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XpoMOCOMHI XBOpOOH BUHHMKAIOTh SIK HACHIJJOK XPOMOCOMHHMX 1 TEHOMHUX MyTauii. [lepmri mos's3aHi 31 3MiHOIO
CTPYKTYpPH XPOMOCOM, JIpyri — 31 3MIHOK KITBKOCTI XpOMOcoM. Maibke BCI XpPOMOCOMHI 3aXBOPIOBAHHS
CYIPOBOIKYIOTBCSl UHCEIIbHUMH YPa)KEHHSMH CKEJeTy, HepBOBOi, €HIOKPHHHOI Ta IHIIMX CHUCTEM, MOPYIICHHSIM
TICUXIKH, 3aTPUMKOIO POCTY, 3HIDKEHOIO PENpPOAYKTHBHOIO (YHKIN€IO, MiJBUIIEHOI CMEPTHICTIO. 3HauHI Je(eKTH
TEHOMHOI TPUPOJM HAIA3BHYAHHO CHJIBHO HOPYIIYIOTH MPOIEC eMOpIOHAaJBHOI'O PO3BUTKY M YacToO € JIeTaIbHUMHU.
HapoautHcs XMBUMH B TakMX BHIIAIKaX MOXYTh JAITH 31 3MIHEHOIO KUIBKICTIO CTaTe€BHX XPOMOCOM (CHHAPOMH
Knaitngensrepa, [llepemencskoro—TepHepa Ta aesiki iHIIi) i HeBeIMKUX ayrocoM (cunnpomu Jlayna, Ensapaca ta iH.).

3a MUHYJII POKM MUTaHHSI XpPOMOCOMHOI TIaTONOTIi B AUTAYOMY Billi CTANO 11e O1IbII akTyansHuM. Cepel TpUIrH
JUTSY01 CMEPTHOCTI B PO3BMHYTHX KpaiHaX BiJ| 3arajibHOTO iX YHCIa XpPOMOCOMHI XBOpoOM ckianaioTh 2-3%. He
Mmennie 30% mepuHaTaNbHOI i HEOHATAIBHOI CMEPTHOCTI 00YMOBJIEHO BPO/UKEHHMH BaJaMU PO3BUTKY M CHaJKOBUMHU
3aXBOPIOBAHHSMHU.

Y 10CcKOHAIEHHS METO/IB IIUTOT€HETUYHOTO 00CTEeXEHHs, 0co0MMBO qudepeHniiHoro ¢hapOyBaHHs, a0 3MOTY
BUSIBUTM paHillle HE ONUCAaHI XPOMOCOMHI CHHJIPOMH, J1arHOCTYBaTH XPOMOCOMHI TOpPYIIEHHS cepes JEesKHX
CHHIPOMIB i3 He3'sicoBaHOIO ermionmoriero. lleli HampsMOK  JOCHI/PKEHb  JIO3BOJISE BHBYATH  IATOJIOTIHO
BHYTPIIIHLOYTPOOHOTO PO3BUTKY (CHOHTaHHI a0OPTH, BUKU/IHI), 8 TAKO)XK COMAaTHYHY ITaTOJIOTIIO (JIEWKO3H, TPOMEHEBa
xBopoOa). Crmiag BiA3HAYWTH, IO, HE 3BaXKAIOYM Ha J00pe BHMBYEHY KIIHIKY W IIUTOT€HETHKY XPOMOCOMHHX
3aXBOPIOBaHb, IXHIIl MaTOreHe3 Ie He PO3KPUTHH.

Uucio onmcaHuX XpOMOCOMHHX XBOpoO HaOmwkaerbes 0 1000, 3 Hux Oinbire 100 MaroTh YiTKy KIHIYHY
KapTUHY.

3a nanumu CyMCbKOI MEIMKO-TEHETHYHOI KOHCYINbTalii Ha JucnaHcepHoMy o0iiky B 2007 p. KiJbKICTh IiTel
Bin 0 1m0 14 pokiB, sKi XBOPIIM HAa XPOMOCOMHI Ta CHAJKOBI MAaToNOrii, craHoBmia 341, a KUIBKICTh MiZJIITKIB 1
nopocinux — 375 vonoBik. YpomkeHi Banxu B HOBOHapokeHnx y CyMchbKiii obiacti Oyiu 3Haiineni B 250 miTeld, mo
cranoBuiio 25,3 Ha 10000 HOBOHapoKEeHNX. XPOMOCOMHI 3aXBOPIOBAHHS B PI3HHUX BapiaHTax Oynu BusiieHi B 2007 p.
y 4% HoBoHapokeHnx y CyMchKiii o0nacti B HopiBHSHHI 3 9% 3aranom mno YkpaiHi.

TakuM YMHOM, 3BaXKalOUM Ha MPOTPECYrOYe 3pOCTaHHA BIJHOCHOI W aOCOJIOTHOI KiNBKOCTI XBOpHX i3
XPOMOCOMHHMMH aHOMaJlisIMH, HEOOXiIHO MHPHUIUIATH OCOONUBY YBary BIOCKOHAJIEHHIO CBOEYACHOI MiarHOCTHKH,
npo¢iIakTuIli Ta JiIKyBaHHIO TaKOl MaTONOTIT JIIOAWHH B Oy/b-SIKOMY Billi.



