Bonpochl k 3aHATHSAM [0 MEAULIMHCKON '€HETUKE JIJISl MEUKO-
MpO(HUIAKTUYECKOTO JIeTa.

Tema 1 «CeMHOTHKA HACJEACTBEHHBIX 00Je3Hel. CocTaBjieHne POI0CTOBHOI)

1. Metomka ocMoTpa OOJILHOTO ISl BBISIBJICHUS HACIICICTBEHHBIX 3a00JIeBaHMIA?
2. IIpyHIMTBI UCTIONB30BAHUS KIMHUKO-TEHEAIOTUYECKOTO METO1a?

3. Meroauka cocTaBi€HUsI POJIOCIOBHON?

4. Kputepuu pa3InyHbIX TUTIOB HACJICIOBAHMS?

5. 3HayeHne KIMHUKO-T€HEATIOTHYECKOTr0 METOAA B KIIMHUYECKOH METUIIMHE?

6. XapaxTepHble npu3Haku cuHapomoB [layna, Mapdana, Pyounmreiina - TeiiOu, Ban-nep-
Byna, nelipodgubOpomarosa Pexnunrxaysena?

7. 3nauenue (HEHOTUITUIECKUX 0COOCHHOCTEH MpoOaH/Ia U €ro POJACTBEHHUKOB IS ONIPEACIICHUS
THTIA HacJaedOBaHUI?

8. [Ipn3HaKky xapakTepHbIE A1 ayTOCOMHO-PELECCUBHOIO THIIA HACIEAOBAHUS?
9. ITpu3Haku XapakTepHbIE JIJI ayTOCOMHO-IOMUHAHTHOTO TUIIA HACJIEIOBaHUA?

10. Kakne 0coOeHHOCTH POJOCIOBHOM YKa3bIBAIOT HA PEIIECCUBHBIN, CIEIIJICHHBIA C TTOJIOM THUII
HacJeaoBaHus?

11. YTo Takoe NeHETPaHTHOCTH?
12. Tlonsitue o rpynmnax pucka?

Tema 2 «XpoOMOCOMHBIE 00JIE3HH

1. OcHOBHBIC MCTOABI IOJIYYCHHUSA XPOMOCOM U CIoCcOOBI NX OKpaI_HI/IBaHI/IH?

2. IIpaBuna u TpeGoBaHMs K 0TOOPY MeTada3zHbIX IUNIACTUHOK JAJISl IPOBEACHUS XPOMOCOMHOTO
aHayus3a.

3. OcHOBHBIE IPUHLIUIIBI KJIACCU(PUKALIUU XPOMOCOM?
4. TlpaBumnbHbIe GOPMBI 3aMUCH PA3THUHBIX KAPHOTUIIOB?
5. ToHkoe cTpoeHue XxpoMocom?

6. OCHOBHBIC OTIIMYHS (KapI/IOJ'IOFI/I‘-IeCKI/Ie u KJII/IHI/I‘ICCKI/IG) aYTOCOMHBIX CHHAPOMOB 1
AHOMAJIMK B CUCTEME ITOJIOBBIX XpOMOCOM?

7. Knaccugukaryst ayToCOMHBIX CHHAPOMOB M @aHOMAJIMH B CHCTEME IOJIOBBIX XPOMOCOM?
8. IIpuHIMIIBI TMATHOCTUKU XPOMOCOMHBIX 00JIe3HEeH?
9. OcHOBHBIE KIMHUYECKUE TPOSIBICHUS XPOMOCOMHBIX O0JIe3HEH?

10. Cungpom Jlayna, DnBapca, [latay, [llepaemesckoro-Tepuepa, Knaitnadensrepa. [Ipudannst
BO3HUKHOBEHMUSI, KIIMHUKA, AMATHOCTUKA?

10. IToka3zanus JJI HallpaBJICHUA Ha UCCIICAOBAHUC TMOJIOBOI'0 XpOMAaTUHA U KapI/IOTI/IHa?



Tema 3 «HeoHaradbHblii cKpUuHUHT. [IpeHaTaabHAs JTHATHOCTUKA MOHOT€HHOM
ATOJOT M)

[a—

. ns yero HyxHa peHaTalbHAsl TUarHOCTHKA?

. Ha xakue rpynmsl 1easTCs METOIbI IPEHATATBHOM TUarHOCTUKA?
. MeTo1bl HEeMHBa3UBHOM JUArHOCTUKU?

. Cpoxu npoBeieHNsI CKPUHUHTOB OepeMEeHHON?

.1 CKPHUHUHI', KAKHMEC ITOKa3aTCJIN B HEIO BXOJAT, JJIA 4€TO OH Hy)KeH‘7

2
3
4
5
6. [l yero npeaHa3sHavY€H 2 CKPUHUHT OepeMeHHO?
7. HUIIT. Cytp nanHoro merona?

8. lHBa3uBHbBIE METOb! AMATHOCTUKH, CPOKH UX BBITIOJHEHUS?

9. HeonaranwHsiii ckpuHuHT. [lepeueHs 3a001€BaHI, CPOKU BBHITTOTHEHHS ?

Tema 4: «Opdannbie 3a001eBaHNS.)

[ToaroroBka u 3amuTa pedepara Ha BEIOpaHHYIO TEMY U IPE3EHTALU .

Tema 5 «MeToabl JJA00PATOPHON TMATHOCTHKH B MeIMIITMHCKON F'eHEeTHKE»

1. OCHOBHBIE METOBI TTOJTYICHHS XPOMOCOM M CITOCOOBI MX OKpaITUBaHUS?

2. IlpaBuna u TpeboBaHus K 0TOOPY MeTada3HbIX MIIACTHHOK TSI TIPOBEICHUS XPOMOCOMHOTO
againsza’?

3. [lmToreHeTHYECKU METOJ, UCCIICAOBAHUS?

N

. Cnexrpockonmyeckuii ananus (SKY') cyrb MeTo1a, ITIOCH 1 MUHYCHI?

5. TILIP, ITLIP Real Time cyTh METOMOB, IIFOCHI K MUHYCHI?

6. ITLP ITJIP® cyTs MeTO 1A, TITFOCHI © MUHYCBHI?

7. XpOoMOCOMHBI MUKPOMAaTpUUHbINA aHaimu3 (XMA) cyTh METO/Ia, TUTFOCHI U MUHYCHI ?

8. CekBeHMpPOBAHHUE HA YHIIAX CYTh METO/IA, IITIOCHI U MUHYCHI?

9. CexBenupoBanue 1o Canrepy, NGS cyTb METO0B, IUTFOCHI U MUHYCBI, B YeM paznuuue?
10. Tloka3zanus K MPUMEHEHUIO MACCOBOTO M CEIEKTUBHOTO OMOXMMHYECKUX CKPUHUHTOB?

11. OcHOBHBIE KaUECTBEHHBIE PEAKIUH, TPUMEHSIEMbIe B OMOXUMHUECKUX U TEHETUIECKUX
nabopaTopusx?

12. OcHOBHEIE MCTObI, TIPUMCHSACMBIC IIPU ITIPOBEACHUN MAaCCOBOT'0 U CCJICKTUBHOT'O
OMOXHMMHUYECKOTO CKpI/IHI/IHFa?

13. Kakum METOJI0M MEIUIIMHCKON T'€HETUKHU YCTaHABJIMBAKOTCS MOHOT'CHHBIC 3a00J1eBaHUs?
14. Kakue CYHIECTBYIOT MOJICKYJISIPHO-T'CHCTHYCCKUC MCTOAbI ,Z[I/IaFHOCTI/IKI/I?

Tema 6 «MoHOreHHBIE 00JIe3HID)

1. DTHONOTYSA U IaTOreHEe3 MOHOTEHHBIX 00JIe3HER?



2. Metomka ocMoTpa OOJILHOTO JIJISl BRISIBIICHUSI HACTICICTBEHHBIX 3a00JICBaHUIA.
3. Kpurepuu paznuyHbIX TUIIOB HACIEIOBAHUA?

4. Kitaccugukanuss MOHOTEHHBIX 00JIe3HEH?

5. OTnuuuTeNnbHbIC MPU3HAKK MOHOTEHHBIX 0OJIE3HEH?

6. lnarHocTHyecKkrue KPUTSPUHU OTICIBHBIX HO30JIOTHICCKUX (HOPM.

7. MeToer 00cneioBaHus TPOOaH/Ia U €ro POJICTBEHHUKAM IS ITOATBEPIKICHHS TUATrHO3a
MOHOTEHHOI 00J1e3HI?

8. ucnancepHoe HaOMIOCHUE 32 MPOOAHIOM C MOHOTE€HHOM 00J1€3HBI0?

Tema 7: «MyabTudakTOpUaIbHble 00J€3HH. 3AIHUTA POAOCIOBHOI»

1. Metoz onpenieneHNss COOTHOCUTEIBHOTO BKJIAa HACIEICTBEHHOCTU M CPE/Ibl B Pa3BUTHE
npu3Haka(kodpUIUEHT HACIETyeMOCTH)?

2. XapaKTepUCTUKN T€HETUYECKON CTPYKTYphI HOMYJISIUN?
4. ®akTophl, U3MEHAIOIINE T€HETUYECKYIO CTPYKTYpY NOMyIsun?

5. 3HaquI/Ie HOHYHHHI/IOHHO-FeHeTquCKHX I/ICCJ'IG)IOBaHI/Iﬁ B HpO(l)I/IJ'IaKTI/IKe HACJICACTBCHHBIX
OoJie3Hen?

6. OCOOEHHOCTH ITHOJIOTUHY U TTATOTeHE3a MYJIbTH(DAKTOPHAILHBIX HACIICICTBEHHBIX 00JIe3Hen?
7. 3amaun KITMHUYECKOW T€HETUKH MPUMEHHUTEIIBHO K MYJIbTH(AKTOPHUATHHBIM 00JIe3HAM?

8. O0mue yepThl MyIbTH(HAKTOPHUATIBLHBIX 00JIC3HEH ?

9. Ha xakue rpynmsl aensTcs MynbTH(HAKTOpUAIbHBIE 3200 IeBaHM?

10. Moaenu HacneaoBaHUS MyIbTU()AKTOPHATBHBIX 00sIe3HEH?



	Вопросы к занятиям по медицинской генетике для медико-профилактического дела.

