TpaHcno3uumsa Ha ronemMuTe apTepum

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

Taau nuctoBka uma 3a uen ga Bu nomorHe ga pasbepeTte KakBO nNpeacTaBnsiBa
TpaHcno3uumsTa Ha ronemuTte aptepun (transposition of the great arteries — TGA) n kakeu
BbMNPOCK MOXeTe Aa 3agafeTte Ha Bawwmsa nekap.

KakBo npepcTaBnsiBa TpaHCno3uuMATa Ha ronemMuTe aptTepumn?

TpaHcno3numna Ha ronemMmnTe apTepuu NpeacTasnsasa BpogeHa cbpaedHa mandopmanms
(BCM), npu KOATO MecTaTa Ha ABeTe U3X0XKAaLUM OT CbpLEeTO rofieMu apTepun ca pasmeHeH!.
ToBa o3HauvaBa, 4Ye 6enogpobHaTa apTepus n3nuaa ot nsiBata kamepa (BMeCTo OT gscHara), a
aopTaTa u3nu3a oT AsdcHaTa kamepa (BMecTo OT naBara).

TpaHcno3uuma Ha ronemmuTe
HopmanHo cbpue aptepun
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Mpu geuarta ¢ TpaHCNO3MUMS Ha roNeMnTe apTepmm CbpLETO M3NOMMNBA KbM TSNOTO KPbB C
HWUCKO KMCINOPOAHO CbabpXaHue (BMecTo GoraTta Ha kucnopog KpbB). Mexay aopTtaTa m
6enogpobHaTta apTepus mMa ecTecTBeHa CbA0OBa Bpb3ka, HapeyveHa ductus arteriosus
(apTepuaneH kaHan), KoSTO NO3BONIsIBa M3BECTHO CMECBaHe Ha KpbBTa. B npeHaTanHus xXnesot
ductus arteriosus e OTBOpeH 1 HOpMarHoO ce 3aTBaps B NbpBUTE OHU crieq paxaaHeTo. B
criy4danTe C TPaHCMNo3nUMsl Ha roNeMnTe apTepumn € U3KNKYNTENHO BaXXHO Crnepn paXgaHeTo
ductus arteriosus fa octaHe OTBOpPeH. [1py nuncaTta Ha JONbNHUTENEH OTBOP B CbPLETO,
Nno3BOsiBall, CMECBAHETO Ha KpbBTa Unu npu 3atBapsiHeTo Ha ductus arteriosus 6ebeTo HaAmMa
Kak ga ouernee, 3alL0TO HAMA Kak Aa nony4vasa KMCIopog B KpbBTa. EAMHCTBEHMAT Ha4MH 3a
BPEMEHHO OLleNsiBaHe € oCcuUrypsiBaHe Ha CboBa KOMyHUKaALMSA, KOATO Aa NO3BOMsiBa Ha 4acT
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oT boraTaTa Ha KMCNopoa KpbB Aa cMecu ¢ GeHaTa Ha KMCNopo KpbB, KOSITO ce A0CTaBs
KbM TSNOTO. Bb3MOXHO € 1 paslumpsiBaHe Ha HannyHaTa npu BCUYKN HOBOPOAEHM
KOMYHUKaLMs Mexay ABeTe npeacbpavs (hopameH oBane) Ypes cbpaedHa kateTepusaums
(npouenypa, HapeyeHa GanoHHa aTPMOCENTOCTOMUS) KaTo NanuaTMBHa UHTEPBEHLMS npean
N3BbPLLUBAHETO Ha KOpUrMpatiia onepaums.

Kak Bb3HMKBaA TpaHCNO3MLMA Ha rofiemMuTe apTepumn?

[MprYnHUTE 3a Bb3HWKBAHE Ha TPAHCMO3ULUMS Ha roNeMmnTe apTepum ca HesicHU. ToBa e psiako
CpellaHa cbpaeyvyHa aHomanus, KosTo ce Habngaea npu okono 1 Ha 3000 6ebeTta. B Hskou
Crny4an CbCTOSIHNETO CEe AbIMKN Ha FTEHETUYHWN UITM XPOMO3OMHKN aHoManuu. Mma
NpeanonoXeHns, Ye HAKOM CbpaeyvHn aedekTn Bb3HUKBAT B pe3ynTtaT OT B3aMMoaencTane
MeXay reHeTUYHU 1 OPYrM PUCKOBK haKTOpK, KaTo HaNpMMep Bb3OeNCTBUE Ha HAKOM
BeLLEeCTBa OT OKONHaTa cpefa, C KOMTo MarkaTa Bfm3a B KOHTAKT, KOHCYMUpPaHW NPOAYKTH,
npuem Ha MeaMKaMeHTUu 1 ap.

KakBa e Bpb3KaTa Mexay XpOMO3OMHUTE aHOMan1Mu U TPaHCNO3ULIMA Ha ronemurte
aprepun?

XpoMO30MUTE CbXpaHABAT No-rofiiMarta 4yacTt OT reHeTU4YHaTa MHopMauus B KneTkaTta.
O6ukHOBEHO MMame 46 XpOMO30MU, CbYETaHM MO ABOWKK, NO 23 OT BCEKM poanTen. B Hakoun
cnyyau BpodaT Ha XpoMo3oMuUTe € pasnmyeH oT 46. ToBa npefcTaBnaBaTt T.Hap. OpPOMHK
XPOMO3OMHM aHoOManuu. Hanpumep xoparta cbC CMHAPOM Ha [JayH nmat gonbrHuTenHa 21-sa
XpomMo3oma. B gpyru cniydyau ce Habntogasa nNpoMsHa B CTPyKTypaTa Ha XpOMO30OMUTe.
Xoparta cbe cmHgpoma Ha OuIbxopox umat npoMsiHa B MH(popMaumsiTa B onpegenex
doparMeHT oT 22-pa XpomMo3oma.

BeposaTHocTTa 6€6eT0 ¢ TpaHCNO3nUMA Ha rofeMuTe aptTepum ga uma cMHapom Ha [layH e
N3KINIYNTENHO HMUCKa. AcoumnaumsaTta cbe cuHapom Ha DiGeorge (Mukpogeneuus Ha 22
xpomo3oma — 22q11.2deletion) obadye e 3Haunma.

Tpﬂ6Ba JiIn Aa ce n3bpliat AONbBJIHUTENTHN n3cneaBaHunn?

MHoro xeHu |/|36|/|paT Aa n3sbvpLliat AonbJIHUTENHU n3cnengBaHnAa, 3a aa pas6epaT nose4ye 3a
CbCTOSAHMETO Ha 6e6eTo. HannyHuTe TecToBe 3aBUCAT OT MEAULIMHCKUTE NPaKTUKN Ha MeCTHO
HMBO. TecToBeTe, 3a KOMUTO Tpﬂ6Ba Aa nonutate, BKIo4YBarT.

e ®deTanHa mopdonorua — getannHa exorpagcka oueHka Ha BCUYKM OpraHu 1 CUCTEMMU
Ha nfoAda u3BbpLUBaHa B pasfM4yHUTE CPOKOBE HA BpeMeHHOCTTa OT cneumanuct rno
deTanHa meguumHa ¢ ynTpasByKoBa anapartypa oT Han-BUCOK Knac

e ®deTanHa exokapauorpadpusa — cneumanmanpaHo ynTpassykoBo U3crnensaHe Ha
cbpueTo Ha nnoga. TpaHcnosmumuaTa Ha roneMuTe apTepum MOXe [ia ce acoummpa ¢
APYr CbpAeYHn aedekTn — HanpumMep, B okorno 40% oT criyyaute e Hanvue aedekT Ha
MexaykamepHaTa nperpa
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e AMHMOLEHTe3a — MHBa3NMBHa AMarHOCTMYHa NpoLieaypa 3a B3eMaHe Ha OKononnogHa
TEYHOCT C TbHKa Urna npes kopema Ha bpemMeHHaTa ¢ Len u3knoysaHe Ha npobnemu B
Oposi NKn CcTpykTypata Ha XpOMO30OMUTE KaTo Aeneumn (CuHgpom Ha OuIbxopax).

3a kakBo TpsibBa ga cneas No BpeMe Ha 6peMeHHOCT?

BebGeTata c TpaHCNo3nUMs Ha ronemMmnTe apTepum ca U3NoXeH Ha OnNpeaeneHn pUckoee B
xoaa Ha 6pemeHHocTTa. Mo Ta3n NpuyMHa ce NpenopbyBaT PeaoBHM exorpadcku nperneam
Ha Bcekn 4 ceAMULM. YNTPa3ByKOBOTO U3CMNeABaHe LLe Crieam 3a HopmarieH TeMM Ha dpeTaneH
pacTex, 3a NpaBuITHO pa3BMTNE Ha CbPLETO Ha Nnoaa, KakTo U 3a NpusHaum 3a
npexxaeBpeMeHHO 3aTBapsiHe Ha apTepuanius kaHan unu Ha popameH osarne. MNpu
HanMYnMeTo Ha TaKkMBa e Bb3MOXHO 6e6eTo MoXe Aa ce Hyxaae OT cnellHa MHTepBeHUMs
BeJHara crep paxaaHeTo.

KakBo o3HayaBa ToBa 3a MoeTo 6ebe cnen paxaaHeTo?

BebeTo ¢ TpaHCNO3NUMA Ha ronemMmnTe apTepum e ce HyXKaae OT CNeLUHU FPUXn OT
cneunanuncT No HeOHaToNornsa B poaunHa 3ana. Heobxoammo e ga ce 3anoyHe HesabaBHa
Tepanusa ¢ npocTarnaHavHn, ¢ uen npegoTepaTtsaBaHe 3aTBapsaHeTo Ha ductus arteriosus.
Cnep ToBa geTteTo wWe 6bae NpexBbpfieHO B 4ETCKO MHTEH3MBHO OTAENEHUe 3a no-
HaTaTbLUHW FPVXKM 1 NOArOTOBKA 3a onepaums. B HAkon cnyyamn ce Hanara He3abaBHa
WHTEepPBEHLMS 3a paslumpsiBaHe Ha hopameH oBane (6anoHHa atpMocenTocTomusl), 3a aa ce
nogobpu cmMecBaHeTO Ha KPbBTA U JOCTaBKaTa Ha KUCopoa KbM TAMOTO Npeau onepauusaTa.
XvpypruyHata UHTEPBEHLMSA 3a KOPUrMpaHe Ha TPaHCNOC3NLMS Ha rofieMUTe apTepum
0BGMKHOBEHO Ce M3BbpPLLBA B MbPBUTE OHW OT XMBOTA.

LLle ce noBTOpPU NUN?

Mpn nunca Ha reHeTUYHa NpUYMHA 3a TPAHCNO3ULUUS Ha rofiemMuTe apTepun pUCKbLT 3a
nosTopeHune e 1-2 Ha 100. MNpun Hanuyme Ha reHeTU4YHa NpUYMHA MeanKo-reHeTU4Ha
KOHCyrnTaums cbC cneynanuct no MeaunumnHcKka reHeTuka Moxe aa 6bae nonesHa 3a
N3sICHsIBaHe Ha To3u npobnem.
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KakBu apyru Bbnpocu na sapam?

e lIMa nu OONbAHUTENHM CbPAEYHU UMM N3BBHCBPAEYHN aHOManuMn?

e Heobxogmmo nu e ga My 6baaT M3BbPLLEHU APYIY U3cnenBaHna?

e Kornko 4ecTo wwe Mu ce npaBaT exorpadckm npernegm?

e Tpsibea nu ga ce ob6bpHa KbM ApYyr cneunanuct?

e Kbae na poga?

e Kbae 6ebeTo e nonyyn Han-gobpuTte rpuxm cneq paxgaHeTo cu?

e Mora nu ga ce 3ano3Has npeaBapuUTENTHO C eKuna OT fiekapu, KOUTO LLe ce rpuxaT 3a
6ebeTo My cnea paxxgaHeTo?

lNocnedHa pedakyusi cenmemspu 2023 a.




