XpoMocoMHbie 60ne3Hu

XpoMocoMHble 6one3Hn — rpynna 3abonesaHuii, 06yCNoOBNEHHbIX FEHOMHbIMW (M3MEHEHUEM
4yncna XPOMOCOM) Y XPOMOCOMHBIMU (M3MEHEHNEM CTPYKTYPbl XPOMOCOM) My TaUUSMU.

0 FeHOMHble MyTaummM y YenoBeka 0bHapyXeHbl CNeayoWwmx BULOB: TeTpanionamns,
TPUNNOMANS 1 aHeynnomaus. VI3 Bcex BapmaHToB aHeynnonania U3BECTHbI TPUCOMUM MO
ayTOCOMHbIM XpOMOCOMaM, MOIMCOMMU MO MOMOBLIM XPOMOCOMaM, MOHocomus X. Bolgenstot
neneuun, oynamkaumun, HBepcun, TpaHcnokaummn. C KNMHUKO-UMTOreHETUYECKO TOYKM
3peHns oeneuns 04HOM N3 rOMOIOrMYHbIX XPOMOCOM 0603Ha4YaeT YaCTUYHYO MOHOCOMMIO MO
9TOMY yy4acTKy, a AynanmKauns — YaCTUYHYK TPUCOMUIO.

0 XpOMOCOMHble aHOManuun, B OCHOBHOM, NeTanbHbl, N104 NOrmbaeT Ha paHHUX CTaansx
ambpuroreHesa. [1ns XxpoMOCOMHbIX 60ne3He, Kak NpaBunno, XxapakTepeH KOMMNEKC
MHOXECTBEHHbIX BPOXAEHHbBIX MOPOKOB pa3BnTus. Hanbonee 4acTble XpPOMOCOMHbIE 60N1€3HM
Yy HOBOPOX AEHHbIX — Tprcommnn xpomocom 21, 18 n 13, MoHocomusa X. HactoTa XpOMOCOMHbIX
aHoManuin y XuBblX HOBOPOXAEHHbIX cocTaBnsaeT 0,5%. Cpeayn XuBbIX HOBOPOX AEHHbIX C
BPOXAEHHBIMM NMOPOKaAMUN Pa3BUTMS XPOMOCOMHble 60ne3Hn nmetoT 10-15%. Ewé 6onee
BblCOKa [0S XPOMOCOMHbIX aHOManunn y MEpPTBOPOXAEHHbLIX AeTei C nopokaMmu. BONbINMHCTBO
neten ¢ TpucommsaMm xpomocom 13 1 18 ymmpaet Ha nepsom roay xusHu. OTcroga poct
4aCTOTbl pa3HbIX BUOOB XPOMOCOMHOM NATONIOrMK y CTapWnX OeTen: yBenmyeHme onu
3aboneBaHuit, CBA3aHHbIX C HAPYLWEHNEM NONOBLIX XPOMOCOM U CUHAPOMOB YaCTUYHbIX
ayTOCOMHbIX aHeynnongunim (MOHOCOMUIA 1 TPUCOMUIA).

lNMone3Hble cTaTbu:
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XpOMOCOMHbIe 60one3Hn

1) [lporHo3 HedppobHnacToMbl

2) KnuHuyeckne NposiBNeHns peTMHO61acTOMbl

3) 3noka4yecTBEHHbIE ONYyX0n
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