AHemMua Ha PaHKOHMU

UHgbopmayuoHHU NTUCMOBKU 3a nayueHma — Kakeo e dobpe Oa 3Ham, Kakeo 0a rnornumaml.

Ta3sn nuctoBka nma 3a uen ga By nomorHe na pasbepeTe KakBo NpeacTaBnsisa ToBa
CbCTOSAHME, KakBU TecToBe ca Bu Heobxoammum 1 KakBo e 3HaYeHNeTo Ha gmarHo3saTta 3a Bac,
BaweTo 6ebe n BaweTto cemencTso.

KakBo npeacraBnsiBa aHemusaita Ha ®aHKOHU?

AHemusiTa Ha ®aHkoHK (ADP) e 3abonsaBaHe, KOETO NPUYMHSBA KOCTHO-MO3bYHA
HeJOCTaTbYHOCT (KOCTHUAT MO3bK Ce Hammpa B KOCTUTE M NPOU3BEXaAa pasnnyHMTe BUOOBE
KPbBHU KNeTkn). CbCTOSHMETO KIMHUYHO Ce NPpOosiBABa C HUCHK OpOr Ha YepBEHUTE KPbBHU
KNeTku (eputpoumnTin), KOMTO NPEHACAT KUCMOPOA, B pe3ynTaTt Ha KOeTo ce pa3BrBa aHEMUSI.
HdonbnHuTenHo ce Habngasa HACHK BPOKN Ha KNETKUTE, KOUTO ce BOpAT ¢ MHGeKLmsTa
(neBkounTUTE UNKM BENUTE KPBBHM KIETKN), KAKTO M HACBHK OPOI Ha KNeTKUTe, KOMTO cnomaraT
3a CbCMPBAHETO Ha KpbBTa (TpomMbounTuTe). TOBa CbCTOSHME MOXE CbLLO Aa NPUYNHK
BpOAEHN AeeKTM B pa3nNnYHM OpraHn u 4actm Ha TanoTo. CbLuecTByBa M NOBULLIEH PUCK OT
pasBuTME Ha pak Ha KpbBTa (fleBKeMuUd, MuenogmcnnacTuyeH CUHAPOM) N CONMAHU TYMOpH
(Han-yecTo Ha KoOXaTa, YepHusa Opob, Mo3bka n 6bOpeunuTe).

Kak ce pasBuBa AP?

A® e psgko reHeTn4HO 3abonsaBaHe, koeTo 3acdara 3 Ha 1 000 000 aywu. Han-4yecto ce
yHacnegssa oT poautTenute no aBToO30MHO-peLIECUBEH MbT (AedeKkTHUAT reH Tpsabea ga 6bvae
yHacnegeH v ot ggamarta poautenu). CbLiectsyBa N X-CBbpP3aHO peLecuBHO yHacrneaasaHe
(BetbekTHUAT reH ce NpedaBa OT MarikaTa, Npyu KOeTo MoOMYeTaTa ca 3acerHatu oT
3abonsBaHeTo, JOKATO MOMMYeTaTa He ca). Mima MHOro pasnuyHu reHu, cebp3ann ¢ Ad.

TpsabBa nu aa ce HanpaBAT owe u3cneaBaHUn?

Mpn cbMHeHMe 3a Hannyme Ha AP Ha BebeTo npeaun paxgaHeTo, moraTt aa Bu 6baar
npeanoXeHn TpM NHBA3MBHM TECTA, 3a Aa Ce NOTBBbPAM UNN OTXBbPN CbCTOSAHUETO:

e buoncusa Ha XOpMoH — B3eMaHe Ha npoba oT nnawleHTaTa Ypes3 BkapBaHe Ha TbHKa urna
npes3 Kopema Ha Maiikata 1 MaTkaTa, C KOSiTO ce JoCTUra O XOpu1oHa.

e AMHMOLIEHTE3a — B3eMaHe Ha MarKo KONIMYeCcTBO OT OKOJOMNSioAHa Te4HoCT Ha 6ebeTo
ypes BKapBaHe Ha TbHKa Urna npes kopema Ha MarnkaTta B MaTtkata. AMHMOTUYHaTa
(okononnoaHaTa) TEYHOCT CbAbpPXKa KOXHW KNeTkn oT 6e6eTo, KonTo crnepn ToBa ce
n3nons3eaT 3a nscneasaHe.

e KopaoueHTesa — B3emMmaHe Ha KpbBHa Npoba OT NbhnHaTa BpbB Ype3 BKapBaHe Ha TbHKa
urna npes Kopema Ha mavikata 1 maTtkara.

Bcsaka oT nonyyeHnte npobu cnea M3BbpLUBaHETO HA CbOTBETHATA MHBAa3vBHa npoleaypa,
MOXe [la Ce U3MOoN3Ba 3a NPoBeXaaHe Ha TECT 3a XPOMO3OMHU AedekTu, ProyLuToMeTpus
UNW reHeTUYHO nacneasaHe. TecTbT 3a XPOMO30OMHU AedekTn 1 rioyuuToMeTpusaTa ca Hau-
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4YecTO M3MNoN3BaHNTE TECTOBE 3a AnarHoctTuumpaHe Ha A®P. [eHeTMYHOTO nu3cneaBaHe Tbpcu
MyTauuu B reHuTe, cBbp3aHn ¢ Ad.

3a KakBo Aa crieas no Bpeme Ha 6pemMeHHOCT?

Tpﬂ6Ba a ce n3sbpliBaT peoBHU yNTPaA3BYKOBU rnpernegn, 3a a ce U3KINK4YaT eBeHTyaliHn
acouunpaHun aHomMmalnumum, Kakto 1 ga ce npocnegdaBa pacteXxnvT U CbCTOAHUNETO Ha bebeTo.
[MoHacTosAWweEM HAMa NnevyeHne, KOeTo MoXe aa ce npeagnoxu no Bpeme Ha 6peMeHHOCT.

KakBo o3HauyaBa ToBa 3a MoeTo 6ebe cnen paxq:l.aHeTo?

Mopaan KOCTHO-MO3bYHA HEAOCTATBLYHOCT, AETETO We ObAe CKNOHHO KbM peunansmpaLLm
NHEKUUN, ymopa, NPUYMHEHa OT aHEMUS, CUHUHU U KbpBEHE Ha BeHUMTe. ToBa MOXe Aa ce
neKkyBa C KpbBOMNPEnMBaHUS 1 NekapcTea 3a nogobpsisaHe Ha cumntomuTe. [edMHUTMBHOTO
rneYyeHne 3a KOCTHO-MO3bYHa HeJOCTaTbYHOCT NpeAcTaBnsBa TpaHCnnaHTaumMsTa Ha
CTBOJIOBU KNETKU, KOATO 3HAYMUTENHO NoaobpsaBa NpexmnssaemMocTTa Ha 3acerHatute UHAMBUAOMN.

BpooeHute gedektn morat ga BKNHOYBAT MHOIO pasnuyHmn obnactu Ha TanoTo. Yecto ce
cpella NpoMsiHa B LIBETA Ha KoxXaTa (NeTHa oT ,kade ¢ MAAKO®), KaKTO M aHOManun Ha
KpanHuumTe (rnaBHO Ha pbueTe u gnaHuTe). [leyaTa moraT CbLUO Aa UMAT HUCHK PbCT, Marnka
rnaBa unm oum, abHOPMHO NMLE N YLUW, KAKTO U AedeKTn Ha PENPOLYKTUBHUTE OpraHu,
6b6peumnTe n cbpueTo. NMpu HAKOU Aeua Moxe Aa ce HabnogaBa 3abaBsHe B pa3BUTUETO.

Moxke aa ce Haroxu onepaums cnes paxxaaHeTo UM No-KbCHO B XKMBOTA, B 3aBUCUMOCT OT
HanuM4yHuTe BpoaeHn aedektn. OCHOBHOTO GE3MOKOMCTBO B AbNITOCpPOYHaTa NPorHo3a e
MOBULLEHUAT PUCK OT pa3BuUTUE Ha pak. MNopaaun ToBa NPOABLIMKUTENHOCTTA Ha XMBOTA Ha
xoparTa, 3acerHati oT aHemusi Ha PaHKOHW, € 3HaYMTENHO CbKpaTeHa.

LLle ce cnyuu nu oTHOBO?

B cnyyan Ha aBTO30MHO-pELIECMBHO yHacnegssaHe, Npu KOETO U ABamaTa POAUTENN HOCAT
AedeKTeH reH, pUCKbT OT paxaaHe Ha aeTe ¢ aHeMust Ha ®aHkoHu e 1 Ha 4. B cnyyam Ha X-
CBbP3aHO yHacnensiBaHe, Npu KOETO Mankata € HOCUTEN, PUCKbT Aa UMat cuH ¢ bonectTa e 1
KbM 2. [lelaTa OT )XEHCKM NOoN HAMa Aa nmat bonecTtra, HO MOXe [ia ca HOCUTENWN KaTo MaKka
cn. Cnep anarHoctTyuupaHe Ha aHemusi Ha PaHKOHM B CEMENCTBOTO Ce NpenopbyBa
KOHCYNTaums C reHeTuK.
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KakBu apyru Bbnpocu na sapam?

Konko 4ecTo we Mu ce npaBaAT ynTpa3ByKoBU npernean?

KakBn Bb3MOXHOCTU MMam npeau aa ce poan 6ebeto?

Mora nvn npeaBapuTeNHO Aa Cce 3ano3Has C ekuna oT fiekapu, KOUTO e nomMaraTt Ha
6ebeTo Mu cneg paxagaHe?

Moxke nn ga ce HanpaBw Hewwlo 3a 6ebeTo Nnpeau paxagaHeTo?

Kak n kbae Tpsbea ga poasa?

LLle ce Hyxxaae nn 6e6eTo Mu OT onepauus cnen paxgaHeTo?

Kbae mora ga nonyya gonbNHUTENHA Nogkpena no Bpeme Ha bpemeHHocTTa?
Kbae mora ga nonyya noseye MHgopmauus 3a aHemusita Ha PaHKoOHN?

lNocnedHa pedakyusa aszycm 2024 e.




