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Ha cborojiHi BeiIbMHU aKTyaJbHOIO MPOOJIEMOIO Cy4acHOi MEIUIIMHU CTalOTh
piakicHi xBopoOu. 3rigHo nanux excneptiB BOO3 y cBiti nonazg 300 minbiioHIB 0ci0
CTpaXJal0Th OJHUM ab0 KiIbKOMa PIAKICHUMH 3aXBOPIOBaHHSAMU. 72% opdaHHUX
3aXBOpPIOBaHb T€HETUYHO OOyMOBIeHI, a pemTa 28% — 11e XBOpOOH, sIKI MaroThb
OakTepianbHy, BIPYCHY, aIepridydHy NPHUPOAY ado0 BHKJIMKaHI HECIPUATIUBAMU
exosoriuHumMu  (paktopamu. bamspko 70% piAKICHUX XBOPOO MPOSBISAIOTHCS B
auTsyoMy Bili. OpdanHi XBOpoOH TpaIlIsSOThCS BKpaid piako oauH Bunagok Ha 2000
HAceJICHHS KpaiHW, MalOTh TSHKKUM Ta XPOHIYHUN mepedir W CyMpOBOKYIOTHCS
3HIDKCHHSIM  SIKOCTI Ta CKOPOYEHHSIM TPHUBAJIOCTI JKUTTA TAIll€HTIB abo [0
iHBasmigHOCTI. TepMmiH «opdaHHI», T.3. «CHUPITCHKI» BUKOPUCTOBYETHCS 3 CIUHSA
1983 p., konu B CriostydeHux mratax AMepuku OyB npuitHsaTuit 3akoH «Orphan Drug
Act». Y BUHUKHEHHI OKPEMHX 3aXBOPIOBaHb, OKPIM CIAJKOBOi CXUIBLHOCTI, BAXKJIUBY
pOJIb BIAITpalOTh TaKl YMHHUKH, SIK IMOCIA0JIEHHS IMYHITETYy, TOTaHa EKOJIOTis,
BUCOKHMM pamianiinuii ¢oH, BipycHi 1H}ekiii. YUum crapiine 0aThbkH, SKI TUIAHYIOTh
HApOJUTH TUTUHY, TUM OUTHIINN PU3VK BUHUKHEHHS B JUTHHU TCHETHYHOT XBOPOOH.
JIo BariTHOCTI pU3HMK HAPOJKEHHS XBOPOi AUTHHH MOXHA BHU3HAYUTH B CIM fX, 1€
BKe Oynu noAiOH1 npodiemu. O3HaKU OUIBIIOCTI 3 OpPaHHUX XBOPOO MPOSIBISIOTHCS
B IUTUHCTBI, oJHaK 0111 50% 3aXBOpPIOBaHb MPOSBISETHCS B JOPOCIOMY BiIll.

Cepen opdaHHHX XBOpPOO, $KI TOB’s3aHI 3 TEHETUYHUMHU TMOPYIICHHSIMU
oco0nMBE MiICLE 3ailiMarOTh aHEyIIoAli. AHEyIIoifli 1€ CcTaH, MNpu SKOMY
peeCTpyeThCS 3MIHA KapiOTUIY, KOJIM YHUCIO XPOMOCOM CTa€ HEKPaTHUMH
rarioigfHoMy Habopy. IlpuumHor0 aHeymioinii € HepO3XOIKEHHS XPOMOCOM
y Mei031, BTpaTa OKPEeMHUX XPOMOCOM Y TMPOIIECi MOAUTY KIITUHUA a00 CXpellyBaHHS
MOJTITJIOTAIB 3 HETIAPHUMU HAa0OpaMU XPOMOCOM.

Ha choromni 3a THMOM 3allydeHMX XPOMOCOM PO3PI3HAIOTH AHEYIUIOIMII0
CTaTEeBUX XpOMOCOM 1 ayrocomHo. llepmia xapakTepusyeTbcsi OUTBIIT M'SIKUMHU
dbeHoTUNMYEeCKMMU TposiBaMu. KpiM TOTO BHIAUIAIOTH TakKoX Taki GopMH, SIK
MOHOCOMISI — BIICYTHICTh B JIUIIJIOITHOM OPraHi3Mi OJHIET XpOMOCOMHM, HYJUTICOMIS —
BIICYTHICTh JIBOX T'OMOJIOTIYHUX XPOMOCOM, TPHUCOMIsI — HAasSIBHICTh JOJAaTKOBOI
xpomocomu. IlopymieHHs B cdepi CTaTeBUX XPOMOCOM MOXYThb MaTH (GOpMH
TeTpacoMmil 1 meHTacoMii (3yCTpiyaroTbCs BKpail pijko).

Cepen  BU3HAHUX  METOMAIB  JIIarHOCTHKUA  aHEYIUIOJIi: CTaHJapTHI
IIUTOTCGHETHYHI METOIH, IO BKJIIOYAIOTh KYJbTYpY TKaHWH Ta MiKPOCKOITIYHUN
aHami3; d¢uayopecuentHa iHctuOiTHA TiOpunm3arnis (FISH) 3 Bukopucranusm
MDK(}a3HUX KIITHH; HelHBa3uBHui npeHatanpHuit Tect (HITIT). 3 miero metoro
paHbOi JIaTHOCTUKM B YKpaiHI HOBOHAPOHKCHUM TIPOBOJSTH HEOHATAIBHHMA
CKpHHIHT.

Takum dYMHOM, paHHS IarHOCTHKA aHEYIUIOJli 3a0e3reuye BCTAaHOBJICHHS
MPAaBUJIBHOTO J1arHO3Y 1, IK HACM1I0K, TOKPALIEHHS SIKOCTI XKUTTSI XBOPOi AUTHHHU.
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