HyxanHa TpaHcnyueHuus (HT)

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

Tasu nucToBka e npeaHasHayveHa Aa Bu nomorHe aa pasbepete KakBo npeacrasnsiBa
HyxanHata TpaHcnyueHuus (HT). JonbnHutenHo Bu gaBa nHdopmaumsa 3a ToBa, KakBo
o3HavaBa yaebenenaTa HT, kakBu uacnensaHmsa ca Bu Heobxoammu v KakBu ca nocneguumrte
OT NOCTaBsAHETO Ha Ta3n gnarHosa 3a Bac, Baweto 6ebe n Baweto cemericTso.

KakBo npeacraBnsiBa HyxanHarta TpaHcnyueHumsa (HT)?

C noHsTMeTo HyxanHa TpaHcnyueHums (HT) ce o6o3Ha4YaBa KONMYECTBOTO TEYHOCT, KOATO Ce
BM3yanunanpa KaTo TbMHO NMPOCTPAHCTBO B TUMHaTa obnacT Ha nnoja 4Ypes ynTpasBykoBO
nacnegsaHe mexay 11 u 14 rectaumoHHa cegmuua. B 1031 rectaunmoHeH CpoK € HoOpMarsHo B
TUNHaTa obnacT ga ce HaTpynBa Mariko TEYHOCT Npu Bceku nnogd. B cnyyan, obave, ye HT e
yaebeneHa (obukHoBeHO Hag 3-3,5 Mm), ToBa MOXe Aa 6bae npusHak, Ye nma npobnem c
pa3suTueTo Ha BaweTo 6ebe.

YecTo nbTn B No406HM cnyyamn nnogbT MOXe Aa MMa XPOMO30MHa aHOManus, Kato CUHAPOM
Ha [ayH (gonbnHuTenHa 21-8a xpomosoma). [lpyra Bb3MOXHOCT € MrogbT Aa UMma CTPYKTypHa
aHomanus — Hanpumep B cbpueTo. MNopagu Te3n npnyunHm yaoebenenata HT ce Hapuya
,Mapkep“ 3a petanHn aHomanuun. OLueHKaTa Ha BEPOATHOCTTA, T.€. OLeHKaTa Ha pucka
BaweTto 6ebe ga uma nogobeH npobnem, ce n3BbpLIBaA Ype3 onpeaensiHe Ha T.Hap.
.M34ncreH puck. CoLuecTByBa crieymnanmampaHo nscrnegBaHe, HapeyeHo KoMOUHUpaH
npeHaTaneH CKpMHUHI, Ypes3 KOMTO MOXe Aa ce U3BbpLIM NoAo6HO n3ymcnaBaHe Ha pucka.
TecTbT KOMBMHMpPa exorpadckoTo namepeaHe Ha gebennHaTta Ha HT, agbrmkuHaTa Ha 6ebeTo,
BawaTta Bb3pacT, KakTo U u3aMepBaHusATa Ha aBa (Unm noBeye) XopMmoHa B KpbBTa Bu (T.Hap.
OMOXUMMNYHM MOoKa3aTenn).

B cnyuan, ye BawwmaT nekap Bce owwe He Bu e npeanoxun n3sbpluBaHe Ha KOMOMHMpPaH
npeHaTtarneH CKpMHUHI, MOXKeTe Aa NoMckaTe TO3U TECT 3a U3YMCIIEHNE Ha pucka.
N3uncneHuaT puck nokasea KakBa e BepodATHocTTa BaweTo 6ebe ga uma XxpoMo3oMHa
aHomanus. Ton moxe ga 6bae oT4eTeH KaTo MHOrO HUCHK, Hanpumep puck 1 Ha 1000, unu no-
CKOpO BUCOK, Hanpumep puck 1 Ha 100. JlekapaT we obcban ¢ Bac kakBo o3Ha4aBa TO3M pUCK
1 we Bun nomorHe ga nHtepnpeTtupaTe NnpaBuUHO pesynTaTa oT TecTta. AKO PUCKLT € HUCHK, He
ce HyXXgaeTe OT OONbIHUTENHO n3crneaBaHe U Wwe 6baete yBepeHa, Ye BEPOSTHOCTTa
BaweTto 6ebe ga nma npobnem e manka. Puck ot 1:100 nnn noseve 06MKHOBEHO ce npuema
3a BUCOK. MIHTepnpeTupaHeTo Ha nony4deH pesynrtat ¢ puck ot 1:100 e cnegHoTO - B eAHa
xunoteTnyHa rpyna ot 100 6pemMeHHn, KOUTO MaT egHaKBM nokasaTtenu ot KOMOMHMPaHUS
npeHaTaneH CKPMHUHT (Bb3pacT, recTalMoHeH cpok, aebenvHa Ha HT, GnoxnumumyHmn mapkepu
n op.) we nma egHa 6pemeHHa, KosTo e poan 6ebe ¢ npobnem, a octaHanuTte 99 — HaAma.
ToBa Ha npakTuka o3HadaBa 1% puck.

B kpanHa cmeTka, npeLeHkaTa Ha ToBa Aanu U3YMCIIEHUSIT PUCK € BUCOK UM HUCHK € CTPOro
nHameuayanHa. Camo Bre moxeTe Aa npeueHnTe u pelunTe aany npy noroxuTenex
pesynTaT OT CKPMHWHIOBMS TECT, T.€. NMPU BUCOK PUCK, MCKaTe Aa NPOABIDKUTE C U3BBbPLUBAHE
Ha NOTBbPAUTENHO ANArHOCTUYHO U3cneaBaHe, KaTo HanpuMep B3eMaHe Ha Marko
KONMMYeCTBO TbkaH OT nraueHTaTa (bnoncus Ha XOpMoH) UNM OKoronogHa TEYHOCT
(aMHMoUEeHTe3a).
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Kak ce nony4yaBsa HT?

He e acHo 3aw0 npu BcsAko 6ebe ce HabngaBa HaTpynBaHe Ha TEYHOCT B TUnHaTta obnact B
NMbpBU TPUMECTLP Ha BpemeHHocTTa. MankaTta gebenvHa Ha HT BepoATHO npefcTaBnsiBa
HaTpynBaHe Ha TEYHOCT B paMKMUTE Ha eQHO HopMarHo passutue. YaebeneHnata HT (Hag 3-
3,5 mm), obaye, ce cBbp3Ba C NOBULLEH PUCK OT XPOMO3OMHA aHOManusi Ha nnoga (CMHAPOM

Ha [layH v gp.).

YpebeneHata HT ce Habnogasa npu okono 1 Ha Bcekn 20 dpeTyca, HO HE BCUYKM TSX Ha
npakTuka umaT HskakbB npobnem. Okono 1 ot 10 cheTyca ¢ yaebeneHa HT nmat acouumpana
XPOMO30MHa aHOManus unu apyr CTpyktypeH aedekT (0bMKHOBEHO CbpaedHa aHoManus).
OcTtaHanute eTycn HAMAT HUKakbB Npobnem. OBMKHOBEHO € He0BX0ANMO M3BBbPLUBAHETO
Ha NOTBBbPAUTESEH TECT 3a AMAarHOCTUYHO YTOYHSIBAHE.

KakBa e Bpb3KaTa Mexay xpomosomurte u yaebeneHarta HT?

XpomMo30oMUTE Ce HamMpaT B KNETKUTE N Ca MACTOTO, KbAETO CE CbXpaHsiBa no-rongmara 4yact
OT HallaTa reHeTu4Ha nHpopmaumsa. OBUKHOBEHO YOBeELLKaTa KreTka nMma 46 XxpomMo3omu,
pasnpeneneHun no ABorku: 23 naeat oT Marnkara, a gpyrute 23 — oT 6awarta. B Hakon cny4yan,
B pe3ynTaT Ha rpeLlkn B KNeTbYyHOTO AefneHe, ce nosiydasa norpeweH 6pon xpomosomu B
KneTkute. Taka Hanpumep, xopaTa CbC CMHAPOM Ha [layH umaTt gonbSiHUTENHa 21-Ba
xpomo3soma. Npu yaebeneHa HT nma no-ronsam puck nnoasbT Aa MMa SONMbIHUTENHA
XpomMo3oma, 0OMKHOBEHO ToBa kacae 21, 18 unn 13 xpomosoma. B gonbnHeHne, € Bb3MOXHO
reHeTUYHNAT aedekT ga 6bae MHOro ManbK — 4a 3acsra camo onpeaeneH reH unm vacTt ot
Hero. 1o Te3n npuynHK BawmaTt nekap Moxe ga npeanoxu aa 6baart n3BbpLUEeHM OLLe no-
3a0bnbo4eHo n3cneaBaHe Ha reHeTUYHUS MaTepuan Ha BaweTo 6ebe.

TpsabBa nu aa Mmu ce HanpaBAT oLle nacrneaBaHua?

MHoro »xxeHu ¢ yaebeneHa HT Ha nnoga we nsbepaT ga nssbpiaTt AOMbAHUTESTHU
nacnenBaHus, 3a ga pasbepar noseye 3a CbCTOAHNETO Ha 6ebeTo. TecToBeTE, 3@ KOUTO
MOXeTe Ja nonutaTe, BKIo4YBaT:

e bBuroncusa Ha XOp1oH nnNn amHMoLeHTE3a — TOBa Ca MHBA3WBHW AMArHOCTUYHN TECTOBE,
4ypes3 KOMTO Ce AOoKa3Ba HaNM4MeTo Ha BPONHN NN CTPYKTYPHM XPOMO3OMHU aHOMaruW.
ToBa ce NpaBu Ype3 B3eMaHe Ha Marsko KOSIMYECTBO ThKaH OT XOPUOHA Unn oT
okononnogHa TeyHocT. Cnef ToBa, NONYYEHUAT reHeTUYEH MaTepman Moxe ga 6bae
aHanuaupaH no pasnunyHn Ha4ymHW. B 3aBMCMMOCT OT n3non3BaHusa TecT morat ga 6bvaar
OTKPUTU MasnKu reHeTUYHN AeeKTN N peaKn reHeTUYHN CUHAPOMU. Han-4yecTnsT
reHeTU4YeH CMHAPOM, BKITHOYBALL 3aCAraHeTo Ha eauH reH, KOUTo ce oTkpusa npu 6ebe ¢
yaoebeneHa HT, ce Hapuya cmHApOM Ha HyHaH.

e O®eTanHa Mopdosiorus — paswnpeHo nacregBaHe Ha etanHaTta aHaToMus,
BKIto4BaLlo no,1:|,po6eH aHannms Ha peguua opraHn n cMctemMmm Ha nrioga, Koeto ce
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N3BBbPLUBA OT BUCOKOKBaNuUduuupaH crneunannct ¢ exorpadcka anapaTtypa ot Han-
BMCOK KIlac C Lien U3KIYBaHe Ha AOMbIHUTESTHU CTPYKTYPHU aHOManuu Ha nnoga.

e ®eTanHa exokapguorpagusa — cneumannanpaHo ynTpasBykoBO M3creaBaHe CbpLeTo Ha
bebeTo.

e Bcuykn Te3n nogpobHn exorpadckmn npernean morat aa ce NoBTOPSAT M NO-KbCeH
rectaumoHeH cpok — B 20 n 28-32 rectauymoHHa cegmuua.

3a KakBo Aa crieas no Bpeme Ha 6pemMeHHOCT?

AKO BCMYKM N3BBPLLEHM TECTOBE Ca OTpULaTenHu, 6e3 ga ce oTKpUAT BUAUMKU Npobnemu ¢
6ebeTo Bu, ce npuema, ye 6pemeHHOCTTa Bu Han-BeposTHO € HopMmariHa 1 He ce HyXKaaeTe oT
AONbIAHUTENHM cneumanHn rpyxku. Mpn mHoro ronama ge6envHa Ha HT Ha nnoga moxe aa
HacTbNM CNOHTaHEeH abopT n 3aryba Ha GpemMeHHOCTTa, gopu 1 6e3 aa He 6baaT OTKPUTU
BMOMMMN aHoManuu. B nogobHu cnyvyau ce npuema, vYe yaebeneHata HT e npeacrasnssana
KNUHUYEH NpPU3HaK, KONTO e Npeackasan HebnaronpusaTHOTO pa3BuUTME Ha BpeMeHHOCTTa.

AKO BpeMeHHOCTTa NPOABIKMA HOPMAITHO, B HAKOM Crlydan MOXe Aa YCTaHOBUTE, Ye KOPEMbT
Bun HapacTBa npekaneHo 6bp30. ToBa MoXe [a ce Ab/MKN Ha HaTpynBaHe Ha NO-ronsiMo
KONMYECTBO OKOMONMoAHa TEYHOCT OKONo 6e6eT0 — CbCTOAHNE HAapEeYeHO XMapPaMHUOH. B
nogobHun cnyvam Tpabea aa obcbamTe ToBa ¢ Bawwns nekap v ga nounckate noBTOPHO
ckaHupaHe. Nonamo 6ebe ¢ MHOro okononsiogHa TEYHOCT MoXe Aa 6bae NnpuaHak 3a CUHOPOM
Ha HyHaH.

KakBo o3HauyaBa yaeb6eneHata HT 3a moeTo 6e6e cnepn paxaaHeTo?

AKO U3BBbPLLEHUTE NPeHaTanHn TecToBeTe He OTKpMBAaT Npobnemu unn aHomanuum, 6eéeto
HSIMa AOMBbIHUTENHO MOBULLIEH PUCK OT aBHOPMHO pa3BUTUE, B CPaBHEHME CbC CryYyaunTe C
HopManHo namepeHa HT. [MNpu HannMumne Ha gnarHoCcTMUMPaH AOMbIHUTENHU aHOManuu,
pe3ynTaTbT e 3aBMCK OT TAXHOTO eCTECTBO M TexecT. B MHoro peaku cnyyau cneg
paxgaHeTo MoraT aa 6baaT yCcTaHOBEeHW AOMbIIHUTENHN AUCKPETHN HaxoaKM, KOUTO He ca
6unm nogo3mpaHn B XoAa Ha NpeHaTanHoTo NpocreasBaHe, KOeTo yBenm4yaBa pucka ot
acouumnpaH psiobK reHeTUYeH CUHAPOM.

LLle ce cnyuu nu oTHOBO?

O6ukHoBeHoO yaebeneHata HT He nosiBABa OTHOBO Mpu cneggailiara 6peMeHHOCT. AKO
6ebeTo e umano, obaye, XxpOMO30MHa aHOManusi U BpoAeHa cbpaeyHa Mandopmauus,
PUCKBLT MOXe NeKo aa 6bae Neko yBenuyeH npu crneapailarta Bu 6pemeHHocTt. Mima cnyyawm,
npun KouTo ce Habnoaasa yaebeneHa HT B noBe4ve oT egHa 6peMeHHOCT, HO BCUYKkK bebeTta
ce paxpgat HopmanHu. MpuunHnTe 3a ToBa OCTaBaT HEM3BECTHW.
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KakBu apyru Bbnpocu na sapam?

e ToBa Texbk cnyvyamn Ha yaebeneHa HT nu npeacrasnsisa?

e KakbB e puckbT 6e6eTo M1 oa MMma XpoOMO3oMHa aHOManua?

e Moxe N1 nekapaT ga Hanpaeu KOMOUHUPaH NpeHaTaneH CKPMHUHE U Aa M1 aaae
TOYHO M34YUCNEH PUCK?

e Kow nHBasmBeH TecT TpsibBa aa nsbepa — Guoncmst Ha XOPMOH NN aMHUOLEHTE3a?

e KakBu pnCKOBE HOCAT TE€3M MHBA3MBHW TECTOBE?

e Kakeu reHeTU4HM nscrneaBaHns e 6baaT M3BbPLUEHN?

e llle Bkno4Ba N TOBa AMArHOCTULMpPaHE Ha Marnku reHeTU4HM npobnemu, BKi. u
CUHOPOM Ha HyHaH?

e llle opraHunaupa nu nekapaT OOMbIHUTENHU cneunanM3npandn exorpadckn nperneam
no Bpeme Ha bBpeMeHHOCTTa, 3a ga nposepu ganu HT e nayesHana n ganu nma
ApYrn CTPYKTYPHU aHOManumn?
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