Kuctn Ha xopougHua nnekcyc

UHgbopmayuoHHU NTUCMOBKU 3a nayueHma — Kakeo e 0obpe Oa 3HaMm, Kakeo 0a rornumam.

Tasu nucToBka uma 3a uen ga Bu nomorHe na pasbepeTte kakBO NpeAcTaBnsiBa ToBa
CbCTOSIHME, KakBU TecToBe ca Bu Heobxoaumm 1 KakBo e 3HaYeHMeTo Ha AuarHosaTta 3a Bac,
BaweTo 6ebe 1 BalwweTo cemencTso.

KakBo npeactaBnAaABaT KUCTUTE Ha XOpounaHus nneKcyc?

XopongHuAT nnekcyc npeacrasnssa BEHO3HO CNreTeHne, NponssexaaLlo
rPbOHAa4YHOMO3bYHA TEYHOCT, KOATO NOKPUBA W NpeanasBa rmaBHUA U rPbOHAYHNA MO3bK.
Hamupa ce n B gBeTe nonykbnba (Ns1BOTO U AACHOTO) Ha rnaBHust Mo3bK. [Mpn 1 0o 2% ot
b6ebeTaTta ce obpasyBaT KMCTU B XOPOMAHNA NNEKCYC - NPeACTaBNABAT Masku OKPbrieHn
CTPYKTYpPM, N3MbAHEHN C TedHocT. MoraT ga 6baat eqHOCTPaHHU Uiy ABYCTPAHHKU, e ANHUYHU
NI MHOXXECTBEHMW, N30NMPAHN UK acoumMmpaHn ¢ apyru npobnemu.

KakBu ca npuunHuTe 3a o6pasyBaHeTo?

ToyHuTe NPUYNHN 3a Bb3HUKBAHE Ha KNCTU B XOPONOHWUA NINEKCyC oCTtaBaT HEN3BECTHW. ToBa
camo no cebe cu e Konekumsi OT TEYHOCT, a He npeacrtasndaBa aHoOMalimd Ha MO3b4HaTa
TbKaH.

KakBa e Bpb3KaTa mexay XpoMO3OMHUTE aHOMaJNiMm n HarMm4ineTo Ha KMCTU Ha
XxopoungHus nneKcyc?

Xpomo3oMuTe CbxpaHaBaT no-rongmaTa 4acT OT HawaTa reHeTU4Ha MHpopmauus.
OGUKHOBEHO B KNETKNTE CM MMaMe 46 OBOMKM XPOMO30OMK: 23 uaBaT OT eAuHUSA poanuTen, a
ocTaHanuTe 23 — oT gpyrusa poguTen. B Hakom criydam ctasa Taka, Ye 6posT Ha XpOMO3oMuUTE
e pasnuyeH oT 46. Hanpumep, nigmsmaute ¢ Tpmsomma 18 nmat gonbnHuTenHa 18-a
Xpomo3soma. VMima cbobLieHns 3a Bpb3ka Mexay KUCTUTE Ha XOPOUAHUS NIIEKCYC U TPU3oMUSA
18. ®eTycute ¢ Tpnsomus 18 nmat KUCTN B XOPOUAHNA NNEKCYC B OKOSO eaHa TpeTa (1/3) ot
cnyvanTte. O6paTHOTO, OKoo 2,1% OT dpeTycuTe ¢ KUCTU B XOPOUOHUSA NfEKCyC nvat
abHopmeH Bpor xpomo3omu. [oBeyeTo OT TSX MMaT U OPYrM CbMbTCTBALLM CTPYKTYPHU
aHomarnuu, KouTo MoraT Ja ce YCTaHOBAT B XOA4a Ha AeTaunHOTO yNTpasBYKOBO u3crneaBaHe
Ha nnoga (cetanHaTta mopdosnorus). MNpu nunca Ha exorpadgcku NpusHaum 3a gpyrm
aHoMarnuu, puckbT oT abHopMeH 6por xpomo3omu e okono 1 Ha 300.

TpabBa nu ga ce n3pbpLIAT Owe TecToBe?

Bawwuar nekap we By nomorHe ga BzemeTe Han-npaBUITHOTO pelleHne npu Balwmns KoHKpeTeH
cny4van. O6bukHoBeHO wWe Bu 6bae n3sbplieH nogpobeH yntpa3BykoB nperneq (dpetanHa
Mopdosiorus), 3a Aa ce NpoBepu Janu CbLLeCTBYBaT acouMmMpaHn CTPYKTYPHU aHOManuu Ha
nnoga. Mpu nunca Ha gpyra aHoManus, B NOBEYETO Cry4aun He ca Heobxoaumm
AOMbIHUTENHU U3cneasaHns. AKO ce OTKpue apyra CTpyKTypHa aHoManus, BeposTHO e Bu
O6bae NnpeanoXeH TecT, 3a Aa Ce U3KMYM BEPOSATHOCTTA 3@ XPOMO30MHa aHOMarnusa Ha nnoga.
ToBa Moxe na 6bae HemHBaauBeH npeHaTtaneH tect (HUMMT) unm amHuoueHTe3a — B
3aBMCUMOCT OT Bb3MOXHOCTUTE 1 Bawums nsbop.
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3a KakBO TpsAbBa faa crnens no Bpeme Ha 6peMeHHOCT?

I/IsonwpaHaTa Haxo[gkKa Ha KMCTU Ha XOPOouaHUA NMiiekCyc He NpoMeHa npocriegaBaHETO Ha
6peMeHHOCTTa. [Mo-ronsima YacTt OT KUCTUTE n3vesBaT 4o 28 rectaunmoHHa ceagmumua.

KakBo o3HauyaBa ToBa 3a 6eb6eTo cnen paxgaHeTo?

I'IpM M3KIto4yeHa XpoMO30MHa aHOMarnun4d, pogaeHunTe aeua C npeHatanHo agnarHoctuunpaHm
KNCTU B XOPONOHUA MNNEKCYC He NMOoKa3BaT OTKITOHEHNA B MO3b4HaTa (byHKLl,VIFI,
ABUratenHarta akTMBHOCT unn nosegeHneTo. CrnegoBaTtenHo, He e Heobxoamma
OonbJIHUTEJTHa OLUEeHKa crnen paxgaHeTo.

KakBu apyru Bbnpocu aa sagam?

e Vlma nu acounmnpanu gpyrn aHomanum Ha nnoga?

e KakbB € puckbT MM ga umam 6ebe ¢ Tpusomns 18?

e llle My 6bae N NpeanoXxeHa amMHUOLEHTE3a NN HEMHBA3VBEH NpeHaTaneH
TecT?

lNocnedHa pedakuusi mapm 2025 e.




