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KoHcnekT 3a TeopeTHYeH ceMecTPHAJIeH U3NMUT 3a CTyJeHTH 1o MeauuuHa

2020/2021r.

1. Crpykrypa u ¢pynknus Ha reaute. Permkanus va JIHK, Tpanckpunims u Tpanciaamnus.
Opranusanus Ha reHomHara JJHK.

2. MonexkynHu MbTUIA Ha TEHHATA €KCIIPECUS.

3. TenomHo MomudwuImpaHe Upe3 MPOMEHH B CTPYKTypaTa Ha XpomaruHa. [ eHOMHO
monupunupane upe3 mnpeHapexxgaHe Ha JHK - umyHOrnmoOynuHOBH TeHH.
Enureneruxka.

Mutoxonapuanna [JHK — rean 1 MUTOXOHApUATHU MyTallUH.

MUKpOCKOTICKA M CYOMHKpPOCKOIICKA CTPYKTypa M (QYHKIHS Ha XPOMO3OMHTE.

Hopmanen kapuoTun Ha 4oBeka. XpoMO30MEH XeTepOMOpP(HU3HM.

6. XpoMO30MHM MyTallMd — OpOWHM W CTPYKTYpHH. MapKepHH XpOMO3OMH.
XpOMO30MHa YYIUIMBOCT W HECTAOMUIHOCT.

7. Ertuomorus Ha HaciencTBeHUTe — 3abomsBanus. Myrarenesa. OmnpenereHue
kinacudukanus Ha reHHUTe MyTauuu. @deHoTunHa excrnpecus Ha MyTalUHTE.
['epMUHATUBHY U COMaTUYHU MYTaIUH.

8. Mexanuzmu 3a momnpaBka Ha JIHK wHapymenus. [IMpeKTHO BB3CTaHOBSIBaHE.
Penapupane Ha enHOBepHKHU NOBpeau. Penapupane Ha IBOMHOBEPUIKHU CKBCBAHMSL.
[TonnpaBka Ha NOTPELIHO CABOCHU HYKICOTUIM.

9. Kumamko — reHeanormueH MeToi. TwIoBe yHacieqsBaHe HA MOHOTEHHH Ae(exTH —
aBTO30MHO-JOMHUHAHTHO, aBTO30MHO-PELIECUBHO.

10. KnuHHMKO — reHeaiornyeH Metoja. TWroBe yHaclie[sBaHe Ha MOHOTEHHH Je(eKTH —
II0JIOBO-CBBP3aHO.

11. HerpanuuuoHHO (HEMEHIENMpAIlo) yHacledsBaHEe. YHacleIsBaHEe Ha XPOMO3OMHHU
abeparuu.

12. THK muarsocTtuka Ha Hew3BecTHU reHHH Mytanuu — PCR, cexkBenupane — mo Canrep,
SSCP, DGGE.

13. HoBo renepannoHHO cekBeHHpaHe. MOJIEKYITHO KapUOTUIIMPAHE.

14. THK amarnoctuka Ha u3BecTHU TeHHU myTranuu — RFLP, ASO, anen cnenuduyen
PCR

15. MLPA ananu3. MUKpOUYMIIOBH METO/IU 32 TEHOMEH aHAJIN3.

16. LluToreHeTHYHN U MOJIEKYIISIPHO-ITUTOTCHETUYHN METOTH.

17. BponeHu aneMuu — TalaaceMuHu.

18. BpoaeHn aHeMHUH —aHOPMAITHU XEMOTJIOOHNHH.

19. Bpogenu aHemMuM — aHeMHM NpUd MeMOpaHHU Ae(PEeKTH Ha EpUTPOLUTHUTE, MPU
€H3UMHU Je(PEeKTH, XUIIOMJIACTUUHN aHEMHUH — aHeMUsI Ha DaHKOHH.

20. Bponaenu koarynonatuu — xemoduius A, xemodunus b, 6onect Ha pon BuneGpans.

21. Bonectn ¢ HapymieHHs Ha MeTabOM3Ma Ha aMHUHOKHUCEIWHUTE — (CHUIKETOHYPHS,
TUPO3UHEMHUS, XOMOLIUCTUHYPHSI.

22. BonecTu ¢ HapymeHHs HA BBIIIEXUIPATEH META0OIN3bM — FaJIAKTO3EMUSI.

23. bonectu ¢ HapymeHus B oOMsHaTa Ha JIMOONPOTEMHUTE —  (aMuIIHA
XHUIIEPXOJIECTEPOTIEMHUSL.

24. Bonectu Ha JIM3030MHUTE — MYKOIIOJIM3aXapHI03U: CUHAPOM Ha XbpJiep, CHHIPOM Ha

XpHTEp, cuHApoM Ha CaHpuiuno; cOUHTOTUNNA03U C HATPYNBaHE Ha TJIMKOIUIIHIN:

ok~
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onect Ha Teii-Cake, 6onect Ha Canaxod, Gonect Ha Pabpu; COUHTOTUIHIOZN C
HaTpyIBaHe Ha IIIOKolepedpo3uau — 6osect Ha [omie, 6o1ect Ha Dapbdep, Oosect Ha
Human-ITuk.

25. HacnenctBenu OosecTd Ha CbheIUHHUTENHATa TbKaH UM KOCTHaTa CcHCTeMa -
Osteogenesis imperfecta.

26. HacnenctBenu 0osiecTH Ha CheIMHUTENHATA ThKaH U KOCTHATa CUCTEMA - CUHIPOM Ha
Ehlers-Danlos.

27. HacnenctBenu 00yieCTH Ha ChEIMHUTENHATA ThKaH U KOCTHATa CUCTEMA - CUHIPOM Ha
Marfan.

28. OOum XxapakTepUCTHUKM © KiIacupUKaluMsg Ha BPOJICHUTE HMYHOJACHUIIUTHH
3a00J1BaHMSL.

29. Hespomyckynnu 3abomnsBanus. CnuHaliHa MyCKYJIHa aTpodus.

30. HeBpomyckymnu 3abossiBanusi. HaciieAcTBEHM MOTOPHO-CEH30PHHM HEBPOIIATHH
(HMSN). Boniect Ha Charcot- Marie-Tooth (CMT).

31. HeBpomyckynnu 3abonsiBanus. MyCKydaHH JIucTpoduu — TUCTPO(UHONATHH,
MycKynHa nuctpodus tun nosc- kpaitnuk (LGMD).

32. Monorennu 6onectu ¢ 0e10ApPOOHH MPOSIBH — MYKOBHUCIIMI03A.

33. Monorennu 6osectu ¢ 6enopoOHN TPOsIBH — aliha—1-aHTUTPUTICHHOB Te(DUIIHT.

34. HacnenctBeHa HECUHAPOMHA U CHHAPOMHA ITyXOTa.

35. HacnexcrBenu 3a0o0isiBaHus IpH TUHAMUYHHA MyTaIuu - 6osect Ha Huntington.

36. HacnenctBenu 3a0o0issBaHusI IPU TMHAMUYHHA MYTAllMH - MUOTOHUYHA AUCTPOPHSL.

37. HacnencrBenu 3a0oisiBaHUS TMpHU JAWHAMHUYHU MYTallMdl - CHHAPOM Ha YyIuiMBa X
xpomo3oma (Martin-Bell cunapom).

38. O0ma xapakTepuCTHKa HA MUTOXOHIpUANHUTE OosnecT. ONTHYHA HEBPOMATHS THII
Jle6ep (LHON), cunapom Ha MERRF, cunnpom nHa MELAS, cunapom Ha NARP,
curapom Ha Leigh, cuanpom na Kearns-Sayre.

39. XpoMo30MHHM 0ojecTH IbJDKAIIM C€ Ha MyTalud B IIOJOBUTE XPOMO3OMU —
MOHO30MUS X.

40. XpoM030MHHU 0OJIECTH ABJDKAIIM C€ HAa MYTallUd B MOJIOBUTE XPOMO30OMHU — CHUHJPOM
Ha Knaitndentsp, cunnpom va dpakapo.

41. XpoMo30MHU OOJieCTH [BJDKAIlM C€ Ha MYyTallud B IIOJIOBUTE XPOMO3OMH —
moym3oMus X, ITOJIN30MUS Y.

42. XpoMo30MHU 00JIECTH, CBbP3aHU ¢ OpoiHN abepaluu Ha aBTO30MHUTE — TpU3oMus 21.

43. Xpomo3oMHH 00JIECTH, CBBP3aHU C OpOHHU abepaliu Ha aBTO30MHUTE — TPU3OMUs 13,
Tpu3omus 18.

44. XpoMo30MHHU 00JIECTH, CBBP3aHU ChC CTPYKTYPHH abepallii Ha aBTo30MHTe — Crie du
chat cunapom, cunapom Ha Bond-XupuixopH.

45. Xpomo30MHHU OO0JECTH, CBBpP3aHH CbhC CTPYKTYpHU abOepalid Ha aBTO30MUTE —
cUHJIpoM Ha PeTtope, cMHIpOM Ha b0 ['pyiu, pUHr-CUHIPOM.

46. Curmpomu mpu JeQeKTH Ha CBhCEIHM TEeHHHM — cuHApoM Ha llpagep-Bumm wu
Angelman.

47. Cungpomu nipu aedeKkTH Ha CbCeHU T€HHU —CUHApPOM Ha Jlu JKop/pku, CHHAPOM Ha
Williams-Beuren.

48. T'eHeTHYHN TIPUYMHU 33 MBKKH M KCHCKH TceBIoxepMadpoauTu3bM. VCTHHCKH
xepMappoAUTUIBM.
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OOmm xapakTepUCTUKM Ha MyITH(aKTOpHUTE 3a0oisBaHusi. [ 'eHeTHmyHa
enuaemuosnorus. @damuiHu, OIUM3HAUYHUM W AJONTUBHM NpoyuBaHusA. ['eHeTHueH
nonumopduzbem — RFLP, VNTRS, SSRs, SNPs.

50. I'eHeTMuHU MeXaHU3MHU 3a NPEAPA3NOI0KEHOCT KbM ChPAEUYHO-ChIOBH 3a00JI1BaHUS -
KopoHapHa Oonect Ha cwpuero (CHD), aprepmanna xumeproHus (€CeHIUAIHA
xunepronus, EX). T'eHeTMuHM MeXaHHW3MU 32  NPEAPaA3NOJOKEHOCT  KbM
racTpOMHTECTUHATHHU 3a0onsBaHus. MyTanuu Ch3AaBalld MPEIPa3NOI0KEHHE KbM
pasBUTHE Ha CIOpaJUueH KOJOpEKTaleH pak. [eHeTMYHM MeXaHu3Mu 3a
MPEIPa3MoI0KEHOCT KbM E€HAOKPUHHU OoJectr - 3axapeH nuabder tum [-11, MODY,
CUHIPOM  Ha  MOJMKUCTO3HUTE  sIMyHMIM. ['@HeTMYHM  MeXaHu3MH  3a
IPEPa3oIOKEHOCT KbM HIKOW MCUXUATPUYHU 3a00JSBAHHS - MPEIPA3TOI0KEHOCT
KBbM IU30(QpeHus U aheKTUBHU Pa3CTPONUCTBA.

51. I'eneTnka Ha HACIEICTBEHHUTE PAKOBH 3a00isiBaHMA. [IpOTOOHKOTEHH —HOPMAJIHH
(GYHKLIMU 1 MEXaHU3MH 3a NIPEBPBIIAHETO UM B OHKOI'€HU. TyMOp-CyIpecCOpHU T'€HU
— HOpMaJTHH (YHKIIMY ¥ MEXaHW3MH 32 HHAKTUBAIM. 3HaYeHHUE 32 paMHUITHUTE (OPMHU
Ha paK.

52. ®amuiaHa ageHoMarosHa noaumnosa (FAP).

53. HacnenctBen Hemosmmo3eH pak Ha aebdenoro yepso (HNPCC).

54. HacneactBeH pak Ha MJle4HaTa XJie3a M sSHYHUKA. MHOXECTBEHa EHIOKpPUHHA
HeOoIlIa3usl.

55. I'eHeTnuHU MapKepu Ipu JIEBKEMUU —XpOHUYHA MUesoreHHa jgeskemus (CML).

56. ucMopdoorus u TepaTorenesa.

57. I'eHeTMUHN MeXaHU3MHU 3a TNPEAPa3MOJOKEHOCT KbM H30CTaBaHE B YMCTBEHOTO
pa3zBuTHe. ['eHeTHKa Ha pa3cTpoilcTBaTa OT ayTUCTHUHUS ceKThp (ASD).

58. 'eHeTMUHM TNPUYMHU PENPOAYKTUBHU mpoOieMu. CTepuiIuTeT MpU IKEHUTE.
Crepunurer mnpu MBXKeTe. [©HETHYHM TIPUYMHU 32 CIOHTAaHHH a0opTH U
MBPTBOPaXKIaHUA. | €HETUYHM TECTOBE MPH PENPOJYKTUBHU MPOOIEMH.

59. Mpemummnanranuonna (ITUI'/I) n mpeakoHIENIIMOHAA TeHETHYHA TUAarHOCTHKA.

60. IIpenartanna auarnoctuka (ITHJI) Ha MOHOTE€HHU OOECTH.

61. Ilpenatasina pgwarnoctuka (ITHJ) ©Ha Xpomo3omHm Oonectn. HewHBasuBeH
npeHaTajeH Tect, 6a3upan Ha NGS aHanus.

62. CKpUHUHTOBH ITpOrpamMu. BHOXUMIYEH CKpUHUHT Ha OpEMEHHH JKEHHU.

63. CKpHUHUHIOBH MporpaMu. MacoB U CeeKTUBEH HeOHaTaJeH CKpUHUHT. CKpUHUHTOBH
nporpamu. [lomymanyoHeH CKPUHUHT 3a XETEPO3UTOTHO HOCHTEICTBO. CelleKTHBEH
MeTa0OJIUTEH CKPUHUHT B MIO-KBCHA BB3PacT.

64. Menuko-reHeTnyHa KoHCynrTanus ChHITHOCT, 3ala4d W WHAWKAIUH 32 MEIHKO-
TreHeTUYHA KOHCYJITalus, OIpeNeissHe Ha TreHeThYeH puck. [IpoGiemu mpu
OTIpeNieNIsTHe Ha TCHETUYHUS PUCK.

65. ®apmakoreneruka. '6D/-nepuuur. TPMT.

66. dapmakoreHomuka. CYP2D6. CYP2CO.

67. KonBeHnMoHamHa Tepanusi Ha HACIEICTBEHUTE 3abossBaHus. JlekapcTBa — cupanu B
MeIUIHATA.

68. Ilpuuenna Tepanus NP OHKOJOTHYHU 3a00JSIBaHUS - TMPUHIMINA U TPUIOKEHUE.
[MpunienHa Tepanus npu pak Ha TepaaTa. [IpumenHa Tepanus npu pak Ha Oenus qpoo.
[Tpunenna Tepanus npu pak Ha kojoHa. [IpuienHa Tepanust pu OHKOJIOTHYHH
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3a00NIIBaHMsI - TPUHLUIN W TpwiokeHwue. llpuienHa Ttepanus Npu XPOHUYHA
MUEJIOTEHHA JICBKEMHSI.

69. I'enna Tepamnus - MPUHIUIHN, BH3MOXKHOCTH, MprioxeHne. ChBPEMEHHU MOAXOAU 32
renHo penaktupane -CRISPR.
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