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TyiiH cesgep: HaloPlex kappuoreHeTukanblk naHeri, Xypek aputMuAnapbl, TapretTi
cekBeHuprey

Kipicne. HaloPlex naHenbaepi (Agilent Technologies) — 6y HaKTbl KocbIMLLIANapFa apHanfaH
reHAepAiH TapreTTi XMbIHTBIKTapbiHA TonTanFaH naHenbaep. XaHa OybiHAbI CekBeHWprey
(NGS) HakTbl aypynapmeH GaiinaHbICTbl TapreTTi reHAepderi reHeTukarblK esrepictepai Tes
XeHe TWiMZi aHblKTayFa MyMKiHZIK 6epeai. Kasipri kesge Agilent angbiH ana ipikTenreH Kypambl
Bap 2 naHernb ycblHagbl - HaloPlex Cardiomyopathy (34 reH) naHeni xeHe HaloPlex Arrhythmia
(21 reH) naHeni. bipak, aTanfaH KapAuoreHeTUKarnblKk MaHenbAep Xypek apuTMuanapbiHa
aKeneTiH BaprbIK reHgepdi ecenke anManapl.

XKymbicTbiH, MaKcaTbl: XKypek aputmuanapbiH AuddepeHumangbl gnarHocTukanay yLi
HaloPlex (Agilent Technologies) TexHonoruacbl kemeriMeH reH-kaHAnZaTTapabl 3epTTey
HerisiHge 96 reHHeH TypaTblH CEKBEHUPIEYAIH XaHa KapauoreHeTUKanbIK naHeniH asipney.

OgicTepi: HaloPlex kapguonaHeni Xypek apuTMuanapblMeH accouuaumanaHfaH 96 reHgi
TapreTTi cekBeHUpneyre apHanfaH SureDesign Online Design software (Agilent Technologies)
OHMalH Garaapnamackl kemeriMeH TapreTTi 6aibITy 84iciH KoraaHa oTblpbin a3ipreHgi. MeH-
KaHAumaaTTap KiTanxaHanapbl Xypek apuTMUAnapbl HaykacTapblHaH ©GeniHin anbiHFaH 48
OHK ynrinepiHe eHgipywi xatramanapeiHa calikec HaloPlex Custom Panel Tier 1 kit, Agilent
Technologies (ILMFST, p/n G9901C) kemeriMeH AalibiHAanabl.

Hoetuxenepi. Advanced Wizard option Be6 KocbiMLIACH! KEMEriMEH TapreTTi cekBeHUpreyre
apHanfaH naHenb AusaiiHi eTkisingi. bapnelk Tapretrep UCSC Genome Browser 6pay3sepimeH
Tekcepingi. TapreTTi alMaKTbIH kenemi 463.767 kbp kypaabl. Baprnbik TapreTTi aiMakTapabl xady
YLWiH 6argapnamameH 19958 amnnukoH Kypbingbl. Ocbinaiiwa, 6apnblk TapreTTi aiMakTapgbiH
99.46% owpaarbigan xabbingpl. MeH-kaHgugaTTapabiH JHK-kiTanxaHanapbiH AavibiHAay YLUiH
OHK-ynrinepi pecTpukUMAnblK depMeHTTep KemMeriMeH dparmeHTTepre GeniHgi. CakuHarnbl
OHK monekynanapblH Kypy YLWiH 30HATAp KiTarnxaHackl TapreTTi dpparMeHTTepdiH eki yllibiHa
rmbpuaunsaunanangel. 48 Typri nHgekc cukseHcTepi 48 OHK ynriciHe Kocwbingbl. CakuHanbl
OHK monekynanapbl nurauus peakuusacbiHga Oip-GipiMeH Kocbingbl. CoaaH KeWiH TapreTTi
dparmeHTTep MTP-amnnudukaumanaHabl, COHbIHAA CEKBEHMpeyre dalbiH 6anbITbINFaH XaHe
WNHAEKCTENreH aMmnnundukauma eHimaepi ansiHAbL.

KopbITbiHAbI. Kypek apuTMuAnapblH JuWarHocTukanay MeH 3epTTey YWiH 96 reHgi

TapreTTi cekBeHWUpneyre apHanfaH HaloPlex kapauoreHeTukanblk naHeni asiprneHdi. AtanfaH
KapguoreHeTuKanelk naHenb kemeriMeH kenewekTe lllumina HiSeq2000 nnatdopmMacbiHAa
cekBeHupreyre 48 [AHK-kiTanxaHanapbl gavbiHAaNAbI.



