Bonpocel k koMIuieKCHOMY AU depeHIIMPOBAHHOMY 3a4€eTy 110
Jncmumauae OI1.04 I'eHeTnka ye10BeKa ¢ 0OCHOBAMM MeIUIIHHCKOM reHeTHKH
cemectp 2024 -2025 yueOHbIii roa
IIo cnennanabHocTn 31.02.02 «Akymiepckoe 1ej10»
I'pynna 221

1.Pacckaxkute, B 4éM 3aKJIFOUaeTCA OJIM3HEIIOBBIM METOJ BBISBIICHUS POJIM HACICICTBECHHOM
cpeasl B OpMUPOBAHUM MPU3HAKOB 4YeOBEKa. B uéM 3akiroyaercsi MEIUIIMHCKOE 3HAUCHUE
JTaHHOT'0 MeToa?

2. KopoTko oxapakTepu3yiiTe Bce THUIIBI HACIEAOBAHUS MEHACIUPYIOIINX TPU3HAKOB.
AyTOCOMHO-AOMHUHAHTHOE, ayTOCOMHO-PELIECCUBHOE, CLEIJIEHHOE ¢ X-XpPOMOCOMOM
JIOMAHAHTHOE U PELECCUBHOE, CIICTNIEHHOE C Y.

3.PacckaxuTe, B 4€M 3aKII0YAETCA IUTOIOTUYECKUN aHATNW3 HACIEICTBEHHOCTH. B uém
3aKJII0YaeTCsl MEIUIIMHCKOE 3HAUYCHUE IAHHOTO MeToaa?

4.0nuimuTe, 94TOo MPECTABISACT CO00H CTPYKTYypa U CBOCcTBa reHOB. PacckakuTe, 4TO MOTYT
IIPEACTABIATh COOON IeHHbIE IEPECTPONKH.

5.00bsicCHHUTE, B YEM COCTOUT IIPUHIIMIT COCTABJICHUS POJIOCIOBHBIX. Kakoi MeTo 1 3TUM
3aHuMaeTca? B uém 3akmrodaercss MEJUIIMHCKOE 3HAUYeHHE TaHHOTO MeToja?

6.00bsicHUTe, YeM OTIWYarTCA (PEHOTHUI W TEeHOTHN. Pacckakute O 3HAYEHHWE TeHa B
BO3HUKHOBEHUHU HACJIEICTBEHHOW MaTOJIOTUU.

7.PacckakuTe O KOJWYECTBEHHBIX M CTPYKTYPHBIX BUJIaX aHOMaIUi xpoMocoMm. OObsicHUTE,
KaKMMHU MOTYT OBITh BHJIbI B3aUMOJICHCTBHUSI QJUICIIBHBIX U HE aJJIETIbHBIX TEHOB.

8./laliTe XxapakTepuCTHUKy Tpynn KpoBH M pe3yc (akropa U TIOJHBI MEXaHU3M HX
HaclieI0BaHUsl.

9.JlaiiTe OOIIYI XapaKTEpUCTUKY T'€HHBIX OOJIe3HEH uenoBeka. [lepedunciuTe W ONMUIINTE
METO/[bl MU TEXHOJIOTUH MIPEHATATIbHON JUAarHOCTHUKH.

10. [ToapoOHO OxXapakTepu3ylTe ayTOCOMHO-PELECCUBHOE HAclIel0BaHUE NMpU3HaKoB. [IpuBeaure
pUMEepBI HACIIEJCTBEHHBIX 3a0o0eBanuii. KopoTko oxapakrepusyiiTe XOTsS Obl OIHO 3a00JIEBaHUE.
11. TlogpoOHO oXxapakTepu3yiTe ayToCOMHO-IOMHHAHTHOE HACleI0BaHNue Npu3HakoB. [IpuBenure
pUMephl Haclle[ICTBEHHbIX 3a0oneBanuil. KopoTko oxapakrepusyiTe XOTst Obl 0JIHO 3a00JI€BAHUE.
12. [lepeuncnnure U OMUIIMTE METOMBI W3YUCHHS] T€HETHKH.

13. [laiTe XapakTEepUCTUKy Kaxxaomy 3akoHy M.I'. Mennens.

14. OnuiuTe MynbTU(AKTOpHATIbHBIE 3a00JI€BaHUS PUUHHBI, (PAKTOPBI CIIOCOOCTBYIONIHE

pPa3BUTHIO 3a00JICBAHMIA.



15. OOBsicHUTE, UEM OTINYAIOTCS aJUIeIbHbIE M HeaJJIebHbIE TeHbI U KaKoe

3Ha4€HHE OHU UMEIOT.

16. OxapakTepu3ynTe Meii03 — Kak crioco0 JeIeHHs MOJIOBBIX KJIETOK. [lepeuncianre u onummuTe
craauu Meio3a. Jlaiite onpeaeneHrue KpOCCUHTOBEPY.

17. JlaliTe cpaBHUTEIBHYIO XapaKTEPUCTUKY CIIEPMATOI€HE3a M OBOICHE3a.

18. OxapakTepu3yiiTe KapuOTHUIIBI YEJIOBEKa B HOPME M IATOJIOTMHM. PacckakxuTe NpUHIUI
MIPUTOTOBJICHUS KAPUOTPAMM.

19. OxapakTepu3yiTe OCHOBHBIC MPHUHIIUIIBI JICUCHHUS HACICIACTBCHHBIX 3a0osieBaHmii. B uém
OyzeT 3aKIo4YaThCsd CHMITOMATHYECKOE JIeueHue?

20. Pacckaxure nmoapoOHO NMPO MEIUKO-TEHETHYECKOe KOHCYJIbTHPOBAHUE.

21. OTBeThTE HA BONPOC: U3 YETO CKIAIBIBACTCS MPO(IIAKTHKA HACIIEICTBEHHBIX 3a001eBaHni?
Kakyto ponb OyayT urparh nepuHatagabHasi AMarHOCTUKA?

22. Pacckaxure  mpo  AepMaTOrNIM(pUYECKUH,  NOMYJIALMOHHO-CTaTUCTUYECKUM U
UMMYHOJIOTHYECKUM METOJbl MCCIIEIOBAaHMsSI TE€HETUKH 4elloBeka. B  uéMm 3akirodaercs
MEJIUIIMHCKOE 3HaY€HUE JaHHBIX METOI0B?

23. OOBscHHTE, B 4éM OYIyT COCTOSITH OCOOCHHOCTH yXoJAa 3a OOJBHBIMHU C HACJIEICTBEHHOM
MaTOJIOTHUEN.

24. OxapakTepu3yiiTe, H30JIMPOBAHHBIE U MHOXKECTBEHHbBIE IOPOKHU PA3BUTHSL.

25.Pacckaxure Mpo NaTOreHeTUYECKOe, ITUOJIOTMYECKOE U XUPYPTUUYECKOE JICUEHUE
HACJIEACTBEHHBIX 3a00JIeBaHU.

26. B uéM cyTh ¥ 3HaUCHHE IPEHATAIBHON JUArHOCTUKY, MPEUMILIAHTAIIMOHHON JUAarHOCTUKH U
HEOHATAILHOTO CKPUHUHTA HACJIEACTBEHHBIX 00JIE3HEH.

27. JlaiiTe XapakTepUCTUKY TAKUM XpOMOCOMHBIM 3aboneBanusM kak: Cunapom [layHna,
cunnpoM [laray, Cunnpom DaBapana. K kakoil kaTreropuu XpoMOCOMHBIX 3a001€BaHUM
OTHOCSITCS AaHHbIE 00JIe3HU?

28. JlaiiTe XapaKTEpUCTUKY TAaKIM XPOMOCOMHBIM 3a0osieBaHusIM Kak CHHIpOM
Knaitngpenstaepa, Cungpom llepemesckoro-TepHepa, CuHAPOM MOJUCOMUU TO X XPOMOCOME.
K kakoli kaTeropuu XpoMOCOMHBIX 3a00JI€BaHUN OTHOCSTCS AaHHble 00s1e3HN?

29. OnummuTe CTaauu KIETOYHOTO UK KIeTKU. Pacckaxkure o criocobax neneHus KieTku. B
4éM 0COOEHHOCTH MeH03a KaK JIeJICHNUs U €ro 3HaYCHUE.

30. O603HaybTe TpeAMET MeTUIIMHCKON T'eHETUKHU: 00aCTh U3yUYECHHS U POJIb B MEUIINHE.
31.0numure, 4TO MOHUMAETCA MO TEHETUYECKUM KOJIOM YEJIOBEKA U NEPEUUCIUTE €T0
CBONCTBA.

32. OnumuTe Bce ctau U MexaHnu3Mmel penyrummkanuu JIHK, e¢ 3nauenue.

33. Omumnre CTPOCHHUC Apa. HpI/IBCI[I/ITe IIOHATHUC I/IHTCp(I)aZ%HBIX XpOMOCOM.



34. OxapakTepu3yiTe HaCcJICACTBEHHbIC 00JIC3HHU, JalTe uX Kiaccudukainmo. O0bICHUTE, YeM
OTJIMYAETCs HACJeAOBaHHE, CIICTITIEHHOE C MOJIOM.

35. Onummrte cTpoeHne MetadasHbIX XpoMocoM. [lepeduciuTe THITBI XPOMOCOM.

36. PacckaxkuTe B 4€M 3aKITIOYAETCS T€HEATIOTHYECKUN aHAJIN3 HACJIEACTBEHHOCTH U 3HauYeHHE
HaCJIeICTBEHHOU MPEIPACTIONIOKESHHOCTH B OOIICH MaTOJIOTHH YeIOBEKa.

37. OnumuTe ¢ yKa3aHueM BCeX CTaIMI KaK IPOUCXOJIUT FraMETOTeHEe3 y YeJIOBEKa.

38. JlaiiTe XapaKTepUCTUKY N€HOTHIMYECKOW W3MEHUYMBOCTH U €€ BUIOB.

39. [ToxpoOHO paccKakUTe O MPHUHIIAIIAX HACIEAOBAaHUS TPYIIT KPOBU Y YeIOBEKa.

40.OnummTe CTpOSHWE W 3HAYCHHE HYKJICHHOBBIX KHCIIOT.

41. PacckakuTe, 4TO TaKOE€ MYTAIllMOHHAs M3MEHUYMBOCTH. BUWbBI, IpUMEpHI.

42. Onumnte KOMOMHATHBHYIO M3MEHYMBOCTDb, €€ BUIBI, MPUBEIUTE MPUMEPHI.

43. PacckaxuTe, B YEM 3aKITI0YACTCS TCHETHYECKasl POJIb HYKJICMHOBBIX KUCIIOT, QyHKITUH,
BH/IBI.

44, OnumuTe CTaAuK CIiepMaToreHes3a, Kak mporecca (popMupoBaHHS CIIEPMATO30HI0B.
OnummuTe CTaHIaPTHBIM HA0Op XPOMOCOM YeJIOBEKa.

45. O0BsICHUTE, YTO TAKOC OHTOTCHE3 OHTOT'CHE3 U KaK B €0 MPOIIECCe MPOUCXOIUT Peau3alius
HacJeACTBEHHON MH(pOpMaIUH.

46.PacckaxuTe, YeM 3aHUMACTCs TeHHAsl MHKCHEPUsS U OMOTEXHOJIOTHS, 00JIACTh TPUMEHCHHS.
47.1TpuBeauTe MOJHYIO CPABHUTEIBHYIO XapaKTEePUCTUKY MUTO3a M Mel03a.

48. Kak npou3BOAAT T€HETHUYECKOE ONpeieseHue momia’?



