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BesepneHne

XpOMOCOMHble 601€3HM - 3TO BPOXKAEHHbLIE MOPOKN Pa3BUTKSA, Bbl3biIBAEMbIE YMCIIOBLIMU NN CTPYKTYPHbLIMU
N3MEHEeHUAMN XPOMOCOM. HapyLleHna B CTPOEHUN XPOMOCOM N U3MEHEHUS UX KOJIMYEeCTBa BO3HUKAIOT Ha pPa3HbIX
3Tanax pa3BMTuUA opraHmnima. Npn BO3HWKHOBEHUM HapyLUEHUIA B raMeTax poguTenen aHoMmanus byaetr
HabnogaThCA BO BCeX K@TKax opraHn3mMa (MOJIHbIM MyTaHT), @ Mpu BO3SHUKHOBEHMW B Npouecce sMO6pMoHanbHOro
pa3BuTus bynet HabnogaThCA pasHbii HAOOP XPOMOCOM B pa3HbIX KJieTKax Tena.

B npouecce pa3BuTuA NMOSBNAETCSH HECKOJIbLKO C/IeAYIOWNX APYr 3a APYFrOM NOKOJIEHNN KNETOK C pa3HbIMK
XPOMOCOMHbIMU Habopamu. NMpu MUHUMaNIbHOM KOJIMYECTBE aHOMaJIbHbIX K/1eTOK 60/1e3Hb MOXKET He BO3HUKHYTb.
MpUYnHaMm XPoOMOCOMHbIX Bone3Hen ABNAIOTCSA BCE XPOMOCOMHbIE MyTaLWN (OTKJIOHEHUS B CTPOEHUN N PYHKLINAX)
N HEKOTOpble FTEHOMHbIE MyTaunmn (M3MEHEHNS YMCIa XPOMOCOM). HacToTa BCTPEYaeMOCTU BCEX XPOMOCOMHBbIX
bonesHen cpean HOBOPOXXAEHHbIX cocTaBnaeT 5,6:1000. Bce Buabl aHeynnouaninn coctasnsaoT 3,7:1000, Tpucomnm
Mo ayToOCOMaM U CTPYKTYpHble nepecTponkn - 1,9:1000. Bce TpucoMum SBAAIOTCA CNOPafNYECKMMN CalyHasaMu, T.e.
cnencTemeM BHOBb 0bpa3oBaBLUMXCS MyTauui (de novo). MpnbnansmntensHo 7% Bcex bepemeHHoOCTENR,
OCJIOXKHEHHbIX XPOMOCOMHbIMU 601e3HAMM MJo4a, Yalle BCEro BeAyT K CMOHTaHHbIM abopTaM. XpOMOCOMHbIe
60/1€3HM Y HOBOPOXXAEHHbIX BCTpeYvatoTcs € YacTtoTon o 1:100. MpumepHo 20% Bbiknabiwen obycnoBaeHo
XPOMOCOMHbIMU aHOManuamn [3].

Llenb paboTbl: N3y4nMTb XPOMOCOMHbIE 3abosieBaHNA U NMPUHL UMbl HACe40BaHUS.

3apauu:

1. JaTb NOHATME XPOMOCOMHbIX BonesHen.

2. KnaccndumumpoBaTb XpOMOCOMHbIe 6one3Hu.

3. N3y4nTb NnaToreHes n NpMHLMN HacNe40BaHNUSA XPOMOCOMHbIX BonesHen.

1 NoHATMe n 0cobeHHOCTN XPOMOCOMHbIX 3aboneBaHui

XpomMocoMHble 6one3Hn — 3aboneBaHns, KOTOPble Bbi3BaHbl XPOMOCOMHbLIMM MyTauusaMu, T.e. MyTauuaMmu,
CBAA3@aHHbLIMU C KOJINYECTBEHHbLIMU U Ka4eCTBEHHbLIMW @aHOMaIMAMM XPOMOCOM. B ocHoBe o6pa3oBaHMS OaHHbIX
3abosieBaHUI NeXNT NPoLEecc, KOTOPbIN OCHOBLIBAETCA Ha pa3pbiBe caxapodocdaTHbIX cBA3en B Mosiekyne OHK ¢
BOBJIEYEHMEM OOHON NN HECKOJIbKMX XPOMOCOM. BoccoeanHeHMe pa3opBaHHbIX KOHLLOB MPOUCXOANT C MOMOLLbIO
XeNnKas, 3K30HyKea3, nonmMmepas n nuras (pepmentos penapaumn OHK). Mpn 06beanHEHUN KOHLLOB
dparMeHTOB, NpUHaAeXallUnx K 0O4HOM N TON K& XPOMOCOME, B NPEXXHEM MNOJIOXKEHUWN, HE Tepsas Npu 3ToM
reHeTU4ecKoro Mmatepuana, NPoOMCXoAnNT COXPaHEHUe CTPYKTYpPbl XPOMOCOMBI. [Tpu yTpaTe XpPOMOCOMHOIO
MaTepuana, U3MeHeHUA NoJIoXKeHNs chparMeHTa Uan ero NPUCoenHeHNs K ApyrumMm HeroMmosIormyHbLIM XpoOMOCoOMaMm
BO3HUKAOT XPOMOCOMHbIE CTPYKTYpPHble nepecTponkm [1].

Onsa Bcex popM XpOMOCOMHbIX 6one3Hen obLWmnM NPpNU3HaKoM ABASETCA MHOXXECTBEHHOCTb (PU3NOSIOrNYECcKUX,
Mopdonornyecknx n buoxmmmyecknx HapyLieHuin [6].
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