TeTtpanorua Ha ®ano

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

Ta3sn nuctoBka nma 3a uen ga By nomorHe na pasbepeTe KakBo nNpeacTaBnsiBa TeTpanorusata
Ha ®ano, kakBK n3cnegBaHna ca Bu Heobxoaumm 1 KakBu ca nocneguumte oT NOCTaBAHETO
Ha anarHos3aTa 3a Bac, Bawweto 6ebe n Baweto cemeinctao.

KakBo npeacraBnsaBa teTpanorusta Ha ®ano?

TeTtpanornara Ha ®ano (TP) npencraensaBa BpogeHa cbpaeyvHa mandopmaums (BCM).
HanmeHoBaHueTo ,TeTpanorna® (TeTpa Ha rpbLKM O3Ha4YaBa YeTupu) ce onpeaens ot
0OCTOATENCTBOTO, Y€ aHOMaNMAaTa ce CbCTOM OT YETUPM aHAaTOMUYHKN AedekTa, KOUTO ce
nosassiBat 3aegHo. OnucaHa e oT opeHckna nekap EtueH-Ilyn Aptiop ®arno, Ha KoroTto e
KpbCTeHa. YeTnpute enemeHTa Ha TeTpanornara Ha ®ano ca: nynMmoHanHa (benoapobHa)
CTeHo3a, MexaykamepeH gedekt (MK), s3aeHe Ha aopTaTa n xunepTpodums Ha gacHaTta
kamepa. Cpewua ce npu okono 1 Ha 2500 go 1 Ha 3000 paxxagaHus.

CbpueTo e CbCTaBEHO OT YEeTMPU KyXNHM — OABe Npeacbpans (NSiBO U ASCHO) U ABe Kamepu —
(nsBa u gacHa). KamepuTe nanomneat KpbBTa OT CbpLETO Npe3 ABa rofiemMu apTepuantn
cbaa — 6enogpobHaTa apTepus, u3nuaalla oT AscHaTa kamepa 1 aopTtaTa, uanusawia ot
ngaBaTa kamepa. To3u KpbBOTOK Ce perynvpa oT ABe knanu: 6enogpobHaTta u aopTHaTa Knanw.
Mpn 6enogpobHaTta cTeHo3a 6enogpobHaTta knana unm TbKkaHTa HENOCPEeACTBEHO NOA HESA He
ce pasBmBaT NpaBuNHO. ToBa Bb3NpensaTcTBa cBOOOAHOTO NPeMMHABaHE Ha KpbBTa KbM
6ennte gpoboBe Npu CbKpaLweHMETO Ha ascHaTa kamepa. OTBOPBT Ha KnanaTta € CTECHEH, a
nnaTtHata n morat ga 6baat yaebeneHu n ynnbTHEHW. BUABT 1 cTeneHTa Ha CTECHEHUETO ca
NPOMEHITMBU N BNUSAST HA KONNYECTBOTO KPbB, KOETO NpeMmnHaBa KbM benute gpobose.

[acHaTta n nsiBaTta Kamepa ca pasgeneHn oT MyCKyfnHa CTeHa (CenTyMm), T.Hap. MexaykaMmepHa
nperpaga. MexaykamepHusT gedekT npeactasnsisa OTBOP B Ta3n CTEHA U e cpe Han-4ecTo
cpellaHnTe BpoAeHu cbpaevHn mandopmauuu. Npu TeTpanorna Ha dano aopTHaTa knana ce
Hamupa (T.e. ,a3a1“) Hag To3n aedekT. ToBa NO3BOMABa CMECBaHe Ha KpbBTa OT AscHaTa n
ngBarta kamepa npeaw npeMmmHaBaHeTo 1 npes ,Aa3gewaTa” aopta. CteneHTa Ha ,a340eHe”, unum
KakBa 4YacT OT MexaykaMepHus gedekT e NoKpuTa OT aopTHaTa Knana, Bapupa npu
oTAenHUTe nauneHTn ¢ Tetpanorna Ha ®ano. XunepTpodudara Ha gdacHaTa Kamepa
npeacrtaBnsiea 3agedbensiBaHe Ha cTeHaTa Ha AsiCHaTa kamepa. T4 ce pa3BuBa KaTo
nocrneguua ot gpyrute gedekTun, Tbil KaTo Ma TEHOEHUMS Aa Nporpecmpa ¢ Te4eHue Ha
BpPEMETO.

Kak Bb3HUKBa TeTpanorus Ha ®ano?
TeTpanoruata Ha ®ano e Bb3MOXHO Aa 6bae acoummpaHa ¢ reHeTUYHa aHoManus.

Mandopmauuata moxe ga 6bae cBbp3aHa C MMKpogeneums Ha 22-pa XpoMo3omMa (CMHAPOM
Ha Ou[bxopax) nnu ¢ Tpusommsa 21 (cungpom Ha [JayH). B MHOro cnyyam npuymMHata octaBa

Hen3BeCTHa.
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KakBa e Bpb3kaTa Mexay XpOMO3OMHUTE aHOManum u TetTpanorusTta Ha ®ano?

Xpomo3omuTe cbxpaHsaBaT no-rofigimaTa 4acTt OT reHeTu4HaTa MHopMaLms B KneTkaTa.
O6urkHOBEHO NMame 46 XpOMO30MK, CbYeTaHM No ABOWNKK, N0 23 OT BCeKn poanten. B HAkou
cnyyaum B6podaT Ha XpoOMO3oMUTE € pasnnyeH oT 46. ToBa npeacTaBnaBaTt T.Hap. OpOnHK
XPOMO30OMHM aHOManuu. Hanpumep xopaTa cbC CMHAPOM Ha [layH umaTt gonbrnHuTenHa 21-ea
Xxpomosoma. B gpyru cniyyaun ce Habnogasa npoMsiHa B CTPyKTypaTa Ha XpOMO30MUTE.
XopaTta cbc cuHapoma Ha Au[xopox nmaT npoMsiHa B MHpopmaumsita B onpegernieH
dparmMeHT oT 22-pa xpomo3doMa. M aoBeTe CbCTOAHNA ce acouumpar ¢ TeTpanorms Ha dano.
CnepoBartenHo, npeHaTanHoTo AMarHoCcTuUMpaHe Hanara uskrovBaHe Ha Tesn ABe reHeTUYHU
CbCTOSHUSA.

Tps6Ba nu ga ce U3BbLPLIAT AOMBLNHUTENHU U3cneaBaHun?

BawumaTt nekysall nekap Moxe aa Bu Hacoun kKbM MeanKo-reHeTUYHa KOHCyNTaums 1
nocrneasallo reHeTU4YHO n3creasaHe. B xoga 1 Moxe aa ce 06cban M3BBLPLLBAHETO Ha
VHBa3MBHa NpeHaTtanHa AMarHocTuka, kKaTo aMHUOLeHTe3a U GMoncus Ha XopuoH,
nocrneasaHu OT XPOMO30MEH MUKPOYMMOB aHann3 Unm LANOCTHO EK30MHO cekBeHupaHe. Mo
TO3U HAYVMH LLE Ce M3KITYM HaNMYMeTo Ha acouumnpaH reHeTU4YeH CMHAPOM. 3aQbiMKUTENHO ce
nnaHvpa M3BbpLUBaHe Ha peTanHa exokapanorpadgusa — cneumanvManpaHo ynTpassykoBO
nscneasaHe, oKycupaHo BbpXy CbpLETO M CbpAeYyHoCbAoBaTa cuctema Ha 6ebeTo.
MperneabT ce U3BbPLUBA OT CNeLuanucT No MandnHo-deTanHa meaMuuHa Unv OeTcku
KapAuWoror.

3a KakBoO TpsAbBa fa cnepAa no Bpeme Ha 6peMeHHOCT?

JlekyBawmaT Bu nekap BepOATHO LLie HAa3HauYM CepuUnHN yNnTpasByKkoBM U3CneaBaHns, 3a aa ce
crneam Temna Ha pacTex U ga ce U3KmnyaT eBeHTyarnHu Npu3Haum Ha dpeTanHo cTpagaHue.
Bb3amoxHo e ga Bu nocbBeTBaT ga cnegute 6pos U MHTEH3UTETA Ha ABWXeHMATa Ha 6ebeTo
npes OeHs.

KakBo o3HayaBa ToBa 3a moeTo 6ebe cnepn paxagaHeTo?

TeTpanornata Ha ®ano Moxe fa ce Kopurnpa 4ypes oTBOpeHa CbpaeyHa onepauus.
YcneBaemMocCTTa Ha Te3u npoueaypu ce yBenudn 3HauymTesiHo cnef BbeexagaHeTo um npes 50-
Te roAvHU Ha MnHanus Bek. o nuTepaTypHU gaHHM gHec T goctura go okorno 95%. MHoro
OT XxopaTa, pogeHu ¢ T® n npeTbpnenu ycnewHo XMpypriuyHo neyeHne, gocturat oo 3pana
Bb3pacT 1 Beye numat cobcTBeHn geua.

Bcsako gete ¢ Tetpanorna Ha ®ano e yHukanHo. BpemeTo 3a ns3sbpluBaHe Ha XMpypruyHaTa
KOpeKLMS 3aBNCU OT 0COBEHOCTUTE BbB BCEKMN KOHKPETEH criydan. BaxHo e aa ce npeumsupa
KakBa e CTeneHTa Ha cMecBaHe Ha KpbBTa (begHa cnpsiMo 6oraTa Ha KMCNopog KPbB), KOSATO
ce npeHacs KbM TAn0T0. B gonbnHeHne, cneasa Aa ce oueHu CTeneHTa Ha CTeHo3a
(cTecHeHue) Ha M3xoaa Ha AscHaTa kamepa. ToBa NpsKO BMsie Ha KONIMYECTBOTO KPbB, KOETO
ce pgoctaes go 6enute gapobose, 3a aa 6vae oborateHo ¢ kucnopod. CboTBETHO, TOBA
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onpeaenst KNMMHMYHUTE cMMmnTomMm Ha 6ebeTo cnep paxaaHeTo. [MbpBaTta uen Ha onepaumsiTa
e Ja ce 3aTBOpU MexaykamepHus aedekT, 3a a Moxe NnaBaTa kamepa a nsnomnsea camo
BoraTta Ha kucrnopog (okMcreHa) KpbB Npes3 aopTaTa KbM TANOTO M MO3bKa. BTopaTta uen e ga
ce paswmnpu n3xona Ha gsicHaTa Kamepa, Taka Ye KpbBTa Aa NnpemMuHaBa cBOOGOAHO OT HEest KbM
B6enogpobHaTta apTepust 1 oTTaM — KbM benute gpobose. HNBOTO Ha K1Cnopoa B KpbBTa
(kucnopopgHata catypauus) Ha BaweTto 6ebe we 6bae nocTosiHHO NpocneasisaHo. BepoaTHo
cnep paxgaHeTo npu HeobXoAMMOCT e 6baaT M3BbPLUEHM OOMBAHUTENHN YNTPa3BYyKOBMU U
Apyrn obpasHn n3crneaBaHusl, KaTo HanpUMep PeHTreHoBa CHMMKAa Ha rPbAHUSA KOLL,
KOMMIOTbPHA ToMorpadusa n ap. EKMnbT OT AeTCKM Kapanonosn 1 AeTCKU KapanoXmpypau Lwe
oueHn cbpaedHaTa aHaToMusa Ha BaweTto 6e6e u we pa3paboTtu onTuManeH nnaH 3a nevyeHue
1 onepaumsi.

LLle ce noBTOpPUK NN?

B onpegeneHa yact ot cnyyante ¢ TeTpanornsa Ha dano nma reHeTU4eH KOMMNOHEHT, nopaau
KoeTo BpaTsaTa U cecTpuTe Ha 3acerHatoTo AeTe ca U3NOXEHU Ha NO-BMCOK PUCK OT 0OLLOTO
HaceneHue. [pn HannuMe Ha reHeTU4Ha NPUYMHAa, PUCKLT OT NOBTOPEHUE ce onpeaerns oT
BMAa Ha reHeTn4Hus npobnem. Npn HAKOU reHeTUYHU CbCTOSIHUS BEPOSATHOCTTA OT peuuans e
psgka, 4OKaTo Npu Apyrn BEPOSATHOCTTa OT NOBTOpPeHue € 1 kbM 2. AKO He e OTKpuTa
reHeTUYyHa NpUYMHa, PUCKLT OT NOBTOPeHMe Ha 3abonsBaHeTo e no-mManbk oT 1 Ha 10. MNpwu
cnefBawa 6pemeHHOCT BawumaT nekyBaly nekap we Bu Hacoun kbm paHHa deTanHa
Mopdponorusa un getanHa exokapauorpadgus.

KakBu gpyru Bbnpocu ga sagam?

e ToBa Texka popma Ha TeTpanorus Ha ®ano nu e?

e Konko 4ecTo Wwe Mu ce n3BbpLUBAT YNTPa3BYKOBU U3CreABaHNSA?

e Kbae na poga?

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

e Mora nu ga ce cpellHa npeaBapuUTENHO C ekuna oT fiekapu, KOUTO LLie ce rpuxkar 3a
6ebeTo My cnep paxagaHeTo?

e Ima nu rpyna 3a nogkpena B HalMs panioH, C KOSITO MOXeM [a pasroBapsiMe?

lNocnedHa pedakyus oHu 2024 e.




