NHOOPMALIUAS 3A HALIUEHTHA
Buoxumuyen cepymen ckpuumur BTopu TpumecTnp (15 r.c. — 20 r.c.)

[pudanzurento B 3 a0 5 na scexu 100 PaXCAAHUA C& PANKIA RETE ¢ HAKAKBA BPOAEHA AHOMANM/H MIH FEHETULHO 3abonasaHe,
T.¢. 11O NPHHUMM BCAKa OGPEMEHHA JKEHA HOCH €MH CPABHUTENNO HIChK YCJIOBEH PHCK 3a PAsKLaHe HA GOHe JeTe,

3a ronAMa 9ACT OT Te3M BPONCHH AHOMAIMY CLUIECTRYBAT BBIMONKHOCTH 33 NPOHHARKTHKA YPE3 PAasAHMHI METONM, KOHTO
HamaainaT prcka 3a paxnane na Somuu nena. Hanpusep, npuemanerto ot skenaTa ha ¢onuesa kucenuna no 0.4 Munnrpama
aseno, 2-3 meceua npepn u 2-3 Mecela et 3a0PEMENRANE, HAMAITARA PHCKA 32 PA3BHTHE HA HAKOK mandopMannn {10 50%
HAMAILABA HecToTaTd Ha CiuHa Suduma u Ap. tedextd HAa HeBpaiHa Tp6a). Joponosus (Y3-08 1 cepyMeH) CKpHHIHI k
HPEHATAIRATA JHATHOCTHKA MO3BOISBAT PAHHO OTKPHBAHE 110 BPEME Ha OpeMEHHOCTTA HA 3HAMMMA 4acT OT Te3H BPOUEHH
aHOMAaNtu.

Cpex Haii-uecTHTe BpOAEHH aHOManHHK ca Cunapomst Ha HayH (cpenna uectora | na 900 POKIAHNA, 3aBHCHMA OT BBLIPACTTA
na maktkata); nedekTure Ha Hespanua TpLba, KATO CrMMa Oudnaa, anenuedanus (vecrora | ua 500); kakro n JdedekTTe Ha
npeana kopemna crena (sectora | wa 2000).

MNocouenure uectot ca cpemmo cratHeThuecku 3a obuwara nomyrauus, ROKaTO 33 Beska KOHKpPETHa OpemMenHocT
BEPOATHOCTTA 3a PAXAAHE HA HeTe ¢ aHOMANUK MoXe la Ghle pasnuuua. (baxToph, MoxayBaLM pHCKA 3a HAKOH BPOLEHH
AHOMAJIMK ca AaHANTE 32 GaMUINOCT (1eTe, PONTEN, POACTBEHHK ¢ aHoManus}, MaiuHHa se3apact Hag 35 r. (3a cHHAPOM Ha
Hay#) u gp.

3a koeo e nodxodsiy u kaxso npedemasnssa BXC?

* [lpeasup safl-uecto HeHacnencTBeHaTA NpHpoOaa Ha M30POSHHTE aHOMAJIMH U YCHOBHMA PHCK, CHIIECTBYBALL 33 BCAKA
Opemennoct, BXC ce npenopbuea ua Beuukn GpEeMEHHN JKEHY, HE3ABHCHMO OT BB3PACT, HauHH HAa 3adpeMeHsBale,

HCTOPWSA Ha NPENHLUIHHTE OPEMEHHOCTH.

¢ BXC ne ¢ muarnocTHMHO H3CTeRBAHe, A CAMO ONEHKA Ha PHCKA 32 KOHKPETHHTE TPYIMH aHOMANHM, 33 KOHTO ¢
nopmatrsert, M3uncaaBaneto wa pucKa Ce M3BBPLWIBA ¢ NOMOMLTA Ha CTICHNANTH3HPAHA KOMITIOTBDHA MPOTpaMa, Ha
Ha3iTa Ha HAKONKO NOKA3ATENS], HOCENIM HHGOPMALHMA OTHOCHO AHOMATHATA.

*  PesyararsT ot BXC npexcraensiza onpenensmeto Ha HHIMBUAYAJIHAS PHCK, T.€. BCPOATHOCTTA 34 pawcane Ha AcTe ©
BPOAEHA daHOMANMA NMPH KOHKPeTHA DpeMerHoct.

*  bXC He Mowe 12 OHeHN BBIMOKHOCTTA 3a HANHYHE B NJOAA HA APYTH AHOMANHHE PAZaN«ill oT Te3N, 3a KOUMTO ¢
HHQOPMATHBCH.

* [llopazn ycaomnua Xapaktep Ha H3UMCHEHHS PHCK HMA BBIMOKHOCT 134 nojlydaBaHe Ha (aJUIHBO ITOJIOMKHTCIHH
pesydrraTu (oxono 5-6%).

*  BXC e nobposoano u3caeBane 1 U3BLPLIBAHETO MY ¢ BBIPOC Ha JIHUeH n3bop ot wenarall.

Macnensaunara 3a A0poAoBHs BHOXHMUYEH CKPUHHHT Ce TTPOBEKIAT HA anaparypa i cohTyep, yrebpaenn ot MongauuaTta o
Deranva Memwna (FMF) — Jlonion. Pesyntature u Meto/a ce koHTponnpar oT UK NEQAS - Exuubypr.

M3cnensanero e BUCOKO CIELMANMIUPAHO U Ce HIBBPLIRA B paMKuTe Ha Haluosansara mporpama 3a reHeTHyHa HpodHIaKTHIA,
Ha oOUl chpBLP M obua Gasa gaHuu 3a Haumnonaiuata |eHeTHYHA gaboparopusa (CBAJIAD , Maituun oM™ Codust u
TeneTHunnTe 1abopaTopui kKbM YHHBEPCHTETCKITE BOJHHLH — Bapna, INaosans, IMnesen u Cr. 3aropa.

MIJI no Meauuuncka I'enernka — TneBer He noeMa aHraKUMENT A2 KOMEHTHPA PESYNTATH OT H3CICABAHUA H3BBLPLIBAHK B
upyru 1abopaTtopHi, H3BBH MOCOYERHTE,

LHOXMMUYCH cepyMeH CKPMHUBI BTOpH TpuMecTLp (15 r.c. — 20 r.c.)

Kaxeo npedcmagiasa kbonus Guoxusuven cepymen crpununz?

*  Macnepsane, 32 OUeHKA HA pPHCKA 110 OTHOIIEHHE HA TPH IPYIH BPOJEHH AHOMAIMH HA Itona: CHugpoM Ha Hayn (CJ),
Hederrn na uespannara tpuda (cuuna Guduna u ap.) u JediekTn Ha npena Kopemna crena

» Iposeana ce b cpok Ha GpeMennoctTa 14 rie. + 4 mum — 19 roe. + 3 qun (no ¥3 gannm)

s Mscacapaus GHOXMMHUHN MADKCPH — CEpYMEH antaderonporeut (AFP), ofula (ppakumg Ha YOBELIKH
xopHouronanoTporiH (total b-hCG) u nexonorupan ectpron (WE3), KOHTO ca HOPMANHK{ NPOIYKTH Ha GPEMEHHOCTTA, ©
BapUPAIH HUBA B PasAUMHUTE CPOKORE,

*  M3zuncasianero wa pueka 3a Cunapom ua Jlayr ce ocHOBAB2 HA — TPHTE GHOXHMHUHE MapKepa H RH3PACTORHS PHCK
(CTATHCTUYECKNAT PHCK OCHOBAH HA BB3PACTTA Ha BpeMeHHaTa),

Kar ce HHMERRPERIPRGIN PEIVTNAMUINE oM KbCHUA Buoxumuyen cepyvuen (,‘K[)Hn'*!l!h’c"?

*  Pesymrature o7 kbhenus BXC ca noa opmara wa uzumcaen puck 3a Cunapom sa Jlayn, Kato Toif ce CUMTA YCIOBHO
38 TIOBHHIEH KOTATO € 110-BUCOK 0T | wa 250 (manpumep | wa 150). Iopaan ycnoBHRS XapakTep HA ONPEACHCHHS PHCK,
AUACHOCTHYHOTO IFOTBBKAAREHE (€ TOUHOCT 10 99%) MK H3KMNIOUBAHE HA NPEANONATAEMATA AHOMAIUS CTABA CAHHCTBEHO
CIEM reHeTHYeH (uuToreHeThuen uin JIHIK) ananns Ha maTepuana nonydeH oT aMHHOLEATE3aTa (Haji-uecTo npuiaranara
HHBA3WBHA MAHWITYAALMUS ¢ pHCK 110 0.5-1% 3a 3acarare Ha BpeMenHocTTa),




3a Topa, mpu aBHopMHH pesyaTatite o BXC ce Hanara:

- Penernuno xoneysrrnpane — Cenetnunmsr KOHCYITAHT PassiCHABA PE3YNTATHTE OT TECTa H 0BCHKAA C BpeMenHaTd KeHa Mo-
HATATLWHKTE BBIMOKHOCTH 34 [OBEIEHIE,

- Odcroen ¥3 nperaen »heramua mophoaorua™ — BeaMoxiio ¢ renetiimis T ROHCYNTAHT Ra NPENophUa cnclmaiiiupaio ¥3
HSCNCABAINC, 33 RPELCAKA TOUHIA CpoK Ha BpeMeHiocTTa, nIaUeHTapHs KBBOTOK M BHUMATENHO HICACABAIE HA ONPeLeNen
huzmicanin Genesn va mrona.

- Amunonenresa (16-19 r.c.) - Axo V3 TIPELIC He Moe Jla Jajle 3a/l0BOIHTENHO OBACHEHNE Ha pesyiTaTiTe oT BXC TeCcTd,
KAKTO H TIPH pe3yaTat ¢ MOBHIIEH PHCK OT BTopHa BXC, ce obehbacia ¢ skeHara HEOBX0OUMOCTTa OT NMpOBSKAAHE Ha
AHATHOCTHYHA AMIHOLEHTE3a M TEHETHUHO M3CEARAHE 11 TWI0A4, 34 a CC OTXBBPIH HAH NOTRBPAK XPOMOZOMHATE AHOMAaiusI.

*  HyRCTHTEIHOCTTA Ha KheHMs BXC 3a CH e oxono 65% npu BpemenniTe swienm Ha BB3PACT nod 35 r. # no-sucoka $0% 3a
Eb3pAcToBaTa rpyna Hait 35 rod.; npu 50-60% o610 3a XpoMOo30OMHH AHOMAJIHH.

*  [lopaau ycnosuus xapakrep na ofipesienienns puck oT bXC, nonskora (B 5-6% OT cayuanTe) ca BLIMONCHH T.H. dbanumpo-
HoJgoxureni pesyararn (GOIIP), 1.e. nonoxutenen pesynrar, TPH KOHTO ChMHEHHETO 33 XPOMO30MHA AHOMAJIHA HAIara
IHArHOCTHYHA aMHHOLIEHTE32,

o [lpu cniyyaure na M34UCREH DOBHIEH PHCK (110-BHCOK 0T | Ha 250), KaKTo M OpH CTOMHOCTH Ha OTICIHUTE MapKEPH H3BLH
PPANNNNTE, HHTEprpeTaunata na pesyarature or BXC tpabna na Gb/1e H3BHPUIBAHA CAMO OT KOMICTEHTHH CNEUMATHCTH
{(AKYUIEP-THHEKOROT, TeHeTHYE! KOHCYNTANT) NOA (GopMaTa 1a KOHCYATALLMS.

Hexovmenewnnama wumepnpemayus vosice da umia nexcenamennu NOCICOCHGUR 3¢ u3bopa na pewenue 1 wivoda wa
bpestennocima,

!! Ha sewqicn GpeMennu et (He3aBHCUMO 0F pesyaTata ot BXC) ce npemopbuBa cnenmanusmupano YATPA3BYKOBO
wicaenraHe 3a ,,Qrietanna sopdonorun® B 19-23 r.c. ua TPHHIMEPEH YITPA3BYKOB ANAPAT, H3BLPIIEHO OT KBaTHHIApan Al -
CIELHANNCT (338 M3KMOUBAHE HA APYTH CTPYKTYPHM AcQeKTH OpH II0Aa BIUL HA BbTpeltHn oprauu). CrnassaseTo HA ApeTe
YCNOBHA, OTIIH'MABA TOBA BHCOKO-CIICLMATU3NPAHO JHAIHOCTHYHO H3CNEABAHE OT PYTHHHHTe Y3 nperreiH, HIBLPIBAHM 1O
BPEME HA DPEMCHHOCTT,

Kax e oprannsnpano wasbhpusanero va Buoxummuuns CepyMel CKPIHUHT!

» Heobxomwm e mpensapurenen Y3 mpernex 2a ONpefensHe Ha TOUHHS Cpok HA BpemMeHHOCTTa (recTaluoRHa cenMuua +
IHH), KOETO € aBCONIOTHO HEOBXOMMO YCIOBHE 3 H3BbPLUABANE HA M3C/ENBAHETO H HIUHCIAEAHE Ha PHCKa,

Tonvasane om axywep-eunexoroz va 6cuuKy NOAEMA ON CHOMBEMHAMA YaACH HA wHopwuxa 3a uzcredsane - ¢ V3 dannu u op.

dannu 3a bpevennocmma. 3advincumenno 0a ca omberazani:

- fIPM, dama i ¥3 npezned o duma na szemane na KoM, Me2/io 1 DpeMenignia yeei

- BPD, cecmanuonen cpox (no Y3 dannu wmi no BPD);

HiBzemanemo na kpvenama npoba Modwe Ou cmaite & cuiyua den win do 2 ot cied V3 npez.ied.

» [lpu mocewexne Ha xabunera 3a eneTnuno koHeynrripane kbM MJUJT no MeguuuHeka I'enernka -~ [Ineeen, dpeMeHHaTa
KENA e NOAYYH MH(OPMALKOHHA TUCTORKA, 3aM03HABAIA B BHIMONHOCTHTE H OFPAHHICHHSTA HA H3CIEIBaHETO.

* bpemennata xeHa TpabBa a ¢ [1oApOBHO 3aMO3HATA CHC CLALPKAHHETO Ha nHpopMalMoHHaTa JHcToBKa. [Ipn B3eTo
PELICHHE 33 UIRBPIIBAHE Ha W3CIEABAHETO, 14 HOMBAHH HACTIOPTHATA uacT of ,,[Topbuka 3a uscneasane”™ u aa ce NOAMHILE,
34 a YLOCTOBEPH, Ue € NoJy4Mia NnpeasapHTelHa HHbopMaLus 3a uicnensaHeto. OCEEH TOBA ¢ HeoOXOAUMO Ha IOJTIHLLE
u Jlexnapaunst no obpasel, Ue He € 3arNaTha 33 HICHEIBAHETO.

e Cieasa B3emaHe Ha KpbBHA 11poGa (0KONO 5 MI BEHO3Ha KpPbB) OT GpeMeHHATA KeHa B KABWHETa 3a [ eHeTHUHO
koHcyntupade KeM MIJ no MegunuHeka lenetnka.

¢ Pesymrarure ot BXC ce uspaGorrat B cpok 10 5 pa6oTuu AnH, Pe3ynTaTuTe MOrar jia GbAaT NPOBEPEHH B NEKTPOHEH BIJL
Ha caiita na Haumounanuara lenetnyna JMaGoparoprs, CBAJIAT “Maitunn nom” http://eenetika.maichindom.com/

¢ KoM BCeKH pe3ymrtar ce HM3roTBA MHCMEHO 32KJIOYCHHE, NOMMHCAHO OT TEHETHYCH KOHCYJTAHT, KOETO BKIOYBA
WHTEPUIPETALMA HA PE3YNTATa H NIPENopsKH 32 BpeMerHOCTTA.

*  bpemeHnaTa skeHa MOXKE Ja nojtyun nudopMauus no Teaeona 3a pesyntata ot BXC, a camara Gnanka ¢ pesynTata W
3aKRIONEHUETO Ha KOHCYATAHTA — ce npefacTapa Ha Macto 8 MJUJT no Mennnuncka "enerika. 32 :eHH HEKHTEAKH HA (Paj
MireBen, H3TPALEAHE HA 3AKTIOYEHHETO MO MOLLATA MK C KYPHED € BBIMOIKHO, CIIE YTOROPKA ¢ TabopaTopHATa.

e llpn OTKJIOHEHNA B pe3syNTaTa W OTUETEH NOBMIUCH PUCK, Ha GPEMEHHATA HKEHa 3ambILKHTENHO c& [PENOCTABS HA MACTO
FEHETHYHA KOHCYNTaUMA. [Ipu Hyicia ce HacouBa 33 NONBAHKTENHM H3che BaHua. TTpH Jenanue oT cTpaHa Ha GpeMeHHaTa,
T MOYE J1a [TOJYYH FEHETHYHE KOHCYNTAUHA H PA3ACHEHHS, HE3aBHCHMO OT Pe3yNTATA M BCIHUMHATE Ha WIHHCIICHHSA PHCK,
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