TpukycnupanHa peryprutauusa npu paHHaTta gpetanHa

mopdonorusa (11-14-ar.c.)

UHgbopmayuoHHU NTUCMOBKU 3a nayueHma — Kakeo e 0obpe Oa 3Ham, Kakeo 0a rnornumam.

Tasu nuctoBka nma 3a uen ga Bu nomorHe aa pasbepete KakBo npeacrasnsiBa
TpuKycnuaanHarta peryprutaums (tricuspid regurgitation — TR), KakBo S npuynHABa U KakBu ca
nocneguumTe oT NOCTaBAHETO Ha AmarHos3aTa 3a Bac, BaweTo 6ebe 1 BaweTto cemencrso.

KakBo npepcTaBnsiBa TpMKycnuaanHata peryprutauusa?

TpukycnvganHaTa knana cBbp3Ba AsCHO Npeacbpave c gsicHa kamepa. Hapuya ce
TPUKycnuaanHa, 3awloTo ce CbCToM OT TpW MnaTHa, KOUTO ce 3aTBapsAT, Npeaum CbpueTo Aa ce
cbkpaTtu. Korato 3aTBapsHETO He € NMbIHO, YacT OT KpbBTa Ce Bpblua Ha3aj oT kamepaTa KbM
npeacbpameTo — ToBa € T.Hap. peryprutaums. Ta3m ocobeHoCT ce Habnogasa Nno-4ecTo npu
b6ebeTa c XpOMO30MHa aHOManusi, 0cobeHo cMHaPoM Ha [layH (aonbnHUTENHa 21-Ba
XpOMO30Ma), NN CbC CbpaeyeH aedekT. 1o Ta3n NPUYNHKU, HANUYMETO Ha TPUKycnuaanHa
peryprutauus ce npuema kato exorpadcku mapkep 3a nogobHu aHomanmm (T.e. nokadea
pucka 3a TAXHOTO CbLLECTBYBaHe).

TpukycnuganHa peryprutaums obaye moxe ga ce Habnogasa v Npy HanbHO 3apasu 6ebeTa
N ce cunTa 3a ynTpasBykoBa Haxodka 6e3 sicHo obsicHeHme. B xoga Ha KoMBGUHUpaHus
npeHaTaneH CKpMHUHI 3a cMHAPOM Ha [layH yctaHoBsBaHeTO Ha TR noBuwwasa BepoATHOCTTa
6ebeTo By ga nma xpomosomHa aHomanus. Jlekapsat we obcbam ¢ Bac kakBo o3HavaBa
N34MCNeHnsa nHanBMayaneH puck u we Bu nomorHe ga nHTepnpeTmpaTe pesynrtaTta oT TecTa.
Hanpumep, nsumcnex puck ot 1:100 o3HavaBa, 4ye ako 100 6peMeHHM nonyyaT CbLums
pesynTaT, edHa OT Tax we poan 6ebe ¢ npobnem, a 99 — He.

WHTepnpeTauuaTa Ha U34nCneHns puck e ctporo nHamemngyanHa. Camo Brue moxeTe fa
npeLeHnTe KakbB PUCK € Npuemnne 3a Bac 1 ganu xenaete cnef nonyvyaBaHeTo Ha
NMONOXUTENEH CKPUHUHIOB pe3ynTaTt Aa NpMeMaTte U3BbpLLUBAHETO MHBA3UBHO NpeHaTanHo
n3cneaBaHe ¢ NOTBbPAUTENEH, ANAarHOCTUYEH TECT, KaTo HaNpMMep B3eMaHe Ha Marnka npoba
OT nNnaueHTaTa (brnoncmsi Ha XOPMOH) NN Marnko KOSIMYECTBO OKOSOMNIOAHA TEYHOCT
(amHuoueHTe3a) 3a nocrneaBall XpOMO30OMEH aHanua.

TpsabBa nu ga n3bpLIa HeMHBa3MBeEH npeHaTaneH Tect (NIPT)?

BawusaTt nekap we By nocbeBeTBa ganun otroapaTe Ha ycnosusita 3a NIPT nnu no-ckopo
TpsibBa Aa odbMucnnTe N3BbPLLBAHETO HA MHBA3MBEH TECT.

KakBa e BPpb3KaTa Mexay XpoMOo3OMHUTE aHOMaNiMm U TpukycnumaanHarta peryprMTauvm?

XpoMO30MUTE CbXpaHABaT No-rofiiMaTta YyacTt OT reHeTU4HaTa MHpopMaums B KneTkara.
O6urkHOBEHO NMame 46 XpOMO30MK, CbYEeTaHM No ABOWNKK, MO 23 OT BCekn poanten. B HAKom
cnyyau BpodaT Ha XpoOMO3oMUTE € pasnnyeH oT 46. ToBa npefcTaBnsaBaTt T.Hap. OpPOMHK
XpPOMO30MHM aHOManuu. Hanpumep 6ebetaTta cbc cmHapom Ha [layH nmat gonbrnHutenHa 21-
Ba XpoOMo3oMa.

bebetaTa ¢ XxpoMo30MHa aHOManNus, 0OMKHOBEHO AonbiHUTeNHa 21-8a, 18-a unn 13-a
XpOMO30Ma, YECTO MbTU MMAT yYBENNYEHA HyXxanHa TPaHCNyLeHUns u/unm noHsakora u
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TpuKycnuaanHa peryprutauusi. ToBa Moxe aa ce Habnogaea v B Criyvyante CbC CbpAeYvHU
aHoMarnuu, 4opu Npu HanuymMe Ha HopMarneH 6poi XPOMO30OMMU.

TpsabBa nu ga HanpaBsA oue u3cneaBaHuA?

AKO pe3ynTaTbT OT ANarHOCTUYHMS TECT € HOpMarieH, NekapsiT BeposiTHO e By npegnoxu aa
HanpaBuTe noapobHa ceTanHa Mopdonorusi, 3a Aa ce OLEHAT BCUYKM CTPYKTYPU Ha nrnoga u
no-crneumnanHo cbpLeTo.

3a kakBo TpsibBa Aa crieas No Bpeme Ha 6peMeHHOCT?

BpemeHHOCTTa B1 MOXe Aa ce cunTa 3a HopMarHa, cnep kato pesynratute OT BCUYKU
npoBeaeHn TECTOBE ca oTpuuaTenHu (dpetanHa mopdonorus, etanHa exokapaguorpaduvs m
XpOMO30MeH aHanua). ToBa o3HavyaBa, Ye He ca OTKPUTU KakBUTO 1 Aa e npobnemu ¢ 6ebeto
N Ye He ce HyXXaaeTe OT JONBbIHUTENHN cneunanyu rpywkun. TprukycnuaanHata peryprutaums
ce OYakBa [a u3yesHe CrNoHTaHHO B Xo4a Ha bpeMeHHOoCTTa.

LLle ce noBTOPUM NN?

OGUKHOBEHO TpUKycnuaanHaTa peryprutaumst He ce nosTaps. Mpu Hanuume Ha acouuvpaHa
XPOMO30MHa aHOMarnusi pUckbT MoXxe Aa 6bae neko NoBULLIEH Npu cnedBalla 6peMeHHOCT.

KakBu gpyru Bbnpocu ga sagam?

e KakBa e BeposiTHOCTTa 6€6eT0 MM fa MMa XPOMO30OMHa aHOManus Npu Hanuyne Ha
n3onupaHa TpuKycnuganHa peryprutaumsa?

e Mora nu ga nssbpLua KOMBUHUPAH NpeHaTaneH CKPUHUHE U Aa My 6bae HanpaBeHa
OLEHKa Ha p1cKa 3a XpPOMO30MHM aHoManuun npu moeTo 6ebe?

e Kou nHBasuBeH TecT TpsibBa Aa nsbepa (bmnoncmsi Ha XOPUOH UM aMHUOLEHTE3a)?

e KakBu ca puckoBeTe, CBbp3aHn C TE3N NHBA3UBHN TECTOBE?

e KakBu reHeTU4HM nscnenBaHns e 6baaTt M3BbpLUEHN?

e llle gmMarHoctTmumpart nn Te3n TeCTOBE Marku reHeTU4HU npobnemm?

e Tpsibea nu ga ce n3BbpLUAT AOMBIHUTENHM CneuManuanpaHn n3cneasaHns no
Bpeme Ha GpemMeHHOCTTa, 3a Aa NpoBepu Aanu TpUKycnuaanHaTa peryprutaums e
CBbp3aHa C JONbIHUTENEH CbpaeYveH npobnem?

e [lpun nsknoyBaHe Ha CbpaeYHM U XPOMO3OMHMN aHOManuu we 6bae Nu npernegaHo
6eb6eTo My No-KbCHO B X0A4a Ha BpeMeHHOCTTa, 3a 4a ce NpoBepw Aanu
TPUKycnuaanHata peryprurauus e nsdyesHana?
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