTa
CTapoCT BO BPEMETO HA CKEHUPAHETO U PA3IMKUTE BO BPEMeE 3a CIIEACHE, KaKO M KOMIUIETHOCTA
noMery paszIuuHUTE perucTpu. [IpoIeHTOT Ha ciydau co NMpeHaTalHa JWjarHo3a MOXKE Ja ce
MPELeHN BO HEKOW CTYIUU TOPaIy HEJOBOJIHO YTBpPIYyBamke Ha BKYIHUTE ciiydan. CBECHH cMe
JieKa oBaa CTyauja, M TIOKpaj Toa INTO € €AHa OJ MOrojeMHTe BO Hallara 3eMja, He €
enuaemMuosomka. OBa € OICEepPBAIMCKO HCTPaKyBame Ha 4-TOJWIIHO HWCKYCTBO Ha HAIIHOT
neHtap. 3aroa, TM oxpaOpyBame ApYruTe IIEHTPH Ja MpHjaBaT CIWYHO HCKycTBa. Hamrara
cTyauja Oemie 6a3upaHa Ha OOJHUYKO HMBO M HE ja MpETCTaByBa BUCTMHCKAaTa IpeBajieHIa U
ucxonotr Bo Pemybmuka C.Makenonmja. OBue momatonw Tpeba Ja TOTTUKHAT WIHHU
UCTpaXyBamba M COpadOTKa 3a MOMPEIHU3HA U TIOLEIOCHH HM3BECTYBama 32 MAjOPHH BPOJCHU
anomaynu Bo PemyOnuka C.Maxkenonuja. MynTHIIEHTpUYHA CTy/IM]a WM HallMOHATHA CTYyH]ja
MO’KE TIOMPENM3HO JIa ja TPOIIEHU PacIpOCTPAHETOCTa W WHIMICHIIATA HA Pa3lIMYHU BPOJICHU

adHOMaJIMH.

HOI{GK& ,I[I/IjaFHO3I/ITC Ha (beTaJ'IHI/ITe aHOMAaJIMM Bapupaar CIiopea TpuMecTap, aHOMaJINnHUTE MOXKE
TOYHO Ja C€ ACTCKTHpaaT BO IMOPAHUTC I'€CTAllUCKHU HEACIN 6J1aroz[apeHI/Ie Ha TCXHOJIOIIKHOT
pa3Boj Ha YITpa3BYYHHUTC YpE€Au BO ACHCIIHO BpPEMCE. Ho ucto Taka OTKPUBAKLETO CO IMMOBHCOKA
CTaIlKa Ha KapJUOBACKYyJIapHU Maﬂ(l)OpMaI_II/II/I Kaj MMOAOTHEKHHUTE CTYANH MOXE Ja CC IIpCIUiIaT
Ha HO,Z[O6PYB8.H>C Ha HUCKYCTBOTO OJ CKPHWHUHI Ha (beTaJ'IHO cpuc 3a BpEME Ha PYTUHCKHOT

CKPUHHUHI' 3a aHOMAJINH.

[IpenaTtannara qujarHosa Ha (eTaTHUTE aHOMAJIMU MOXeE J1a ce eTabaupa BO MOPHUTE HEJETH O]
OpeMEeHOCTa €O NOrojieMa TOYHOCT CO 3r0JIEMYBamh-ETO Ha OpOjOT Ha LEHTPH U IIEPCOHAN UCKYCEH
BO OBaa 00J1acT, CO IITO yATPACOHOTPA()CKUOT CKPUHUHT HAa aHOMaJIMja U CKPUHUHI TECTOBUTE
3a aHeyIUIOW/IMja la ce PYTUHCKA MpaKTHKa Kaj cuTe OpeMeHH >KeHH, BKIydyBajKu U HallpegHa

TCXHOJIOFI/Ija U HOBU CKPUHHUHI' TECCTOBU KAKO IITO € CKCTpalCilyJlapHaTa ﬂHK BO IIporpamara.
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9. 3akiry4onu

1. Bo ucnuryBanuotr yerupuroauiueH nepuona 2019-2022r. Bo mpBUTE J1Ba TPUMECTPU
HampaBeHH ce BKynHO 5221 ynrpa3Byuynu (Y3) aHT€HaTaJIHU CKPUHHUH3U, U OTKPUEHU CE
KoHreautanHu Maindopmanmu 3.0% BO OJHOC HAa BKYMHHOT Opoj Ha YATPa3ByYHU
ckpunuH3u U 6% Ha 100 xuBoponeHu. Bo npBuot Tpumecrap Gea otkpuenu KM Bo
21.9% wu majzacranenn ce Hygroma colli kaj 47.1%, spina bifida xaj 8.8% wu
holoprosencephaly xaj 5.9%. Jlomexa Bo BTOpHOT Tpumerap Oea oTkpreHu KM co
curHuukanTHa pasznuka Bo 78.1% wu Haj3acranenu anomanuu ce BCJ] kaj 38.8%,
cieneno on talipes equinovarus kaj 5.8%, 3.3% ckeneTHa aucruiasvja M aeeKkTH Ha

YpUHApHHUOT TpakT U 2.5% ciyuaeu Ha [{THC.

2. Bo MCIIUTYBaHMOT YETHPHUTOJIUIIECH MEPUOJ U3BPIIEHH ce 38 TpeKuHH Ha OpeMEeHOCT
nopagu KM co mount nipeBanennia 14.6/1000 parama. [loronem aen ox I1b ce HanpaBenun
BO BTOp TpumecTap Haj 13 r.H. Bo 73,7%, npu mTo Bo nopaHute recranucku Heaenu [1b
€ rmo3acTareH Kaj XpOMO30MCKUTE M aHOMaJIMUTe Ha abJOMHHAJIEH SHJ, a BO TIOKAaCHUTE
TeCTAlMCKU HEJENN OCBEH XPOMO30OMCKHUTE W T€HETCKUTE CHHJIPOMH Ha BTOPO MECTO €

npexkuHoT nopaau [THC mandopmanmm.

3. On otkpuenute anomanuu 78.7% oanara Ha u3oaupanure, 12.9% ce myarunau, 5.2%
ce XpoMO30MCKH U 3.2% ce IreHeTCKM M eKOJOUIKM, NPOLEHTyaJlHaTa pa3jiuka €
CUTHU(UKAHTHA TOMely H30JIMpaHd Bep3yCc oOcCTaHaTuTe aHoManuu. OTKpUBME BO
HajroJIeM MPOLEHT cpueBu aHoMaauu Bo 38.1% co HajroneM CUrHHU(PUKAHTEH MPOLEHT
Ha BCJ] Bo 30.3% ¥ XUIOIIJIACTUYHO JIEBO cpIie BO 2.6%, aHOMaJIMK Ha JiMIle U BPaT BO
12.3%, na ypunapen cucrem Bo 11.0%, crmegar aHoManuu Ha HepBeH cucTeM (CO
Hajronema 3actaneHoct Ha JIHT, BeHTpukynomeranwja, xojompo3eHledanvja u
arenezuja Ha corpus callosum) Bo 9.03% wu excrpemurerure Bo 7.1%. On
xpoMo3omckuTe aHomamuun Down Syndrome u Edward syndrome ce ennakBo

3acraresu co 1o 1.3 %.
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4. TlpoceuHaTa recrampcka HeJela Ha JETEKIMja Ha aHOManuuTe u3HecyBa 19.4 + 3.8
Hezenu, Bo panr on 12 mo 25 menmema. 50% on mpekuHUTE Ha OpeMEeHOCTH ce moj 18
recranucka Hepena. Hajuectn mnaukanum 3a [1b ce xpomozomckure aHomamiu Bo 50%,
co HajrosiemMa 3acraneHoct ma Down Sy. Bo 23,7% u Edward Sy Bo 10,5%, momeka
n30J1MpaHu anomanuu ce Bo 23,7% wu no 13,2% 3a MynTUIHU U TeHEeTCKU npuyuHu. On
nzonmpanute u myatunaute KM nHaj3acranenn ce anomanmmure Ha IIHC BO 21,1%
BKYITHO, CO Hajrosiema 3actaneHocT Ha holoprosencephalia Bo 10,5 % u agenesio corpus
callosum Bo 5,2%, u Ha Tpero MecTo naedeKTHTEe Ha abJOMUHANEH SHI BO 5,2%.

Mandopmaruure Ha [IHC Bo 50% ce npocnenenu co 1epOpMUTETH Ha EKCTPEMUTETUTE.

5. Bo HajrosieM TpOIEHT Kaj MalMeHTKUTe co oTkpueHa KM ce jaerektmpa mpu TIpB
rpaBuguTeT Bo 50.3%, a 6e3 mperxoaHo mopoayBame Bo 61,3 %, m Bo 78.1% 0e3
MpeTXoJieH abopTyc, co morosiema 3actaneHocT Ha KM mpu mamkuoT most Bo 43.9%
Hacripot 34.2% 3a xeHcku 1o, [IpoHajmoBMe camo MOBpP3aHOCT HA WHIIMJICHIIATA Ha
KM Bo omHoc Ha Bo3pacta, 50.0% ox mamuenTkuTe ce mocrapu oxa 31 ron.
KomopOuaurern kaj majkata ce peructpupanu Bo 20 %, mpu IITO HAj3aCTaleHoO €
HOCHUTEJICTBOTO Ha BpojaeHa Tpombodunmja Bo 5,8%, a ocTaHaTuTe Haj3acTalleHH
KOMOpOMAUTETH c€ M.XalmuMoTo, o0e3uteTr u xunotupeomamzam. 90.3% on
MalUeHTKUTE 3a0peMeHmwie crnoHTaHo. Kapuorunusamujara e mo3Hata Bo 35.4% on
ciydyaure u 76.3% on ciaydauTe MMaaT HeratuBHa, jaojeka 8.4% 1O3UTHUBHA
KapuoTunuzamuja. Bo HajroieM curHudukaHTeH IpoLeHT o 52.6% MajkuTe KOu nMaar
I1b ce Ha Bo3pacT oxa 25 no 34r. u ce perucrpupa CUrHU(pUKaHTHA HETaTUBHA yYMEpEeHa
Kopenanyja mnomely Bo3paTa Ha MajkaTa M TecTalliOHAaTa HejAejda Ha MpeKuH Ha

OpeMeHocTa.
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10. KAMHHYKA AIVIMKATABHOCT

Hammara knmHYKa 1en BO oBaa CcTyauja € jaa ro MeHapmpame [Ib Bo Hamrara KiIuHHKA
mojoOpo M Ja ce pa3BUjaT COOJBETHM TPHUCTA 32 TOAa CO HCTPAXKYyBamke Ha
WHIVKAIUUTE U aKYIIePCKU KapaKTEPUCTUKHA HA OBUE CITydawu.

Nmasme 3a 1ien ga 06e30ea1Me MoIaToIM Kako 3a MAalMeHTUTe Taka U 3a JeKapuTe U Ja
MpeIOKUME TIEpUHATAIICH MEHAIMEHT.

BocnocraByBame Ha cHCTEMAaTCKH MPOTOKOJM 3a €Baiyaiuja Ha (ETycoT MO OpraHu U
cucteMu ke Oumar edeKTHMBHU 3a OTKpHBAKkE€ HA aHOMAJIMU Ha IUIOJIOT BO paHUTE
TEeCTALCKHA HEOEH.

[TogoOpa KOOPAWMHMPAHOCT HAa THMOBHTE HAa MATHYHH THHEKOJIO3W W THHEKOJIO3U
cyOcrenujamucTd BO OBaa 00JIacT MOKE J1a JOBEIe 10 3HAYUTEIIHO HaMalyBame Ha

oTKpuBame Ha KM BO 10 JTOITHEXKHA recTaicka BO3pact.
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