OOLw apTepunaneH cTBon

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

Taau nuctoBka uma 3a uen ga Bu nomorHe ga pasbepete KakBo npeacTtaBnsiBa oowmsT
apTepuaneH CTBOJ, KakBu M3cneaBaHms ca Bu Heobxoanmm n kakeu ca nocrneanuuTe ot
noctaBsiHETO Ha Ta3u gmarHosa 3a Bac, BaweTto 6ebe n Balwieto ceMenctso.

KakBo npepcraBnsaBa oowmaT aptepuarneH ctBon?

O6LwmaT apTepunaneH CTBOS, U3BECTEH OLLe KaTo truncus arteriosus, e psgka BpoaeHa
cbpaeydHa mandopmaums (BCM), npu KoATO OT CbpLETO U3nM3a eanH Cb BMECTO
HopManHuTe aea (benogpobHa apTepus u aopta). To3n eAMHCTBEH CbA Ce pa3aens Ha
6enogpobHa apTepusa n aopTta. B cTpykTypHO HOpManHOTO cbpue 6enogpobHaTta aptepus
npeHacst KpbBTa OT AsiCHaTa Kamepa kbM b6enuTte apobose, 3a ga ce oboratu ¢ kucnopog. Ot
CBOSl CTpaHa aopTaTta npeHacs borataTa Ha KUCNopoa KpbB OT NsiBata kamepa A0 ocTaHanarta
YyacT Ha TanoTo. Npu o6, apTepmnaneH cTBOS, OT CbpLUETO N3NN3a caMo eauH apTepuarneH
cbA, nopagm koeto 6egHaTa n 6oratata Ha KMCNOPOA KPpbB ce cMecBaT. ToBa Boau A0
Hee(eKTMBHO HacuLLlaHe Ha KpbBTa C KUCNOPOoa U OO pasfiMyHu 34paBOCoBHM Npobnemu 3a
BaweTo 6ebe.

KakBu ca npuumnHuTe 3a o6LMA apTepuaneH ctBon?

To4HaTa npuynHa 3a obLmsa apTepmnaneH CTBOM ocTaBa HemsscHeHa. CmsTa ce, ye
CbCTOSIHMETO Ce AbITKM Ha KOMBMHaUMS OT reHeTUYHO NpeapasnofnoXeHne n hakTopu Ha
okornHarta cpega. Bb3aMoXHO e Ja MMma reHeTU4YHa KOMMOHEHTA, Thi KaTo MOHsIKora ce noBTaps
B AageHun cemenctea. OTaenHo, Moxe Aa 6bae CBbp3aH C reHeTUYHU CbCTOSAHUS KaTo
cnHgpoma Ha Oubxopox (cuHapom Ha geneums Ha 22q11.2). Hsakou dbakTtopu Ha okonHaTta
cpepa no BpemMe Ha 6pPeMEeHHOCT, KaTo HaNpMMep NPUEMBT Ha onpeaeneHn MeankamMmeHTu unm
CbCTOSIHUA KaTo 3axapeH AnabeT nnu nynyc npyu MarkaTa, CbLLO MoraT Aa yBenuyart pucka 3a
BpOAEHM CbpaeyHn gedektu npm 6e6eto. B MHOro cnyyam oblwmaT aptepuaneH CTBON ce
nosiesisa cnopaguyHo (crnyvamnHo), 6e3 sCHO ycTaHOBEHa NpuymHa.

Tp;|6Ba JiIn Aa ceé n3BbpuiBaTt AONbJTHUTENTHA n3scneanBaHuna?

BawwnaTt nekap we By nocbBeTBa 3a N3BbPLUBAHETO Ha NO-HATaATbLUHW U3cnenBaHus.
deTanHaTa exokapguorpadus e cneynanmanpaHo ynTpasBykoBO n3cregsaHe Ha CbpLeTo Ha
nnoga, KoetTo nsobpassBa B geTannun cTpyktypaTta u pyHkuusaTa Ha cbpueTo. Cnea meanko-
reHeTMYHaTa KOHCyNnTauus MoraT fa ce nraHupaTt JOMbIIHUTENHN reHeTUYHU U3CneaBaHus,
KaTo XpOMO3OMEH MUKPOYMUMOB aHanNM3 1 LUSNOCTHO EK3OMHO cekBeHupaHe. Te we Bu
nomorHaTt ga ce onpegenuv ganv nma reHeTM4eH KOMMNOHEHT B CbCTOSIHMETO Ha BalweTo 6ebe.
Bb3mMoXHO e ga 6baeTe HacoyeHu 1 3a sapeHo-marHuTeH pesoHaHc (AMP) Ha cbpueTo. ToBa
e MeToA 3a 0bpa3Ho u3cneaBaHe, KOeTo NpeaocTass nogpobHa MHopmaLumsa 3a CbpaedHuTe
CTPYKTYpa 1 pyHKUMNA. Bb3MOXHO € Aa npoBeaeTe KOHCynTauum 1 ¢ Apyrn cneumanuctu, Kato
HanpyMmep OeTCKU KapAnonor (cneumannsnpaH B NIe4eHNETO Ha BPOOEHU CbpAeYHN AedeKT)
Unu cneumannct no MandmHo-petTanHa MeguumHa (cneunanmsmpaH B HabnogeHneTo Ha
BMCOKOpMCKOBa GpemeHHOoCT). Te we Bu koHcynTupat OTHOCHO MHAMBUAYANHOTO CbCTOSIHNE,
pa3BMTUETO M NporHo3aTta 3a BaweTo 6ebe.
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3a KakBoO TpsAbBa na cnepsa no BpemMme Ha 6peMeHHOCT?

BawwmaTt megnunHekn ekmn we Bu nHopmupa 3a noTeHumanHMTe NpusHaum n yCrnoXHeHus,
KOUTO MOXe [a crneaute — HanpumMmep HamaneHu OBWXeHUa Ha nnoga unn npoMeHu B
34paBocnoBHOTO Bu cbeTosiHue. e 6bae cbCTaBeH nnaH 3a peJoBHU nperneav npeauv
paxgaHeTo u HabnogeHre Ha nnoga. YNTpa3BykoBuTE nperneam Ha nnoga (dpetanHarta
Mopdhonorus) n cneunanuanpaHata deTtanHa exokapanorpagus morat ga ce n3nosnasearT 3a
HabnogeHne Ha CTpyKTypaTta u yHKUuMATa Ha cbpueTo Ha 6e6eTo, KpbBOTOKA M LANIOCTHOTO
My passuTue. PaxxgaHeTo e ce u3sbplun B ne4yebHO 3aBegeHune, Koeto e obopyaBaHo 3a
paboTa ¢ BUCOKOPUCKOBM BpeMeHHOCTU 1 pasnonara ¢ Heobxoanmute pecypcu 3a He3abaBHU
rPWXXKN 3a HOBOPOAEHMU CbC CbpAeYHn AedekTn. ToBa YeCTO BKMNOYBa Hanvyne Ha otaeneHune
32 VHTEH3MBHO fNeYeHne Ha HOBOPOAEHU N AeTCKa KapAnoXmpyprus.

KakBo o3Ha4yaBa ToBa 3a 6e6eTo MM crnen paxagaHeTo?

Bcsiko 6ebe ¢ o6y apTepuaneH CTBOS € YHUKanHo. JleyeHneTo n nporHo3arta BapuparT B
3aBUCMMOCT OT crneundurkaTa Ha CbCTOAHNETO N HANNMYMETO Ha JONBIAHUTENHN CbPAEYHU UMK
CTPYKTYpHU aedekTn. MNMpu paxxgaHeTo 6ebeTo Wwe 6bae oLeHeHo 3a Npu3Haum Ha cbpaeyHa
HeJOCTaTbYHOCT, 3aTPyAHEHO ANLLAaHe Unu Apyrn yenoxHeHns. ObWmnST apTepuarneH cTBOS
MOXe Aa AoBeae A0 umaHo3a (CMHKaB OTTEHBK Ha KoXaTa, YCTHUTE M HOKTUTE) U a M3UCKBaA
AOMbIHUTENHO NofaBaHe KUCNopoa unv apyrn nHrepseHumn. O6MKHOBEHO B NbpBUTE
HSAKOMKO CeaMULM OT XXMBOTA Ce Hanara onepaums 3a pasgensHe Ha e4MHUYHNUS FToNsM Cb Ha
ABa oTaenHun cbaa (aopta n 6enogpobHa apTepust), KAKTO N Ha 3aTBapSHE Ha CBBbP3aHUs C
Hero mexxgykamepeH gedekt. bebeTo Wwe ce Hy)xaae OT AbAroCpOYHO NpocrneasiBaHe, 3a aa
Ce OLEHAT cbpaeyHaTa (OYHKUMS, pacTeXbT U Pa3BUTUETO, KAKTO U ia Ce OTKPUAT €BEHTYarnHn
YCIOXHEHMSA UMM HEOBXOANMOCT OT LONBIIHUTENHN UHTEPBEHLMMN.

LLle ce noBTOPUM NN?

PuckbT OT NnoBTOpHA NnosiBa Ha o0l apTepuaneH CTBOM 3aBUCK OT HAKOMKO dbakTopa,
BKMOYMTEITHO OT OCHOBHATa NMpuYnHa 3a NosiBaTa Ha CbCTOSHMETO B HAcTosLLaTa
GpeMeHHOCT. [eHeTUYEH KOHCYNTaHT MOXe Aa oueHu Bawmnsa nHanemayaneH puck Bb3 OCHOBa
Ha MeauuMHckaTta Bu nctopusi, cemenHata UCTOpUs 1 eBeHTyanHuTe pesyntati oT
N3BBLPLUEHNTE reHeTUYHN n3cnensannsa. MHoro ot crnydanTte Ha obLy apTepuaneH CTBOS
Bb3HMKBAT 0e3 sicHa NpuyMHa 1 MMaT HUCBbK PUCK 3a NOBTOpeHMe. Bbnpekn ToBa, HaNnM4mMeTo
Ha eHO geTe C BPoAeH cbpaedeH aedekT neko yeenmyasa BeposTHocTTa 3a BCM npu
cnepfBawa 6pemMeHHOCT B CpaBHEHME € obuiata nonynaums.
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KakBu apyru Bbnpocu na sapam?

e Kbaoe pa poos?

e Vima nun HAKaKBM OONBNHUTENHN N3CNeaBaHUs, KOUTO TpsibBa Aa ce u3BbpLuaT Mno
BpemMe Ha BpeMeHHOCTTa, 3a Aa ce OLEHN CbCTOSIHUETO Ha 6ebeTo Mn?

e MoxeTe nu ga 0bsCcHUTE KaKbB € OYaKBaAHWUAT KYpC Ha nnevyeHne u onepauun, ot
KOUTO e ce Hyxxaae 6e6eTo My cnep paxxgaHeTo?

e KakBu ca noteHUManHuTe yCrnoXHeHNsi U PUCKOBE, CBbP3aHU C TO3M CbpaeyeH
AedekT n HeroBoTo fneyYeHne?

e Kakeu ca OobArocpoyHuTe nocneamum ot To3n cbpaeyveH AedekT 3a 3apaBeTo,
Pa3BUTMETO M KAYECTBOTO Ha XXMBOT Ha OETETO MU?

lNocnedHa pedakyus sHyapu 2024 e.




