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9. Iles1n 1 3aga4n y4eOHOM TUCHUIINHBI
IlessiMmu 0cBOEHUS yUeOHOM TUCLUIUIMHBL SABIISIOTCS:

IMOHUMAaHHEC POJIM HACJIICACTBCHHOCTH B OIIPCACIICHUHN 310POBbA U IATOJIOTHHU YCIIOBCKA, 06yquHe CTy-
ACHTOB IIPUMEHCHUIO 'TCHECTUYCCKHUX METOA0B B TMAarHOCTUKE 6OJ'I63HCI71, IIpUHIUIIaM JICUCHUA U HpO(l)I/I-
JJaKTUKH HaCHeHCTBeHHOﬁ MMaTOJIOrnuMr, a TaKXKC 3aJI0)KUTh OCHOBBI TCHCTHYCCKUX IMOJAXO0A0B ITPU PCIICHUN
3aJa4 HpO(l)eCCHOHaHBHOfI JACATCIIBHOCTH.

3agauu y9eOHOM JUCIIUILTAHBL:
- OCBOCHUE TEOPETUYECKUX OCHOB I'€HETUKHU;

- (hopMupoBaHKE 3HAHUI O pa3IMYHBIX KJIACCAX HACJIEIACTBEHHBIX 00JIe3HEH UeloBeKa, MEXaHU3MaX UX
Pa3BUTHUA U XapaKTepa HACIeIOBaHUS, KIMHUYECKUX MPOSIBICHUAX, OCOOCHHOCTSIX T€UEHHUsI, METOAax JH-
arHOCTHUKH, JICYCHUS U IPOPUIAKTUKY,

- OBJIAJICHHUEC MCTOJJaMU N3YUCHHA HACIICACTBCHHOCTH, BKJIIOYasA KJIMHUKOTSHEAJIOTHYECKHUM aHaIn3 JaH-
HBIX CCMCHHOI'O aHaMHE€3a U OIIPCACIICHUC THUIIA HACJICAOBAHHUA 60JI€3HI/I, OUTOTCHCTUYCCKUX, OHMOXHMHU-
YCCKUX U MOJICKYJIAPHO-T'CHETHYCCKUX METOJOB UCCIICAOBAHN,

- OCBOEHHE TEOPETUYECKHX 3HAHUN 00 OpraHu3anyy U QyHKIIMOHUPOBAHHH T€HOMA YeJIOBEKa B HOPME U
IIPY TTaTOJIOTUH, TEHETUYECKOW TeTePOreHHOCTH U KIIMHUYECKOM MOJIMMOp(H3ME HACIEACTBEHHBIX 00-
nes3neit, IHK-momumopdusme;

- 03HAKOMJICHHE C COBPEMEHHBIMH BO3MOKHOCTSIMHU M METOJaMHU, HAIIPABJICHHBIMH HA BbISIBIICHUE
HACJIEICTBEHHON MPEAPACIIONOKEHHOCTH K IIUPOKO PACIIPOCTPAHEHHBIM (MYJIbTH()AKTOPHUATBHBIM) 3a-
0O0JIEBAHUSIM;

- (hopMupoBaHKE MPEACTABICHUNA O MPUHLIUIIAX JICUCHUS U My TIX MPO(PUIAKTHKH HACIEICTBEHHBIX H
BPOX/ICHHBIX 3a00JI€BaHUM, BKJIIOUAsi M3yYEHHE METOIUYECKUX OCHOB U OPraHU3al[H MEIUKO-
reHeTU4YeCcKoi cyk0bl B Poccuiickoil denepanuu U oka3aHui 1Jis HallpaBJICHUs TALMEHTOB HA MEIU-
KO-TEHETUYECKOE KOHCYJIbTUPOBAHUE.

10. MecTto y4yeOHoi1 nucuunIuebl B crpykrype OOIL:

Vuebuas mucrniumba «OO01mas ¥ MEIUIM HCKas TeHeTUKa» OTHOCUTCS K 00s3aTenbHoN yactu biokal
«ductunnunel (Moaynu)» deaepanbHOro rocyAapCTBEHHOTO 00pa30BaTENbHOIO CTaHIapPTa BBICIIETO
oOpaszoBanus no cnenuanbHocT 30.05.02 MenunuHckas 6nodusuka (crennarucr).

11. Ilnanupyemblie pe3yJbTaTbl 00yYeHHs MO AUCHHUILUIMHE/MOAYJII0 (3HAHUSI, YMEHHs, HABBIKH),
COOTHECEHHbIE ¢ IVIAHUPYEMBIMH Pe3yJIbTATAMM OCBOCHHS 00pa30BaTeJbLHOM MPOrpaMMbl (KOMIIe-
TeHUMAMM) U MHAUKATOPAMM MX JOCTUKEHHS:

Kon | Hasanue xom- | Konu(sr) NuaukaTop(sl) [Inanupyemblie pe3yabTaTbl 00yUeHuUs
NIETEHLIUH
OIIK | Croco6en ucnons- | OIIK- | Mcnons3yeT ocHOB- | 3HaTh: OCHOBHBIE METOJbI TE€HETHYECKHUX HCCIe-
-1 | 30BaTh U IpUMe- 1.2 HBIE €CTECTBEHHO- JIOBaHUH JUISL PEIleHUs 3agad NpodecCHOHAIb-

HATH (yHIAMeH- Hay4HBbI € OHATHSA U | HOM JEATEIbHOCTH
TaJbHbIC U MPU- METOBI HCCIIeJ0Ba-
KJIaAHbIC MEIU- HUN Ipu pEeICHUN YMeTh: HCHONIb30BaTh METOABI TEHETHYCCKUX
IIUHCKHE, ecTe- npo(eCcCHOHANBHBIX | HCCISIOBaHUN ISl peleHus 3anad npodeccuo-
CTBCHHOHAYYHBIC 3a1a4 HAJIBHOH JeATeIbHOCTH
3HaHUA 1J1A I10CTa-
HOBKH U PCHICHUA BJ'Ia)IeTL: HaBbIKAMHU HCIIOJIBb30BaHUA MCETOIOB
CTaHJAPTHBIX U TeHETHYECKHX MCCIEAOBAHUN Ul PEIICHUs 3a-
MHHOBALIMOHHBIX J1a4 npoeCcCHOHATIBHOMN e TENbHOCTH




3amad npodeccro-
HaJbHOM JIesATENh-
HOCTH
OIIK | Crioco6eH BEISB- OIIK- | Ucmomp3yer paz- 3HaTh: OOIIYI0 XapaKTEepPUCTHUKY HACIEACTBEH-
-2 | IATH U OIICHUBATH 2.1 JINYHBIC TTOIXOTbI HBIX TaTOJIOTHIA
MopdodyHKIHO- JUTS OTIpEACTICHUS U
HaJbHBIC, (DH3HO- orieHKH MOpdo- YMeTh: COCTaBHTh MPOTpaMMy OOCIIEeTOBAHHS
JIOTUIECKHe (hyHKITMOHAT BHOTO, | MAIIMEHTOB Ha TPEIMET BBISBICHHUS HACIE-
(PM3HOIOTMYECKOTO | CTBEHHOM TMPEAPACIIONOKEHHOCTH K 3a00JieBa-
COCTOSIHHS Y TIATO- HUSAM
JIOTUIECKHX TIPO-
LIECCOB B Opranm3Me | BianeTh: HaBBIKAMU ITOCTAHOBKH IPOTHO33a M
YeIIOBeKa COCTaBJICHUsI TUTaHA O0CIIeOBaHUSI OOJLHOTO C
HAaCJIEACTBEHHOW MMATOJIOTHEN
OIIK | CrocobGen ompeze- OIIK- | Oprammsyer npoBe- | 3HaTh: MPUHIMIIBI, JTAlbl U COAEPIKaHUE MPaK-
-4 | IATH CTPATETHUIO U 4.1 JICHUE HAYYHBIX UC- | THYECKOTO MEIUKO-TCHETUYECKOTO KOHCYJIBTH-
po0IeMaTHKy CIIETOBaHMA, BKJIIO- | pOBaHUs OONBHBIX Pa3TUIHBIMHA BHIaMU HACIIEI-
WCCIIeIOBAHHN, Yasi BRIOOp IEeTH CTBEHHOU MATOJIOTHH
BBIOMpATH ONTH- ($hopMyIHPOBKY 3a-
MaJIbHBIE CIIOCOOBI Jla4, TUIAHUPOBaHUs, | YMETh: MHTEPIPETHUPOBATh MH(POPMAIIMIO O Te-
WX pelIeHus, Ipo- MO0O0p aIeKBATHBIX | HETHYECKOM  pPUCKE  Pa3BUTHS  Pa3IMYHBIX
BOJUTH CUCTEMHBIMN METOJIOB, COOp, 00- | HACJEACTBEHHBIX 0OJIE3HEH, OKa3bIBATh ITOMOIIIb
aHan3 0OBEKTOB paboTKy u aHaU3 KOHCYJIbTUPYEMBIM CEMbsIM B IIPUHATUU IIpa-
WCCIIeIOBAHMUA, TAHHBIX BAJILHOTO PEMICHUS 1O BOMPOCY BEPOSITHOCTH U
OTBEUaTh 3a IMpa- MOCNIEACTBAN POXKIEHUH B CEMBAX OONBHBIX
BUJILHOCTB M 000C- HACJIEICTBEHHOMN MaTOJOTHEN
HOBaHHOCTbH BBIBO-
JIOB, BHEJ[pEHHUE Bragers: HaBBIKAMH TIOCTAaHOBKH TIPOTHO32 W
MOJYYCHHBIX pe- COCTaBJICHHsI TIaHa 00cCIeoBaHUSI OOJBHOTO C
3yJIbTaTOB B MIpaK- HACJIEICTBEHHOM MaTOJOTHEN
TUYECKOE 3paBo-
OXpaHEHHUE
OIIK | CriocobeH k opra- OIIK- | Ilonumaer cym- 3HaTh: nabopaTopHbIE METOJBl JUATHOCTUKHU
-5 HU3AIUU U OCY- 5.1. HOCTH OMOXHUMUYE- HACJICICTBEHHBIX 3a00JIEBAHUN
IIECTBIICHUIO TTPH- CKHUX TIPOIIECCOB,
KJIaJIHBIX U IIpaK- MMPOUCXOAAIINX B VYMeTn: JAUarHoCTUpPOBaTh HACJICACTBCHHBLIC 3a-
TUYECKUX TIPOCK- KJIETKE YeIOBEeKa OosieBaHus
TOB M HHBIX MEPO-
NPUATUHA IO U3Y- Brnanets: mHTepmperanuel 1abopaTopHBIX Me-
YeHHIO0 Onodusu- TOJIOB TUATHOCTUKH HACJICICTBEHHBIX 3a00JIcBa-
YECKUX U UHBIX HUH
MIPOLIECCOB U SIBJIE-
HUH, IPOUCXOS-
IIUX Ha KJIETOY-
HOM, OpPTaHHOM H
CHCTEMHOM YypOB-
HJX B OpraHu3sme
YeIIOBEeKa
12. O6bem gucuMnInHbI B 3a4€THbIX egnHuyax/yac. — 9 /324 .

dopma NpomMeXXyTOYHOM aTTecTaLumm 3a4eT C OLleHKOM 5 ceMecTp, 3K3aMeH - 6 cemecTp

13. TpyaoemkocTb No BuAam y4yebHomn paboTbl

TpynoemMKocTb

Bug yuebHol paboTbl Bcero [lo cemecTtpam

Ne cemecTpa 5 Ne cemecTpa 6
AyanTOpHbIE 3aHATUA 214 102 112
B TOM Yucrie: | nekuuu 32 34 32




nabopartopHble 66 34 48
3aHATUSA
rpynnosasi 66 34 3
KOHCYyIbTaumst
CamocTosTenbHasi paborta 74 42 32
dopma NpomMexyTo4HOM aTTecTaLmm 36 36
WToro: 324 144 180

13.1. CopepxaHme QUCLUMIUHDI

Peanuzanms
paznena
JACTIUTUTAHB
HaumenoBanue pasnena
Ne i/m Copaeprkanue pasaena JUCHUTUTHHBI C TIOMOIIBIO
JUCTIATITIHBI .
OHJIAMH-
Kypca,
QYMK*
1. Jleknun
1.1 | BBeneHue B rEHETHKY [IpeamerT, 3axauu, METOJBI U OCHOBHBIE ATAIIbl CTAHOBIIC- | _
Hus TeHeTHKH. OCHOBHBIE MOHSTHS TEHETHKH: TeH, TeHO-
THUI, CHOTHII, TCHOM, aJlIeNb, AJUICJIbHBIC TCHBI, TOMO3H-
roTa, TeTepO3UroTa, JOMUHAHTHEIE U PEIECCUBHEIC TPHU-
3HAKH.
1.2 | Crpoenne JJHK Crpykrypa monekynsl JJHK, oTpaxarorias ee cBoricTBa _
KaK MaTEepPHAIILHOTO HOCUTENISI HACJIEICTBEHHOCTH.
1.3 | HacnencTBeHHOCTS sinepHas | L{uTonorudeckue OCHOBBI HacleACTBEHHOCTH. OCHOBHBIC | _
Y BHEsIepHas 3aKOHOMEPHOCTH HacjenoBaHus mpu3HakoB (mo ['. MeH-
nenro). XpoOMOCOMHAST TEOPHsI HACIIEICTBEHHOCTH. B3am-
MOJIeHiICTBHE T'€HOB.
1.4 | I'eneruka onpenenenus mo- | ['enernka mona. HexpomocoMHast HacleACTBEHHOCTb. _
na.
1.5 | Copemennoe npejcrasie- | Koaupopanue renernueckodt uHpopmarmu. COBpeMeH- | _
HUE O TeHE. HOE TIPEJICTABIICHUE O CTPYKTYpe U TUHax reHoB. OCHOB-
HBIE TONXOAbl K W3y4eHWIo0 (YHKIMH TeHOB. | eHeTnka
U INAIE 1005058
1.6 | M3MeH4YHBOCTbH TeHETHYE- HenacnencreenHast (Moau(uKaMoHHast) KI3MEHYUBOCTb. | _
CKOI'0 Marepuaa. Penapauuns nospexnenuit JJHK.
1.7 | [lytu mepemaum reHerwde- | lleHTpanpHas gorma MonekynspHon ouonoruu. Iyt me- | _
CKOH uH(popMaIMK B KJIET- | pelaud TeHeTUYeCKONH MH(POPMALIUU B KIIETKE.
Ke.
1.8 | Perymsamus skcnpeccun re- | OCOOCHHOCTH CTPYKTYPHOM OpraHu3alusi reHoMa MpoKa- | _
HOB. PHOT U 3yKapuoT. MoOWILHOCTh TeHOMa. MaTpu4Has ak-
THBHOCTb I'€HOB.
1.9 | Beenenue B MmemuiuHCcKyr0 | HampaBneHus: pa3BUTHS COBPEMEHHON I'€HETHKH, TCHETH- | _
reHetuky. OCHOBHBIE TIO- KM YeJOBEeKa, MEAUITMHCKON W KIMHHYECKOW TCHETHKH.
JIOKCHUSI ¥ TIOHSTHUS KITH- Hcropwust 1 posib OTEUECTBEHHBIX YUEHBIX B PA3BUTHH Me-
HUYECKON T€HETUKHU JMUUMHCKOWA TeHeTUKU. OCHOBHBIE ATalbl Pa3BUTHUS T'€HE-
TUKW 4enoBeka. [IpenMeT v 3ajjadyu MEIUIMHCKON TeHe-
THKHU. 3HAYUMOCTh MEIUKO-TEHETHICCKUX 3HAHUU B TIPaK-
THYEeCKOW pabore. MeCcTO MEIUIIMHCKOW TC€HETUKU B CH-
CTEeMe MEIUIUHCKUX M OMOJIOTHYECKUX 3HAHHA, B3aHMO-
CBsI3b MEIMIIMHCKON TCHETHKH ¢ APYTUMH HayKaMu. Poib
HACJIEACTBEHHOW TATOJIOTHH B CTPYKTYpPE HaceIeHUs,
MYKCKOT'O ¥ JKEHCKOTO OECTIIIO NS ¥ T.JT
1.10 | IlpuHIMOBI KIMHAYECKOM OO01Me U YacTHBIE acHEKThl HACJIEACTBEHHBLIX 3a00JeBa-




IIMarHOCTHUKH HACJIEACTBEH-
HBIX OO0JIE3HEN

Huil. [11eHoTpOonHOCTh AEHCTBUSI T€HOB, UX MHOKECTBEH-
HBII XapakTep MOpa)XXeHUsl MPHU HACIEACTBEHHOM MaToio-
ruu. IlepBuuHas u BTOopuyHas medorponus. Kinuauye-
CKHMH acCHeKT IUICHOTPONHH, CBSA3aHHBIN ¢ muddepeHim-
albHOW JMarHOCTUKOW CUHAPOMAJIBHOM W HECHUHIpPO-
MaJbHOM MaTOJIOTHH.

1.11

T'enom uenoseka. Hacnen-
CTBEHHBIN MaTepuai U ero
W3MEHYUBOCTh. MyTanuu u
HACJIEJICTBEHHAS TTATOJIOTHSA

OCHOBHBIE TNPUHLMIBI OPraHU3allMd IeHOMa YeJIOBEKa.
HacnencrBeHHast n3MeHUUBOCTh. THITBI TEHHBIX MYyTallHii:
MHUCCEHC- M HOHCEHC-MyTalluH, AeJeluH, AyOJHKaluy,
MHBEPCHM, MYTAllMM TUIA «CIABUTa PAMKU CUUTBHIBAHUSY,
CIUIAi-CHHIOBblE MyTanuu. MyTalud MHUTOXOHIpPUAIIb-
HBIX TEHOB KaK NPUYMHBI HACIECICTBEHHBIX OOJE3HEH.
«/luHamMuYeckue MyTaluu», WM 3KCHAHCHA HYKJIEOTH[-
HBIX TIOBTOPOB KakK NMPUYMHBI “HOBOTO’ Kjacca Hacjeln-
CTBEHHBIX Oousie3Hell. DPPEeKTb POTUTETHCKOrO MpOHC-
XOXKJICHUsI MyTalluii: TEeHOMHBIH MMOPUHTHHT, TEHHBIH M
XPOMOCOMHBI HMIPUHTUHT, OJHOPOAUTENbCKAs AUCO-
Musi. PazHooOpaswe TpoOsBICHWN TEHHBIX MyTaluid Ha
Pa3HBIX YPOBHSX (KIMHHYCCKHN, OMOXUMUYECKUH, MOJIe-
KyJsIpHO-TeHeTH4YecKuil). D¢ (deKThl MoCcTHATAIBHON pea-
JIM3alMU BO3JEHCTBHUSI MyTaHTHbIX T€HOB.

1.12

MeToabl JUAarHOCTUKU
HaCJIeICTBEHHBIX I1aTOJIO0-
T'Ud 4YeJIoBeKa

MeToapl AMAarHOCTHKM HACJIEACTBEHHBIX ITAQTOJIOTHM de-
JIOBEKa

1.13

XpOMOCOMHBIE OOJIE3HI

OO0mmas xapakTepuCTHKa XPOMOCOMHBIX OonesHelt. Mecto
XPOMOCOMHBIX OOJIe3HEH B CTPYKType HACIEACTBEHHOM
natonorud. Knaccudukanuss XpOMOCOMHBIX OOJIE3HEH.
XpOMOCOMHBII HUMIIPUHTUHT. MeTOapl AUArHOCTHKHU
XPOMOCOMHBIX OoJie3Hel. XapaKTepucTHKa KIMHUIECKOH
KapTHHBI Y HOBOpOXAeHHbIX. CrnenuduuHocTs "Habopa"
BPOXKJIEHHBIX IOPOKOB Pa3BUTHA U MOP(OTreHEeTHIECKUX
BapHaHTOB IPU XPOMOCOMHBIX Oose3Hsax. Mcxoapl xpo-
MOCOMHBIX 3a00JieBaHUil. Bo3MoOXXHOCTH Tepanuu u pea-
ownuTanuu OOJIBHBIX.

1.14

Hacnencrsennasie 60y1€3HU
oOmeHa. MoHoreHussie 00-
JIE3HU

OO011re BOMPOCH! STHOJIOTHH U TIATOT€HEe3a MOHOT€HHBIX
3a0o0seBannii. MexaHn3Mbl MIATOT€HE3a MOHOTEHHEIX 3a-
OoJIeBaHMIA: CIICIU(PUIHOCTD MYTaIlUH, MHO)KECTBEHHOCTh
META0O0JIMYECKHUX MyTeH, MHOKECTBEHHOCTh (DYHKITUH
OenkoB. Hacnencreennsie 6oe3an oomeHa. CoBpeMeH-
Has KiaccuuKaius, KpaTkasi XapakTepUCTUKA TPYIIIL,
TpyJIHOCTH Kinaccudukanuu. Cxema maroreHesa Hacle/-
CTBEHHBIX 00JIe3HEr 00MeHa, MeTa00IUUECKHE OJIOKH.

1.15

bone3nn ¢ HacnencTBeH-
HBIM TPEIPACTIONOKEHUEM.
T'eHeTHKA OHKOJIOTHYECKUX
3a00J1€BaHUi

MHoroo6pa3ue B3aMMOOTHOILIEHUH HACJIEACTBEHHOCTH U
CpeJibl B pa3BUTHH JIOOBIX BUIOB MaTojoruu. [loustue o
HaCJIEICTBEHHOH MPEApacoNoKEHHOCTH WIH MOJIBEP-
JKeHHOCTH. | 'eHeTryecKuii MoIMMOpQHU3M MOy IISLIHH.
OO0mast xapakTeprcTuKa MyJIbTH()AKTOPUATTBHBIX 3a00J1e-
BaHMi. | eHeTHKa HEKOTOPBIX (OPM 3710KAUECTBEHHBIX
3a0oneBannii. MOHOT€HHBIE 1 MYJIbTH()AKTOPHAILHO
00ycioBJIeHHbIE POPMBIL.

1.16

OO01vie MPUHITATIB JICYCHIS
HACJIEACTBEHHBIX OOJIE3HEH,
npoUIaKTHKA HACTIE -
CTBEHHOM ITaTOJIOTUN

OO01Ire MPUHITKTIBI B IOAXOBI K TePaiyl HacIeACTBEH-
HoIl martonoruu. CuMnromarudeckas Tepamnusd. [laTorene-
TUYECKOE JICUCHUE. DTUOJIOTMYECKAasl Teparus Hacae-
CTBEHHBIX OoJie3Hel. ['eHeTnko-nemorpaduueckue npo-
[IECCHI ¥ paCIPOCTPAaHEHHOCTh HACIIECTBEHHBIX 00Ie3-
Hell. Bunbl v HanpaBieHus NPO(UIAKTHKN HACIEICTBEH-
HBIX OOJIC3HEN: NIepBUYHAS M BTOPUYHAS PO(DUIaAKTHKA.

1.17

[IpruMeHeHne METOJI0B MO-

[IpuMeHeHue METOI0B MOJIEKYJISIPHOM T'€HETUKY IIPY 1a-




JIEKyJIAPHON TEHETUKHU TPH
JIMAaTHOCTHKY 3a00JIeBaHUI
YeloBeKa

THOCTHKH 3a00JICBAHHH UeJIoBEKa

2. JJaGopaTopHblie 3aHATHS

2.1 Brenenue B reHeTUKy -
2.2 | Crpoenune JJTHK -
2.3 HacnenctBennocts sinepHas | -
Y BHesIJICpHast
2.4 | T'eneruka onpegencuus no- | Onpenenenue nona ¢ nomoikto [P SRY u DAZ noky-
na. COB
2.5 | CoBpemMeHHOE TIpeACTaBie- | -
HHE O TeHe
2.6. | M3meHuYHMBOCTH reHeTHYC- Wnentuduranuss noauMophu3MOB B I'€HaX OTBETCTBEH-
CKOT0 Matepuaja HbIX 3a penapanuo JTHK.
2.7. | llytu mepenaun reHeTH4e- -
CKOH MH(OpMAIINU B KJIETKE
2.8 | Perymsamus skcnpeccun re- | @enon-xiopodopmusiii Mmeton Beiaenenue JJHK. Boime-
HOB. nernem JIHK c momomipio copOImoHHbBIX KOIOHOK. OOHa-
pyxenune Alu- noBropoB meronom [1LP. O6HapysxeHHe
hot-spot mytanuii ITL{P. Onpenencuue cpeaneit JTHHBI
texomep metomom [ILP. IlocTpoenne dhunorereTnaecKmx
nepeBbeB. OOHApY)KEHHUE U MpeICKa3aHie TPOMOTOPOB H
CaiTOB CBS3BIBaHMS TPAHCKPUIIMOHHBIX (pakTopoB. OO0-
Hapy>K€HUE CaiTOM METUIUpPOBaHus. MeTui-
crieniuranas IT1P.
2.9 BBenenne B MEIUIMHCKYIO | -
reHeTuky. (OCHOBHBIE IIO-
JIOXKEHUSI U TOHITUS KIH-
HUYECKON T€HETHKHU
2.10 | [IpuHIUIBI ~ KJIMHUYECKOH | -
JUAarHOCTHKH HaCIIeICTBEH-
HBIX O0JIe3HEH
2.11 | I'enom yenoBeka. Hacnen- -
CTBEHHBII MaTepHall U ero
M3MEHYUBOCTH. MyTauuu u
HacJIeJICTBEHHAs MATOJIOTUsl
2.12 | MeToapl TUarHOCTHKH OCHOBHBIE 3Talbl MPOBEJCHUSI KIMHUKOT€HEaIOrueCcKO-
HACJIEICTBEHHBIX MATOJO- ro obcnenoBanus. Cemuoruka. CHHIPOMOJIOTHYECKUH
THH 4eJoBeKa METO/I.
2.13 | XpomocomHbIe 60sIe3HI OCOOCHHOCTH KIMHUYECKUX MPOSBICHUH OTIEIBHBIX
XpOMOCOMHBIX cuHIpoMmoB: [layna, Ilaray, OmBapica,
"komraurero kpuka', Bombda-XwuprmxopHa, Illepemnies-
ckoro-TepHepa, Knaitndensrepa, Tpumio-X, moiIucoMun
110 Y-XpOMOCOME.
2.14 | HacnencteeHHble 00JIe3HU MonoreHHbIe 0OJIE3HH C YCTAaHOBJICHHOW TOBPEXKICHHON
oOMeHa. MoHoTeHHBIE 00- OmoxuMHuUYecKoi (yHKImer; OONe3HN ¢ HIASHTH(PHUIIIPO-
JIe3HH BaHHBIM ITPOAYKTOM MYTaHTHOTO IreHa
2.15 | Bone3Hu c HacleICTBEH- -
HBIM TIPEIPACTION0KEHUEM.
['eHeTHKa OHKOIOTMYECKUX
3a0oJeBaHuit
2.16 | O6mwue npuHIUIE NeueHuss | DopMbl TPOYUITAKTUIECKUX MEPOIIPHATHI: MEIUKOTeHE-

HACJIEACTBEHHBIX OOJIE3HEN,
npoUIaKTHKA HACTE -
CTBEHHOU MaTOJIOTUH

TUYECKOE KOHCYIBbTHPOBAHNUE; IIPEHATAIbHAS TUArHOCTH-
Ka; MacCOBbIE ITPOCEHBAIOIINE (CKPHHUPYIOILHUE) MPO-
rpaMMBbl; IEPUKOHIICTIIIMOHHAS TPOHIAKTHKE, "TeHEeTH-




geckas" aucnaHcepu3aIis HaceJIeHus (perucTpsl); oxpa-
Ha OKPY’KaIoIIeH cpellbl U KOHTPOIIh 32 MyTareHHOCTHIO
(haKTOPOB CPEIIBI.

2.17

YCJIIOBCKaA

IIpumeHeHne METOI0B MO-
JIEKYJISIPHON TeHETUKU TPU
JIMAaTHOCTHKY 3a00JIeBaHUI

Brinenenne JIHK u PHK. O6partnas tpanckpumius. [1o-
JUMepasHas 1enHast peakius. Dnexrpogopes. [P B pe-
albHOM BpeMeHH. [IoMCcK HyKIeOTHAHBIX MOCIe10BaTENb-
HOCTe# reHoB B cucteme Genbank. IToxbop mpaiimepos
o1 amiurdukanuy reHoB. Padota B cuctreme BLAST.
Baza nannsix Central Mutation & SNP Databases. ITouck
SNP acconmmpoBaHHBIME C BPOXKJACHHBIMH MATOJIOT FISIMH.
[TonGop mpaiimMepoB 1 SHAOHYKIIEA3 PECTPHUKIIHH IS
uacHTU(QUKAUY MyTaluil B rede. [IpuHIMN npoBeaeHus
mytareHHou [TLP-IT/IP®. Paspabotka Tagman 30H10B
JUTSE AASHTH()UKAIIAA MYTaIIi, ONTUMHU3AINS PEaKIINH,
OCHOBHBIE TPUHLIMIIBI TPOBEACHN aHanu3a. [loaroroBka
npo0 K NpOBEJEHUIO CeKBEeHUpOBaHus 1o CeHrepy.
Ouuctka npoaykra ITHP, nuruposanue JJHK B mnazmuny.
[MonroroBka nmpod k mpoBeaeHnto NGS ceKBEeHUPOBaHUS
Ha riatdopme lon tor-rent. AHaIN3 BBIXOHBIX JTAHHBIX.

13.2. Tembl (pasaenbl) AUCUUNNUHBI U BUAbI 3aHATUN

Buabl 3aHATUIN (KONTMYECTBO YacoB)
Ne HanmeHoBaHne Temsbl
['pynnoBble JlabopatopHble | CamocTosATENbHas
n/n | (pasgena) avcumniuHbl | Jlekuun Bcero
KOHCynbTaumm | paboTbl paboTta
1 | BBeneHue B FEeHETHKY 2 0 0 4 6
2 | Crpoenune JHK 2 0 0 4 6
HacnenctBeHHOCTS siepHas
3 A sep 4 6 0 6 16
1 BHEsACpHAs
Teneruka onpeaeineHus mo-
4 et 4 6 4 5 19
J1a.
CoOBpEMEHHOE NIPENCTABIIE-
5 p e 8 6 0 5 19
HUE O T'€HE.
M3MeHYUBOCTb FEHETUYE-
6 4 6 4 6 20
CKOT0 MaTepuaa.
[Tyt nepenaun reneTnye-
7 | yrmnepen 4 4 0 6 14
CKO¥ HH(pOPMAIIUHU B KIICTKE
Perynsnus skcnpeccuu re-
8 Y p 6 6 26 6 44
HOB.
BBe}:[eHI/Ie B Me[[I/IL[I/IHCKyIO
reHeTuky. OCHOBHBIE ITOJI0-
9 Y 4 0 0 2 6
JKCHUS U ITIOHATUA KIIMHNUYC-
CKOM I'€HETUKH
[IpyHUKIIBI KTHHUYECKOU
10 | gMarHOCTHUKM HACJIEICTBEH- 2 4 0 2 8
HBIX 00JIe3HEN
I"'enoM uenoseka. Hacnen-
CTBEHHBINM MAaTEpUal U €r0
11 P 4 4 0 2 10
W3MEHYHUBOCTh. MyTaluu u
HACJIEACTBEHHAS IMaTOJIOTUs
MeTo/ bl IUarHOCTHKH
12 | HacienCcTBEHHBIX MATOJIOTUi 0 4 6 4 14
yeJoBeEKa
13 | XpomocomHbie 00Jie3HH 6 4 3 5 18
Hacnencrsennsie 0oe3Hn
14 | o6mena. MoHOreHHsie 00- 6 4 3 5 18
JIE3HU
bone3nu ¢ HacneACTBEHHBIM
peapacnoiokeHueM. I exe-
15 | PeAP 6 4 0 2 12
THKa OHKOJIOTHYECKHX 3a00-
JIEBAHUH




OO01mye TPUHIIATIBT JICYSHUS
HAaCJIEICTBEHHBIX 00JIe3HEH,

16 4 4 3 6 17
npodunakTUka HaCIe -
CTBEHHOM IMATOJIOTHH
IIpumeHeHre METOI0B MO-

17 JEKYISIPHOU TeHETHKH np% 0 4 33 4 a1
JMHATHOCTHKHU 3a00JIeBaHUI
YeJIoBeKa
Ok3ameH 36
UTtoro: 66 66 82 74 324

14. MeToanyeckue ykaszaHusa Ans o0yyaroLWMXCA No OCBOEHUIO AUCLUNIIUHDbI:

CTyOeHTbl 3HaKOMSATCS C TEOPETUYECKMM MaTepumanoMm B npoLecce NeKUNoHHOro Kypca,
CaMOCTOATENBHO NpopabaTbiBalOT U YCBaMBaOT TEOPETUYECKME 3HAHUSA C UCMONb30BaAHNEM pe-
KomeHayemomn ydebHom nutepatypsbl, y4ebHO-MeToAnYEeCKUX Nocobuin CornacHo ykazaHHoOMY
cnvcky ( n.15).

OucumnnuHa peannayeTtcs ¢ NpUMMEHEHNEM ONCTAHLUMOHHbIX TeXHonormn. Ha nabopa-
TOPHbIX 3aHATUSX CTYAEHTbI MO0 MHAMBMAYANbHO, NMOO B COCTaBE Maron rpynnbl BbINOSTHAOT
nabopatopHyto paboTy.

B xoae BbinonHeHnsa nabopatopHbix paboT cTyaeHTbl NpMobpeTatoT HaBblk ObpaLLeHns
¢ buonornyecknmm obbektamm, nabopaTtopHbiM 060pyAOBaHMEM U MHCTPYMEHTaApPUEM, CaMo-
CTOATENbHO OCYLLECTBIIAIT SKCMNEPUMEHTbI, PETMCTPUPYIOT, aHANU3MPYIOT N MHTEPNPETUPYIOT
pesynbTaTbl reHeTU4YeCKNxX nccnegoBanunin. Pesynbtatel nabopaTtopHon paboTbl, BKOYasa He-
o6xoanmble pacyeTbl, 3aKNOYEHNS U BbIBOAbI, OTBETHI HA BOMPOCHI (3agaHns) ohopMAsIOTCS B
paboyen TeTpaam CTygeHTa B Buae otyeTta. B koHUe nabopaTopHOro 3aHATUA pesynbTaTthbl U
MaTepuanbl yyebHonccnegoBaTenbCckom paboTbl 4OKaAbIBaOTCA NpenogaBaTento, Npu Heob-
xogmmocTun obeyxaatotca B rpynne (oT4eT o nabopaTtopHoM 3aHATMKM). B cnyyasx nponycka
nabopaTopHOro 3aHATUS NO KakMM-NnBO NpuYnMHaM CTyaeHT 06s3aH ero CamoCcTOoATENbHO Bbl-
NONHUTb NOA KOHTPONEM npenogaBaTtens BO BpeMS NHONBMAYANbHbIX KOHCYNbTaummn. Tekylas
aTTecTaumsa obecnedunBaeT NPOBEPKY OCBOEHMSA y4eBOHOro maTepunana, npnobpeTeHnst 3HaHWi,
YMEHMI N HABbIKOB B NPOLECce ayauTOPHOM N caMoCcTosTeNbHOM paboTbl cTyaeHToB. Npu noa-
roTOBKE K TEKyLLen aTTecTaumm CTyaeHTbl N3y4atoT U KOHCNEKTUPYIOT PEKOMEHOYEMYIO NpPeno-
Aasartenem yy4ebHyto nuTepaTypy N0 TeMaMm NIEKUMOHHBIX 1 nabopaTopHbIX 3aHATUN, CaMOCTOS-
TEeNbHO OCBaMBAIOT MOHATUNHBLINA annapar, 3aKpennsioT TEOPETUYECKME 3HAHNS.

Tekyllas aTtTectaums aBnaetca obasartensHon, ee pesynbTaTbl OLeHMBalOTCA B 6annb-
HOW cUCTEME M NO peLleHnto kadeapbl MOryT ObiTb YyYTEHbI NPU NPOMEXYTOYHOW aTTecTaumm
obyuaromxca.

dopmMon NPOMEXYTOYHOM aTTecTaumm 3HaHUA, YMEHUIN N HaBLIKOB OBy4YaloLmnxcs aBns-
€TCS YCTHbIN 3a4eT C OLEHKON N 3K3aMeH.

OOy4eHune N1 ¢ orpaHNYeHHbIMU BO3MOXHOCTAMM 340POBbSA OCYLLECTBSAETCSA C y4ETOM
X MHAMBUAYAaNbHbIX NCUXO0(U3NYECKMX OCOBEHHOCTEN N B COOTBETCTBUN C MHAMBUAYANBHOM
nporpammon peabunuraumun. nsa nuy, ¢ HapyLeHNEM Criyxa Ha NEeKLMOHHbIX 3aHATUSX 1 nabo-
paTOPHbIX 3aHATMAX NPU HEOBXOAMMOCTM JONYCKaeTCa NPUCYTCTBUE aCCUCTEHTA, a Takxe Cyp-
AonepeBO4YNKOB M TUANOCYpAONepeBOAYMKOB. [IpoMexXyTouHasa aTTectauusa onsa nuy ¢ Hapy-
LEHMAMM Crlyxa NpOBOAMTCS B NMCbMEHHON hopme, Npy 3TOM MCMNOMb3YOTCA 0bLme Kputepum
oueHuBaHus. Npn He06Xxo0ANMMOCTU, BPEMS NOArOTOBKN Ha 3K3aMeHe U 3a4eTe C OLLEHKON MOXeT
ObITb yBENMYEHO. [1Nns Nyl C HapyLUEeHNEM 3peHnst AonycKaeTcsa ayamanbHoe npegoctaBneHne
MHpopmauumn (Hanpumep, C NCNONb30BaHNEM NPOrpamMM-CUHTE3ATOPOB Peyn), a Takke UCMosb-
30BaHME Ha NEKUMSIX 3BYKO3aNUChIBalLLNX YCTPOUCTB (OAMKTO(OHOB U T.4.). Ha NeKuMOoHHbIX
3aHATUAX U NTaBopPaTOPHbIX 3aHATUAX NP HEOBXOANMMOCTM AONYyCKaeTCsa NPUCYyTCTBUE accu-
cTeHTa. [lns nvy ¢ HapyLeHUs M1 OMOPHO-ABUraTeNbHOro annaparta YacTb 3aHATUIA MOXeT
ObITb peann3oBaHa AUCTaHLUMOHHO. Ha NeKUMOHHbIX 3aHATMAX M NabopaTopHbIX 3aHATUAX NPU
Heo6Xxo4MMOCTN JONYyCKaeTCs NPUCYTCTBUE accucTeHTa. [IpomMexyToyHasa aTTectaunsa ansa nuy,




C HapyLl

EeHNAMU ONOPHO-ABUIraTesibHOrro annaparta npoBoAnTCA Ha 06LLNX OCHOBaHMSIX, npu

HeobxoaMmMocTun npoueanypa aKk3amMmeHa MoXeT ObITb peann3oBaHa ANCTaHLUNOHHO.

15. Nepe4yeHb OCHOBHOW U AONONIHUTENILHON NUTEpPaTypbl, PECYPCOB UHTEPHET, HeobXxo-
AUMbIX AN OCBOEHUSA AUCLUNITNHDI

a) OCHOBHasd nutepartypa:

Ne /i Hcrounuk
Nure-Beutomor C.I'. ['eHeTnka ¢ ocHOBaMH ceNieKIuu: yueOHUK Juis ¢ty . By3oB / C.I'. MareBeuto-
1 moB —. CII6 :. U3x-8o H-JI, 2010. — 718 c.
2 Kypuanos H.A. I'eneTnka uenoBeka ¢ ocHoBamu obuieii renetnku / H .A. Kypuanos. — CII6.:
CroenJlut, 2009. — 192 ¢. — Pexxum poctyna: http://biblioclub.ru/index.php?page=book&id=105728
6) gononHuUTenNbHasa nuTeparypa:
Ne /o Hcrounuk
Wure-Beutomo C.I'. 'eHeTrnka ¢ ocHOBaMU celeKInu: yaeOHUK ais ctya. By3os / C.I'. MareBeuto-
3 moB —. CII6 :. Uzn-Bo H-JI, 2010. — 718 ¢. 2 Kypuanos H.A. ['eHeTuka uenoBeka ¢ OCHOBaMH 00-
mieit reaetukn / H .A. Kypuanos. — CII6.: CienJIut, 2009. — 192 c. — Pexxum noctymna:
http://biblioclub.ru/index.php?page=book&id=105728
4 Hukonaes A.Il. OcHoBsl nutosioruu u resetuku / A Il. Hukomnaes. — M.: U3n-o MI'TY um. H.D. ba-
ymana, 2011. — 39 ¢. — Pexxum noctymna: http://e.lanbook.com/books/element.php?pll id=52549
5 Aobpamosa 3.B. Ilpaktukym mo renetuke / 3.B. AGpamosa. — M.:. Arpornpomuszaar, 1992. -225 ¢
6 I'enetnka / B.M. BanoB [u 1p.]. — M.: Akamemknaura, 2006. — 638 c.
7 3amaun 1o COBpeMEHHOM reHeTuke: yaebnoe mocobdbue / B.M. I'mazep [u ap.]. — M.: K1Y, 2005. - 224
C.
8 Kapmanoga E.I1. [Ipaktukym no renetuke / E. I1. Kapmanosa, A.E. bonros. - [lerpo3aBoack: U3a-Bo
[etpl'Y, 2004. — 204 c.
9 Ietpl'Y, 2004. — 204 c. 7 Kinar Y. OcHoBbl reHetuxu / Y. Kitar, M.P. Kammunrc. - M.: Texuocdepa,
2007. — 896 ¢
10 Kopsixos [I.E. Xpomocomsl. Ctpykrypa u dyakiun / [I.E. Kopskos, U.®. )Kumynes. — HoBocnbupck:
Wzn-Bo CO PAH, 2009. — 258 ¢
11 Konnuer A.C. MonekymsipHas ouosiorusi / A.C. Konmues, I'.A. CeBactbsnoBa. - M.: Akagemusi, 2005.
—400 c.
B) MHPOPMALIMOHHbIE 3NIEKTPOHHO-00pa3oBaTenbHble pecypchl (odulmnanbHble pecypebl MHTEPHET)™:
Ne n/n Pecypc
11 Cant 6ubnunotekmn BI'Y. — Pexum goctyna:https://www.lib.vsu.ru
12 OBC «KoHcynbTaHT cTyaeHTa». — Pexum goctyna:http://www.studmedlib.ru
13 OBC «YHuBepcuteTckasn 6ubnmoTeka oHnanH». — Pexum goctyna:http://biblioclub.ru
14 Cant 6ubnuotekm BI'Y. — Pexum goctyna:https://www.lib.vsu.ru

16. NepeyeHb y4eOHO-MeTOANYECKOrO 0b6ecnevyeHus ans CamocTosiTelIibHOW paboThbl

Ne o/t HcTounuk

[IpakTukym o reneruke denoseka / B. H. Kamaes [ u ap.] ; mox o6m. pen. B. H. Kamaea ; Boponex-
15 9 N .

CKHI TOCYIapCTBEHHBIN YHHUBepcHuTeT. — Boponex : M3marensckuii jom BI'Y, 2019. — 206 c.

17. O6pa3oBaTefibHble TEXHONOrMu, UCNosib3yemMbie Npu peanusauuu y4yebHom aucuum-

NMVHbI,

BKNO4Yas OUCTaHUUOHHble o6pa3oBaTenbHble TexHonorum (OOT, anekTpoHHoe

obyueHue (30), cmewnaHHOe OOyyYeHue):

an/I peann3aunn ancumnniinHibl NCNOJIb3YKOTCA 3JIEMEHTbLI 3JIEKTPOHHOIO o6yqu|/|9|, AOncrtaHuun-

OHHbIE O

GpasoBaTernbHble TEXHOMOMMMU, LMEPOBLIE TEXHONOTUN

18. MaTepMaano-TeXHquCKoe obecneyeHne QUCLUMNIIUHI:

VYueOHas

ayJIMTOpUs Ui MPOBEIEHUS 3aHATUHN JIEKIIMOHHOTO THMA: CleNUaIu3upoBaHHas Mebelnb, Ipo-

extop ACER x115 H, HoytOyk Lenovo B590 ¢ B0O3MOKHOCTBIO IOAKITIOUEHHSI K ceTu « IHTepHEeT», JKpaH
HacteHHbIH Digis optimal, WinPro 8 RUS Upgrd OLP NL Acdme, OfficeSTD 2013 RUS OLP NL

Acdmc;




VYuebHas ayauTopus AJIs MPOBEICHHS 3aHATUH CEMUHAPCKOro ThMa (1a0opaTopHbIe 3aHATHS), AT MPO-
BEJICHUS TPYNIIOBBIX U MHAMBUAYAIbHBIX KOHCYJIbTALUN, TEKYIIErO0 KOHTPOJISI U MPOMEKYTOYHON aTTe-
CTalluu: crienuanu3upoBannas meoens, npoektop NEC V281W, skpan nactennsiii Digis optimal, HOyT-
O0yk Lenovo B590 ¢ BO3MOXHOCTBIO MOAKIIOUEHUsT K ceTh «MHTepHET», mKad ¢ BBITSHKHBIM YCTPOM-
CTBOM Maublii, MuKponeHTpudyrasoprexc "Mukpocnun" FV-2400, ammumdpukarop "Mastercycler
personal", mo3aTopsl, kKamepa sl TOPU30HTAIBHOTO AeKkTpodopesa, nentpudyra 5418 ¢ poropom, Tep-
MOCTaT TBepaoTenbHbId ¢ TaiiMepom TT-2-"Tepmut”, WinPro 8 RUS Upgrd OLP NL Acdmc, OfficeSTD
2013 RUS OLP NL Acdmc;

JlucruieiHpli KI1acc, ayAUTOpUs JJI IIPOBEICHHUs IPYIIIOBBIX U MHAUBUAYAIbHBIX KOHCYJIBTALMM, IIOME-
IEHHE JUISI CAMOCTOSITENILHOM paboTHI: CIEMaIn3UpOBaHHas MeOelb, KOMITBIOTEPhI (CHCTEMHBIH OJI0K
Intel Celeron CPU 430 1.8 GHz, mounuTtop Samsung SyncMaster 17) (12 mT.) ¢ BO3MOXHOCTBIO TOKIIIO-
uyeHus K cet «MHTepHEeTY;

KoMmnbrorepHslii Ki1acc, ayIUTOPUS U IPOBEACHUS IPYIIIOBBIX U HHAUBUYAIBHBIX KOHCYJIbTALUH, 110-
MELICHHE JJIsl CAMOCTOSTEIbHON paboThI: ClieHUAU3UPOBaHHAs MeOelb, KOMITBIOTEPBI (CHCTEMHBIN OJIOK
Pentium Dual Core CPU E6500, morutop LG Flatron L1742 (17 mT.) ¢ BO3MOXHOCTBIO TOIKITIOUEHHS K
ceru «MHTEpHETY);

KomMmrmbroTepHsIii Ki1ace, MOMEIIEHUE JUIsl CAMOCTOSTSIILHON paboThI: Crielnain3upoBaHHas MeOeib, KOM-
nbroTepsl (cuctemusiii 610k Intel Core i5- 2300 CPU, mouutop LG Flatron E2251 (10 mmt.) ¢ BO3MOKHO-
CTBIO TIOJIKITIOUYCHHUS K ceTh « HTepHEeTY;

[Tomemenue 7151 XpaHeHUs U NPOPHUIAKTUYECKOTO 00CTYKMBaHUS y4eOHOTO 000pyIOBaHUS: CIIeIHAIH-
3upoBanHas mebeinb, mpoekTop ACER x115 H, HoyTtOyk Lenovo B590 ¢ BO3MOXKXHOCTBIO TTOAKITIOYSHUS K
cetu «MuTepuer», WinPro 8 RUS Upgrd OLP NL Acdmc, OfficeSTD 2013 RUS OLP NL Acdmc

19. OueHo4HbIe cpeacTBa ANA NPOBeAEHUA TEKYLEeNn U NPOMEXYTOYHON aTTecTaumm

MopsiAok OUEeHKN OCBOEHUsi obyvarowmmucss y4ebHoro martepuana onpenensieTcsi co-
AepXXaHneM criedyLmx pasgenos AUCLUMIINHBIL:

No HaumenoBanue Kommerennusi(un) Wnpukatop(bl) mo- | OueHouHBIE — cpen-
n/m | pasnena AUCIHMIITHHEL CTHIKEHHUSI ~ KOMIIE- | CTBa
(MOI[YJ'ISI) TCHIIUHU
1 BBeneHue B reHETUKY OIIK-1 OIIK-1.2 Tect
2 Crpoenne JJHK OIIK-1 OIlK-1.2 Tect
3 Hacnencreennocts simepHas u BHe- | OITK-1 OIlK-1.2 Tecr
siIepHAst
4 ['eneTuka onpeseneHus mona. OIIK-1 OIlK-1.2 Tect
IIpakTnueckue
3aIaHM
5 CoBpemennoe mnpencraBienue o | OINK-1 OIlK-1.2 Tect
r'eHE.
6 H3mMeHunBOCTh TeHeTHueckoro wma- | OIIK-1 OIIK-1.2 Tect
TEpuaina. IIpakTnueckue
3aIaHK
7 [lytn mepemaum renermueckoil mH- | OIIK-1 OIlK-1.2 Tect
(dhopMaIuu B KJIETKE
8 Perynsimust sxcipeccuu TEHOB. OIlK-2 OIlK-2.1 Tect
IIpakTnueckue
3aIaHKs
9 Brenenmne B meaumuHckyio reHetu- | OIIK-1 OIlK-1.2 Tect
Ky. OCHOBHBIC TIOJIOKEHUS U TIOHS-
THSI KJIMHHYECKOH TeHETHKH




10 [puanuner kmuHWYeckod auarHo- | OIIK-4 OIIK-4.1 Tect
CTHKH HACJICICTBEHHBIX 00Jie3HEH

11 I'enom uenoBeka. Hacmencteennsiii | OIIK-4 OIIK-4.1 Tect
MaTepuail U ero U3MEHYHUBOCTh. My-
TallMK ¥ HACJICACTBEHHAS MAaTOJIOTHS

12 Meroapl  muarHoctukm — Hacnmen- | OIIK-4 OIIK-4.1 Tect
CTBCHHBIX [TATOJIOTHI YSIOBEKA

13 XpomocoMHBbIe 00JIe3HH OIIK-4 OIlK-4.1 Tect

Pedepar

14 HacnencrBennsie Oone3nu obmena. | OIIK-4 OIIK-4.1 Tect
MomnoreHHbIe 00JIe3HI Pedepar

15 Bonesnu ¢ nHacnenctBenneiM mpea- | OIIK-4 OIIK-4.1 Tect
pacrnojoxeHreM. | 'eHeTHKa OHKOJIO-
THYECKUX 3a00J1eBaHNi

16 OOmue mpuHNUIEL iedenus Hacnen- | OITK-4 OIIK-4.1 Tect
CTBEHHBIX OoJe3HeH, mpoduIaKTHKa Pedepar
HACJCACTBEHHOM MMATOJIOTHH

17 [Ipumenenne meromoB Mmonexymsip- | OIIK-5 OIIK-5.1 Tect
HOM TCHETUKU TPH JUArHOCTUKU [pakTHYecKHe
3a001eBaHUH YeIOBEKa 331aHHS

18 [IpomexyTrounas arrectanus GopMa KOHTPOIIS — 3a4eT C OLIEHKOH, SK3aMeH Kommuiekr  pasHo-

YPOBHEB bIX 33JIaHHI1

20. TunoBble OLEHOYHbIEe cpeacTBa U MeToAMYecKUue matepuanbl, onpegensowme npo-
LeAaypbl oLeHUBaHUSA

20.1. TeKyWwMn KOHTPONb yCreBaeMoOCTH

pa).

KoHTpornb ycneBaeMocTu No AUCLMNIIMHE OCYLLECTBNAETCA C MOMOLLbIO CrieayoLmX OLEHOUYHbIX
cpencTs:

Pedepar
Tect
MpakTnyeckue 3agaHus

MpumepHble TemMbl pedhepaToB

1. Knaccudpumkauma HacnegcreBeHHbIX 3abonesaHnini HEPBHOM CUCTEMBI.
2. Knaccundumkaums HacneacTBeHHbIX HEPBHOMBILLIEYHbLIX 3a00neBaHuM.

3.Xopest [eHTHHIToHa.

4. CnuHouepebennsapHble aereHepauun. bonesHb Ppugperixa.
5. Henpodunbpomatos PeknuHrayseHa.
6. X-cuenneHHas nporpeccupytolias moledHaa guctpodpua (bonesHs dioweHa, bonesHb beke-

7. HacnegctBeHHble nonvHeBponaTtun. bonesHs LWapko- Mapw.
8. HacnepgcteeHHble cnuHanbHble amnoTpodun (bonesHe BepgHura- Nodpdmana, bonesHb

Kyrensbepra Benangepa).

9. MNenaTo-UepebpanbHasa gereHepauus.

10. Atakcna — TeneaHrnoaktasms — 6onesHb Jlyn-bap.
11. HacnegcTtBeHHble HapyLeHns obMeHa aMUHOKUCIIOT. PEeHNNKETOHYPUN.

12. MnacteHus.

13. CvpyHrommenusa n cupmHrommenobynsous.
14. HacnencTBeHHbIE HApyLLEHUA NUNUOHOro obmeHa.
15. OpdhaHHble 3abonesaHust — bonesHb Nomne.




16. boneaHb ®abpu.

17. KnnHn4eckme n napaknmHmyeckne Metoabl ANarHOCTUKN BPOXKAEHHOW U HAacneaCcTBEHHON
naTonorunu.

18. Meaunko-reHeTUYEeCKOe KOHCYIbTUPOBaHME.

TpeboBaHNA K BbINOMHEHMIO 3a4aHUI (MK LWKanbl U KpUTEPUM OLIEHUBAHMS)
CtpykTypa pedepara:

. TUTYNbHbIN NINCT.

. OrnaeneHue.

. BBepeHwe.

. OcHoBHas 4acTb.

. 3akntoyeHue.

. Bubnmorpadunyeckun cnmcok.

. MpunoxeHus (npn HeobxognuMocCTHh).

NOoO Ok WN -~

Kputepumn oueHkn pedepara.
CTteneHb packpbiTUS CYLLHOCTU BOMpOCa: a) COOTBETCTBME NMnaHa Teme pedepara; 6)
COOTBETCTBME COAEPKAHUA TEMe U NraHy pedepaTa; B) NONHOTa U rnybuHa 3HaHMI NO TEME; T)

0b00oCcHOBaHHOCTb cnocoboB 1 MeTodoB paboTbl ¢ MaTtepuanoMm; e) ymeHune obobuwatb, genatb
BbIBOAbl, COMOCTaBNATb Pa3fnnyHble TOYKM 3peHnst N0 0gHOMY Bornpocy (npobneme).

O60CcHOBaHHOCTb Bbl60pa MCTOYHUKOB: a) OLIeHKa UCMNonNb30BaHHOM nnTepaTypbl: NpuUBIie4YeHbl

nn Haubonee n3BecTHble paboTbl MO TEME UcCnenoBaHus (B T.4. XXypHarbHble Nybrvkaumm no-
crnegHux neT, nocneaHue CTaTUCTUYEeCcKMe faHHble, CBOLKWN, CNPaBkn U T.4.).

CobntogeHne TpeGoBaHM K OOPMIIEHUIO: @) HACKONbKO BEPHO OMOPMIIEHbl CChINIKM Ha WC-
nonb3yemyto nuTepartypy, CMCOK NuTepaTypbl; 6) OLleHKa rPamMOTHOCTU U KyJbTypbl U3NOXeHUs (B

T.4. opdorpadryecKon, NyHKTYaUMOHHON, CTUIIMCTUYECKON KynbTypbl), BNageHne TepMUHONOrn-

en.

OueHka 5 - BbinosnHeHbl Bce TpeboBaHUsSi K HanUcaHUo pedepaTta: TeMa packpbiTa MNOMHOCTbLHO,
AaHbl NpaBuUIbHbIE OTBETbI Ha AOMOMNHUTENbHbIE BONPOCH.

OueHka 4 — OCHOBHbIe TpeGOBaHMFI K pecbepaTy BbINOJIHEHbI, HO UMETCA HETOYHOCTU B WU3J10-
XeHnn matepunana; oTCyTCTBYET Jiormd4eckaa nocrnenoBatesibHOCTb B Cy>XKOEHUAX; MMEKTCA ynyuleHnAa B
OCbOpMJ'IeHVIVI; Ha AonoJIHUTENbHbIEe BOMNPOCHI Npn 3allnTte AaHbl HEMNOJIHbIE OTBEThHI.

OueHka 3 — MMeloTCs CyLLLECTBEHHbIE OTCTYNIIEHUS OT TpeboBaHWn kK pedeprpoBaHuio. B vacT-
HOCTM, TEMa OCBELLEHA NULLIb YaCTUYHO; AONYLLEHbI (hakTuyeckue owmnbkm B cogepkaHum

pedepata unv npy oTBETE Ha AOMOSNTHUTENbHbIE BOMPOCHI.
OueHka 2 — pedhepat OTCyTCTBYET.

lMpuMepHble TeCcToBbIE 3a4aHUA

1. HaszosuTte rog poxaeHus reHetukn: a) 1865; 6) 1900; B) 1953

2. Hanuwmnte dopmyrbl FOMO3UIOT NO OAHON U ABYM MAPAM FEHOB .....cvvuverieeineieeinennnss
3. Bbiaenute Tnnbl HacneacTBEHHOW N3MEHUYMBOCTM.

a) MogudukaumoHHas; 6) KombrnHaTtneHas; B) MytaunoHHas; r) OHToreHeTu4eckas

4. Kak Ha3blBaeTCs MyTauusi, CBA3aHHAsA C HEKPATHbIM YMHOXEHMEM reHomMa Buaa?

a) AsTononunnoungus; 6) Annononunnongusi; B) AHeynnongms

5. Kak Ha3blBaeTcs XpoMocomHasi abeppauusi, CBsid3aHHasi C NMepeHOCOM y4YacTka OfHON XPOMO-
COMbI Ha

APYTYIO (HETOMOFIOTUMHYEO)? .ottt ettt et e e e eeaes

6. KTo aBnsieTca cosgatenem XpoMOCOMHOW TEOpUM HAacneaACcTBEHHOCTN?

a) T. MopraH; 6) I'. Mennep; B) fle ®pu3s; r) Y. CettoH m T. BoBepu

7. K KakoMy Tvny reHOMHOM MyTauum MOXXHO OTHECTU KapmoTun yenoseka 945, x?
a) AHeynnowuaus; 6) MNannongus; B) MNMonunnonauns

8. Kakon non aensieTcs romorameTHbIM y NTuL, n 6aboyvek?



9. lNMpu kakoM TUNe B3aMMOOENCTBUSA reHOB OAWH annenbHbli reH NogasnaeT gencTeue apyroro?

a) KogomuHnpoBanum; 6) loMrMHaHTHO-peLeccMBHOM; B) dnucrase

10. Kak Ha3biBaeTCcs HENPOSIBNIEHWE MYTaHTHOMO reHa Y HEKOTOPbIX ero HoCUTenen B Nonynauumn?

a) SkcnpeccuBHOCTb; 6) NeHeTpaHTHOCTb; B) JlTabunbHOCTb

11. Kak HasblBaeTCs opraHnsm, y KOTOPOro oTCyTCTBYET OHa XpoMocoma?

a) MoHocomuk; 6) Hynnucomuk; B) Tpucommk

12. Kak HasbiBaeTCcs CMHOPOM Yy YenoBeka C KOMMIEeKCOM MOMNOBbIX XPOMOCOM XXY?

a) Wepwesckoro-TepHepa; 6) KnanHdenbtepa; B) [kekobca

YkaxuTe, Kakov npu 3ToM eHOTUN — MYXXCKOM (F') NN KEHCKMM (D)2 ooveeneieiiiieeeeeeeenne

13. Y notomcTBa 60nbHbIX XOpeen eHTUHITOHa NPOUCXOAUT yBENUYEHNE Yucna TPUHYKNeoTna-
HbIX

NOBTOPOB, ycurneHue TsbkecTn 3abonesaHusa n 6onee paHHee ero nposieneHve. Kak Ha3biBaeTcs
37O

SIBIIEHME? .ottt et ettt

14. Ha3oBUTE OCHOBHbIE XapPaKTEPUCTUKN TEHETUUECKOTO KOLA. +.uvvenerineeraneareneananennnns

Kputepun oueHku:

«OTIIMYHO» BbICTaBNAETCA CTyAEHTY, ecnn oH HabupaeT 75-100 % oT MakcrmarnbHO BO3MOXHOMO
6anna 3a TecT.

«XOPOLLO» BbICTABNAETCS CTYAEHTY, ecnun oH HabupaeT 50-74 % OoT MakcumanbHO BO3MOXHOIo
Ganna 3a TecT.

«y00BNETBOPUTENBHOY» BbICTABNAETCS CTYAEHTY, ecnn oH HabupaeT 30-49 % oT makcumanbHoO
BO3MOXHOro 6anna 3a TecT.

«HEey0BNeTBOPUTENBbHO» BbICTABMNSETCA CTYAEHTY, ecnn OH HabupaeT meHee 49 % % oT
MaKcumMmarnbHO BO3MOXHOro 6anna 3a TecT.

Mpumepbl NpakTU4ecKoro 3agaHus

1. XKeHwmHa 42 net, 6epeMeHHOCTb 11 Hegenb. [NMpeHaTanbHbIA CKPUHMHI NEPBOro TpUMecTpa
©epeMeHHOCTM He BbIsIBUIT MOBLILLEHNE pUCKa poXaeHUst pebEéHka ¢ XpOMOCOMHOW naTtosfiornen. Tem He
MEHee, XEeHLLUMHa Xenana UCKMYnTb XPOMOCOMHbIe BGonesHn y Byayuwero pebeHka M HacTamBana Ha
npoBeAeHnN NnpeHaTanbHOW ANarHOCTUKM.

Bonpoc: KakoB Hanbonee 6e3onacHbin METOA UCKMIOYEHNA XPOMOCOMHbIX OonesHen nnoga B
nepvog BHyTpUyTpobHOro passmutuna?

2. Mpobang, manbumk 1 mecsu, 2-n pebEHOK y heHOTUNNYECKM 300P0BbIX poauTenen, 1-n pebé-
HOK — beHOTMNMYEeCKN 3a40poBasi AeBoYka. AHaMHe3 60ONe3HN - ANUTENbHOE KPOBOTEYEHMNE NOCTe B3si-
TUSI KPOBM M3 NSATKWU HOBOPOXAEHHOIO AN NpoBeaeHus ckpmHmHra Ha HBO. MonekynsipHoreHeTu4eckoe
nccnegoBaHue BbISBUNO MyTauuio MHBEPCUIO B UHTPOHe 22 reHa F8, B ¢Bs3M ¢ Yyem Bbina gnarHocTupo-
BaHa remodounua A.

Bonpoc: lNpegnonoxmnte TMn HacnegoBaHWs OaHHOW reHeTuyeckonm natonornn? KakoBbl pyckn
poXxaeHust ewé ogHoro 6onbHoro pebéHka B gaHHOM cembe? KakoBbl COBpPEMEHHbIE BO3MOXHOCTU Na-
©opaTopHOM reHETMKN NOMOYb 3TON Nape poauTb 340poBoro pebeHka?

3. Manbuuk 1,5 net, nepsbin pebeHoK 0T MoNoabIX 300POBbIX poautTenen. bpak HEpOACTBEHHbIN.
BepemeHHOCTb, poabl — 6e3 ocobeHHocTen. C poxaeHnsa — nynoyvHasi, naxoBas rpbbku, ¢ 1-x mecsueB
XWU3HW — pUHOAPUHIUT, 3a4epXKKka MOTOPHOMO, JOPEYEBOro N peY4eBoro pasBuTus, ¢ roga — HebonbLioe
NOMyTHEHMe porosuubl. PeHoTun: raprannuam (Makpouedanus, BbiNyknblA, HaBucarowmun nod, KopoT-
KWW, YNMOWEHHBIN C LUMPOKOW NepeHocuuen Hoc, TorcTble rybbl), rmasHoOn rmnepTenopusm, rycrble
XeCTKue BOMOoCbl, MMNepTpuxos, pedkve 3yObl. YKOpoYeHue TyrnoBuLla, KMOCKONMO3 cpeaHe- U HUX-
HerpyaHbiX OTAENOB MO3BOHOYHMKA, TYrOMOABWXHOCTb MPAKTUYECKM BCEX CYCTaBOB, KaMNTOAAKTUIMSA,
«KOITUCTasa KUCTb», rmnepTpodmyeckas kapamommonatus. XMBOT yBenuyeH, renatoMmeranusi, nynovHas
rpobka. 3agepka MCUXOMOTOPHOIO PasBUTUS U PEYEBOr0o Pa3BUTUS.

Bonpoc: Kakoe 3abonesaHne MOXHO 3anogo3putb?



4. Manb4uk 12 neT, eQUHCTBEHHbIN pebeHOoK OT MONoAabIX 300POBLIX poauTenen. bepemeHHOCTb,
poabl — 6e3 ocobeHHocTen. C poxaeHuUs — apaxHOOaKTUNNUS U TEHOEHUNS K YBENTMYEHUIO ANWHbI Tena, B
rog — AnarHoCTUpoBaH NoABbIBMX XpycTanuka; B 4,5 roga — cpopmupoBanuce kunesugHas gedopma-
UMs rpyaHON KNETKN U JONNXOCTEHOMENUS, K 7 rogam — BblsiBNeHa TeHOEHUMS K YBEeNUYeHUo guameTpa
aopTbl Ha ypoBHe cnHyca BanbcanbBsbl.

Bonpoc: Kakoe 3aboneBaHMe MOXHO 3anogo3puTb?

20.2. MpomexyToyHaa attecTauusa [pomexyToyHasa aTrectauusi NO AUCLMUNSIMHE OCY-
LecTBNAETCS C NOMOLLbIO CrieAyoLWUX OLeHOYHbIX CPEeACTB:

[MpomMexyToyHas aTTecTaums No QUCLMNIIMHE OCYLLECTBMASIETCA C NOMOLLBIO CrieayoLwwmx oue-
HOYHbIX CPEACTB:

KomnnekT pasHOypOBHEBBLIX 3a4aHWUN:

Bonpocekl K 3a4eTy C OLLEHKOM N 9K3aMeHY

MepeyeHb BONPOCOB K 3a4eTy C OLEHKOW

1. ctopust reHeTukn. OCHOBHbIE 3Tanbl pa3BuUTUA reHeTukn: oT MeHgensa o Hawmx gHen. Oc-
HOBHblE pa3feribl COBPEMEHHON reHETUKN.

2. MoHornbpugHoe ckpewmBaHme. NepBbin 1 BTopon 3akoH . MeHaens. Liutonornyeckmne ocHo-
Bbl pacwenneHus. NoHaTne AOMMHAHTHOCTU N PELLEeCCUBHOCTU, annenmama, roMmo- 1 reTepo3vroTHOCTW.
"eH, reHoTMN, beHoTUN.

3. OnrmbpugHoe ckpewmBaHme. Tpetun 3akoH . MeHaensi. KomOGnHaunoHHas n3aMeH4YnBOCTb U
€€ 3HayeHue.

4. TpurnbpuaHoe ckpelumBaHme. Paclennenune no peHotmny n reHotmny. MNpuHUMN ANCKPETHO-
CTW reHoTuna.

5. Tunbl B 3aMmMoaencTBus annenbHbIX reHOoB. PeLl,I/II'IDOKHOG, BO3BpaTHoOEe, aHannsnpywLiee
CKpelwinBaHmne n nx aHa4vyeHune.

6. HacnepoBaHue npu B3aMMOOeNCTBMM HeannenbHbIX FEHOB: KOMMEMEHTapPHOCTb, aNMcTas,
nonumepusa, NNernoTponua n MmoguduumnpyroLiee 4encTeme reHoB.

7. Onpegenenne nona. Tunbl XPOMOCOMHOIO onpeaernieHns nona. banaHcoBasi Teopus onpege-
nexHus nona. lNonoson xpomaTuH.

8. HacnepoBaHue npusHakoB, cuenseHHbIX ¢ nosioM. CoOTHOLWLEHWE NOSIOB B NPUpPoAE U 3Ha4e-
Hue.

9. 3akoH cuenneHus reHoB T. MopraHa. PacluenneHne y rubpugos npu cLenfneHHoM Hacneno-
BaHuUN. KpocrHroeep n ero aHavyeHme.

10. OCHOBHbIE NOMOXEHUSI XPOMOCOMHOW TEOPUN HACNEACTBEHHOCTH.

11. UuTonna3smartmnyeckasa HacneactBeHHoCTb. OCOBEHHOCTM HAacneAdoBaHUs Yepes nnactTuabl,
MUTOXOHOPUM.

12. OpraHmnsauus reHeTU4EeCKOro MmaTepuana y npokapuoT u aykapuoT. [MpocTpaHCcTBeEHHast opra-
HU3auus XpOMOCOM Yy yKapuoT.

13. NameHumBoCTb. Knaccudukauunsa namenunsoctn. KomobnHaumoHHasa n3ameH4YnBOCTb, Mexa-
HU3Mbl ée BO3HUKHOBEHUS 1 3HAYEHNe.

14. Knaccudpvkaunsa mytaumin. 3HavyeHne MyTaunoHHOM M3MeHYMBOCTU. ['eHHble myTauun. [MNpu-
YUHBbI U MEXaHU3MbI UX BO3HUKHOBEHWS, 3HAYEHNE.

15. MHOXeCTBEHHbI annenuam. MexaHnambl BO3HUKHOBEHUS, 3HA4YEHME U NMPUMEHEHNE

NMepeyeHb BONPOCOB K 3K3aMeHy
1. OnpegeneHne MegULNHCKON reHEeTUKN Kak Hayku. [NpegmeT n 3agadum MeguumMHCKON reHETUKMN.
KpaTkasa ncrtopus MeauuUMHCKON reHeTUKN. 3Ha4YeHNE reHETUKN ANst MeaULMHbI.
2. Knaccudmkaumna HacneacTBeHHbIx 6onesHern yenoseka. MNoHATME 0 MynbTUdaKTopUanbHbIX
3aboneBaHuNX.
3. OTmonorusa HacneacTBeHHbIX 6onesHen. Knaccudpumkaunsa mytauun. O6wme ocobeHHoCcTn na-
TOreHesa u CeMUOTUKN HAacnNeacTBEeHHbIX bonesHen.



4. MonekynsapHas guarHocTtuka. Metoabl. O6nactn npumeHeHus.

5. HenHBasnBHble MeTOAbI NpeHaTarbHON AMarHOCTUKU.

6. MIHBa3MBHbIE MeTOAbI NPeHaTarbHON AMarHOCTUKU.

7. XpoMmocoMHasi natonorusi. PacnpocTpaHeHHOCTb B nonynauun. FeHOMHbIe MyTaunn.

8. XpomMoCOMHble MyTaumun. Nx Buabl.

9. MNaroreHes3 n HOMeHKNaTypa KapuoTUMNOB XPOMOCOMHbIX 3aboneBaHUN.

10. CuHgpom KnanHdenbTepa. BapuaHTbl. PacnpocTpaHeHHoCTb. KnvHuka. NledeHune.

11. CuHapom Tpucommm no X-xpomocome. BapuaHThbl. PacnpoctpaHeHHOCTb. KnuHuka. JleveHue.
12. CuHgpomlepeluesckoro-TepHepa. BapmaHThl. PacnpocTpaHeHHoCTb. KnvHuka. JledeHne.
13. CuHgpom JayHa. BapnaHTtbel. PacnpocTpaHeHHOCTb. KnvHuka. JleyeHune.

14. CuHpowm lMatay n cuHgpom 3aBapaca. PacnpocTpaHeHHocTb. KnvHuka. JledeHne.

15. Knaccudmkaumns reHHbix 6onesHen.

16. [eHeTMYeckas reTepoOreHHOCTb U KIMHUYECKMI nonimmopdusm.

17. HacnegcteeHHble aedektol 0OMeHa yrnesogos. [anaktodemus. [aToreHes. [lnarHoctumka.
KnuHuka. JNleyeHwne.

18. edekTbl obmeHa aMMHOKUCIOT. PeHnnkeToHypus. AnbouHnam. Tunbl HacnegoBaHusa. Pac-
NpocCTpaHeHHOCTb. [JuarHocTtuka. KnmHuka. JledeHue.

19. HacnencteeHHble aedekTbl 0OMeHa nunuaoB. bonesHn Tea-Cakca, HumaHa-INuka, MNowe.
PacnpocTtpaHeHHocTb. [InarHocTtuka. KnuHuka. JleueHne.

20. HacnegctBeHHble gedekTbl OMocuHTe3a ropmoHoB. CuHgpom JloypeHca-MyHa-bapoebuans.
AfOpeHoreHuTanbHbI cuHApoM. PacnpoctpaHeHHocTb. AnarHocTtuka. KnuHuka. JleveHue.

21. HacnegctBeHHble gedeKTbl coeanHuTenbHom TkaHu. Cungpom MapdaHa. CuHgpom Onep-
callaHno. PacnpocTtpaHeHHocTb. dunarHoctuka. KnuHuka. JleueHume.

22. HacnencteeHHble 60ne3Hn cuctembl kKpoBu. 'emonutnyeckasa 60ne3Hb HOBOPOXAEHHbIX.
Memocpunusa A. PacnpocTpaHeHHOoCTb. [lnarHocTtuka. KnuHuka. JledeHune.

23. OcHoBbI NaToreHesa mMynbTUdakTopmanbHbix 3aboneBaHnin. 'eHbl NpegpacnonoXeHHOCTW.
HacneacTtBeHHble M HEHAcNeaCTBEHHbIE KOMMOHEHTLI MynbTUdaKTopmnanbHbixX 3aboneeannn. Hacneay-
€MOCTb.

24. YPOBHU U MeTOAbI NPOUNAKTUKN HACNeACTBEHHbIX BonesHen.

25. Llenb 1 3agayn MeauKko-reHeTMYECKoro KOHCYNbTMPOBaHUS. MNMokasaHusa Ans KOHCYNbTUpoBa-
HUS.

26. OTanbl MegUKO-TEHETUYECKOTO KOHCYNbTUPOBAHUS.

27. HemHBa3uBHble MeTOAbI NpeHaTanbHOM ANArHOCTUKMN.

28. NHBa3unBHbIE MeTOAbI NpeHaTanbHON ANArHOCTUKM.

29. Npodunaktuka HacrneacTBeHHbIX 6one3Hen Ha NOCTHaTarIbHOM YPOBHE.

IIpuMep KOHTPOJIbHO-U3MEPUTETHLHOI0 MaTepuaJia

YTBEPX/IAIO
3aBenyrouuii kageapoit
MEIULIUHCKUX AUCLIUIUINH
B.M.IIlep6akor
« » 2024 r

CrenmansHocTh 30.05.02 Memunuackas onodusnka

b1.0.49 O6mas n mequuuHckas reveruxka Kypc 3

®opma 00yueHHs: OUHOE
Bup arrecranum npoMexxyTouyHas
Bun xonTpOns 3auer
KoHTpoabHo-u3MepuTebHbIH MaTepuaa Ne 1

1. Cunnpom lllepemeBckoro-Tepuepa. Bapuantsl. Pacnpoctpanennocts. Knunuka. Jleuenue.
2. HenHBa3uBHBIE METO/IbI IPEHATAIBLHON JUATHOCTUKH.

[IpenonaBareins




KpuTepumn oueHku:

«OTNNYHO» BbICTABISAETCS CTYAEHTY, ECIN OH packpbiBaeT BONPOCHI MO Teme 6uneTta u
oTBe4YaeT Ha JOMNONMHUTENbHbIE BOMPOCHI.

«XOPOLLUO» BbICTABNAETCA CTYAEHTY, €CININ OH pacKpbiBaeT BOMpoCkl buneTa, HO He oTBeYaeT
Ha HEeKOoTopble A0MNONHUTENbHBIE BOMPOCHI.

«Y[OBMNETBOPUTENBHO» BbICTABMSAETCSA CTYAEHTY, ECINY OH OTBEYaeT GuneT No HaBoASLLUM
BOMPOCaM M HETOYHO OTBEYAET Ha AOMNONMHUTENbHbIE BOMPOCHI.

«HEeyOOoBNETBOPUTENBHO» BbICTABMNSIETCA CTYAEHTY, €CIIN OH He pacKpbiBaeT TeMbI MO
BOMpocaM GuneTa u He oTBeYaeT Ha JONONMHUTENbHbIE BOMPOCHI.

BbibpaTb NpaBunbHbIN OTBET:

1. Kakne HacneacTtBeHHbl 3aboneBaHnsa AMarHoOCTUPYHOTCA C NOMOLLbHO
LUMTOreHeTU4eCcKoro nccrnefoBaHns?

1) AyTOCOMHO-OOMUHAHTHbIE;

2) mynbTudakTopranbHble 3aboneBaHus;

3) 3aboneBaHnsa obmMeHa BELLECTB;

4) XpOMOCOMHbIe 3aboneBaHus.

2. Y Monogon XeHLWm Hbl HabntogaeTca Hegopassutne andHmkoB. ObHapyXeHa
Tprcomusi no X-xpomocome (kapnotun XXX). Ckonbko Teney bappa 6ynet HangeHo B
COMaTMYECKNX KneTkax?
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2) 3

3) 4

4) 2.

3. MyTauum B Kakmx reHax SBfsOTCA B NO4ABNAOWEM YUCne CriydYaeM SABASoTCA
NPUYMHOM HacneacTBeHHoW bone3Hn AnbLrenmepa

1) APP/PSENI

2) PARKIN/DJ1

3) p53/MDM2

4) VEGFR1/EGFR1

4. Kak Ha3blBaeTCs Kraccmyeckasi KnetovyHasa nuHus, kotopas bbina nonyyeHa ma
PaKoOBOW OMyXOSW LLENKM MaTKN N NCMOMb3YeTCs BO MHOXECTBE Hay4HbIX NCCea0BaHWU
B obnactu Guonorun n apmakonormum

1) MeTa

2) HeLa

3) LaLa

4)HaNa

5. MeTopa BbIsIBNEHNS TOYHOM NoKanuaaumm Toro Uim MHOro KNeTo4YHOro unm TKaHeBoro
KOMMOHeHTa Bnarogaps CBA3bIBAHMIO €ro C MeYeHbIMU aHTUTENaMN Ha3biBaeTCcs:

1) NMypP

2) CekBeHupoBaHve

3) immyHormctoxmmus

4) NOA

6. Kakne 13 nepeyncneHHbIX CMMNTOMOB SBSAIOTCH ANArHOCTUYECKMMU MPU3HaKamm
cuHgpoma MapdaHa:

1) yMCTBEHHasi OTCTaNoCTb, yBENMYEHME NEYEHN U Cene3eHku, obLias oucTpodus, KaTtapakTa;
2) mukpouedanus, MUKpodTanbMums, 4BYXCTOPOHHWE pacLLenHbl BepxHen rybbl 1 Heba,
CYHAAKTUNUA NanbueB Hor, AedekTbl MeXOKeNnygo4KOBOM Neperopoakm cepala, 3agepxka
NCUXNYECKOro pasBUTUS;

3) noaBbIBUX XpyCTanuka, Nopokn cepaua, BbICOKUA POCT, ANWHHbIE TOHKME Narnblpl,



BOPOHKOOOpa3Hoe BAaBneHne rpyanHbl;

4) ronybon UBeT CKnep, BPOXAEHHAs rnyxoTa, IOMKOCTb KOCTEW;

7. YKaxuTe BO3MOXHble BapuaHTbl UIBMEHEHU CTPYKTYPbl FeHETUYECKOro MaTepuana,
KOTOpble NexaTt B OCHOBE BO3HMKHOBEHNSA XPOMOCOMHbIX 6onesHen:

1) TpUcoOMUKN, HOHCEHC-MyTauUuK, geneunn;

2) HOHCEHC-MyTauumn, MUCCEHC-MYTaLMK, COBUM PAMKN CYMTbIBAHUS,

3) nHBEPCUN, MOHOCOMUK, CABUI PAaMKU CHUTbIBAHUSA FEHETUYECKOro Koaa;

4) gynnukauuu, TpaHcnokaumm, aeneumm;

8. YKaxuTe BO3MOXHble BapuaHTbl MI3MEHEHNN CTPYKTYPbl FrEeHETMYECKOro MaTepuana,
KOTOpbIE NnexaTt B OCHOBE BO3HMKHOBEHUSA 6onesHen obmeHa BeLLeCTB:

1) TpUcoMUK, HOHCEHC-MyTauUuK, geneunn;

2) HOHCEHC-MyTauumn, MUCCEHC-MYTaL MK, COBUT PAMKN CYUTbIBAHUS,

3) HBEpCUN, MOHOCOMUW, COBUI PAaMKU CHUTBIBAHUS TEHETUYECKOro Koaa;

4) pynnukauum, TpaHcrnokauum, aeneumu;

9. [1ns yTOYHEHUN anarHosa «tanaccemMmsy AononHUTeNbHO HeobXxo4MMOo NPOBECTH
nccnegoBaHue:

1) anekTpodopes dpakunmn remornobuHa;

2) onpegeneHne cogepxaHusa ButammHa B12 B cbiIBOPOTKE KpOBY;

3) onpegeneHue cogepxaHusa onaToB B CbIBOPOTKE KPOBMU;

4) onpepneneHne TpaHcdeppuHa B CbIBOPOTKE KPOBMW.

10. [Insa yTOYHEHNsa gnarHosa «CeprnoBuOHOKNETOYHast aHeEMNSA» He0bXo4MMO NPOBECTH
nccnegoBaHue:

1) oueHka meTabonunama xenesa;

2) onpegeneHne cogepxaHusa ButammHa B12 B cbiIBOPOTKe KpOBY;

3) nccnegoBaHune ¢ MeTabncynbOUTOM HaTPUS;

4) peakumsa Kymb6ea.

11. Noyemy muogmcTpochums [dioweHa npemmyLLecTBEHHO nopaxaeT Manb4YnKkoB?

1) MyTaHTHbIV reH HaxoamMTcsa Ha X-XPOMOCOME;

2) MyTaHTHbIN reH HaXOAUTCA Ha Y-XpOMOCOME;

3) HacneayeTcs N0 ayTOCOMHO-A0OMUHAHTHOMY TUny;

4) HacnepyeTcH N0 ayTOCOMHO-PELLECCMBHOMY TUMY.

12. Noyemy HekoTOpble 3aboneBaHusl, HacrneagyemMble N0 ayTOCOMHO-AOMUHAHTHOMY
UMY, Ha NPOTSHKEHUN MHOTUX NOKOSIEHUIN COXPAHAIOTCA B NONyNAunn?

1) aKTMBHOCTb FOMOSIOMUYHbIX FEHOB Y MHAUBMAA 3aBUCUT OT POSUTENBbCKOro nona;
2) nosiBNEeHMe HOBbIX MyTaLui y MOTOMKOB;

3) MmaHMdecTaumnss CUMNTOMOB NOCIE NOIOBOr0 CO3pEBAHUS;

4) pasHble KNUHUYECKNE NPOSIBIIEHMS.

13. K 60ne3HaM HakonneHns OTHOCUTCS:

1) HacneaCTBEHHbIN MUKPOCHEPOLMTOS;

2) MyKOB/CUMA03.

3) cuHapom Anepca — faHno;

4) mykononucaxapugos | Tuna (cuHapom Nypnepa);

14. Ana ngeHTudukaumm XpoMoCcoM UCMONb3YITCA cneayoLwne rnaBHble NPU3Haku:
1) BENMYNHA XPOMOCOM, PacrnonoXeHne LLeHTPOMEpbI;

2) pacnonoxeHue NepBUYHON NEPETSKKN;

3) Hanmune BTOPUYHOWN NEPETIKKM;

4) nonocartasi UCHEPUYEHHOCTb Npy AnddepeHLManbHOM OKpaLLMBaAHWUN.

15. B reHe n3amMeHuncs coctaB HECKOSbKMUX TPUMSETOB, HO, HECMOTPSA Ha 3TO, KNeTka
npoAorkana CUHTe3MpoBaThb TOT e 6ernok. C KakuM CBOMCTBOM reHETUYECKOro koga 3To
MOXeT ObITb CBSA3aHO?



1) yHMBEpPCanbHOCTbIO;

2) TPUNNETHOCTbLIO;

3) BbIPOXAEHHOCTbIO;

4) HenepeKkpbIBaEMOCTbIO.

16. MNpun pasroBope ¢ poaUTENAMU Bbl BbIACHUIN, YTO Y CEMENHOM Napbl POAUIICA CbIH,
6onbHoM remodunuen. [lanee Bbl yCTaHOBWMW, YTO POAUTENMN 300POBbLI, a AedyLuka no
MaTepuHckon NnuHum 6oneH remodunuent. Kakon tun HacnegosaHus y 6onesHn?

1) peueccuBHbIN, CUENMEHHbIN C NOSIOM;

2) ayTOCOMHO-peLLeCCUBHbIN;

3) OOMUHAHTHbBIN, CLENMNEHHbI C NONOM;

4) ayTOCOMHO-OOMUHAHTHbIN.

17. MNpun ocmoTpe pebeHka HabnoaaeTcs okpallMBaHNE CKIEP, CNU3UCTLIX 0O0MNoYek.
BbliicHEHO, UTO BblgeNsieTCca Mo4va, TEMHeoLwwasa Ha Bo3ayxe. [Npu ganbHenwmnx nabopaTopHbIX
nccnegoBaHUNAX B KPOBM M MoYve OOHapy)KeHa roMOreHTM3nHoBas KucrnoTa. Yto MoxeT GbiTb
NPUYMHOM AAHHOIO COCTOSIHUA?

1) anb6MHU3M;

2) ranakrosemus;

3) UMCTUHYpUS;

4) ankanToHypus.

18. PaccTosiHne mexagy reHammn B XpOMOCOME N3MEPSIETCS B:

1) 9K30HaXx;

2) mopraHvgax;

3) onepoHax;

4) HaHOMeTpax.

19. COBOKYNHOCTb XpOMOCOM COMAaTMYECKON KNETKN AaHHOro Bnaa:

1) reHoTun;

2) cbeHoTUM;

3) kapuoTun,

4) reHodhoHA.

PasBepHyTble OTBETHI:

- Kakon kapnoTtun noareepxgaeT gmarHos «nonmcoMmms X»?

- KoHblorauusa XxpoMocom - 3T0 coegMHEHNE ABYX FOMOSOrMYHbIX XPOMOCOM B MpoLiecce ...
- Kak HasbIiBaeTcs MmeToq penapauuun geyxuenovedHon JHK, nsobpaxeHHbli Ha npuBegeHHON
HUXe cxeme?
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- MpurotoBneHune GnbnuoTekn Ana cekBeHMpoBaHUsA TpebyeT 06a3aTenbHbI 3Tan KNOHanbHON
amnnudukaumn. Kakon ns tmnos MNUP ncnonb3yemblx 4ng KnoHanbHOM aminudunkaumnm nsobpaxeH Ha
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- BepemeHHon xeHwmHe 50-Tn neT, oTew, KOTOPON GbiN reMoUnMKoM, NPOM3BENN aMHUOLIEHTES
Ansa Toro, 4Tobbl onNpeaenuTb NoM NoAa, a TakkKe BbISIBUTb Y HEr0 BO3MOXHbIE XPOMOCOMHbIE aHOMa-
nun. Ho BblipacTUTb KynbTypy KNEeTOoK nnoga A58 KapuoTUnNMpoBaHUS He YAanocCh, 3TU KNeTku nornbnu.
[MoaToMy UMTOreHeTU4ECKME UccrnegoBaHNS MPULLIIOCh OrpaHMYUTbL onpedeneHnemM nNoroBoro XxpomMaTu-
Ha. YCTaHOBMNEHO, YTO KIETKM Nrofa He coaepxaT norioBoro xpomaTtnHa. CnegyeT fiv Ha 3TOM OCHOBa-
HUN peKOMeHAoBaTb NpepbiBaHNE GEPEMEHHOCTN?

- «MeponeHHble» annenbHble BapnaHTbl reHa NAT2 o6GecneunBatoT BbICOKMIA PUCK OCITOXKHEHWI

npu nevYeHnn kakoro 3aboneBaHua?

- N'en GSTM1 npyHMMaeT y4yacTme B UHAKTUBALMK YEero?

- MpenndpyTOBLIN COK MOXET Bbi3BaTb CEPbE3HbLIE HEDONAronpuaTHble NOBGOYHLIE peaKkUuun Ha

nekapcTBeHHbIE cpeacTBa Npu nonumopduame:

- Mpwn NpoBeaeHnnN reHeTUYEeCKoro NccrnegoBaHns Noga Bbl 0OHAPYXKUNK Aeneunto KOPOTKOro

nneya 5 xpomocomsl. Kakoe 3aboneBaHne 3TO MOXET BbI3BaTb?

- B monekyne JHK cymma ageHvHa 1 ryaHyHa paBHa CyMMe TUMUHA U LIMTO3UHA, NpU4em Konu-
YeCTBO afleHMHa BCeraa paBHO KONMMYECTBY TUMMHA, a@ KONMYECTBO ryaHUHa — KONMYECTBY LIUTO3UHA.
Tak hopmynupyeTcs npasuno:

- MonapHoe cbnmxeHne roMoNorMYHbIX XPOMOCOM U NepenneTeHne nx XxpomaTng HasblBaeTCs:

OTBeT — KoHbloraums

- YKkaxute bopMyIry KapuoTuna My>XYnHbl Npu cuHgpomMe [dayHa.

- Mepeuncnute oCHOBHbIE KOMMOHEHTLI A npoeeneHus MNUP. Kakon komnoHeHT obecneunBaeT
cneunduyHocTb MNUP.

- MNepeyncnnTe OCHOBHbIE 3Tanbl 3KCNEPMMEHTaNbHOro NCCNEeAOBaHNS, KOTOPble HEOBX0aUMbI
ANsi OLEHKWN YPOBHSI 3Kcnpeccum reHoB. Kak HasbiBaeTcst Npubop, C MOMOLLbIO KOTOPOrO OLeHNBAETCS
YPOBEHb 3KCMPEeccun reHoB?

- Mocne cekBeHnpoBaHusl No MmeToay CaHrepa Gbina nonyyeHa cneaytowlas HykneoTuaHas no-
cnefoBaTenbHOCTb:

200 210 220
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YKaxuTe, B KaKOM MOSNOXEHUN U Kakas MyTaLus COAEPXUTCH, ecnn pedepeHcHas
nocnegoBatenbHocTb cneaytowasn: 200 TGAGTGGCAGCCGGGAGCAGG 220

- B cembe nmeetcsa pebeHok 5 neT ¢ yMCTBEHHOW OTCTanoCTbio, MUKpoLedanuen, « MblLUMHbIMY
3anaxom, NoBbILWEHHbIM TOHYCOM MbILUL, CYOOPOXHLIMU 3NUENTUOPMHBLIMU NpunagKkamMu,
cnabown nurMeHTaumnen KoXxmn n Bonoc:

a) kakoe 3aboneBaHne MOXHO NPeanoNoOXNTL?

b) kak nocTtaBuTb AnarHo3?

C) KakoBa BEPOATHOCTb NOSABMNEHMSI B 3TON CEMbe crneaytoLlero pebeHka ¢ Takon xe
natonornen?

d) Kakve meToabl NpeHaTanbHOM ANAarHOCTUKN MOXXHO NPUMEHUTb AN YCTaHOBIEHUS 9TOM
HacneaCcTBEHHOW nNaTonornm?

- B monogon cembe poanncs pebeHokK, nfiay KoToporo HanoMmMHaeT Kowwavbe MsiykaHbe. [pu o6-
paLLleHUn B MEONKO-TEHETUYECKYHO KOHCYNbTaunto y pebeHka obHapyxunm nyHoobpasHoe nuuo, Mbl-
LLIEYHYIO TMMOTOHMIO, MUKpOoLedanuio, KOCcornasune, HA3KO pacnonoXeHHble AedPOPMUPOBaHHbIE YLLHbIE
PaKOBWHbI, 3a4ePXKY NCUXNYECKOro pasBUTUS:

a) Kakoe 3aboneBaHNe MOXHO NPennonoXnTb?

b) kakme meToapbl crnegyeT Ucnonb3oBaTh 4515 NOCTAHOBKM AnarHosa?

C) KaKow MpOrHo3 ganbHenLwen xxmn3HecnocobHocTn aToro pebeHka?

d) kakne meToabl NpeHaTanbHOM ANarHOCTUKM creayeT NPUMEHUTb AN BbISIBIIEHUS

3abonesaHua?

- Bawa 3apava paspabotatb MeToq naeHtTugmrkaumm natoreHHon Mytauum (OgHOHyKNneoTuaHas
3amMeHa) 1 NPOBECTU LUMPOKUIA CKPUHUHT HaceneHus Ha Hanuyne aTon mytaumu. Kakon metop Bbl BblGe-
pute 1 novemy?

- Bam Heobxoanmo pasgenntb pparmeHTbl HK, ncxoas ns nx anvHel. Kakon metop Bbl Bblibe-
pete ang atoro? Kakow npuHuun pasgenenus doparmeHToB HK y atoro metoga?

- Bam HeoBxogummo paspabotate MeToa ngeHtTudunkaumm natoreHHorn SNP mytaumm ¢ noMoLLbHo
MUP-NAP®. MNMepeuncnute oCcHOBHbIE 3Tanbl Npu pa3paboTke Takoro MeTtoaa.

- N3BecTHO, 4TO Hanuune myTauun B reHe HER2 koppenupyeT ¢ arpeccuBHbIM NpoTekaHnem 60-
nesHu paka xenyaka. MytaHtHas annenbs reHa HER2 He conepXut cant pecTpukuuu aAng sHOOHYKe-
asbl pecTpukumm Ahll, Torga Kak B HopMarnbHOW annenu oH npucytcteyeT. Ykaxute Homepa HER2 no-
NOXUTerbHbIX NAUUEeHTOB Ha OCHOBaHWUN arekTpodoperpamMmmel nonydeHHorn nocne MNUP-MNMAOP® ananus.

- Manbuuk B BO3pacTe 2 Mec., MOCTYNuI B CTauMoHap C Nogo3peHnemM Ha Hanmyune BpOXK4EHHOro
nopoka cepgua (AMXTI). Mama xanyeTca Ha nnoxon anneTut pebeHka (B Bece 3a nepBbI MecsL, nNpu-
©aBun B YeTbipe pasa MeHbLLE HOPMbI), OTCYTCTBME MKcaumn B3rnsaa, Yactoe 6eCnokoncTBo u nnau.
AHamHe3: pebeHokK OT TpeTben 6epeMeHHOCTH, NPOTEKABLLEN C FEeCTO30M, MHOroBoanem (mame 28 ner),
BTOPbIX POAOB B CPOK (NepBble pOAbl 3aKOHYUNNCH POXAEHMEM 300pOBOM AeBoYkKn). Macca Tena npu
poxaeHun 2130 r. Ha nckyccteeHHoOM BckapmnmaHumn. OcMoTp: gonuxouedanuyeckasa oopma yepena,
MUWKPOreHUs 1 MMKPOCTOMMS!, KOPOTKME TNasHble LWenun, CTomMbl C BbiAatoWwencs NSTkon 1 NpoBmcatoLL MM
CBOAOM, NynoYHas rpbbka. MbilleyHasa runoToHus, NpU3Hakn ancnnasmm TasobeapeHHbIX CyCTaBOB.

1. MNocTaBbTe NpegBapuTenbHbIA AnarHo3. Yem xapaktepuayetca gaHHoe 3aboneBaHune?
2. KakoBa 4acTtoTa ero BCTpe4aemoctun?

3. Cpeam kakoro nomna BcTpevyaeTcs vawe?

4. Kakne aHomanuu passuTtua npu gaHHom 3abonesaHun Bol 3HaeTe?

5. Kak gnarHoctnpoBatb JaHHoe 3aboneBaHue?



- Ha akcnepTunay noctynuna kpoBb pebeHka 1 npeanonaraeMoro otua Ans yCTaHOBMEeHUst OTLOB-
cTBa. Bam HeobxoauMo NpoBECTU reHeTUYECKMIN aHanu3 Ha yctaHoBneHve otuyoscTea. Onuwure no-
cneposaTenbHOCTb Aencteui. Kakon ydactok HK aHanunsmpyetcs n novemy?

Kputepun oueHuBaHums:

OTnunyHo — cTtyaeHT Habpan 80% OT MakcumanbHOro Konnyectsa 6annos 3a TecT U
pa3BEpPHYTble OTBETHI U BbiLLE

Xopowlo - cTyaeHT Habpan 60-79% oT makcumarnsHoro konuyectsa 6annos 3a TeCcT u
pa3BEpHYTble OTBETHI

YOoBneTBOpUTENbLHO - CTyAeHT Habpan 45-59% oT makcnmanbHoro konmyectsa 6annos
3a TeCT 1 pa3BEépHyTble OTBETbI

HeynoBneTBopuTENnbHO - CTyAEeHT Habpan 44% n MmeHee OT MakCMMarbHOro Konu4ecTea
GannoB 3a TECT 1 pa3BEPHYTbIE OTBETHI

Komnnekt ®OC ana npoBeaeHUA AMarHocTu4yeckux padéot npeacrasneH B OOI.



