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IIporpamma 3a4era

Tema 1 - HacToThl MyTanuii 1 CTPyKTYpPHbIE BApUAHTHI

Kapwuorum u coctaB renoma 1gesioBeka. TOUHOCTh PEIIUKAIIIN U YacToTa MyTaruit. Myrarun de novo.
Hedekror B cucreme penapaiuu. CTpyKTypHbIE BAPUAHTHI U BAPUAHTHI YUCJIa KOIUN. AHeyILIOW I IH.
NuakTupaius X-XpOMOCOMBI.

Tema 2 - Ilepesmaua myTanmii

Omnpenenennst, >)KU3HEHHBIA UK YeaoBeka. 3akoHbl Menmens. Ilepemnaua amnemneit. @Pasa remoruma.
Tammoruner u ramtorpynnel. Meiio3, KpoccuHrosep u pekombunarus. Lamnorunsl ApoE. Ienernaeckoe
pPACCTOsTHUE, CIIEIIJICHIE.

Tema 3 - BapuaHTbl B reHax

Tennt B reHoMe 1estoBeka. AJbTepHATUBHBIN CIUTAHCHHT. DIureHeTnka. AHHOTAIMS BADUAHTOB.
Yxopauusaioriue 6e/10K BapuanTbl. HecuHOHUMUYHBIE BapUAHTHI U 3200/ I€BAHUSI.

Tema 4 - IlomynssnmoHHasi TeHETUKA

Pasuosecue Xapau-Baitubepra. Corydaiineiit apeiid B orcyTcTBre MyTanuii. d¢pEGEKTUBHBIN pazMep
nomynsiituu. Corygaiitaeiit apefic u myraruu. EcrecrBennbrit orbop. MyTaninoHHO-CeJIEKITMOHHOE
pasuoBecue. [lonmoxkurenpHbiilt 0T60p Ha done mpeiida. Bpemubie, ciiaboBpeiHble 1 HEATPAIbLHBIE
AJLTIeIN.

Tema 5 - BapuaHTbl B UHIUBUAYYMaX U MOMYJISIATX

Teopust kKoasecnienruu. Paznoobpasue HykeoTn108B B renome desioseka. [Ipoektsr 1kGP, ExAC,
gnomAD, dbSNP.

Tema 6 - MoHoreuable 3ad00/ieBaHUA

Bonesnu, cunapomnr u apyrue onpeaenenus. [lonck renerutdecknx ocHos 3aboseBanuii. MenenreBckue
3ab0JieBaHUs W BUJIbI HACJIEI0BaHUs. D(DDEKT BAPUAHTOB: IPUOOPETEHNE UJIU TOTEPsT (DYHKITH.
IleneTpaHTHOCTD, OTHOCUTEIBLHBIN PUCK, COOTHOIIEHNE MAHCOB. [I0MCK NeHOB MEH1e/IEBCKUX
3abosieBannit. Knnunyeckast 3HAUNMOCTD BAPUAHTOB T€HOMA. | eHeTHYIeCKas JUATHOCTIKA MEHIEIEBCKUX
3a00J1eBaHUIA.

Yro BXOANUT B 3a4eT

e Bompocsl mo mporpamMme BBIIIE, ONpeNe/ICHAS
e 3a1aum

e Baia spyaunusi: KpaTkasi «MCTOpust 60Jie3Hn» Ha Bai BIGOp, TO ecTh Ha3BaHWe GOJIe3HH, TeH(bl),
TUII HACJIEJOBAHUSA, KINHIYECKUE TPOSIBICHUS



YcaoBus AJId «aBTOMAaTa»

CeMb KBU30B (MaKCHMAJIbHOE YHCIIO 6aJIOB: 3—6), ABe JIeKIMH, OJuH IpakTukyM (no 1 6asury 3a moce-
I[EHUE), UTOr0 MAKCUMAaJIbHOE YUCII0 6ajuios: 32.

st oiydeHns: «apromMaray Tpedyercs
e Habpars > 18 6ajios u3 32

e Jlo 21.12 caTh BBICOKOKAYECTBEHHBI OTYET MO MPAKTUKYMY

Pacnpegenenue 6annos
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