CTeHo3a Ha dKBe€AYKTa Ha ninoja

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 npeacTaBrisiBa CTeHO3a Ha akBeAQyKTa Ha nnoaa (aKBeAYKTHa CTeHoO3a, AC)?

Mo3bkbT Ha nrnoga e 3a0bukoneH ot rpbObHaYHOMO3bYHA (LepebpocnHanHa) TeYHOCT, KOSITO
cBOOOAHO LMPKYNMpa OKOSO Hero 1 U3nbfiBa ABe CPABHUTENTHO rofieMUN KYXMHWU BbB BCSIKO
e[HOo OT ABeTe Nnosnykbnba (HapeyeHn CTpaHMYHMTE MO3bYHM CTOMax4yeTa), KakTo U apyru
ABEe, LIeHTparHo pasnosioXXeHn KyXnHU — TPETOTO Y YETBBLPTOTO MO3bYHO CTOMax4e. B
MeauUMHCcKaTa nuTepaTypa MO3bYHUTE CTOMAx4yeTa ce HapuyaT BEHTPUKYIN.

CteHosaTa Ha akBeyKTa Ha nnoaa Bb3HUKBA, KOrato u,epe6pochHanHaTa TEYHOCT HE MOXe
Aa uUnpKynmpa HopmMmasriHo B pe3yntaT Ha 3anyluBaHe Ha npoxoaa, KONTO CBbp3Ba TPETOTO U
YeTBBbPTOTO MO3BbYHO CTOMax4e (I'IpOXO,D,'bT Cce Hapu4ya aKBeﬂ,yKT).

B pes3ynTtaTt Ha 3anylBaHEeTO KOJIM4eCTBOTO Ha I'p'b6Ha‘-IHOMO3'bLIHaTa TEYHOCT B ABaTa
CTpaHU4YHN BEHTPUKYI1a N B TPETUA BEHTPUKYI1 Ce yYBEJTNYaBa. 3aI'IyLIJBaHeTO Ha akBedyKrta He
MOXe camo no cebe cu aa ce BuU3yannsunpa C yntpasByk, HO HaTpynaHaTta AOMbJIHUTEITHA
TEYHOCT B MO3b4YHNUTE CTOMax4yeTa ce BMmxxaa fecHo.

Kak Bb3HukBa AC?

AKBeayKTHaTa CTeHO3a € OTHOCUTENHO PSAKO CbCTOSHME, KOETO ce Habnogasa npu 1 Ha
okoro 5000 6ebeTta. B noBeyeTo criydam Bb3HMKBA Cly4anHO U HE € CBbpP3aHo C Apyru
aHomManuu. YCTaHOBEHO e, Ye npu HAkom 6ebeta AC ce abikun Ha BUpYCHa UHekums. MNpn
Apyru ce HabnogaeaT acouumpaHm reHeTnyHu npnumHn. bebetata ¢ AC morat ga umart m
Apyrn Mmo3byHu npobnemun. B 10% ot momueTtata ¢ AC ce Habntogasa acoummpaH reHeTuYeH
npobnem.

KakBu XpoMO30MHM aHOManum ca ceBbp3aHu ¢ AC?

XpomMo3oMUTe CbXxpaHABaT rofisiMa 4yacT OT HallaTa reHeTU4YHa MHPopPMaLns B KNeTKUTe.
YosellkaTa KkneTtka uma 46 XxpoMO30MU, KaTo XKeHuTe nmat e X XpOMO30MU, a MbXeTe efjHa
X nepgHa Y xpomo3oma. [NNpomeHuTe B Bposi M CTPYyKTypaTa Ha XpOMO3oOMUTE MoraT Aa
NPUYMHAT pasnnUYyHuU reHeTUYHM npodnemu.

Mpn NNoA OT MBbXKK NOI, KONTO MMa reHeTu4eH npobnem, npmunHasaw, AC, oGMKHOBEHO ToBa
€ CBbp3aHO C eANHCTBEHaTa X XpomMo3oMa. ToBa ce Ab/KM Ha 06CTOATENCTBOTO, Ye 3a
pasnuvka OT XeHaTa, MbXbT nma camo eaHa X xpomosoma. Okono 10% ot momyeTtata ¢ AC (1
Ha 10) umat npobnem c X xpomo3zomarta. KnmHmnyeH npusHak, ye 6e6eto moxe ga nma
npobnem ¢ X xpomo3omara, e HeobmyarHa no3mumsa Ha nanumte Ha 6ebeTto. ToBa obauye ce
HabniogaBa camo B NOMIOBMHATA OT MOMYeTaTta ¢ npobnemHa X xpomosoma.
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TpabBa nNu aa nsBbLpLUA Olle TecToBe?

LLle Bn 6baaT npeanoxeHn AONbNHUTENHM U3CneaBaHns, 3a Aa ce onpeaenn npudnHaTta 3a
akBedyKTHaTa CTeHo3a. BuabT Ha nnaHnpaHuTe nacnenBaHus LWe 3aBMCh OT HAanNM4mMeTo Unu
OTCBLCTBMETO Ha ApYyru exorpadpckn Haxoaku, Bawata meguumHcka 1 akylepcka nctopus,
KaKTO M OT pe3yntaTnute Ha BCUYKKN NO-paHHKn TectoBe. Moxe cblo aa Bu 6bae npeagnoxera
MeLMKO-TeHETMYHA KOHCYNTauusa ¢ MEeAULMHCKN CneunanmcT no reHeTu4HM 3abonsiBaHus.
TecTtoBeTe, KOMTO MoraT Aa 6baaT NpeanoXeHu, BKYBAT:

e ®eTanHa mopdonorua: [letannHo ynTpasBykoBO MU3creasaHe C Lefli BHAMATENHO
ornexnaHe Ha BCUYKM OpraHn n cuctemm Ha 6e6eTo 3a n3knoYBaHe Ha JONBITHUTENHN
CTPYKTYPHM aHOManun Ha nnoga. YNTpa3BykKbT MOXe Aa naeHTuguumpa MHOro, HO He n
BCUYKM Bb3MOXHWN doeTanHu aHoManumu.

e AMHMoLeHTe3a: ToBa e nHBasMBHa npoueaypa, Npu KOATo C TbHKa Urna ce uarerns
Marsiko KONM4YecTBO OKOMOMNSIoAHa TEYHOCT Npes3 Kopema Ha MankaTa nog NocTosiHeH
exorpadcku KOHTpos. Te4YHOCTTa MOXe Aa ce uacnegea 3a pasfimyHm XpoOMO30MHU
aHoManuu, Kakto n 3a detanHn nHdekunn.

e HeunHBa3nBeH npeHaTaneH TecT ¢ 3BbHKNETbYHA hbeTanHa [HK: ToBa e TecT, npu
KOMTO OT KpbBTa Ha MarkaTta ce usonupart 1 nscnegsat doparMeHTn OoT nnaueHTapHa
OHK, kouTo umpkynupart B kpbBTa Bu. ToBa € MHOro nogxoasil TecT 3a reHeTu4eH
CKPVHUWHT 3a onpefeneHn CbCTOAHNA, KaTo CMHAPOM Ha [layH, HO He e TONKoBa TOYEH,
KOJTKOTO aMHUOLIEHTe3aTa.

e BpogeHu nHdekumm: KpbBHM TECTOBE Ha MankaTa 3a BUPYCHU MHAEKL MU KaTo
LUMTOMEranoBMpyc Unm Tokconnasmosa. HYpes Tax ce onpegensr ganu cte umana
CKOpOLLHa nnn mmHana nHdekums. TectoBete obade HAMa aa Bu kaxat ganm 6ebeTo e
3apaseHo. AKo peayntaTuTe nokaxat Bb3MOXHa UHdeKkumns, Moxe aa Bu ce npenopbya
AONMbIHUTENHO U3cneaBaHe 3a NOTBbPX4aBaHe Ha CblUecTByBaLla MHAEKUNA Npu
beberTo.

e fAppeHo-marHuTeH pesoHaHc (AMP): Moxe ga ce u3sbplumn, 3a ga ce Busyanmanpa
AeTannHo mo3bka Ha 6ebeTto. To3n meToa 3a obpasHa AnarHOCTMKa M3non3Ba MarHUTHU
noneTta n paguoBbIIHM 3a Cb3gaBaHe Ha M30bpakeHus Ha TanoTo. MNpu Hero HaAMa
paguaumsa u ce cumta 3a 6esonaceH no Bpeme Ha bpeMeHHOCT. Bb3amoxxHO € obave
n3crneaBaHeTo Ja He e Halnn4yHo B panoHa, B KOUTO Xneeete. B gonbnHeHne,
nposexnaHeTto Ha AMP moxe fa He NpOMeHM Ha4YnHa Ha NpoceaaBaHeTo Ha
OpemeHHoCTTa, Jopu 1 Aa 6bae N3BBLPLLEHO.

3a KakBoO TpsAbBa Aa crens no Bpeme Ha 6peMeHHOCT?

e BeHTpukynomeranua/xmgpouedanus: Npn Hanuyne Ha AC, HaTpynBaHeTO Ha TEYHOCT B
MO3bKa MOXe [a ce YBenuyu ¢ HanpenBaHe Ha 6pemeHHocTTa. Mo3byHUTE CTOMaxyeTa
(BEHTPMKYNUTE) NpOABLIKAT Aa ce yBenuyaeaT 1 [a NpuTUCKaT OKONHaTa MO3byHa
TbKaH. HannyneTo Ha yronieMeHu BEeHTPUKYNIN € U3BECTHO KaTo BEHTPUKYyioMeranus.
MoHskora uanata rnasa Ha 6ebeTo cTaBa ronsiMa — ToBa ce Hapuya xugpoueddanus.
Ako rmasaTa Ha 6ebeTo cTaHe TBbpAe ronsmMa, 3a fa npeMmnHe npes pogoBUsA KaHan,
MOXe [la ce Npeanoxu paxaaHe c LlesapoBo cevyeHve nnn npeansBrMKBaHe Ha paxaaHe
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no-paHo ot 39 rectauMoHHa ceagmumua.

e PaxpgaHe Ha mbpTBO AeTe: bebetata ¢ AC nmat ot 1/10 go 3/10 BepoAaTHOCT Aa
HacTbNK BHE3anHa getanHa CMbPT MO BpeMe Ha bpemeHHocTTa. MpenopbyBa ce
npocneasiBaHe Ha 6peMEHHOCTTA B CNeLManma3npaH LeHTbp, HO OOMKHOBEHO NO4OGHO
cbOUTNE € HEBB3MOXHO Aa Obae npegoTeparteHo. MNopaan Te3n NpUYnHM MOXe Aa ca
HeoOXoanMN OOMbIHUTENHM YNTPA3BYKOBW U3CINEABaHNSA MO BPEME Ha
OpemeHHOCTTa, 3a Aa ce HabngaBa pacTtexa U CbCTOSHUETO Ha nnoaa.

KakBo o3HauyaBa ToBa 3a MoeTo 6ebe cnep pa)K.aneTo?

BebetaTta ¢ AC Tpsibea ga ce 6baart pogopaspelleHm B 60nHULa, B KOATO We MoraTt aa
nonyyart cneunanuanpaHn HeoHaTanHu rpuxm cnepg paxagaHeto. Cnep paxagaHeTo we 6baaT
HanpaBeHW OONbNHUTENHN U3CNeaBaHUs Ha MO3bka Ha 6ebeTo. Moxe aa ce n3BbpLUU
KOHCynTauusi C HEBPOXMPYPr, 3a Aa ce onpeaenn ganv e Heobxoanma onepauus.
XVpYpPruyHOTO NeYeHne YecTo ce NraHupa nNpe3 NbpBUTE HAKOSKO ceaMuuM OT XKMBOTA, 3a Aa
nomMorHe 3a no-6bp30 oTbpeMeHsaABaHe Ha U3NMLIHATa TEYHOCT.

MHoro 6ebeta ¢ AC nmaT HopManHo pasBuTue cnea paxagaHeTto. [Ipyrn umat nsocraBaHe B
WHTENEKTYyanHoTo pa3BuTMeE U ce y4aT no-6aBHO OT ocTaHanuTe geua. Okono nonosuHaTa oT
Aeuarta nmat enunencusa n ce HyxgasaT OT flekapcTBa 3a NOTUCKaHe Ha rbpyoBeTe. Hama TecT,
KOWTO Aa Npeackaxe unm rapaHtTMpa HopmarneH pesynTtart. e e Heo6xogmMmo AbnrocpovHo
npocnegssaHe Ha 6e6eTo OT negmaTbp, KOMTO e HabnogaBa 3a M3octaBaHe B pa3BUTUETO,
nosieaTa Ha MbpyYOBE M NPOMEHU B 3peHneTo. BeposTHo e e Heobxoammo aa paboTute n ¢
AEeTCK1 HEBPONOT, 3a ja ce Hanpasu nnaH 3a nspbpluBaHe Ha AMP vnu ckeHep Ha MO3bKa Ha
0ebeTo, ooKaTO pacTe.

LLle ce noBTOPUM NN?

Mpn nunca Ha npobrem B X Xxpomo3omaTa cbuiectByBa okosio 4% (4 Ha 100) puck AC ga ce
NMOBTOPW OTHOBO Npu cneggatla 6pemeHHocT. Mpy Hannyme Ha npobnem B X xpomo3omaTa
cbuectByBa 50% puck ToBa a ce Cny4ym OTHOBO (Ha nNpakTuka BCUYKM BebeTa OT MBbXKK Nnon
we 6baar 3acerHaTu). lNpun gokasBaHe Ha Apyrv reHeTUYHK npobnemn moxe ga nma 25%
puck oT peunamne. KoHcyntaumsaTta ¢ reHeTuk we Bu nomorHe ga pasbepete puckoBeTe npu
cnegBawa bpemMeHHOCT.

Mpu Bcsika crniefBalla 6pemMeHHOCT TpsbBa Aa ce M3BbLbPLUM AETANHO YNTPa3ByKOBO
nacnegBaHe (petanHa Mopdorormsi) BbB BTOPU TPUMECTBP M NocreaBallo CkaHMpaHe B
TPETU TPUMECTBP, TbI KaTO Hsikom cnydam Ha AC He moraT ga 6bgaTt ngeHTMduumnpaHm B
HayanoTo Ha GpemeHHOCTTa.
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KakBu gpyru Bbnpocu aa sagam?

e Bwxpgarte nu gpyrm npoMeHn B Mo3bka Ha 6e6eTo?

e Kosnko roniemmn ca MO3bYHUTE CTOMaxyeTa (BEHTPUKynnTe)?

e Konko ronsima e rnaesata Ha 6e6eTto?

¢ KakbB e nona Ha 6eb6eTo — mom4ye unn mommye?

e YcnaxTe N Aa BuauTe no3vymaTa Ha nanuute Ha 6ebeto?

o Konko yecTo e npass ynTpasBykoBM U3criegBaHusa?

e Kbae Tpsibea ga poana?

e Kbae 6ebeTo Wwe nonyym Han-gobpute rpuxn cneq paxgaHeTo cu?

e Mora nu ga ce 3ano3Hasi NpeaBapuUTENHO C ekrna OT Nekapu, KOUTO e ce rpuwkaT
3a 6ebeTo Mu cnep paxxgaHeTo?

lMocnedHa pedakuyus tonu 2023 e.






