MeraneHuedanus

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 npepcraBnsaBa meraneHuedanuata?

Makpouedanusa e TepMuH, KOUTO Ce M3MNon3Ba 3a onucaHue Ha yBenuyeHarta obukorika Ha
rnaBaTa. ToBa MOXe [a Cce AbIIKU Ha MHOXECTBO Pa3sfuyH/ CbCTOSHNUS, BKIIOYUTENHO
YBENUYEHN N U3MbIHEHM C TEYHOCT NPOCTPaHCTBa B MO3bKa (xugpouedanus), yoebeneH
Yyepen unu yrorieMaBaHe Ha MO3byHaTa TbkaH. MeraneHuedanus € TepMUHBLT, KOUTO ce
N3non3Ba 3a onucaHue Ha ronsiMa rrnaBu4Ha obrkorka nopagun yrornemMmeHn pasmepu Ha
MO3bYHaTa TbKaH. [0nsgiMa 4acT OT criyyauTe Ha MeraneHuedanusa ce guarHoctuumpar cnej
paxgaHeTo. Npu npeHaTanHo guarHoctuumpaHe obnyanHo cTtaBa Ayma 3a yCTaHOBSBaHe Ha
CbCTOSAHMETO B TPETU TpUMecTbp. MeraneHuedanuaTta Moxe 4a Bb3HUKHE KaTo U30MnpaHo
CbCTOSHWE unu fa 6bae cBbp3aHa C OCHOBHO reHeTUYHO 3abonsBaHe.

Konko yecTo ce cpewa MmeraneHuedanuaTa?

Makpouedanusita no geduHuLms ce Habnogasa NpMbnNuanTenHo B 2% OT BCUYKM
6pemeHHOCTW. B Te3u cnyyamn noBeyeTo oT peTycute we 6baat HopMmanHu. CTteneHTa Ha
Makpouedanus e BaxkxHa. KonkoTo no-ronisima e obukonkaTta Ha rnasaTta, TOfIkoBa no-rofisiMa
€ BEepOATHOCTTa OT 3aTpPyAHEHUs B pa3BuTneTo. HectotaTta Ha MeraneHuedanus, kato
nogrpyna Ha MmakpouecdanusaTa npu paxgaHe octaBa HesCHa.

KakBun XpOMO30OMHM aHOManNum ca cCBbp3aHu ¢ meraneHuedanma?

XpoMo3oMuTe B KrneTknTe cbxpaHasaT Hawarta [HK. AHomanuite B XxpoMmo3omMunTe MoraTt Aa
aosefart o0 reHeTudeH cuHapoMm. [Npu Hanudmne Ha reHeTUYHa NpUYnHa 3a MeraneHuedanus,
TOBa Ce Hapu4a cuHOpoMHa MeraneHuedanus. BepoaTHocTTa 3a nogobHa gnarHosa
HapacTBa, koraTo obukonkarta Ha rnaBaTa € 3Ha4YMTEeNHO YBENnMYeHa, NosiBABa Ce B paHeH
recTaunoHeH CpoK (B Kpasi Ha BTOPW 1 HA4aroTo Ha TPeTU TPUMECTBbP) U € CBbp3aHa C
AOMBNHUTENHN MO3bYHN U U3BBHMO3bYHU CTPYKTYPHU aHOMarun.

Tpsa6bBa nu ga n3BbpLUA oLle TecToBe?
MHoro »xeHun n3bupaTt ga n3sbpLiaT 4ONbAHUTENHU TECTOBE, 3a Aa pa3bepaTt noseye 3a

CbCTOAHMETO N Bb3MOXHUTE pe3yNTaTn 3a TAXHOTO b6ebe. TecToBeTe, 3a KOUTO crnegBsa aa
nonuntarte, BKIO4YBAT:

e AMHMOUEHTe3a — NpeAcTaBrnsiBa HaBa3vBHa npoueaypa, Npu KOATo Ypes3 ThHKa urna noj
MOCTOSIHEH exorpadpCckmM KOHTPOI ce NyHKTMpa OKOSONMOAHUS MeXyp rnpes kopema Ha
B6pemeHHaTa. M13TerneHoTo KonnyecTBo aMHMOTUYHA (OKONOMMOAHA) TEYHOCT ce nanpatia
3a nabopaTtopeH reHeTUYeH aHanua. TbpCAT ce OTKNOHEHUSA B Bpos U B CTPyKTypaTa Ha
XpOMO30oMUTE Ha nnoja. M3sbpLuBa ce eAnHCTBEHO crnen noanucaHo MHAPopMUpaHo
cbrnacue Ha bpemeHHara.
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e fapeHo-marHuTteH pesoHaHc (AMP) 3a oueHka Ha MO3bYHUTE CTPYKTYpPW Ha nrioga. Toea
e MeToA 3a obpasHa gMarHocTvka, KOUTO M3Mon3Ba CUMHW MarHUTHU noneTa u
pagnoBbIHM, 3a Aa Cb3fdage AeTannHn n3obpaxeHnsa Ha BbTPELLHUTE opraHu Ha
TanoTto. HanbnHo 6e3onaceH e kakTo 3a MawnkaTa, Taka n 3a 6ebeTo, Tbi KaTo, NOAOOHO
Ha ynTpasByka, He BKNOYBa HMKaKBO o6nbyBaHe. LlenTta e ga ce nony4n nonesHa
NHopMaLnA OTHOCHO AOMbIHUTENHM MO3bYHN aHOMaruK, CbLLECTBYBaLLM NpU
meraneHuedanus. ToBa MOXXe Aa NOMOrHe 3a Haco4YBaHe KbM MO-NoApO6HN reHETUYHN
n3cnefBaHus, KakTo 1 Npy KOHCYNTUpPaHe OTHOCHO pe3ynTaTute OT pasBUTUETO.

e ®deTanHa exokapanorpadus. ToBa e cneumanuanpaH ynTpasByKoB MNpernes Ha CbpLeTo
Ha 6e6eTo No Bpeme Ha OpemMeHHOCT. YUpe3 Hero moraT 4a ce OTKPUAT HAKOU CbpAeYHU
aHoManuu Ha nnoaa, KoMTo MoraT [a CbLLEeCTBYBaT €AHOBPEMEHHO C MeraneHuedanus.

3a KakBoO TpsAbBa aa cnepsa no Bpeme Ha 6peMeHHOCT?

BebeTaTta ¢ MeraneHuedanmsa He ca U3r0XKEeHW Ha NOBULLEH PUCK MO BpEME HA DPEMEHHOCT.
Bbnpekn ToBa, Npu ronisima obuKorika Ha rnaBaTta ce rnokaysa pUckbT OT paxgaHe ¢ Llesaposo
ceyeHune, Tbi KaTo yrorieMeHarta rinaBa MoXe [a He Ce aHraxupa B Tasa unm ga He MoXxe aa
npemMuHe Npe3 CTECHEHNETO Ha Ta3a Mo BpeMe Ha paxaaHe. [loBe4eTo cneumanuctm
npenopbyBaTt peLoBHN YNTPa3BYKOBU npernean Ha Bcekn 3-4 cegmmun. ExorpadckoTo
na3crnegBaHe e NOMOrHe fa ce yCTaHOBM TeMMa Ha pacTex Ha rnaBuyHaTa obukonka u
HanMyneTo Ha Apyru aHomanmm B NN U3BBbH MO3bKa.

KakBo o3HauyaBa ToBa 3a MoeTo 6ebe, cnep kaTto ce pogn?

BebeTtarta ¢ meraneHuedanus ¢ rnaesu4Ha obmkonka no-manka ot +2,5 ctaHgapTHU
OTKINOHEHUA Haf cpefHaTa CTOMHOCT, 6e3 Apyrn CTPYKTYPHU aHOManum 1 HopmarsHum
reHeTUYHN n3cneaBaHus, MoraT fa MMaT CbCToaHME, HapedeHo aobpokayecTBeHa hamunHa
meraneHuedganua. Kakto noacka3sa MMeTO, ToBa € A06poKkavyeCcTBEHO CbCTOSIHME C
HOpMaIiHO HEBPOMOrn4YHO pa3sutne. OBUKHOBEHO, MPY HanNMymMe Ha reHeTu4Ha npu4rMHa 3a
mMeraneHuedganusa, obmkonkaTta Ha rnaearta e no-ronsma ot +2,5 ctaHgapTHU OTKNOHEHUst Hag,
cpegHaTa CTOMHOCT M MpOrHo3aTta 3aBMCKM OT OCHOBHOTO reHeTUYHO 3abonsBaHe.

O6wmTe cMMNTOMKU Ha MeraneHuedanus BkoYBaT rbpyoBe, 3abaBsHe Ha pas3BUTUETO U
ABuratenHu HapyweHus. lNopaau ToBa paxaaHeTo TpsAbsa Aa 6bae B TpeTUYEH LIEeHTBbP C
HeOHaTONOrMYHO OTAENEeHNe OT BUCOKO HUBO M Bb3MOXHOCT 3a 06pa3Ho uscneaBsaHe Ha
MO3bka Ha 6ebeTo cnep paxaaHe. bebeTo e ce Hy)kaae oT ynTpasByKOBU Npernean Ha
rnaeaTa cnep paxgaHeTo (TpaHcoHTaHesHa exorpadus), AMP B paHHUA HeoHaTaneH
nepvoa 1 CepUnHN HEBPOMOMMYHU U NeanaTpuYHK Nperneam 3a oueHka Ha pasBuTueTo.

LLle ce noBTOpPY NN?

Bes acouunnpaHa reHeTM4YHa NpUYKHA, KOSTO Aa 00sicHM MeraneHuedanuara, puckbT ToBa Aa
Ce CNy4un OTHOBO € U3KINIYUTENHO HUCBK. [1pn Hann4Me Ha reHeTU4Ha Npu4dnHa, we 6bae
npeanoXeHo reHeTUYHo nacneaBsaHe Ha Bac n 6awaTta Ha 6ebeTo. PesyntatuTte oT TOBa
n3cnenBaHe e onpeaensaT pucka ot noBTopeHue. MNpu cnegeauwa 6pemMeHHOCT ce
npenopbyBa LieneHaco4yeHa oLeHKa Ha Mo3bka Ha nnoga.
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