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BOITPOCEI
UL TIONTOTOBKH K CIIate BCTYIMTEIbHBIX 9K3aMEHOB B aCTIUPAHTYPY I10
crnenpanbHOCcTH 03.02.07 — reHerrka (OMOJIOTHYECKUE HAYKH)

1. TlonsATHe O HACIENCTBEHHOCTU U U3MEHUYMBOCTH. MECTO TE€HETUKH CPENU
OMOJOTMYECKHUX HAYK.

2. Metonpl wu3ydyeHHs TEHETUKH dYenoBeka. Kilaccudyeckue MMOIXO0/bI
(reHeaIOTHYECKUM, OJM3HEIOBBIM, IOMYJIAIMOHHBIN) MW WX HHTErpamus c
COBPEMEHHBIMH  MOJCKYIAPHO-TCHETHUECKUMU U OMOMHGOpMaTHIECKUMU
METO/IaMH.

3.  Mogemu HacnenoBanus. [IoHATHE O TEHETUYECKOM PUCKE.

4. 3akoHbsl MeHAENA B T€HETHUKE YEIOBEKA: MOJIEKYJIAPHBIE MEXaHU3MBI
MOHOT€HHOTO  HAclelOBaHWA.  SIBIEHWS  HENOJNHOM  INEHETPaHTHOCTH,
BapuabeTbHON SKCIPECCUBHOCTA U TE€HOKOMMM. PacyeT M IIPOTHO3UPOBAHUE
TEHETUYECKOTO PUCKA.

5. HacnenctBeHHBIE M BpPOXKICHHBIE 3a00JIEBaHMS. JTUOJIOTWA, IIATOTEHE3,
TUTIBI HACTIEZIOBAHUS.

6. T'enermueckwe M MOJEKYJSIPHBIE MEXaHHU3MBI NETEPMUHALMK IIOJIA Y
yenoBeka. CIIEIUIEHHOE C [T0JIOM HaCJIeI0BaHUE.

7.  CuUHAPOMBI, CBS3aHHBIE C HAPYIICHUSAMHU B CACTEME ITOJIOBBIX XPOMOCOM:
cuampom IllepemeBckoro-TepHepa, mnomucomus X y OKCGHIIUH, CHHIPOM
Knaitndemprepa. KiMHUMKO-reHEeTHYECKAs XapaKTEPUCTHKA, MEIUKO-TEHETHIECKOE
KOHCYJIBTUPOBaHUE, IIPEeHATAIbHAS, ITUTOreHETHYIEeCKas JUAarHOCTHKA.

8.  I'ermom uenoBeka. CTpykTypa U QyHKIIUN T€HOB.

9. CrpykrypHas opraHu3anys F€HOMa 3yYKapHOT.

10. Jlokamu3amus T'€HOB B XpoMocoMax. Ponp LIUTOINIa3MaTHYECKHUX
bakTOpOB B Iepeaayue HACIEACTBEHHON HHGOPMAIIUH.

11. TlomsaTtus: reH, reHoTUI, peHoTurl. OeHOTUIINYECKAS ¥ T€HOTUIIMYECKasL
M3MEHYHBOCTb.

12. Xumudeckas CTPYKTypa HyKJIEHHOBBIX KHCIIOT. XMMUAYECKasd CTPYKTypa
1 OuocuHTe3 6eKoB. OcoberHocTu ctpoeHus JIHK BpIcIMX OpraHu3MOB.



13. IloHsTHe O TeHHBIX MyTanusx. THIBI U HOMEHKIATYpa MyTalui.

14. Knaccudukanus TeHHBIX MyTamuil. MoneKynipHas IIpUpoIa
BO3HMKHOBEHUS I'€HHBIX MyTallUW: 3aM€Ha OCHOBAaHHM, BBINAJCHUE HIIM BCTABKA
OCHOBaHH# (HOHCEHC, MHCCEHC U CIBUT PAMKH CYUTHIBAHMS).

15.  Tumsl MyTareHoOB, MEXaHHU3MBI UX JEHCTBHSL.

16. Twme! MyTareHOB ¥ MOJEKYJISPHBIE MEXAHHU3MBI UX NEACTBHSL. CHCTEMbI
penapary JIHK. Metozs! oneHkn MyTareHHOCTH (hakTOPOB OKpY:KAroIIei Cpeibl.

7. I'enermueckue SOQEKTH HFOHM3UPYIONIETO WM3MydeHHS (OCHOBHBIE
PE3YIbTATEI SKCIIEPUMEHTAIBHBIX ¥ SIUIEMUOIOIMUECKIX UCCIIEIOBAHMIA).

18. TlonsaTtue 0 TepaTOTE€HHBIX dakTopax. Knaccudbuxarms
TEPaTOreHHBIX (akTOpoB ((hHU3HIecKre, XUMIUECKHE, OHOJIOTHYECKHE).

19. Knaccupuxauu BpoxIEHHIX TIOPOKOB PA3BUTHSL.

20. JTmonoruveckas KIacCUPUKAIMA TOPOKOB PA3BUTHAL.

21. Knaccupukanus NOPOKOB pPasBUTHSA B 3aBHCHMOCTH OT OOBEKTA
BO3JCHCTBUS, OCIIENOBATEILHOCTH BOSHUKHOBEHUS U PACIIPOCTPAHEHHOCTH.

22. OCHOBHBIE MEXaHH3MBI (HOPMUPOBAHUS TIOPOKOB PAZBUTH.

23. DHOOreHHbIE IPUYUHEI TIOPOKOB PA3BUTHS.

24. MeTompl [OHATHOCTHKY HACHIEICTBEHHBIX 3a00JIEBAHMI:  KIIMHHKO-
TeHeAIOrMYECKUH, TabopaTopHbIe, (hYHKIMOHAILHEIE.

25. broxuMmuueckue MeTOIbI JUarHOCTUKY HACIIEICTBEHHEIX OOJIE3HE.

26. llpenatamsHas JJHK-muarnocTika Hacie[CTBEHHBIX Gonesmeil. OOmias
XapaKTePUCTUKA, HauOoJee 9acTO BCTPEYAIOIIMECs MOHOTCHHBIE GONE3HH, IIPH
KOTOPBIX IPOBOAUTCS IpeHaTanbHad JIHK-auarnocTuka.

277. OHKOTEHETHKA: OHKOTEHEL, TeHEI-CYIIPECCOPHI OITyXO0IEBOTO POCTA.

28. OOmas  xapakTepHCTHKA HACIEACTBEHHBIX  OOJIe3Hel  OOMeHa:
STHOJIOTH, IIATOTCHE3, KIMHNYESCKas KIaCCU(DUKAIMs, THIIFI HACTIEIOBAHMUS, YPOBHH
JMUATHOCTUKHY, PUHITUIIBI JICUCHHM.

29. DBonesnu c HAaCIIEICTBEHHOU IIPEIPacIION0KEHHOCTBIO 51
MyIbTH(AKTOPHATbHAs TIATONOTHA. ['eHeTHYecKass apXWTEKTypa YacThIX (opMm:
aTepOCKIJIEPO3, CaxapHblii auaber. HacmencTBeHHBIE OIMyXONieBbIE CHHAPOMBI Ha
MIPUMEPE paKa MOJIOYHOM >Kefe3rbl U TeHoB BRCA1/2.

30. BpoxIeHHBIE ~ IIOPOKM  DPAa3BUTHA:  INPHYMHBl  BO3HUKHOBEHUS
(3K30T€HHBIE, SHAOT€HHbIE), KIIaCCUPUKALS.

31.  MonekynsIpHO-TeHeTUIECKIe TOIXO/bI B UCCIIEIOBAHNN CTPOSHHS TEHOB.

32. Meronel MONEKYIApPHONH [HATHOCTHKH IATOTE€HHBIX  BAPHAHTOB.
Kammmsipaoe  cexsenupoBanue 10 CeHrepy ©  BBICOKOMPOHM3BOIUTEILHOE
cexBeHupoBanue (NGS): TaprerHele maHenu, monHosk3omMHoe (WES) u
nojaHoreHoMHoe (WGS) cexBeHupOBaHme

33. Crpykrypa PHK u JHK. Mogems JHK II.Yorcoma u @ Kpuxa.
IIpocrpancTBeHHAs opraHu3anust Moiekysl JJHK.

34. T'eneTmdyeckuil Kox W ero xapakrTepucthka. CBOICTBAa I'€HETHYECKOTO
Kofa  (TPUIUIETHOCTH, YHHBEPCAIBHOCTB, HEMEPEKPHIBAEMOCTh, OTCYTCTBHE
PasIEIUTENbHBIX 3HAKOB, HATTMYNE HHUIMUPYIOIIUX U TEPMUHUPYIOIINX KOJOHOB).

35. TlonmmepasHas NEMHAS PEAKIFS: IPUHIKIL, 00IACTH IPUMEHEHHA.

36. Amaimm3 momuMopdu3Ma KOPOTKMX TaHAeMHBIX moBTOpoB (STR) wu



OIHOHYK/IeOTHIHEX BapHanToB (SNP). IlpuMeHeH#e MOJIEKYIIIPHOTO MApKUPOBAHH
B KpUMMHATHCTAKE W KIMHWIECKOH NpaKTHKe (OMpEIeTeHne IpPIKUBACMOCTH
TpaHCIUIAHTaTa, KOHTAMUHAIMYA MAaTCPUHCKMMH KIIETKAMHU.

37. I1IMTOreHETHYECKHE METOIbI TUArHOCTUKY XPOMOCOMHBIX TIEPECTPOCK.

38. Twumsl MyTaluii IPA HACICICTBEHHBIX 3a00JICBAHUAX. XPpOMOCOMHEIE
MY TaIlAH.

39. AyrtocomHbie Tpucomun (Tpucomus 13, 18, 21): KIMHUKO-T€HETHYIECKAs
XapaKTepHCTHKA,  MEIUKO-TEHETUEeCKoe  KOHCYNIBTHPOBAHME,  IpCHATAJIbHA,
[ATOreHETHIECKas TUAarHOCTHKA.

40. Kapuotun uenmoBeka B Hopme. MeTonpl HCCIENIOBAaHNA KapHOTHIIA
yenoBeka. MopGhoorys XpOMOCOM U MX CTPOEHUE.

41. JlaGopaTopHbIe METOMBI KIIMHIYECKOU [IUTOTCHETUKHU.
KapuotunuponaHnue.

42. Knaccnbukarus — asmovamii — kapuoruna. — COalaHCHPOBAHHBIC — U
HecOaTaHCHpOBaHHbIe abepparkk xpomocoM. [TorsTre o XPOMOCOMHO¥ OOJIE3HH.

43. CTpyKTypHBIC IIePECTPOUKH XPOMOCOM: KJIaccUpUKaIus,
TEPMHHOJIOTHUsI, OOIIME KIMHAKO-IUTOrCHETHIECKIE XapaKTCPUCTHKH. DopMyIIBI
3aITUCH KapUOTHIIA.

44, KOHCTUTYLUHOHAIbHBIE  (CTPYKTypHBIC) — AHOMAIMW  KapHOTHIIA.
IIpuHIMIIE! 3aIUCcH (HOPMYITBI KAPUOTHIIA YETIOBEKA.

45. TlpuHIUIBL IIpeHATAILHOM IUTOTCHETUIECKON TUATHOCTHKHU
HapyeHue 9ucia XpoMocoM B kaproTume. Hapymmenne mionaHOCTH.

46. Texmomormdgeckue twiathopmel mit III'T  ameyrmongui (IIr'T-A),
mororeunsx 3a6oiesannii (IITI'T-M) 1 CTpYyKTYPHBIX IIEPECTPOCK (II'T-CP).

47. Hapymenue HOpMUpOBaHHUS T10Na. THIIBI, THATHOCTHKA.

48. PepmakTHpOBaHWE TEHOMA. JHAUCHHWE I MEIMIMHBL, OSKOJIOTHM W
OMOTEXHOJIOTHH.

49. MuToxoHIpHUaIbHas HACIEACTBEHHOCTh. IIOHATHE O MUTOXOHIPHATEHBIX
OO0JIEe3HAX.

50. B03MOXHOCTH M IEPCIEKTUBLI MCIIOJIB30BAHMI METOZI0B reHEeTUYECKON
11 KIIETOUHON MIDKEHEpHHU 1 6roTexHosoruH. IIpobiembl 61006€30macHOCTH.



