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MEIMLUHCKW YHUBEPCUTET - BAPHA

Pe3iome Ha npoekT o ®oun ,,Hayka+*“ Ne 008-2026 — KonkypcHa cecust
2026:

,,ONTUMU3UPAHE HAa JUATHOCTUKATA MPU PEIKH HETUATHOCTUITUPAHH
3a00J151BaHUs Upe3 chueTaBaHe Ha OMOMH(OPMATHYEH peaHaIN3 U HAATPAXKIAIIO0
T€HETUYHO TeCTBaHe"

PouroBoauresn: /[-p Munena Ilerposa CrosiHOBa

[IpoekThT € (okycupaH BBPXYy pa3peliaBaHETO Ha ,,JMATHOCTUYHATA OJHCEs " MPHU
Jlela ¢ HeMarHOCTULUPAHU PEAKU, F€HETUYHU CUHIAPOMH 4Ype3 MHOBATUBEH MHOTOETAaleH
anropuTbM. OCHOBHHAT MpoOIeM, KOMTO ce aapecupa, € JUIcara Ha OKOHYaTeJTHa TeHeTUYHA
JMarHo3a Mpu MalyueHTH ¢ Beue MPOBEIeHN TeHETHYHU U3ClIeIBaHuUs (TapreTHH MaHEIH! WU
IS7I0CTHO ek30MHO cekenupane (WES)), 3aBbpiiiiv ¢ HeraTUBeH pe3yaTaT Wi JOKJIaBaHU
BapuaHTU ¢ HesicHa kiuHu4YHA 3HAYUMOCT (VUS). [IpoekTsT ce 6a3upa Ha KOHIENIUATA, Ye
HEeMH()OPMATUBHUAT IIbPBOHAYAJIEH PE3YNTaT HE € ,.true negative™, a MOXe J1a ce IBbJDKH Ha
aurca Ha MhiAHAa (eHoTunHa WH(OpMAIMs KbM MOMEHTAa Ha H3CIEBAHETO, KaKTO W Ha
orpaHuveHus: B ononHpopmaTruHaTa 00pabOTKa WM JIUTICA HA aKTyaJlHO TeHOMHO ITO3HAaHHE
KbM MOMEHTA Ha aHaJIN3a.

OcHoBHaTa el € MOBHUIIABAHC Ha AWATHOCTUYHATA YCIIEBACMOCT IIPU IMAUCHTU C
pPEAKH HEAUATHOCTUIHUPAHU 3a00JIIBaHUS qpe3 IpujiaraHe Ha HUHTCTpUpaH AJITOPpUTbM OT
6I/IOI/IH(1)OpMaTI/I‘leH p€aHaIn3, CETpCrallMOHCH aHajln3 W HAaArpaKAaHC Ha IIPOBCIACHUTEC
T'CHCTUYHH aHaJINU3HU.

Merononoruara Bkitousa: 1) buomHpopmarnyeH peaHain3 Ha HaJIWYHU CYPOBH
nanau (FASTQ/VCF) wupe3 cnenumanusupanara Al-6azupana CE IVD ceprudunupana
mnatdopma SeqOne 3a uaeHTUHUIIMPaHEe HA TATOTEHHU/ BEPOSITHO MATOT€HHU BapUaHTH; 2)
[IpoBexxnane Ha (pamMuIIeH CerperaloHeH aHaliu3 B CEMEMHOTO TPHO (MALUEHT U POJIUTEITH)
ype3 Sanger CeKBEHHpaHe 3a YCTaHOBsIBaHE Ha de nOvo Bb3HUKHAIM BapUaHT U MOA0OpsiBaHe
untepnperanuara Ha VUS; 3) Haarpaxnamo neiaHo wsoctHo cekBeHupane (WES) 3a
KPUTUYHO MOJOpaHM CiIydau ¢ NPEAXOJHM HEraTMBHM TapreTHU NaHenHW aHanusu. Llenrta e
[OBUIIABAHE HA JHMAarHOCTUYHHUS IPOLEHT, OCHUTYypsBaHE Ha TNPELUU3HO T'E€HETHYHO
KOHCYJITHpaHe ¥ ONTUMHU3MpaHe Ha KIMHUYHOTO MOBEICHNE MPU Te3U MallMeHTH.

Konkpernu 3agaum:

1. Cenekumss u pe-peHOTHNHM3MpAHE HA KOXOPTa OT TMAIMEHTH C  PEIKd
HEIMarHOCTUIIUPAaHU 3a00JIIBaHUSI W TPEAXOTHHM HEWHPOPMATUBHU TEHETUYHU
U3CIIEeIBAHMS;

2. Cpbupane u OuomHpOpMaTHuyHa 00pabOTKa Ha CYpOBM TE€HOMHHU JaHHHU YpeE3
iatpopmara SeqOne (GermVar WES u Tertiary ananus);



M3pbppmiBaHe Ha in-house Sanger cekBeHHpaHe 3a MOTBBPXKAaBaHE HA MATOT€HHOCT U
(damuHa cerperaiysi Ha OTKPUTUTE BapUAHTH,

[TpoBexxane Ha Haarpaxaamo mno-mupokoooxsatHo WES tectBane 3a mondpanu
CJIy4au ¢ HETaTUBHU TapreTHU ITaHEIHU TECTOBE;

[Ty6GiukyBaHe Ha pe3yATaTUTE B MEXKIYHAPOIHH HAYYHH U3JIAHHSI C BUCOK PAHT.



