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KOHCIIEKT

3d KOHKYPCCH H3IINUT 3a JOKTOPAHTH I10 'TCHCTHKA HAa YOBCKaA

Opranuzanusa Ha renoMHaTta JJHK - Hykneo3omu u XpoMaTHHOBHM CTPYKTYpH OT IIO-
BUCOK InOpAnbK. EyxpoMarmH u XxerepoxpoMaruH. LleHTpomMepu u TeloMeEpH.
I10BTOPEHO ChABPKAHNE HA YOBEIIKHUSA T€HOM.

I'enHa CTpyKTypa U MOJIEKYJIHM ITBTHILA HA TEHHATA EKCIIPECUSL.

Enureneruka - /IHK metunupane, npomeHu B CTpyKTypara Ha XpOMAaTHHA, T€HOMEH
UMIPUHTHUHT.

buonorns n reHeTHKA HA MUTOXOHAPUHUTCE.

Muxkpockoricka ¥ CyOMHUKpPOCKOICKAa CTPYKTypa M (yHKIHS Ha XpOMO3OMHUTE.
Hopmarnen kapuotumn Ha 4oBeKa.

['ennu mytanuu - Onpenenenue u kinacudukamnus. DeHOTUITHA EKCITPECHS.
XpOMO30MHU MyTaIuu - BpoiftHH U CTPYKTYypHU XPOMO3OMHU abepariui.

KnuHanko — reHeasoruyeH MeTo — MeHIeI0B Tl YHacCJICaAABAHE U TCHCTHYCH PHUCK
npu MOHOTCHHU OoJrecTH. HeTpa,[[I/II_II/IOHHO (HeMeHI[eJ'II/IpaH_IO) YHacCJICAABaHEe.
VYHacnensBaHe Ha XPpOMO30OMHHU a6epau1/11/1.

Meroau 3a JIHK ammnudukamus - PCR peakuus, MLPA ananus.

Texnuku 3a aHanu3 Ha Hapyuienue B renute — SSCP (Single Strand Conformation
polymorphism), RFLP (Restriction Fragment Length Polymorphism), ASO (Allele
Specific Oligonucleotides).

JHK cexBenunpane — cekBeHupane mo CaHrep u CEKBEHHpPAHE OT HOBO IMOKOJICHHE
NGS (Next-Generation Sequencing).

HI/ITOFeHeTI/I‘—IHI/I METOOH.

MostekyaspHO-IIUTOTeHETHYHH METO/IM - MUKPOYUIIOBA METO/IM 32 TCHOMEH aHaIh3 —
(CGH mukpouunose, SNP MUKpOUHITIOBE).

Bponenu anemun — a- u 3- Tamacemusl.

Bponenu merabonutHu Oonectu - bonmecTw ¢ HapymieHHs: HA aMUHO KHUCEIMHHUSA
MeTabomu3bM ((HEHUTIKETOHYPHUS).

Bbonectu ¢ HapyiieHus: Ha BbIIIEXUAPATHUS META00IN3bM (TalaKTO3eMUs).

bonectu ¢ wHapymenus B oOMsHata Ha JunonporeMHure  (damuiHa
XHUTIEPXOJIECTEPOTIEMHUsI).

HaCJIGI[CTBCHI/I 60JICCTI/I Ha CBbCAUHUTCIIHATA THKAH HW KOCTHATa CHUCTEMaA -
Osteogenesis imperfecta. Cuaapom Ha Marfan.

Hespomyckynnu 3abonsBanust — MycKynHu auctpoduu tun /lromen/bekep.
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Monorennu 6osiectu ¢ 6e10ApOOHU POSBH —M yKOBHCIIHI034.

HacnencrtBenu 3abonsiBaHus Npu JUHaAMUYHM MyTanuu —bonect na Huntington,
CHUHJPOM Ha yyIiuBa X XpOMO30Ma.

MuTOXOHAPUATHU OOIECTH.

Xpomo3oMHU O0siecTH, CBbp3aHH ¢ OpoiHN abepamnuu Ha aBTO30MHUTE — CHHAPOM Ha
Down, cunapom na Edwards, curapom Ha Patau.

XpOMO3OMHI/I bonectu ABbJDKAIK €€ Ha MyTalliMM B IIOJIOBUTC XPOMO30OMH — CUHAPOM
Ha Turner, cuaapom Ha Klinefelter.

Cunzmpomu 1npu  JgeeKTH Ha  ChCeOHHM TIeHHM  (MHKDOJCICIMOHHU |
MHKpPOIYIUTMKAIMOHHN cuHapomu) — Cunzapom Ha Ilpanep-Bumu. Cunmpom Ha
Angelman (CunapoM Ha 1IACT/IMBATa KyKJja).

['eHeTnyHa Mpenpa3noyIoKEHOCT KbM 4eCTH 3a0oisBaHus. - OOLIM XapaKTepUCTUKU
Ha MyJITUakTopHUTE 3a00saBaHus. @aMunny, ONM3HAYHY U aIONTUBHU NPOYYBAHUS.
AcoLnaTUBHY IPOYYBAHMSL.

['enetnyen nonumopduszsM. Bumose momuMopdusmu, M3MOI3BAaHH KAaTO T€HETHYHU
Mapkepu - [lomuMopdusmu mo abpJDKMHATA Ha pecTpukiuonHuTe pparmentu RFLPS.
[IpomennuB Opoit Ha TanmemHu moBTOopu - MuHHcarenuTH VNTRs. IIpoctu
MOBTOPEHH TMOCIEI0BATEIHOCTH - MuUKpocaTtenutd STRS. EnQuHWUYHK HYKJI€OTHAHU
noaumopduzmu SNPS. IIpomenu B Opost korust CNVSs.

I'eneTnka Ha PaKOBHUTE 3a00JIIBaHUS. O6ma XapaKTCPUCTHKA.
I'eHeTnKa Ha HACIEACTBEHUTE paKoBU 3a00JIIBaHHUS.
HpeI[I/IMHHaHTaI_II/IOHHa U Npe€HaTaJIHa JUArHOCTHKA. HeunBasupeH MMpEHATaJICH TECT.

CxkpuHHMHrOBH nporpamu - O6uwm nojaoxenus. CKpUHUHT Ha HOBOPOJCHHU 3a BPOACHU
MeTabonUTHU 3a00isBaHus. buoXuMuyueH CKpUHUHT Ha OpPEMEHHHU KEHH.

MGI[I/IKO-FGHGTI/I‘IHa KOHCYJITaus.

dapMakoreHeTuka M (papMakoreHOMHKa— TJOK030-6 ¢docdaT pexuaporeHazeH
nedunmt. [uroxpom P450.

[Tpunienna tepanus - MOHOKJIOHAJIHU aHTUTENa. Malku MOJIEKYJTHU HHXUOUTOPH.

['enno penaktupane uype3 CRISPR-Cas9.
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