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KOHCIIEKT IO MEJIUIIUMHCKA 'EHETUKA 3A MEJIUIIMHCKU JIABOPAHTHU
2020/2021 YUY.I'OA.

LUen, npeamet 1 3a8a4m Ha MeguLUMHCKaTa reHeTuKa.

MonekynHa cTpykTypa Ha [HK. YcTpoicTso Ha reHnte. TpaHcKpunuus. TpaHcaaums.

FeHeTUYHO n3cnegBaHe Ha YoBeKa. Knacmueckn metogm - F[eHeanormyeH metog,

FeHeTUYHO n3cnegBaHe Ha YoBeKa. MaTtepuan 3a nscnegsaHe. LiutoreHeTnyeH aHaaus npum

yoBeKa.

5. TeHeTM4yHO M3cnegBaHe Ha YoBeKa. MaTepuan 3a nscnegBaHe. MoneKynapHO-reHeTUYHU
meTtoan. UsonmpaHe Ha AHK. AHK- aHanus (PCR u cekBeHupaHe).

6. TleHeTM4HO M3cneaBaHe Ha YoBeKa. MaTtepuan 3a uscnegsaHe. MoONeKyNAPHO-LUTOrEHETUYHM
meTtoam (FISH n aCGH)

7. ABTO30MHO-AOMMHAHTHO yHac/neAsBaHe NPU MOHOreHHM HacneACcTBEHU 3abonsBaHNA —
reHeTUYHN KPUTEPUMU U FTeHeTUYEeH PUCK. ABTO30MHO-PELLeCMBHO YHAcaeaAaBaHE NPU MOHOMeHHMU
HacneacTBeHM 3a60NABAHNS — TEHETUYHU KPUTEPUM U TEHETUYEH PUCK.

8. TMonoso cBbpP3aHO YHaAcneaaBaHe npu YyoseKa. X[ n XP yHacnegAasaHe - reHEeTUYHU KpUTepum m
reHeTU4YeH PUCK.

9. MNonureHHu 3abonsBaHns. KIMHMYHA U reHETUYHA XapaKTepUCTMKa. leHeTUYeH pUCK.

10. HopmaneH 4yoBelKKn KapnoTtun. Mopdonorua Ha YoBELKUTE XPOMO30MUN. XPOMO3OMHN MyTaLMn
- BUAoBe. 3HayeHWe 3a NaTosornaTa Nnpun Yyoseka. O6bo3HaYaBaHe HA OTKAOHEHMATA OT HOpMaTa
Ha YOBELLKUA KapnoTumn.

11. banaHcMpaH KapuoTUN U 3HaYEeHMETO MY 3a Hac/leACTBEHA NaTOI0MMA MNP YOBEKaA.

12. XpomosomHu 6osectu, cBbp3aHu ¢ bpoliHm abepalumm Ha aBTo30MUTE (CUHAPOM Ha [ayH,
cuHApom Ha Egyapac v cuHapom Ha Matay). XapaKTepucTuKa U reHeTUYEH PUCK.

13. UntoreHetnyHu dopmu npm 6onectta Ha [layH u cnHgpom Ha MNaTtay. KnMHMYHA XapaKTepucTmKa
M TeHEeTUYEH PUCK.

14. Xpomo3oMHM 6oNeCTU, CBbP3aHU CbC CTPYKTYPHU abepaLmMm Ha aBTo30MMUTE (CMHAPOM Ha Bond-
XVPLWXOPH, CMHAPOM Ha KOTELWKOTO MAYKaHe). XapaKTepUCTMKa U TeHETUYEH PUCK.

15. Xpomo3omHM 6onectu, cBbp3aHu ¢ abepaunmn Ha roHO30MUTE NPU KeHuTe — 45 X,
XapaKkTepucTmka n
reHeTUYeH pUCK. XpoMo3omHu bonectu, cBbp3aHn ¢ abepauum Ha rOHO30MUTE NPU MbKeTe-

47 ,XXY. KnnHnyHa
XapaKTEePUCTUKA U FTeHETUYEH PUCK.

16. BpoaeHu aHOManuu- BUA0BE, YECTOTa, ETUONOMUA, KnacudpuKaums, NnpodunakTnka n nevyeHue.

17. MoHoreHHM 3abonaBaHMA. XemornobuHonatum.

18. MoHoreHHU 3a6onaBaHuA. MyKoBucuMAa03a

19. HacneacTeBeHu rpellkun Ha BbraexuapatHata obmaHa — Knacudbukauma. Flanakrosemus.

20. HacneactseHu 3ab6onaBaHUA Ha 6enTbyHaTa M aMMHOKUCEIMHHATa 06MAHa . DPeHUKeTOHYpUA.

21. HacneactseHu 3abonaBaHuA Ha iMnuaHaTa obmsaHa. HacneacreeHa xunepxosiecteponemms.

22. dapmaKkoreHeTUYHU AedeKTn — CbLHOCT, Knacudukauma. MoHoreHHn pegku O (manurHeHa
Xuneptepmus)

23. dapmaKkoreHeTUYHM AedeKTn — CbHOCT, Knacubukaumsa. MoHoreHHn noanmopoHu Or4 (TNMT,
redn)

24, MeanKo-reHeTUYHa KoHcynTaumaA. CbLULHOCT, uenu, nokasaHma 3a MIK.

PwnNE
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25. lMpeHaTtanHa gnarHoctuka. CbLWHOCT, UHANKALMK N BUAOBE METOAM 33 ANArHOCTUKA.

26. CKpUHWHIOBM Nporpamu: onpeaeneHue, uen, sngose, metogm. Macos CKpUHUHT 3a
bEHUNKETOHYPUA, BPOAEH XMNOTUPEOUAN3BM U HaabbbpeyHa xmnepnaasma B bbuarapus.
MpakTnyeckn nogxoau. JleyerHue.

27. CKpMHWUHIOBM Nporpamu: onpeaeneHue, Len, Bnaose, Metoam.MacoB CKPUHMHI Ha BpeMeHHH
KEeHU 33 aHeynnomann (6MOXMMMUUYEH CKPUHUHT). HOBM Bb3MOMKHOCTU 32 CKPUHUHT -HEVMHBA3UBEH
npeHaTaneH Tect

28. ComaTnyHu myTauunmn. KaHueporeHesa. leHEeTUYHO NpeapasnoOXKeHMe KbM 3/10Ka4YeCTBEHMU
3abonaBaHuA.

29. HacneacreeHu pakoBu CUHAPOMM.

30. NpuuenHa Tepanus NpU OHKOIOTMYHU 3abonsBaHua (NpuHUKMNK). MpuuenHa Tepanus Npu
PM,KPK, HOKBK.
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