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CTpyKTypa BCTYNHUTEIBHOI0 3K3aMeHAa

®opma mpoBeieHusl -yCTHBIA onpoc. Pe3ynprar mo Omiietam OLEHUBAeTCs MO S5 OayIbHOMN
mikaie. MiToroBas oneHka BbICTABIISIETCS] KOMUCCHEN Ha OCHOBE OLIEHKH 3a KaX bl BOIIPOC.

OueHka ypoBHs 3HaHUI (0aJ1J1b1):

Kasxxip1it Bonmpoc o1lleHUBAeTCs M0 NATHOAIBHON LIKAJIE.
"OtaugyHo" — 5 6ayoB (Mo 5-6ayIbHOM mIKae);

"Xopomo" - 4 6amna (o 5-6ayTbHOM TIKaje);

"V nonerBoputenbHo" — 3 6auia (1o 5-0ayIpHOM 1IKae);
"HeynosnetrBopurenbho" - 0-2 6ama (mo 5-6amuipHoi mKane).

Kpurepun onenuBanus

bannet
OTBeT moHBIN 0€3 3aMedaHui, MPOJEeMOHCTPHUPOBAHO pabodce S
3HAaHUE MIpeIMeTa.
OTBeT NOJIHBIN, C HE3HAYUTEIBHBIMHU 3aMEUYaHUSIMU 4
OTBeT He MOJHBIH, CYIIeCTBEHHbIE 3aMeUaHus 3
OTBeT Ha NMOCTABJICHHBIN BOMPOC HE JIaH 0-2




Conepxanue

e[Ipenqmer, METOABI M OCHOBHBIE JTambl PAa3BUTUS TEHETHKH. DTUYECKHE MPOOIEMBI
TEHETHYECKUX TEXHOJIOTUH.

e Bxyan [".Mennens B pa3Butue reHetuku. 3akoHbl [.Menzens. Y ciao0BUs BBIIOJHEHUS
3akoHOB ['Menpaensa. OTKIOHEHHsS OT TUIUYHBIX YHMCIOBBIX COOTHOLICHUH (PEHOTHIHYECKHX
KJIACCOB MPU MOHOI€HHOM HAacJj€JOBAHUU (TUIIBI B3aUMOJEUCTBUS AJUIEJIBHBIX U HEAJUIEIbHBIX
I'€HOB, ICHETPAHTHOCTh, YKCIIPECCUBHOCTh, MHOKECTBEHHBIH aJUICITU3M U JIp.)

e XpoMOCOMHas Teopusi HaciaeAacTBeHHOCTH T.Moprana.

© XpOMOCOMHBII YPOBEHb OPraHM3alMU HACIEICTBEHHOIO Marepuanga. XpOMOCOMBI KaK
IpyNIbl CUEIUIEHUS TeHOB. [IpMHIUIBI MMOCTPOEHMSI T€HETMYECKUX M LUTOJOTMYECKHX KapT
XpPOMOCOM.

e MonekysipHbI YpOBEHb OpraHu3aluu reHetudeckoro matepuana. Crpoenue JTHK.

e ['eHOMBI, CTPYKTYypa F€eHOMOB (MUTOXOHAPUAIBHOIO, 3YKapHOT, IPOKAPHOT, YEIOBEKA)

el'eH: ompeneneHue, (QyHKIMOHAIBHAS CTPYKTYpa, SK30H-MHTPOHHAs OpraHU3aIlMs Y
AYKapHOT. AJbTEPHATUBHBIN CIUIAlCHUHT.

e ['cHETHKA KOJIMYECTBEHHBIX TpU3HAKOB. [lomnumepusi.

e Perukanus (TUNBL, MEXaHWU3MBI, JTambl, (QepMeHThl). OCOOEHHOCTH pEIUIMKALUU
XPOMOCOM IIPOKAPHUOT U IYKAPUOT.

e Tpanckpunuuss JHK y mnpokapuor u sykapuot: 3Tambl, (EepMEHTbl, I'€HETUYECKUH
KOHTPOJIb. AJIbTEPHATUBHBIN CIUIAMCHHT.

e OcHOBHBIE dTanmbl U (hepMeHTHl TpaHCiAuuu. OCOOEHHOCTH MpOIecca TPAHCIALUU Y
JyKapuoT. [ eHeTH4eCKui KO U €ro CBOMCTBA.

e PekoMOMHaIMsI: OCHOBHBIE BH/bl PEKOMOMHALIMM, MEXaHWU3MbI, MOJAEIH, (PEPMEHTHI,
OMOJIOTHYECKOE 3HAYCHHE (POJIb B SBOJIIOILINH).

e Pennaparus JIHK: ocHOBHBIE Tumbl penapanuu (KjiacCU(pUKalLKs), UX XapaKTepUCTHKA,
O6uonoruueckoe 3HaueHue. bonesnu, o0ycioBieHHble HapymeHueM penapauun JJHK.

e Bubl MU3MEHYMBOCTH M UX XapaKTepUCTUKU. Moaudukannonnas n3MeHunBoctsb. Hopma
peakuuu, Mopho3bl, (HEHOKOMHH.

e MyraionHass W3MeH4YMBOCTh. Kiaccudukanuu, XapakTepuUCTHKa W HOMEHKJaTypa
MyTaluui. ba3el TaHHBIX MyTaLHiA.

¢ Kitaccugukanust XpoMOCOMHBIX MyTaluil (mepecTpoek). XapakTepuCcTHKa TPAHCIOKAIHM
Y BO3MOJKHBIE TUIIbI TAMET Y HOCUTEJEH.

e['cHOMHBIE MyTallUM, MX XapaKTEPUCTUKA, 3HAUYECHUE IJIs DBOJIOLUUU U MAaTOJOIMH
4eJI0BEKA.

e ['eHHBIE MyTallUy, UX XapaKTEPUCTHKA, 3HAUYEHHUE JIJIsl SBOJIIOLUY U [1aTOJIOTUH YEJIOBEKa.

e lHyiMpoBaHHBI MyTareHes. XapaKTepuUCTHKa MyTareHoB. CpaBHMTEIbHBIM aHaIU3
O0COOEHHOCTE MOBPEXKAAIOMIETO AECUCTBUS XHMHUYECKUX COECIUHEHHM M pa3iIMuYHBIX BHJIOB
VMOHM3UPYIOLINX U3ITyYEHUH.

e CIIOHTaHHBIM MyTareHe3: 4acToTa, (hakTopbl, 3HAUEHHUE B 3BOJIOLUH.

e ['eHeTnueckuit KOHTPOJIb Haj CTaIusAMHU MHUBUAYAIbHOTO pa3BUTHS.
JuddepennnanbHas akTHBHOCTh TEHOB B OHTOT€HE3E.

¢ 3a/a4u ¥ BO3MOKHOCTH HOMYJISALMOHHON reHeTuku. [lomymsiuus (onmpenenenue). 3akoH
MOCTOSTHCTBA NMONyJsAuil. @akTophl NOMYISIIIMOHHON JUHAMHUKHU U UX POJIb B PACIpPOCTPAHEHUU
HacJIe/ICTBEHHBIX 3a0oneBaHuid. (3akoH Xapau-BaiinOepra 1 ycroBHs €ro BHIIIOJTHEHUS).

® OcOOEHHOCTH 4YeloBeKa — Kak 00beKTa FeHEeTHMUECKUX HCCIIEJOBaHMN. XapaKTepuCcTHUKa
nomymsiuuii yenoBeka. JleMbl U u3omsaTel. OTOOp M MUTpallMd B TOMYJALMSX 4YEJIOBEKa, HUX
3Ha4YeHHeE JUI IMHAMHUKHU TOMysSuil. AccopTaTuBHbIE Opaku U UX poJib B naTtosnoruu. KposHo-
poactBeHHbIN Opak. Koadduument nnOpuauura.



e CoBpeMEHHbIE METOJbl, NIpPUMEHSEMbIE [UJIi aHalu3a TreHoma. Bo3MoxHOCTH U
OTPaHUYEHUS UCITOIb30BAHUS.

e KapTupoBanue, moaxoabl U METOJbl. MeToabl KapTUPOBAHHUS T'€HOB HACJIEICTBEHHBIX
Oone3Hel.

e CyIIHOCTh METOA0JIOT MY T€HHON UH)KEHEPUHU.

e3HaueHWe TeHeTUKH i Meaunuubl. Kiaccubukanus U pacnpocTpaHEHHOCTD
HACJICICTBEHHOW MAaTOJIOTUU. ODNUAEMHOJNOTHsS HAcIeACTBEHHbIX Ooine3nel. [lomymnsumonHo-
CTATUCTUYECKUM METOJ] UCCIIEIOBAHUS, €r0 OIPAaHUYCHUS.

e Menenupyromue TMpU3HAKK 4YelloBeKa. [eHHble O0le3HH, UX OTHOJOTUS H
KJaccuukarms.

e['cHeTHUECKAasT TETEPOTreHHOCTh W KIMHUYECKHA MOJMMOp(HU3M  HACIEICTBEHHBIX
3a00JIeBaHUN YesioBeKa (JIOKyCHAsl U aJlielbHasi T€TEePOre€HHOCTh, HA IPUMEPE HACIIEACTBEHHBIX
0oJe3Hel HepBHOW CUCTEMBI, COeIMHUTEIbHO-TKAHHBIX IUCIUIa3uil, HapylIeHni 0OMEHa BEeIleCTB
i 1p. (Jro0as Ho3oJ0THYecKas rpyIa Ha BeIOOp oOyuatomierocs). [Tneiorpomnus.

¢ O0mrie TPUHLHUIBI JUArHOCTUKHM HACJEICTBEHHBIX 3aboieBaHuii yenoBeka. KimuHuko-
TE€HEAJOTHYECKU METO/: TMPHUHIUI, BO3MOXHOCTH, TPaHUIIBI TMpUMEHEHUs. Metoauka cOopa
uH(GOpPMAIIMK U COCTABIEHUS POJOCIOBHBIX. XapaKTEepUCTUKA TUIIOB HacienoBanus. [Ipumepsl
HACJICICTBEHHBIX OOJIE3HEH.

e biin3HenoBbIi MeTo1 uccaeaoBanus. [IpuHIMN npuMEeHEHUsI U OTPaHUYEHUS METO1a.

eMeroapl U3y4YeHUsT XpPOMOCOM uesjoBeka. lluToreHernueckuii Meron HU3y4deHUs
HACJIECTBEHHOCTH denoBeka. Knaccudukanus xpomocom. IlokazanHus ans uccienoBaHUS
Kapuotuna. MeroaoJiorusi.

® MoseKynsipHO-T€eHETUYECKUE METO b, IPUMEHSIEMBbIE JIJIs1 JUATHOCTUKH HACIEACTBEHHBIX
3a0oneBanuil yenopeka. CKaHUPYIOIIUE U CKPUHUPYIOLIUE METO/BI.

® MOJICKYIISIPHO-TEHETHYECKIE METOJIbI, OCHOBAaHHBIC Ha IMOJIMMOPPHU3ME TeHOMA, HX
MpUMEHEHHE.

o [[T[P, xapakTepuCTHKa U BO3MOKHOCTH TPUMEHCHMUSI.

e [Ipsamas u kocBeHHasa [JHK nuarnoctuka HacneaCTBEHHON NAaTOJIOTUH

eba3pl manHbIXx MyTanuid. MHQOpManMoOHHO-TIOMCKOBBIE TUATHOCTUYECKUE CHCTEMBI B
JIMAarHOCTUKE HACJIEICTBEHHBIX 3a00JICBaHUI YeTIOBEKA.

o [IpuHIIMTIBI TEpaNuy HACIEACTBEHHBIX 3a00JI€BaHUMN: 3aJa4l U TTPOOJIEMBI.

¢ O0m1ast XxapaKTepuCTUKa METOJI0B MPOQPHUIAKTUKHN HACIEICTBEHHBIX 3a00JI€BaHU.

e buoxumuueckne METOAbl B JAMATHOCTUKE HACJIEICTBEHHBIX 3a0O0NIEBaHUIN UeIOBeKa.
CxpuHUpYIOIIHE MPOrPaMMBbl: 33/1a4M U YCJIOBHS X BBINOJIHEHUS. XapaKTEpPUCTHKA MPOrpamMm
HEOHATAIHLHOTO OMOXMMHUYECKOTO CKpUHUHTa B Poccum.

e MenuKko-reHeTHYeCKoe KOHCYIbTUPOBAaHME: 3anaud W mpodnembl. DyHKIMKM Bpaya-
reHetuka. Opranusanus MeJMKO-TeHETHIeCKOH ciTy:k0bl B Poccum.

e [IpeHaTanbHbINl CKPUHUHT U TIpeHaTaJIbHAs TUAarHOCTHKA. VIHBa3MBHbBIE 1 HEWHBA3UBHbBIC
METO/bl MCCIIEIOBAaHUsA, HMX Xapakrepuctuka. llokazaHuss K NPOBEACHUIO TNPEHATaIbHOU U
MpEeANMIUIAHTAIIMIOHHON JUArHOCTUKH.

e Knaccudukarnuss npeHatanbHoW martosnoruu. Knaccudukarmus BIIP, mexanmsmbl ux
BO3HUKHOBEHUs, MpuMepbl. MeTosl mpodunaktrku BIIP, obmias xapakrepuctiuka. MOHUTOPUHT
Kak merox npodunaktuku BIIP.

e UucnoBsle HapylieHusa ayTocoM: curapom Jlayna, cunapom Ilaray, cunapom DaBapica
(9THONIOTHSA, TUTOTEHETUYECKUE BAPUAHTHI, KITMHUYECKAsi KAPTUHA, METObI JUATHOCTUKH).

¢ UucioBble HapymIeHHsI TTOJIOBBIX XpoMocoM: cuHapoM LllepermeBckoro-Tepuepa, cuaapoM
nomm-X, cuHapoMm Kiaiiadenprepa, momu-Y (3THOJOTHS, NHUTOTCHETHYECKHUE BapHaHTHI,
KJIIMHUYECKasi KApTUHA, METO/IbI IMATHOCTUKH).

® MUKpOIETICITMOHHBIE M MUKPOIYIUIMKAIIMOHHBIE CHUHIAPOMBI: OO0IIas XapakTEePUCTHKA,
npuMepsl Han0oJiee YacThIX CHHIPOMOB, OOYCJIOBJICHHBIX CTPYKTYPHBIMH HapyIICHUSIMU



XpoMocoM. bone3Hn reHoMHOro wuMmnpuHTHHra: cuHapom Ilpagepa-Bwuin, cunnpom
AHrenpMaHa.

e HacnencrBennsie Oonie3HM OOMEHa BEIIECTB: KiaccU(UKALuUs, IaTOTCHETHYECKUE
MexaHu3Mbl. Hapymiennss oOMeHa aMHUHOKHCIOT ((EHUIKETOHYpHsI, aTbOMHHM3M): KIMHHKA,
TEHETHUKA, TUAarHOCTHKA, JICYEHHE

e Hapymenune merabonusMa yrieBoJIOB: TJIMKOI€HO3bI (KJIMHUKA, TeHETUKA, TUArHOCTHKA,
JICYCHHE).

e Hapymenuss wmerabonmM3ma CTEpOHMIHBIX TOPMOHOB: IPUMEpPbl  HACJIEICTBEHHBIX
3a00JI€BaHUM, ITUOJIOTHSI, TATOTE€HE3. AIPEHO-TEHUTAJIbHBIM CUHIPOM.

e ['eHeTHKa cepAeUHO-COCYAUCTHIX 3a0oneBanuii. CeMeliHasi TUIIepX0JIeCTePHHEMHUSL.

e Hapymenust crpyktypbl U (YHKUIMHM HOHHBIX KaHaloB. MyKOBHCUMI03. DTHOJOTHS,
KIIMHUYECKasi KapTHUHA, IUarHOCTUKA, JICYCHHE.

e JIuzocomuble Oone3HH. MyKONOJIMCAaXapuao3bl: KIWHUKA, TEHETWKAa, JAWArHOCTHKA,
JIeYEHUE.

e [IepokcrcoMHble 00NIe3HU: KIIMHUKA, TeHETUKA, JUATHOCTHKA, JICUCHUE.

e MuTOXOH/ApHaNbHBIE  3a00ieBaHus:  Kiaccuukanus,  KIMHAYECKas  KapTHHA,
0COOEHHOCTH HaclleI0BaHUs, AMATHOCTHKA.

¢ Hacnencreennble 3a001eBaHusl KPOBU: TeMOBUINH, TeMOTIO0MHONATHH, MEMOpaHOTIaTUH
(KMMHMKA, TeHETHKA, TUATHOCTHKA, JICYSHUE)

e HacrenctBenHbie 0OJE3HM HEPBHOM CHCTEMBI: Kiaccudukamus. HepBHO-MbIICUHbIC
0OJIe3HU: HACIIEJICTBEHHAass MOTOpPHO-CEHCOpHast Heuponatuss 1A u 1X Tuma, cnuHaiIbHAs
MbieyHas arpodus I-1V tumna, mporpeccupyromias mbiieunas auctpodus Jromenna/bekepa:
KJIMHUKA, TEHETUKA, IMarHOCTUKA, JICUCHHE.

ebone3Hn »HKCMAaHCUU HYKIEOTHIHBIX IIOBTOPOB: T€HETUYECKUE XAPAKTEPUCTUKH H
O0COOCHHOCTH KIIMHUYECKOW KapTHHBI Ha KOHKPETHBIX IpuMepax (MUOTOHUYEcKas JUCTpodus,
xopes ['enTuHrTOHa, atakcus Opuapeiixa, CHHIAPOM (paruibHONU X-XpOMOCOMBI).

e 3aboneBanusi coeAMHUTENbHONW TkaHu. Cunapom Mapdana, cunapom Dnepca-/lanino.
Knunuka, renetuka, 1MarHOCTUKA.

eO0miasi xapakTepucTUKa OoOJie3HEH ¢ HaCJEJICTBEHHOM MpeapacnooKeHHOCTHIO,
MEXaHHU3MBbI pa3BUTHI. MOHOTEHHBIE U MOJUTEHHBIE POPMBI PEIPACIIONIOKEHHOCTH (CaxapHbIH
nuabet, OpoHXManbHasg acTMa, 00Je3Hb AJblreiiMepa, JaKTa3Has HEI0CTaTOYHOCTh, CUHIIPOM
XKunbbepa).

e OHKoreHeTuka. Teopruu BO3SHUKHOBEHHS 3JI0KAUE€CTBEHHBIX OMYXOJIEH.

e XapakTepuCcTuKa 3a7a4 (hapMakoIOTUUECKOM TE€HETHUKH. Tunuunabie
(dapMaKoreHeTHUeCKHEe NaTOJOTHYECKHE PEeaKLUu.

e XapakTepUCTUKa 337a4 SKOJIOTMYEeCKOM reHeTWkH. HacnencTBeHHO 00YCIIOBIEHHBIE
[aTOJIOTMYECKHE PeaKLMU Ha AeWCTBUE BHEIIHUX (DAKTOPOB: 3arpsi3HEHHE aTMOC(ephl, MUIIEBbIE
BEIECTBA, (hu3nyeckue (PaKTopsl.
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