Mandopmauumm Ha kopTukanHoto passutue (MKP)

UHgbopmayuoHHU nUuCmoesKuU 3a nayueHma — Kakeo e 0obpe Oa 3HaMm, Kakeo da rornumanm.

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 npeacrtaBnsaBar Manq)opmauume Ha KOPTUKAJTHOTO pa3BMTMe?

MandopmauuunTte Ha kopTukanHoTo passutne (MKP) npeacrasnasaT pefkm MO3bYHU
HapyLleHusi, pe3yntaTt OT HeobMyanHO BbTPEYTPOOHO pa3BUTME Ha BBHLUHUSA CrOW Ha
HEepBHUTE KIETKN HA MO3bKa (M3BECTEH KaTO KOPTEKC unn Mo3byHa kopa). MKP ca B pesyntar
Ha reHeTUYHN, NHPEKLMO3HN U CbaoBM NpuynHK. ChluecTByBaT pasnmyHu sugose MKP,
KOUTO ce Knacuduumpat crnopes etana Ha pa3BuTue, B KOWTO HacTbMBa HapyLIEHNETO.
Hanpumep nuseHuedanuata nnu ,rmagbk MO3bK” NpeacTaBnsBa pascTpoMCTBO, NPU KOETO
MO3bKbT HEe hopMmpa NpaBuiHO BpasauTe 1 rbHKUTE Ha KopaTa, B pe3ynTtaT Ha abHopMHa
MUrpaumsa Ha HEPBHUTE KINETKMN.

KakBu ycnoxHeHus npuunHasat MKP?

Mocneguumte ot MKP cnep paxxgaHeTo ca obLWMpHN B CBOSITA KITMHUYHA M3siBa U BKOYBAT
enunencusl, KOSITO He ce NoBnusiBa OT MeauKameHTn, uepebpanHa napanusa, 3aTpygHeHns B
XpaHeHeTo, U30CTaBaHe B NHTENEKTYanHoOTO pa3BuTue 1 peauua apyru HEBPONOrMYHN n
noBefeHYeckn aHoMarnumu.

Kak Bb3HukBat MKP?

MKP ce gbmkat Ha MHOroakTOpHU NPUYMHK, BKNOYBALLM Pa3fNIMYHN rEHETUYHN aHOManmm m
HebnaronpnaTHO Bb3AeNCTBME Ha (bakTOpUTE Ha OKONHaTa cpeaa.

KakBa e Bpb3KkaTa Mexay XpoMo3oMHUTe aHomanuu n MKP?

Hawarta reHeTnyHa nHpopmauma (AHK) ce cbxpaHaBa B xpomo3omuTe. B Tax ce Hamumpat
reHuTe. [pe3 nocnegHoTo aecetuneTtne 6sxa naeHTUuUumpaHm HapacTteall, 6por reHn, KouTo
npuuymHasat MKP. TaxHOTO naeHTuduumpaHe o6MKHOBEHO U3nckBa 3aabnbo4eHO reHeTUYHO
nacnegBaHe (HapeyeHo UANOCTHO EK30MHO CEKBEHUPAHE).

TpsabBa nu paa ce n3BbLpLIAT AONBITHUTENHU TeCTOBe cnepn avarHoctuumpaHo Ha MKP?

MHoro 6pemeHHu we n3depat ga M3BbpLUAT JONBIIHUTENHN U3cnenBaHus, 3a ga pasbepar
noBeYe 3a CbCTOSIHMETO Ha 6e6eTo. Bb3amoXxxHOCTTa 3a M300p Ha TECT LWe 3aBUCh OT
MeCTOXUBeeHeTo. TecToBeTe, 3a KOMTO MOXe [a nonuTtaTte, BKIoYBaT:

e AMHMOLEHTE3A 3a U3KITIOYBAHE Ha XpPOMO30OMHM aHOMalinun, BkI. eauHN4YHN reHHn
MyTauunn. ToBa ce npaBun 4pes3 n3terrngdHe Ha MaJsiko Kosin4ecTtBoO OKoJslorjiogHa Te4HOCT U
aHannsnpaHe Ha CbeTaJ'IHVITe KNeTKn B Te4YHOCTTA.

e fapeHo-marHuTteH pe3oHaHc (AMP) — U3KNYUMTENHO LEHEH METO/ 3a OLIEHKa Ha
pasBUTUETO Ha MO3byHaTa kopa. [pu BCcekn criydanm ¢ exorpadcko cbMHeHue 3a MKP
TpsibBa aa ce n3ebpwn AMP, 3a ga ce ONBNHAT pe3ynTaTuTe OT YNTPa3BYKOBOTO
nacrnenBaHe.




Mandopmauumn Ha kopTukanHoto passutue (MKP)

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

e KoHcynTauunute cbc cneyumanuct no detanHa meauumHa, 4eTCKU HEBPOSIOT U FreHeTHK ca
Ba)KHW, 3a Aa ce pa3bepat no-gobpe noTeHumanHuTe nocrneauum, KOMTo Tasu
mMandopmMaumst Moxe oa uma Bbpxy pa3sButneto Ha 6ebero.

KakBo o3HayaBa ToBa 3a moeTo 6ebe cnep paxpaHeTo?

Cnep paxgaHeTo 6ebeTo TpsibBa aa 6bae npernegaHo oT neanaTbp U AETCKU HEBPOOT.
LLle ce npenopbya AMP Ha rnaBaTa, 3a ga ce NoTBbPAM Npeanonaraemarta npeHaTanHa
Haxogka. NMpu Hannumne Ha MKP 4ecTo aeTteTo nma rbp4yoBe, Nopagn KOeTo BEPOSITHO LLe ce
HamnoXun aHTUEeNUNEenTUYHO neveHune. e e HeobxoaMmMo 1 AbNTOCPOYHO NpocrneasBaHe Ha
aeTeTo, 3a a ce ONTMMMU3npa noBeaeHMeTo 1 Aa ce NocpeLHaT pasnuyHnTe
npeansBMKaTenicTBa B pa3BMTUETO (ABUraTesnHu, €3MKoBY U NOBEEHYECKN).

LLle ce noBTOpPK NKN?

[Mpn Hanuune Ha reHeTMYHa npuynHa 3a MKP cblecTByBa puck OT noBTopeHue. To3u puck
MOXe Aia 6bae KONMYecTBEHO onpeaeneH Ypes n3BbpLlBaHe Ha reHeTUYHU TeCTOBE Ha
MankaTta un bawiata Ha 6ebeTo, KakTo 1 Ype3 AMP Ha Mo3bka Ha poauTenuTe (npu
HeobXxoaMMocCT).

KakBu gpyru Bbnpocu aa sagam?

e Vma nu gonbnHuTenHn mandopmauyun?

o KakBu reHeTU4YHU n3cnenBaHNsa ca Bb3MOXHN?

e Konko 4ecTo Lie ce n3BbpLuBa yNTpPasByKOBO n3crneaBaHe?

e Vima nn Bb3MOXHOCT 3a OrnepaTMBHO fieYeHne no Bpeme Ha 6peMeHHOCT?

e Kbae e Bb3MOXHO Aa 6bae onepupaHo 6ebeTo mu cnea paxgaHe?

e KakbB € NnpenopbyYnTENHUAT METO 3a pakaaHe B MOs criyvamn?

e Kbae Tpsbea ga poana?

e Kbae 6e6eTo Le nonyyn Han-gobpute rpuxn cneq paxxgaHeTo?

e Mora nun ga ce cpellHa NnpeagBapuUTEnHO C NIEKAPCKNSA EKUM, KOWUTO LLIE CE IPUXNn
3a 6ebeTo Mu cnep paxgaHeTo?

lMocnedHa pedakuyusi tonu 2023 e.






