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9K3aMeHbI 1, 2
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1. HEJIX OCBOEHUSA JUCIIUITJINHBI

1.1{OcBoeHue TeopeTHyecKuX 3HaHUH 1 (HOPMUPOBaHME IPAKTUUECKUX HABBIKOB 110 crienuanbHocTy "JlaboparopHas
reHeTHKa', HeOOXOAUMBIX B MIPAKTHUECKOH IEATENPHOCTH Bpaya - Tab0paTOPHOTO TeHETHKA [T PEIeHUS
JUArHOCTUYECKHUX, NPO(UIAKTUIECKUX, 00pa30BaTeNbHbIX U IPOCBETUTENBCKUX 3a4a4, IPEyCMOTPEHHBIX
KBaTH()UKAIMOHHBIMH TPEOOBAHHUAMH, IPEIBSIBISIEMBIX K Bpady — 7a00paTOPHOMY T'€HETHKY.

2. MECTO JUCHHIIJIMHBI B CTPYKTYPE OOII

Huka (pa3gen) OOITL: bl1.b

2.1|TpedoBaHus K NpeIBapUTEIbLHO MOATOTOBKE 00y4aIOIIEroCs:

2.1.1|ITaTonorus

2.2 Ill/lCIII/ll'lJ'II/ll-lLl H MMPAKTUKH, VI KOTOPbIX OCBOCHUE JAHHOM U CIUTIITHHBI (MO)]y.]'lil) HEeo0XO0UMO KaK
npeamecTByriiee:

2.2.1|Vcnionp30BaHUE COBPEMEHHBIX KOMITBIOTEPHBIX MPOTPAMM B TEHETHKE

2.2.2|MenuupHa Ype3BbIUANHBIX CUTYyAIIHN

2.2.3|MopdodyHKIHMOHATEHAS XapaKTEPUCTUKA OPTaHOB U CHCTEM OpraHH3Ma YeJIOBeKa

2.2.4|IlepconuduipoBaHHas MeIMLUHA

2.2.5|IIponsBosacTBeHHAs (KJIMHUYECKas) IPAKTUKA

2.2.6|TToaroToBKa U cjaya rocyJapCTBEHHOTO 3K3aMEHa

3. KOMIIETEHL[IA OBYYAIOILETOCSl, ©°OPMUPYEMBIE B PE3Y.JILTATE OCBOEHUS AUCLIUTLIUHBI
(MOZYJIST)

VYK-1: ['0TOBHOCTBIO K a0CTPAKTHOMY MBIILIEHUIO, AHAJIU3Y, CHHTE3Y

VYK-2: [0TOBHOCTBIO K YNIPABJIEHUI0 KOJLUIEKTUBOM, TOJIEPAHTHO BOCIIPUHUMATH COLMAJIbHbIE, ITHHYECKHUE,
KOH(pecCHOHATbHBIE U KYJIbTYPHbIE PA3IHYUS

YK-3: ['0TOBHOCTBIO K Y4aCTHIO B NeAarornyeckoii AesiTe IbHOCTH M0 MPOrpaMMaM CpeAHero 1 BbICIIEero MeIuIHHCKOT 0
00pa30BaHHs WM CPEHEr0 H BhICIIEro (hpapMaleBTHYECKOr0 00pa30BaHNs, a TAKKe MO JA0NOJTHUTEIbHbIM
npodeccHoHAILHBIM MPOrpaMMaM sl JIMI, MMEIOIIMX cpeaHee MpodeccHoHaIbLHOE WM BhicIee 00pa3oBaHue, B MOPsAKe,
YCTaHOBJIEHHOM ¢eepaabHBIM OPraHOM HCIOJTHUTENLHOI BIACTH, OCYIIECTBISIIOIIUM (PYHKIUHU MO BHIPAGOTKe
rocy1apCcTBEHHON MOJMTHKH U HOPMATHBHO-TIPABOBOMY PEryJMpPOBaHUIO B cdepe 31paBOOXpaHeHUs

IK-2: I'oToBHOCTH K NPOBeIEHHI0 NPO(PHIAKTHYECKHX MEAMIUHCKUX 0CMOTPOB, AUCIIAHCEPH3ALMH H OCYIEeCTBICHUIO
JAMCIAHCEPHOT0 HAGIIOEHNS 32 30POBbIMHM U XpoHnveckumMu GonbHbiMu (ITK-2);

IIK-3: '0oTOBHOCTDH K NMPOBeIEHNIO MPOTHBO3NHUIEeMUYECKHUX MePONIPUSITHIi, OPraHM3aIUH 3aIllMTHI HaceJIeH!s B 04arax 0co0o
onacHbIX HHGEKIU, NP YXyIIIeHUN PATUANHOHHOH 00CTAHOBKH, CTUXHITHBIX 0€ICTBHSX U HHBIX Ype3BbIYaHbIX
CUTYaIUAX

IIK-4: 'oToBHOCTH K NPHMEHEHHIO COLHAIBLHO-TUTHEHUYECKUX METOANK cO0pa M MeIUKO-CTATUCTHYECKOr0 aHAJIH3a
uH(OpPMaLHM 0 MOKA3aTeJISIX 3I0POBbS B3POCJIBIX U MOJIPOCTKOB

IIK-5: I'oToBHOCTH K ONpe/ieJIeHHI0 Y NAIMEHTOB NAaTOJI0THYeCKHX COCTOSIHMIi, CHMIITOMOB, CHHIPOMOB 3200JIeBaHMii,
HO30/10THYecKUX (opM B cooTBeTCTBHM ¢ MekayHapOIHO| CTATUCTHYECKOI Kiaaccupukanueii 6o1e3Heil u npodJiem,
CBSI3AHHBIX €O 310POBbEM

ITK-6: roToBHOCTb K IPUMEHEHUIO TUATHOCTUYECKHUX JIAGOPATOPHBIX FreHETHYECKHX METO0B UCCIe0OBAHUN U
HHTepIpeTalHH UX Pe3yJIbTATOB

MK-9: I'oToBHOCTH K Y4YaCTHIO B OIICHKE KAYeCTBA OKAa3aHUA MeAUIMHCKON MOMOIIM ¢ MCI0/Ib30BAHHEM OCHOBHBIX MeTUKO-
CTATHCTHYECKHX MOKAa3aTejei

B pe3yabTaTe 0cBOCHMS AMCHUIIJIMHBI 00yYaOLIMiics q0/KeH

3.1|3nare:

311 3aKOHOJATCIIbCTBO Poccutickoit CDez[epauHI/I 110 BOIIpOCaM OpraHU3alluu MeﬂHKOFeHCTH‘IeCKOﬁ IIOMOIIIY HACCIICHUIO,

3.1.2 TIPUHIOUIIBI COHPIaJ'IBHOﬁ T'UTI'UCHBI, 6I/IOCOI_[I/IaJ'II>HI>Ie ACIICKThI 310POBbS U 60J'I63HI/I, OCHOBBI MeHI/IHHHCKOﬁ OTHUKHU U
JCOHTOJIOTUHA B Me,Z[PII.[PIHCKOﬁ TCHCTHUKCE,

3.1.3|o0mrie Bompockl OpraHu3aiiy MEJUKO-TEeHETUYECKOM CITYKObI;

3.1.4|meTopl TPOPUIAKTUKY BPOKIEHHON M HACIIEICTBCHHOM MaTOJIOTHH;

3.1.5|mpuHIMIIBI 1 TOKA3aHHS JUIS IPOBEICHNUS IIEPUKOHICIIIIMOHHON PO(QUIaKTHKY;

3.1.6|0011He TPUHIMITEL K OCHOBHBIE METO/IbI KITMHUYECKOM, HHCTPYMEHTAIBHOHN U TAOOPaTOPHOW TUArHOCTHKH ITeHETHYECKUX
3a00JICBaHNI;




3.1.7

OpTaHM3aIMI0 HEOHATAIFHOTO CKPUHHMHTA Ha (DEHUIIKETOHYPHUIO, THIIOTHPEO3, aAPEHOT€HUTAIBHBIN CHHIPOM,
raJlaKTO3eMHI0, MyKOBUCLUI03;

3.1.8

OpraHu3alMIO IPEHATAIbHON AMAarHOCTUKU HACJIECTBEHHBIX OOJIe3HEH U peHaTalbHOr0 CKPUHUHTA HA BPOXKICHHbBIE
MIOPOKH PAa3BUTHS M XPOMOCOMHBIE OOJIE3HH;

3.1.9

06H.II/Ie TIOKa3aHWsA I IPOBEACHUA HPEHaTaHLHOﬁ JUAarHOCTHUKH, 3HAYCHUC HPEHaTaﬂbHOﬁ JUAarHOCTHKH B CHHOKCHUUN
YPOBHA HACJIeACTBCHHOMN U BpO)I(Z[eHHOfI IIaTOJIOTHH,

3.1.10

3(1)(1)6KTI/IBHOCTI> IporpaMm MaCcCOBOI'0O CKpUHHUHI'A B CUCTEME l'[pO(i)I/IJ'IaKTI/IKI/I HAaCJICACTBCHHBIX 3a6OHeBaHHﬁ;

3.111

COBPEMCHHYIO Knaccn(bm(aumo, 9THOJIOTHI0, NIAaTOICHE3 HACJICICTBCHHBIX 60H63Heﬁ;

3.1.12

MIPUHIMIIBI pacyeTa IIOBTOPHOTO FeHETHYECKOTI0 pUCKa IIPY MOHOTEHHOW IaTOJIOTHH, XPOMOCOMHBIX OOJIE3HSX,
MYJIbTH()AaKTOpHATBHBIX 3a00I€BaHUIX, KDOBHO-POACTBEHHBIX Opakax M MyTareHHBIX BO3/ICHCTBUAX;

3.1.13

IIPUHOMUIIBI JUCTIAHCEPU3AIN ITAHUCHTOB 1 ceMei ¢ HaceACTBEHHOM naTonomeﬁ, TIOA03PCHNEM HAa HACJICACTBCHHBIC
HapYHICHU UK NX HOCUTECIILCTBO,

3.1.14

3(1)(1)6KTI/IBHOCTI) FeHEeTUYECKOMU na6opaTopH0171 JHUArHoOCTUKH,

3.1.15

NPUHOUIIBI U YPOBHU MOHUTOPHUHTA BpO)I(Z[éHHOfI u HaCJ'Ie)ICTBeHHOﬁ aTOoJIOTHH,;

3.1.16

06H.Iy}0 TCHETUKY, MOJICKYJIAPHBIC U HUTOTCHECTHYICCKUE OCHOBBI HACIICACTBEHHOCTH,

3.1.17

MEXaHU3Mbl MyTarcHe3a: XUMHUCCKHH, pauallHOHHbIH, OMOIOTHUCCKHIA,

3.1.18

TIOKa3aHus K MPOBCACHUIO HUTOICHETUICCKOT'0, MOJICKYJIAPHOUTOICHETUICCKOI'0O, MOJICKYJIAPHO-T€HETHYICCKOI'O U
OMOXMMHYECKOTO O6CJIC,I{0B3HI/IH JUI pasiInIHbBIX KaTeFOpI/Iﬁ TMaITMCHTOB,

3.1.19

IIpaBHJIa U CIIOCOOBI IOJIydEeHUs] OMOJIOrNUeCKOro MaTepuaa Ajs IpoBeAeHHs JIaOOpaTOPHBIX HCCIIEIOBaHUH,
HEoOX0oMUMBIX Ut TuddepeHnInanbHON AMarHOCTUKH 3a00IeBaHH;

3.1.20

COBPEMEHHBIE METOJIBI H ITIOIXO/IBI K TEePAIMy HACIEICTBEHHON N HAaCcleICTBEHHO 00YCIIOBIEHHO MaTOJIOTUH YeI0oBeKa:
OCHOBBI T€HHOM U KJIETOYHOH Tepanuu, MIPHUHLUIIBI TUETOTEPAIIUH IIPH HACIIEICTBEHHBIX 00JIe3HIX 00OMEHA, TPUHIIHIIBL
TapreTHOU MPOTUBOOITYXOJIEBOM TEPAIIUH H IP.;

3.121

TICUXOJIOTHICCKUE U MOPAJIBHO-3TUYECKUEC HpO6J’I€MLI HpeHaTaJ’[LHOfI JUArHOCTUKH,

3.1.22

yueOHYIO M HayYHYIO JIUTEPaTypy, HOPMAaTHUBHO-IIPABOBBIE TOKYMEHTHI, 0a3bl JaHHBIX M HHTEPHET-PECYPCHI B 00JIacTH
MEIUIUHCKON IeHETHKH.

3.2

YMeTh:

321

paboTath o CrHeHaTu3uPOBaHHBIMU 0a3aMU JaHHBIX MO0 TeHETHYeCKUM OosesHsiM 1 mytanusim Online Mendelian
Inheritance in Man (manee OMIM) u mp.;

3.2.2

C(l)OpMyJII/IpOBaTL NOKa3aHus AJI HAIlpaBJICHUA Ha CICIIUAJIbBHOC TEHETUYCCKOC NUCCIICNIOBAHUC,

3.2.3

OLCHUTD PE3YJIbTAThI Ha60paTOpHLIX MCTOA0B IUArHOCTHKHU,

324

0(opMHUTH METUINHCKYIO JOKYMEHTALUIO;

3.2.5

BHEJIPSITH COBPEMEHHBIE METOABI AUAarHOCTUKY U MPOQUIAKTHKY HACIEACTBEHHBIX 00IE3HEeH;

3.2.6

IIPOBOAUTH CAHUTAPHO-TIPOCBETUTEIILCKYIO PAOOTY CpPeAn Bpauei 1 HaceIeHHUS;

3.2.7

OCYIIECTBJIATH B3aUMOJEHCTBHE C BpadaMH pasHbIX CHeHHaﬂBHOCTeﬁ;

3.2.8

SICHO, YETKO, CTPYKTYPHO M3JaraTh HHHOPMAIHIO;

3.29

CTPOUTH KOMMYHUKAlIUN U YCTAaHABJIUBATh KOHTAKT C MAllTUCHTAMU U CIICIIUAJIUCTAMU;

3.2.10

MPOBOJUTH OLEHKY 3()PEeKTHBHOCTH IeHETHYECKON TMarHOCTHKH;

3.2.11

npornarangupoBaTe MEAUKO-TCHCTHUCCKUEC 3HAHNSA CPEAN CIICHHUATIMCTOB U HACCJICHUS,

3.212

CO6J'IIOZ[3TI> BpaqeGHon OTUKY WU MPUHIUIIBI JEOHTOJIOTHUH IIPH pa60Te C MaqM€HTaMH1 U KOJIJICTaMHU.

4. CTPYKTYPA U COJIEP’)KAHME JUCIHUIJIMHBI (MOLY.JI5T)

Kon

3aHATUSA 3aHATUHA/ Kypc 107071

HaumenoBanmue pasnesioB u tem /Bua | Cemectp / | HacoB | Komneren- | Jlutepatypa IIpumeyanne

Pazgen 1. O0mast 1 MeauIMHCKAS
reHeTHKa

1.1

Hcropus renetuku yesnoseka /Jlex/ 1 4 VK-1 YK-2 [JI1.1J11.2 J11.3

YK-3TIK-2 (J12.1 J12.2 J12.3

MK-3 [1K-4 |J12.4 J12.5 JI3.1

IK-5 TIK-6 (J13.2 JI3.3 JI3.4
IK-9 JI3.5

01 52

1.2

Hcropus reneruku uenoseka /Cp/ 1 20 VK-1 YK-2 [JI1.1 JI11.2 JI1.3
YK-31IK-2 [JI1.4 J12.1 J12.2
IK-3TIK-4 | JI23J124
[IK-5 [IK-6 |JI2.5J13.1 JI3.2
ITK-9 J3.3J13.4J13.5
51032




1.3

Ucropus renetuku yenoseka /I1p/

20

VK-1 YK-2
VK-3 TIK-2
IK-3 TIK-4
ITK-5 TIK-6
IK-9

JI1.1J11.2 J11.3
J12.1J12.2J12.3
J12.4 J12.5J13.1
JI3.2J13.3J13.4
J3.5
0192

1.4

MonekynsipHbie OCHOBBI
HacleACTBEHHOCTH /JIek/

VK-1 YK-2
VK-3 TIK-2
IK-3 TIK-4
ITK-5 TIK-6
IK-9

JI1.1J11.2 J11.3
J12.1712.2J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
JI3.5
0192

15

MonekynspHbie OCHOBBI
HacneacTBeHHoctH /I1p/

20

VK-1 YK-2
VK-3 TIK-2
IK-3 TIK-4
ITK-5 TIK-6
IK-9

JI1.1J11.2 J11.3
J12.1J12.2 J12.3
J12.4 J712.5 J13.1
JI3.2J13.3J13.4
J3.5
0192

1.6

MoJteKyIsipHbIe OCHOBBI
HacneacTBenHoctH /Cp/

20

YK-1 VK-2
YK-3 [IK-2
IK-3 [1IK-4
I1K-5 T1K-6
IK-9

JI1.1J11.2 J11.3
J12.1712.2J12.3
J12.4 J712.5 J13.1
JI3.2J13.3J13.4
J3.5
0192

1.7

I{uTONOTHYECKHE OCHOBBI
HacieacTBeHHoCTH /Jlex/

YK-1 VK-2
YK-3 [IK-2
IK-3 I1K-4
I1K-5 T1K-6
IK-9

JI1.1J11.2 J11.3
J12.1712.2J12.3
J12.4 J712.5 J13.1
JI3.2J13.3J13.4
J3.5
0192

1.8

[Iutonornyeckre OCHOBBI
HacneacTBennoctu /IIp/

20

YK-1 YK-2
YK-3 [IK-2
IK-3 [1K-4
I1K-5 I1K-6
IK-9

JI1.1J11.2 J11.3
J12.1712.2J12.3
JI2.4J12.5 J13.1
JI3.2J13.3J13.4
JI3.5
01022

1.9

Lluronornyeckue OCHOBBI
HacineacTBeHHoctH /Cp/

20

YK-1 YK-2
YK-3 [IK-2
[1K-3 T1K-4
IK-5 I1K-6
IK-9

JI1.1J11.2J11.3
JI2.1J12.2 J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
JI3.5
0192

1.10

I'ensl u npusHaku. M3meHunBocTs. /Jek/

YK-1 YK-2
YK-3 [IK-2
[K-3 T1K-4
I1K-5 I1K-6
IK-9

JI1.1J11.2J11.3
JI2.1J12.2 J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
J3.5
0102

111

I'enn! u npusHaky. M3mernunBocTs. /I1p/

20

VK-1 YK-2
YK-3 [IK-2
[K-3 T1K-4
I1K-5 I1K-6
IK-9

JI1.1J11.2J11.3
JI2.1J12.2 J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
J3.5
01022

1.12

I'ennl u npu3Haky. M3meHunBocTh. /Cp/

20

VK-1 YK-2
YK-3 [IK-2
I1K-3 IIK-4
IK-5 TIK-6
ITK-9

JI1.1J11.2J11.3
JI2.1J12.2 J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
J3.5
01092

1.13

Meroasl reHETHKH YetoBeka /JIex/

VK-1 YK-2
VK-3 TIK-2
IK-3 TIK-4
ITK-5 TIK-6
IK-9

JI1.1J11.2 J11.3
J12.1J12.2J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
JI3.5
01092




1.14

Mertoabl reneTuku yenoseka /TIp/

20

VK-1 YK-2
VK-3 TIK-2
IK-3 TIK-4
ITK-5 TIK-6
IK-9

JI1.1J11.2 J11.3
J12.1J12.2J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
J3.5
0192

1.15

Mertonbl reneTrkn yenoseka /Cp/

20

VK-1 YK-2
VK-3 TIK-2
IK-3 TIK-4
ITK-5 TIK-6
IK-9

JI1.1J11.2 J11.3
J12.1712.2 J12.3
J12.4 J712.5 J13.1
JI3.2J13.3J13.4
J3.5
0192

Pa3znen 2. Knnanyeckasi reHeTHKA,
XapaKTepuCcTHKA HACJeACTBEHHbIX
0oJ1e3Heil

2.1

Hacnenctsennocts u narojorus /Jlex/

VK-1 YK-2
YK-3 [IK-2
IK-3 TIK-4
I1K-5 I1K-6
IK-9

JI1.1J11.2 J11.3
J12.1J12.2 J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
J3.5
0192

2.2

Hacnencreennocts u natonorus /I1p/

20

VK-1 YK-2
YK-3 [IK-2
IK-3 TIK-4
I1K-5 I1K-6
IK-9

JI1.1J11.2 J11.3
J12.1J12.2 J12.3
J12.4 J712.5 J13.1
JI3.2J13.3J13.4
J3.5
0192

2.3

Hacnencreennocts u narosorusi /Cp/

20

YK-1 YK-2
YK-3 [IK-2
IK-3 I1IK-4
I1K-5 I1K-6
IK-9

JI1.1J11.2 J11.3
J12.1712.2 J12.3
J12.4 J712.5 J13.1
JI3.2J13.3J13.4
JI3.5
01092

24

XpomocomHubie 6oste3nu /JIex/

YK-1 YK-2
YK-3 [IK-2
MK-3 [1K-4
IK-5 I1K-6
IK-9

J1.1J11.2J11.3
JI2.1J12.2 J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
JI3.5
01022

25

XpomocoMHble 6onesnu /IIp/

25

YK-1 YK-2
YK-3 [IK-2
IK-3 [1K-4
I1K-5 I1K-6
IK-9

JI1.1J11.2 J11.3
J12.1J12.2J12.3
JI2.4J12.5 J13.1
JI3.2J13.3J13.4
JI3.5
01 92

2.6

XpomocomHsie 6oe3nu /Cp/

20

VK-1 YK-2
YK-3 [IK-2
[K-3 T1K-4
I1K-5 T1K-6
IK-9

JI1.1J11.2J11.3
JI2.1J12.2 J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
JI3.5
01092

2.7

MoHoreHHbIe POPMBI HACTEICTBEHHBIX
Oomesneit. /Jlex/

YK-1 YK-2
VK-3 TIK-2
IK-3 [1K-4
I1K-5 T1K-6
IK-9

JI1.1J11.2 J11.3
J12.1712.2J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
JI3.5
0192

2.8

MoHoreHHbIE (JOPMBI HACIEACTBEHHBIX
6onesneil. /IIp/

25

VK-1 YK-2
VK-3 TIK-2
IK-3 TIK-4
ITK-5 TIK-6
IK-9

JI1.1J11.2 J11.3
J12.1J12.2J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
JI3.5
01092




2.9

MonoreHHbIe (HOPMBI HACIIEACTBEHHBIX
6ounesneii. /Cp/

20

VK-1 YK-2
VK-3 TIK-2
IK-3 TIK-4
ITK-5 TIK-6
IK-9

JI1.1J11.2 J11.3
J12.1J12.2J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
J3.5
0192

2.10

Bonesnu ¢ HacnencTBeHHON
IIPEAPACIIONIOAKEHHOCThIO /JIeK/

VK-1 YK-2
VK-3 TIK-2
IK-3 TIK-4
ITK-5 TIK-6
IK-9

JI1.1J11.2 J11.3
J12.1712.2 J12.3
J12.4 J712.5 J13.1
JI3.2J13.3J13.4
J3.5
0192

211

Bones3nu ¢ HacneaCcTBEeHHOU
npeapacronoxeHHocTbto /TIp/

22

VK-1 YK-2
VK-3 TIK-2
IK-3 I1K-4
IK-5 TIK-6
ITK-9

JI1.1J11.2 J11.3
J12.1712.2 J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
J3.5
01092

2.12

BoJe3Hu ¢ HaclIeaCTBEHHOM
MIpepacIoyiokeHHOCThI0 /Cp/

12

YK-1 YK-2
YK-3 [IK-2
IK-3 I1K-4
IK-5 T1K-6
IK-9

JI1.1J11.2 J11.3
J12.1712.2J12.3
J12.4 J712.5 J13.1
JI3.2J13.3J13.4
J3.5
01092

2.13

/KouTp.pab./

YK-1 YK-2
YK-3 [IK-2
IK-3 I1IK-4
I1K-5 T1K-6
IK-9

J1.1J11.2J11.3
J12.1712.2 J12.3
J12.4 J712.5 J13.1
JI3.2J13.3J13.4
J3.5
01092

Pegepar

2.14

/DKx3amen/

36

YK-1 YK-2
YK-3 [IK-2
[1K-3 T1K-4
IK-5 I1K-6
IK-9

J1.1J11.2J11.3
JI2.1J12.2 J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
JI3.5
01022

YcTHBIN Onpoc, TECTHI

Paznen 3. JlabopaTopHbIe MeTOABI
JUATHOCTUKH HACJIEICTBEHHbBIX
0oJie3Heil

3.1

L[I/ITOFCHCTI/IHCCKI/IC METOAbI
JIMATHOCTHKH XPOMOCOMHBIX GOJI€3HENH.
/J1ex/

YK-1 YK-2
YK-3 [IK-2
IK-3 [1K-4
IK-5 I1K-6
IK-9

JI1.1J11.2 J11.3
J12.1J12.2J12.3
JI2.4J12.5 J13.1
JI3.2J13.3J13.4
J3.5
01022

3.2

HHTOFCHCTI/I‘ICCKI/IG METOIbI
JANArHOCTHKH XPOMOCOMHBIX 0OJIe3HEiH.
Mp/

20

YK-1 YK-2
VK-3 TIK-2
IK-3 [1K-4
I1K-5 T1K-6
IK-9

JI1.1J11.2 J11.3
J12.1712.2J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
JI3.5
0192

3.3

IluToreHeTHIECKUE METOIBI
JMAarHOCTHKHA XPOMOCOMHBIX 0OJIC3HEH.

/Cp/

25

VK-1 YK-2
YK-3 [IK-2
[K-3 T1K-4
I1K-5 I1K-6
IK-9

JI1.1J11.2J11.3
JI2.1J12.2 J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
J3.5
01092

3.4

BuoxuMudyeckre METOAbI TUarHOCTHKH
HACIICACTBEHHEIX Oonesneit. /JIex/

VK-1 YK-2
VK-3 TIK-2
I1K-3 IIK-4
IK-5 TIK-6
ITK-9

JI1.1J11.2 J11.3
J12.1712.2 J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
J3.5
01092




3.5

BbroxumMmdeckne METO bl AUATHOCTHKH
HacJeJCTBeHHbIX Oonesneil. /IIp/

20

VK-1 YK-2
VK-3 TIK-2
IK-3 TIK-4
ITK-5 TIK-6
IK-9

JI1.1J11.2 J11.3
J12.1J12.2J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
J3.5
0192

3.6

BHOXUMIYECKHE METOTBI TUATHOCTHKH
HACJIe/ICTBEHHBIX Oone3Hei. /Cp/

25

VK-1 YK-2
VK-3 TIK-2
I1K-3 I1K-4
IK-5 TIK-6
ITK-9

JI1.1J11.2J11.3
J12.1712.2 J12.3
J12.4 J712.5 J13.1
JI3.2J13.3J13.4
J3.5
0192

3.7

MonexkynsapHOreHeTHYEeCKUE METOIbI

JUAardHOCTHUKHU HACJICCTBCHHBIX 0oJIe3HEH.

/J1ex/

VK-1 YK-2
VK-3 TIK-2
IK-3 TIK-4
ITK-5 TIK-6
IK-9

JI1.1J11.2 J11.3
J12.1J12.2J12.3
J12.4 J712.5 J13.1
JI3.2J13.3J13.4
J3.5
0192

3.8

MonekynspHOreHeTHIECKHE METO/IbI

JUAardHOCTHUKHU HACJICICTBCHHBIX 0oJIe3HEH.

Mp/

20

VK-1 YK-2
YK-3 [IK-2
IK-3 TIK-4
I1K-5 I1K-6
IK-9

JI1.1J11.2 J11.3
J12.1J12.2 J12.3
J12.4 J712.5 J13.1
JI3.2J13.3J13.4
J3.5
0192

3.9

MOHCKyﬂprHOFCHeTH‘{GCKI/Ie METOAbI

JTUArHOCTUKH HACJICACTBCHHBIX 0ose3HE.

/Cp/

25

YK-1 VK-2
YK-3 [IK-2
IK-3 I1K-4
IK-5 T1K-6
IK-9

JI1.1J11.2J11.3
J12.1712.2J12.3
J12.4 J712.5 J13.1
JI3.2J13.3J13.4
J3.5
0192

Pasnen 4. Ilpopunakruka u jieueHue
HACJIeICTBEHHBIX 00JIe3Hel

4.1

VpoBHH NpOGHIAKTHKH HACIIEACTBEHHOI
U BpOXKJeHHOI marosoru. /JIex/

YK-1 YK-2
YK-3 [IK-2
[1K-3 T1K-4
IK-5 I1K-6
IK-9

J1.1J11.2J11.3
JI2.1J12.2 J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
JI3.5
01022

4.2

YpoBHH NPOQHUIAKTUKH HACIIEICTBEHHON
1 BpOXKIeHHOU marosoruu. /TIp/

20

YK-1 YK-2
YK-3 [IK-2
IK-3 [1K-4
I1K-5 I1K-6
IK-9

JI1.1J11.2 J11.3
J12.1712.2J12.3
JI2.4J12.5 J13.1
JI3.2J13.3J13.4
JI3.5
01092

4.3

YpoBHH IPODHITAKTHKI HACKIEICTBCHHON
U BpOXJeHHOH naronoruu. /Cp/

25

VK-1 YK-2
YK-3 [IK-2
[K-3 T1K-4
I1K-5 I1K-6
IK-9

JI1.1J11.2J11.3
JI2.1J12.2 J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
J3.5
0102

4.4

Meanko-reHeTUIeCKOoe
KOHCYJIbTHpOBaHue /JIex/

YK-1 YK-2
YK-3 TIK-2
IK-3 [1K-4
I1K-5 I1K-6
IK-9

JI1.1J11.2 J11.3
J12.1712.2J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
JI3.5
01092

4.5

Menauko-reneTnaeckoe
KoHcynbTHpoBanue /TIp/

20

VK-1 YK-2
VK-3 TIK-2
I1K-3 IIK-4
IK-5 TIK-6
ITK-9

JI1.1J11.2 J11.3
J12.1712.2 J12.3
J12.4 J12.5 J13.1
JI3.2J13.3713.4
J3.5
01092




4.6

MeaMKo-reHeTHYECKOE
KOHCynbTHpoBaHue /Cp/

25

VK-1 YK-2
VK-3 TIK-2
IK-3 TIK-4
ITK-5 TIK-6
IK-9

JI1.1J11.2 J11.3
J12.1J12.2J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
J3.5
0192

4.7

MOHHTOPUHT BPOXKICHHBIX aHOMAITHHA
Pa3BHUTHSL.
/Jlex/

VK-1 YK-2
YK-3 TIK-2
IK-3 I1IK-4
IK-5 TIK-6
ITK-9

JI1.1J11.2J11.3
J12.1712.2 J12.3
J12.4 J712.5 J13.1
JI3.2J13.3J13.4
J3.5
0192

4.8

MOHHTOPHHT BPOXXACHHBIX aHOMAIIHIT
pa3BUTHSL.
Mp/

20

VK-1 YK-2
VK-3 TIK-2
IK-3 I1K-4
IK-5 TIK-6
ITK-9

JI1.1J11.2 J11.3
J12.1712.2 J12.3
J12.4 J712.5 J13.1
JI3.2713.3J13.4
J3.5
01092

4.9

MOHUTOPHHT BPOXKJICHHBIX aHOMAJIHN
Pa3BHTHSL
/Cp/

25

YK-1 YK-2
YK-3 [IK-2
IK-3 I1K-4
IK-5 T1K-6
IK-9

JI1.1J11.2 J11.3
J12.1712.2J12.3
J12.4 J712.5 J13.1
JI3.2J13.3J13.4
J3.5
01092

4.10

IIpexoHIENIMOHHA 5 TPOPHITAKTHKA.
/JIex/

VK-1 YK-2
YK-3 [IK-2
IK-3 TIK-4
I1K-5 I1K-6
IK-9

JI1.1J11.2 J11.3
J12.1J12.2 J12.3
J12.4 J712.5 J13.1
JI3.2J13.3J13.4
J3.5
0192

411

[IpexoHuenuonxa s npodunakruka. /TIp/

20

YK-1 YK-2
YK-3 [IK-2
IK-3 [1K-4
I1K-5 I1K-6
IK-9

JI1.1J11.2
JI1.3J12.1 J12.2
J12.3J12.4
J12.5J13.1 JI3.2
JI3.3J13.4J13.5
0192

412

[pexoHuemnuonHa 51 npogpunakruka. /Cp/

25

YK-1 YK-2
YK-3 [IK-2
IK-3 [1K-4
I1K-5 I1K-6
IK-9

JI1.1J11.2 J11.3
J12.1J12.2J12.3
JI2.4J12.5 J13.1
JI3.2J13.3J13.4
JI3.5
01092

4.13

ITpenaranbHas quarHocTuka. /JIex/

YK-1 YK-2
VK-3 TIK-2
IK-3 [1K-4
I1K-5 T1K-6
IK-9

JI1.1J11.2 J11.3
J12.1712.2J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
JI3.5
0102

4.14

[penaranpHas quarnoctuka. /Ip/

20

VK-1 YK-2
YK-3 [IK-2
[K-3 T1K-4
I1K-5 I1K-6
IK-9

JI1.1J11.2J11.3
JI2.1J12.2 J12.3
J12.4 J12.5 J13.1
JI3.2J13.3J13.4
J3.5
0102

4.15

IpenartanbHas quarnoctuka. /Cp/

25

YK-1 YK-2
VYK-3 TIK-2
IK-3 TIK-4
ITK-5 TIK-6
IK-9

JI1.1J11.2
J1.3J12.1
JI2.2712.3
J2.4J12.5
JI3.1J13.2
JI3.3J13.4
JI3.5
21032




4.16 Heonaranbhslii ckpuHuHr. /JIex/ 2 1 YK-1VK-2 | JI1.1J11.2
VK-31IK-2 | JI1.3 J12.1
IK-3 1IK-4 | JI2.2J12.3
I1K-5 TIK-6 J12.4 J12.5
IK-9 J3.1J13.2
J3.37J13.4
J3.5
3132
4.17 Heonaranbusiii ckpunuHr. /IIp/ 2 20 YK-1VK-2 | JI1.1J11.2
VK-3 TIK-2 JI1.3J12.1
MK-3TIK-4 | JI12.2J12.3
ITK-5 TIK-6 J12.4 J12.5
I1K-9 J3.1J13.2
J3.37J13.4
J3.5
2132
4.18 Heonaranbnsiii ckpunuHr. /Cp/ 2 25 YK-1VK-2 | JI1.1J11.2
VK-31IK-2 | JI1.3 J12.1
IK-3TIK-4 | J12.2J12.3
[K-5 TIK-6 J12.4 J12.5
IK-9 J3.1J13.2
J3.3713.4
J3.5
3132
4.19 Jleuenue HacaenCTBEHHBIX OoesHeit /Jlex/ 2 1 YK-1VK-2 | JI1.1J11.2
VK-31TIK-2 | JI1.3J12.1
IK-3 TIK-4 J2.2J12.3
IK-5TIK-6 | JI12.4J12.5
IK-9 J3.1J13.2
J3.3713.4
J3.5
3132
4.20 Jleuenue HaciaencTBeHHBIX Oonesneit /TIp/ 2 28 VK-1VK-2 | JI1.1J11.2
VK-31IK-2 | JI1.3 J12.1
IK-3 1IK-4 | J12.2J12.3
MK-5TIK-6 | JI12.4 JI2.5
IK-9 J3.1J13.2
J3.3713.4
JI3.5
3132
421 Jleuenue HacnencTBeHHBIX Oosie3neit /Cp/ 2 28 VYK-1VK-2 | JI1.1J11.2
VK-3 1IK-2 |JI1.3J12.1 JI2.2
MK-3TIK-4 | J12.3712.4
ITK-5 TIK-6 |J12.5J13.1 JI3.2
IK-9 J3.3J13.4
J3.5
2132
4.22  |/Koutp.pab./ 2 0 VK-1 VK-2 | JI1.1J11.2 Pedepar
VK-31IK-2 | JI1.3 J12.1
MK-311K-4 | JI12.2J12.3
TK-5TIK-6 | J12.4 J12.5
IK-9 J3.1J13.2
J3.3J13.4
J3.5
2132
4.23 /Ox3amen/ 2 27 VYK-1 VK-2 | JI1.1J11.2 YCTHBIIH 01poc, TECThI
VK-31IK-2 | JI1.3 JI2.1
MK-3 1IK-4 | J12.2J12.3
IK-5TIK-6 | JI2.4J12.5
IK-9 JI3.1J13.2
J3.3J13.4
J3.5
2132

5. OIEHOYHBIE CPEJICTBA

5.1. OueHouHbIe MaTepuaJbl 1J5l TEKylIEero KOHTPOJIsA U l'lpOMe)l(yTO‘lHOﬁ aTrecTalnuun




HpeI[CTaBHeHLI OTACIbHBIM JOKYMCHTOM

5.2. OueHo4HbIe MaTepuaJabl 151 THArHOCTUYECKOI'0 TECTUPOBAHUSA

HpeI[CTaBHeHLI OTACIIbHBIM JOKYMEHTOM

6. YHEBHO-METO/MYECKOE H HTHOOPMAIIMOHHOE OBECIIEYEHWE JTUCHUIIJIMHBI (MOAY JIS)

6.1. PekomeHyeMasi JuTepaTypa

6.1.1. OcHoBHAasi TUTEPaTypa

ABTOPBI, COCTaBUTENHN 3arnaBue HsnarenscTBo, rog | Koand-Bo
JI1.1 |BoukoB H.IT., AcaHoB |MenuIMHCKAas TEHETHKA: yICOHUK Mocksa: TOOTAP- 1
AX0O., Kyuenko H.A., Menua, 2023,
Cy660oTuna T.I., AJIEKTPOHHBIN pecypc
Oununnosa M.I,
Oununmosa T.B.
JI1.2 |Xanporuna E.K., I'eHeTHKa Ye0BEeKa ¢ OCHOBAMHU MEIMITUHCKON T€HETUKU: Mocksa: I'0TAP- 2
Tepexosa /1., yueOHHUK Menua, 2021,
Kummnna C.C., 3JIEKTPOHHBIN pecypc
Maitoposa M.E.,
[Maxtapun B.B.,
Xannoruna A.B.
JI1.3 |BoukoB H.IT., AcanoB |MeauiMHCKas TeHETHKA: YICOHUK Mocksa: I'DOTAP- 2
A1O., Kyuenko H.A., Menua, 2022,
Cy66oTuna T.I., 3JIEKTPOHHBIN pecypc
Oununnosa M.I'.,
Oununmosa T.B.
6.1.2. lonotHUTEIbHAS JTUTEPATypa
ABTOPBI, COCTaBUTENIN 3arnaBue HznarensctBo, rog | Komand-Bo
JI2.1 |bopucosa T. H., MeaunuHckas reHeTuka: YueOHoe nocodue Jyis By30B Mockaa: FOpaiir, 1
UYygaxkos I'. 1. 2020, 3eKTpOHHBIH
pecype
JI2.2 |T'marep E. K., Ily3pipeB |HacnencTBenHbie 00Ne3HN: HAITMOHAIBHOE PYKOBOJCTBO Mocksa: I'90TAP- 3
B.II. Menua, 2019
JI2.3 |A6b6at A. B., Merto/p! peJakTUPOBAHUS TCHOB U TEHOMOB: MOHOTpadus HoBocubupck: 1
AnexcanapymikrHa H. W3parenscTBO
A., Aunpeesa E. ]I, Cubupckoro
Bakusu C. M. OTIEJIEHUS
Poccuiickoit
aKaJeMuu Hayk,
2020
JI2.4 |bopucosa T. H., MenuiuHCKas TeHeTHKa: yueOHOoe mocooue Ui By30B Mockga: FOpaiir, 1
UYysakos I'. 1. 2023, snexTpOoHHBIH
pecypc
JI2.5 |Acanos A. 1O, MeaunuuHcKas FeHeTHKa: HallMOHAJIbHOE PYKOBOJICTBO Mocksa: T'OOTAP- 6
Baiigakos I'. B., Menua, 2022
bananosckas E. B.,
T'uarep E. K.
6.1.3. MeTroauueckue pa3paboTku
ABTOpBI, COCTABHUTEIH 3arnaBue WznarensctBo, ron | Konnu-Bo
JI3.1 |Akynenxo JI.B. MenunuHcKas TeHeTHKa: yueOHoe mocooue Mocksa: I'90TAP- 1
Menua, 2015,
2JIEKTPOHHBIN pecype
JI3.2 |A3zoBa M.M. OO0mmas 1 MeTUIIMHCKas reHeTrKa. 3aaa4dn: yaeOHnoe mocooue |Mocksa: [DOTAP- 2
Menua, 2021,
3JIEKTPOHHBIN pecype
JI3.3 |AsoBa M.M. OOmas u MeAUIMHCKAas TeHeTHKa. 3anaun: yueoHoe nocooue |Mocksa: T'DOTAP- 2
Menua, 2019,
3JIEKTPOHHBIHN pecypc
JI3.4 |AnexceeB B.B., MenunuHckre 1a00paTOpHbIE TEXHOJIOTHH : pyKoBoAcTBO Mo |Mockea: TOOTAP- 2
Kapnumenko A.H. KIMHUYECKOMH 1abopaTopHoii auarHoctuke : B 2 T. T. 1: Menua, 2012,
MIPAaKTHIECKOE PYKOBOJCTBO JIEKTPOHHBIN pecype
JI3.5 |Cononuuenko B.I'. KIIMHNYECKAS TEHETUKA U CUH/IPOMOJIOT S B Mocksa: I'90TAP- 1

JETCKOM XHUPYPI'MU: npakTHIECKOe PYKOBOICTBO

Menuma, 2011,
JJIEKTPOHHBINA pecypc

6.2. Ilepeyenb pecypcoB HH(OPMALMOHHO-TeJIeKOMMYHHKANOHHOI ceTn "UHTepHeT"

€)!

Free Medical Journals http://www.freemedicaljournals.com/




32 |l'eneruka passutus (Hopma u matosorus) http://www.mglinets.narod.ru/slide.htm

6.3.1 Ilepeyens MPOrpaMMHOr0 ofecrevyeHust

6.3.1.1|Oneparmonnsie cucremsr Microsoft, maker npukinaansix nporpamm Microsoft Office

6.3.2 Ilepeyenb nHGOPMALUOHHBIX CIPABOYHBIX CHCTEM

6.3.2.1|http://www.garant.ru MudopmannosHo-mnpaBoBoii optai ['apanr.py

6.3.2.2]http://www.consultant.ru CripaBouno-nipaBoBast cuctema Koncysprant [Tinroc

7. MATEPUAJIBHO-TEXHUYECKOE OBECIIEYEHHE JUCIUIIJIMHBI (MOAY JIST)

7.1|Yuebnas ayautopus Ne 533: KOJIMYECTBO MOCAOYHBIX MECT - 24; MEJIOBasl JOCKa; MHTEPAKTUBHAS JOCKA; KOMITBIOTEPOB - 1.
OcHalieHa 000pyI0BaHHEM: HHTEPaKTHBHBI( Kiiacc matosoruu "BUPXOB" (paboure Mecrta cryieHToB: mporeccop Core i5

6400 SkyLake, mucrureit 55 FullHD Samsung IPS , mukpockomst Primo Star.




IIpunoxenue 1
OueHoOYHbIEe MATEPHAJIBI AJIS TEKYLIEH  IPOMEKYTOYHOM aTTecTalMu 10
AUCHMILIMHE

Jlabopamopnasa cenemuka

Kopn, nanpasnenue 31.08.06

MOJITOTOBKH JlaGopaTopHasi reHeTHKa
Hanpasnennoctb -

(mpoduiib)

dopma o0yueHHs OYHasl
Kadenpa-pazpaboTank [TaToduznosoruu u ooIIEH MATOIOTHU
Brimyckaronias kadeapa [TaTodusnonoruu u oOIIEH MATOIOTUH

TUITIOBBIE 3AJIAHUS JIJISI KOHTPOJIbHOM PABOThHI
KOHTPOJIBHAS PABOTA - (1 CEMECTP)

Hamucanue pedepara npeamosaraet rirydbokoe u3ydeHue 0003HaA4€HHOM MPOOIEMEI.

Pedepar (ot nat. refero — goknanpiBaro, coo0Ia0) MpeacTaBiIseT codoi 0co00e COYMHEHUE, B
KOTOPOM ONpEeNICHBI IEJIH, 3a7a9i W BIBOABI H3JIaTal0IIIe OCHOBHBIE ITOJIOKEHHS TEMBI HITH TIPOOJIEMBI.

Tematuka pedepaToB MpeCTaBlIeHa B OLIEHOYHBIX CPEICTBAX.

Pedeparsr  moknmameiBarOTCS < Ha  3aHATHM  COOTBETCTBEHHO  BBIOpaHHOW  TemMe U
KaJIeHJapHO-TEMAaTUYEeCKOMY IUIaHy, CIAI0TCS MPENoaBaTeio CTPOro B yKa3aHHBIN CPOK.

Pedepar cocTout u3 Tpex yacTeil: BBeIEHN, OCHOBHOM YaCTH, 3aKITIOYCHUS;

a) BO BBEICHUU JIOTHUHBIM OyJ1eT 000CHOBATh aKTYyaJIbHOCTh TEMBI (IT0OUeMy BbIOpaHa JaHHas TeMa,
KakuM o0pa3oM OHa CBsi3aHA C COBPEMEHHOCTBIO M HAyKOM); IieNib (AOJKHA COOTBETCTBOBATh TEME
pedepara); 3amaun (cocoObl JTOCTMKEHHUS 3alaHHOM 1eNn), OToOpa)karoTcs B Ha3BaHMM maparpados
paboTHI;

0) B OCHOBHOM YacTH JaeTCsl XapaKTepUCTHKA U aHAJIN3 TeMbI pedeparTa B LIeJIOM, U Jlajiee — CKaToe
U3JI0’KEHUE BHIOpAaHHOW MH(OpPMAIMK B COOTBETCTBUU C ITOCTaBJICHHBIMU 3a7auaMu. B koH1e naparpada
JIOJDKEH JIeNIaThCsl BBIBOJ (MTOJBBIBOM), KOTOPBIA HaunHaeTcs cinoBamu: «Takum oOpaszom...», «Urtak...»,
«3HauuT...», «B 3akimodueHne oTMETHM...», «Bce ckazaHHOE ITO3BOJISIET CAEIaTh BBHIBOI...», «IlogBoms
UTOT...» U T.JI.

B) 3aKJIFOYEHHE COJEPKUT BBIBOBI 10 naparpadam (1-1,5 nucra). YMecTHO BbICKa3aTh CBOO TOUKY
3pEHHsI HAa pacCMaTPUBAEMYIO ITPOOIIEeMy.

Pedepar MoxeT OBITH MpeInCTaBlieH B BUJAE MPE3ECHTAINHU, MIPA 3TOM 00S3aTEIbHO BBITOIHEHHE
OCHOBHBIX TpeOOBaHUI K pedepary, BKJItoUYas MPaBUIIbHOCTh O)OPMIICHUS CIIUCKA JIUTEPATYPHI.

PackpeiTe Tembl pedepaTa TpeamnoiaracT HaJWYHe HECKOJIBKUX —CIIEIHAIN3UPOBAHHBIX
MCTOYHUKOB (Kak MUHUMYM 8-10 myOnmukaiuii, MoHorpaduii, CipaBOYHBIX W3JaHUH, YIeOHBIX TOCOOUIT) B
KadecTBE MCTOYHHMKAa WHpopmanmu. llpeamoureHwe oTmaercs MyONHMKAamWsM B CHEIHATH3HUPOBAHHBIX
KypHaJIax M MOHOTpagusM MPHU3HAHHBIX CIEMUATUCTOB B COOTBETCTBYIOUIEH 007acTH 3HAHMM.
O0s13aTeTbHO UCITOJIB30BAaHNE HHOCTPAHHOMN JIUTEPATYPHI.

Tembl pedepaToB:
1. 'eHeTnueckas TETEPOreHHOCTh M KIMHWYECKHH MOIMMOPGH3M HACIEACTBEHHBIX OOie3HeH
(pa3pemraercst BBIOpaTh JIIOOYIO TPYIITy MOHOT€HHOW MATOJIOTHN).
2. CoBpeMeHHbBIE METO/IbI ITUTOTEHETHYECKOT0 aHaAIN3a.
3. BpoxaéHHbIe aHOMAJIMU KaK Pe3yJIbTaT HapYIICHUS PEryJsaluy aKTUBHOCTH T€HOB B OHTOT'€HE3E.
4. VIMOpUTHHT ¥ HACNIEICTBEHHAs! MTATOJIOTHSL.
5. CoBpeMeHHBIE acTIeKThl U3Y4YEHUS SMUEMHUOJIOTUN HACIECTBEHHBIX 3a00JIeBaHUI.



6. CoBpeMeHHBIE METO/IbI CEIEKTUBHOTO CKPHHHMHTA HACIICACTBEHHBIX 00JIe3HEH 0OMeHa.

7. MonexkynsipHO-TeHeTUYECKUE aclIeKThl JUArHOCTHUKHU HACIECTBEHHBIX 3a00JIEBaHUI UelloBeKa.

8. CoBpeMeHHBIE IOJXO0/IbI K TUArHOCTHUKE, JICUCHHUIO U TPOPHIAKTUKE HACIECICTBEHHOM MaTOJIOTHH.

9. Metoabl reHOTepanuy U OMOJIOTMYECKHE MOJIENIN HACIIECTBEHHBIX 3a00JIeBaHUI YeloBeKa.

10. MonekynsipHO-TeHETHYECKass XapaKTepUCTHKA W COBPEMEHHas KiaccU(UKalus HaceICTBEHHbBIX
0oJIe3HEe HEPBHOW CHCTEMBI (pa3peliaeTcsi BHIOPATh JIFOOYIO IPYIIITY MOHOTEHHOM MAaTOJIOTHH).

11. Opranuzamus MeIUKO-TEHETHYECKO Ciy>kObl B Poccuu: MCTOpHUYECKHE acleKThl U COBPEMEHHOE
COCTOSIHUE.

12. Tlpumenenue HH(POPMAIMOHHBIX TEXHOJOTUH B JAMArHOCTHKE HACIEICTBEHHBIX 3a00JeBaHUN
yenoBeka. OCOOEHHOCTH MOCTPOECHUS CUCTEM IMAarHOCTUKU HACJIEICTBEHHBIX OOJIE3HEH.

13. DTuueckue u coruanbHbIe MPOOIEMbl COBPEMEHHBIX T€HETHYECKUX TEXHOJIOTHHA.

14. Meauko-reHeTHYeCKOe KOHCYIbTUPOBAHUE B OHKOJIOTHH (MJIH Ap.): OCHOBHBIE ITOAX0/Ibl ¥ IPUHLIUIIBI,
STHKO-EOHTOJIOTUYECKHE TTPOOITEMBI.

THUITIOBBIE 3AJTAHUSA K OK3AMEHRY (1 cemectp)

3apanue A5 MOKa3aTe/isl OeHUBAHUA eCKPUNTOpa «3HaeT» Buj 3apanus

Ycemmuwuii onpoc:

1. CrpykTrypa u cBOHCTBa HYKJIEHMHOBBIX KuCIOT. Mcropus otkpeitus JJHK.
CrpoeHue  HYKJIE€O3MJIOB,  HYKJIEOTHJIOB:  IPUPOAHBIE,  MHUHOPHBIE,
HEKaHOHMYECKHE, XUMUYECKU-CUHTE3upyeMble. ColepikaHne HyKI€OTUIOB B
JHK. Conepxanue munykieotunoB B JJHK. [Ipasuna Yapradda. [Ipuanmmn
KOMIUIEMeHTapHocTU. Btopuunas crpykrypa HK: Bonmopoassie cBs3n,
cTOKUHT B3aumojencteus. Hexkanonudeckue dopmsl JTHK. Kaapyruiekcer.
CexBenupoBanue /IHK mno Cenrepy. llepBuuHnas, BTOpuuHas, TpeTHYHas
ctpykrypa PHK. Onementsr Bropuunoil crpykrypsl PHK. Meronst
WCCJIE0BAHNS TEPBUYHON M BTOPUYHOU CTPYKTYPBI HYKJIEHHOBBIX KHCIIOT.
ObparHass TpaHckpunuus. IloteHuman BTopuuyHOM cTpykTypsl PHK.
IIpencka3anue BTOPUYHON CTPYKTYPBI.

2. OyHKUMOHAJbHbIE 3j1eMeHThl TeHoma. Ilpoucxoxnenue JIHK. Hcropus
nzydyenus Qynkuuu JIHK kax HacnenctBeHHoro marepuana. I'enom. [lons
tpanckpubupyemoit JIHK. Mycopnas JIHK. MudopmanmonHas eMKOCTb.
Peammzanus JIHK kak renernueckoro wmatepuana. AHaau3 TNEPBUYHON
ctpyktypel JJHK u e€ ¢ynkuuu. I['enbr denoBeka. IlceBmorensl, ux
KJIacCHU(pUKaIHS. IIpoueccupoBanHble IICEBJIOTCHBI. MexaHu3msl
(GYHKIMOHATIBHOTO JNENUCTBUSA IIPOLIECCUPOBAHHBIX IICEBJIOI€HOB.
Perynstopusle ywactku B reHome: npomorop, TATA-Gokc, sHXaHcep,
caiinencep, uncynstop. I[loBropstomuecs mnocienoBarensHoctd B JHK.
TangemMHble TOBTOPBI: MHKPOCATEIIUTHI, MUHUCATEIUINTHl U CATEJUINTHI.
bone3nn oskcmaHcuM TPUHYKIEOTUIHBIX IOBTOPOB. JlucneprupoBaHHBIE
MOBTOPBI: TPAHCIIO30HBI U PETPOTPAHCHO30HBI. OTKpPBITHE MOOMIBHBIX
anemeHToB. llomumoppusm  JIHK.  @DyHKIMOHUpOBaHME  BTOPUYHOM
crpykrypel  JIHK. G-xBagpymiekcel B NOpPOMOTOpax M TeEIOMepax.
JHKa3umbICTpyKTypHO-(hyHKIIMOHATIBHAS OpraHu3anus XpPOMOCOM
yenoBeka. Pa3BuTHE mOpencTtaBieHUd O XpoMmocoMax uyernoBeka. [loumck
a/IeKBaTHBIX TOAXOJIOB M pa3pabdOTKa METOAMK JUId IMPOBEACHUS aHalu3a
Mopdonorun  XpoMocoM. OTeuyecTBEHHBIE  Y4EHbIE-OCHOBOIIOJIOKHUKU
LUTOreHeTUKU B Poccuu. Mictopuueckue aclekTsl pa3BUTUS LIUTOT€HETUKU.

3. Ilonstue o xapworume. Yucmo u mopdonorus XpoMocoM. MHTO3 H
KJIETOUHBIA UK. Perymsauus ¢a3 xnerouHoro mukina. KoHTpoiabHBIE TOUKH
KJIETOYHOro IMKIa. XpoMocoMbl B Meradase. ['mmorermueckas Mojeib
OpraHM3alMi KOMIUIEKCAa KOT€3MHA. APXUTEKTypa KOr€3MHOBOTO KOMILJIEKCA.
Mopaenun B3aumopeicTBusi koMmiuiekca koresuHa ¢ JIHK cecrpunckmx
XpPOMAaTHJ. Y4acThe KOre3uHa B KOHTPOJIbHON TOYKE KJIETOYHOI'O MK

TEOPETUYECKUI




10.

11.

12.

3aKkoHBl ~T€pelayd  HACIEJACTBEHHBIX MpHU3HAKOB: MoHO-, au- H
nonuruOpuaHoe ckpemuBanue. [Ipumepbl JOMHHAHTHBIX U PELECCHUBHBIX
npu3HakoB y uesnoBeka. KomomuHantHOCTh. ClLEMIEHHOE HaciedOBaHUE.
I'pynnel cuennenus. I'enernueckue kaptsl. KapTupoBaHue reHoB, METO/BI,
XPpOMOCOMHOE OIIPEJEIICHUE 110J1a, IPU3HAKH, CLICIUICHHBIE C II0JIOM.
Henacnencreennas ¢opma nusmeHunBOCTH: Monudukanuu, HopMa peakiuu
o JaHHOMY npu3Haky. Teparorene3: TepMHUHALMOHHBIM TEPATOTCHHBIN
nepuos, Mexanusmbl Tepatorene3a. OCHOBHBIE TEpaTOT€HHbIE (HaKTOPbI
(pusmueckue, xuMuyeckre, ONOIOTUIECKUE).

Metoapl momynsioHHOW reHeTuku. [lomymsiuu uenoBeka (ompezaeneHue
OCHOBHBIX MOHATHUHN). ['eHeTHYeCKUi MOTUMOPPHU3M U HHIUBUIYAITbHOCTb.
YacToThl IPU3HAKOB U T€HOB, FTEHETUYECKOE PABHOBECHE B MOMYJISALIUH. 3aKOH
Xapnu-Baiin6epra. ®axToppl, HapyllalollMe€ TI'E€HETHYECKOE pPAaBHOBECHUE:
UHOPUIUHT, MHUrpauus, Apeid reHoB, mytauuu, ordop. CerperanmoHHbIN
aHamu3. CrocoOBl perucTpanuu CeMei, MeTOAbl KOPPEKLUUU BBIOOPKH U
MIPOBEPKHU T€HETHUYECKUX TUIIOTES.

buoxumuueckue meToabl HUCCAeNOBaHHSA. MeToabl HporpaMM MAacCOBOTO
npoceuBanuss Ha DKV, runotupeos, ramakrozemMuro, agpeHOreHUTATbHBIN
CUHIPOM, MYKOBHUCIHI03. METOABl OYUCTKH W HICHTU(PUKAINUN OEIKOB,
npuMeHsieMbl g guarHoctuku HBO pasznuunoit sTmonoruu. Meroasl
SH3UMOJIMATHOCTHKHU, TpuMeHseMmble uisi Bbiaenenuss HBO. Mertoast
UCCIIEIOBaHMUsI MeTaboNHUTOB, mpuMeHsiemMble mansi auarHoctuku HBO.
Crenuduueckue METOIBI, IMPHUMEHSEMbIE JUISI JHATHOCTHKU OOJe3HeH
KJIETOYHBIX OpraHeIll.

[lpuHIMIBI  JIeYeHUs HACIENCTBEHHBIX Ooyie3He u  Ooje3Held ¢
HACJEACTBEHHBIM  mpeapacnonoxkeHueM. CUMITOMAaTUYECKUE  METOJIbI
nedenus. [larorenernueckoe jgeueHue, KOppeKIuss oOMeHa. 3aMecTUTeNIbHas
Tepanus. OJTUOJOTrMYecKoe JeueHue. ['eHorepanusa. Meauko-conuanbHas
peadbunuTarusi.

Ob6mas xapaktepuctuka: OmnpeneneHne MOHATHS XPOMOCOMHBIX OOJIe3HEH,
UX KIacCU(pUKalus, pacHpOCTPaHEHHOCTh B MONyiasuusx. Mo3auuHble U
MONHbIE (OPMBI  XPOMOCOMHBIX OoJie3Hel. DakTopbl, BIHUAMOIINE Ha
BO3HUKHOBEHHE XPOMOCOMHOW TMaTOJIOTMU: TE€HOTHI, BO3pacT, IOJI,
ANMMHUHALMS AHOMAJBHBIX TaMET M 3UTOT. YJENbHBIM BEC XPOMOCOMHOMN
[ATOJIOTUU B 3THOJIOTMM CHOHTAHHBIX a00pPTOB. OCHOBHBIE MOKa3aHUS s
MPOBEICHUS XPOMOCOMHOI'O aHAJIU3A.

Knunnueckass reHeTMKa CHHAPOMOB XPOMOCOMHOH — HECTaOMJIBHOCTH.
[{uToreHeTHYeCKHe MPU3HAKU CHUHAPOMOB XPOMOCOMHON HECTaOMIBLHOCTH.
Anemust @ankonu. CuHIpOM aTtakcuu-TeneanrmdIkTazun. Cunapom biyma.
Cungpom Pobeprca. Cunnpom Kopuenuu ne Jlanre. Peakue cUHIPOMBI C
TUTIEPYYBCTBUTEIILHOCTHIO K MyTareHaMm: CHHIpOM TTOBpexieHus Helimerena,
cungpom Cekkensi, ICF-cungpom. Yactora M CHEKTp XPOMOCOMHBIX
abeppaliuii B KJI€TKaxX OOJbHBIX C MOBHIIIICHHOW HECTAOMIBHOCTHIO XPOMOCOM.
MeTonbl AMAarHOCTUKH XPOMOCOMHON HECTaOWMIBHOCTH. XPOMOCOMHAast
HECTAOMJIHHOCTh U PaK.

[Tonxomel kK cOOpy MaHHBIX aHamMHe3a XH3HU U 3aboneBanus npu HBO.
Knunnueckue mpossaenuss HBO B pasnmuunom Bozpacte. OcobeHHOCTH
denoruna mnpu otaenbHBIX (opmax HBO. KiroueBble KIMHUYECKUE
cumnTomMbl B auarHoctuke HBO. AmnHanu3 pe3yiabTaToB CTaHAAPTHBIX
1ab0paTOPHBIX METOAOB HccienoBaHus Kpou u moun npu HBO. Ananus
pesynbtatoB MPT ronosnoro mosra npu HBO. Ananus pezynbratoB KOOI
AMHMHOAIMIONATUM M OPraHMYECKUEe  alUAypuu.  DNUIEMHUOJIOTHS.
Knaccudukanus. Ilatorenes nHambonee dacTtbix ¢GOpM  OpPraHMYECKHX
anuaypuid U amuHoauuionatuii. Hapymenus nukia moueBUHbl. OCHOBHBIE
KJIIMHUYECKHE MPOSIBICHUS HanboJiee 4acThIX (hOpM OpraHU4YeCKUX aluypuit
W aMuHOauwionatuil. buoxumuueckne U MOJIEKYJISIPHO-TEHETUYECKUE




MeTOo bl TuarHocTuku. [Ipunnunel nuerorepanuu. CoBpeMeHHBbIE TOAXObI K
Tepanum.

13. Hapymenust yrneBogHoro ooOmeHa. Onuupemuoinorus. Krnaccuduxanus.
[Tatorene3 HauOosiee wyacThlX (OPM HapylIEHUH YIJIeBOAHOIO OOMEHa.
OcCHOBHBIEC KJIMHUYECKUE MPOSBICHHUS HanOojiee 4acThiX (HOpM HapylIeHUH
yIJIeBOAHOro  oOMeHa. [JMKoreHossl, rajakro3emus, (pyKTO3eMHUS.
buoxumuueckue u MOJIEKYJSIPHO-TEHETUUYECKME METOJbl JMAarHOCTUKH.
[Tpunnuns! tuetorepanuy. CoBpeMeHHbIE TOAXO0/bI K TEPAIHH.

14. Tlepokcucomubie Oone3Hu. Onuuemuonorus. Kmaccudukamus. Ilarorenes
HauOoJee 4acThIX (POpM MepOKCUCOMHBIX Oosie3Hel. OCHOBHBIE KIIMHUYECKUE
IIPOSIBIICHUSA IIEPOKCUCOMHBIX Ooe3Hei. X-cluerieHHas
aapeHoneikoauctpodpus, Oonesnbr Pedcyma, cungpom llemibBerepa.
buoxumuueckue u MOJIEKYJSIPHO-TEHETUUYECKME METOJbl JMAarHOCTUKH.
[TpuHIMIBI TEpanuy.

15. Hapymenue dbopmupoBaHus COCIMHUTEIIbHON TKaHU: oOmras
XapakTepucTHKa, JMAarHOCTHKa, JedeHue. Hapymenue OuocuHTe3a u
CTPYKTYpBbI KOJIJIareHa: KIIMHUKO-TE€HETUYECKast XapaKTEepUCTHKA,

IUarHocTuka, nedenue. Cunapom Mapdana. HecoBepiieHHbIH ocTeoreHes.
Cunapom Dnepca-/lanmnoca.

3agaHue /15 OKa3aTeJ/isl OleHMBAHUS IeCKPUNITOPa «YMeeT», «Biaaneer»

Buna 3aganus

Tecmot (npumepur):
1. JInst BBISABJICHUST MO3aWYHBIX MYyTAIMi CIIEyeT UCIIOJIb30BaTh

a) Cexsenuposanue JJHK no Caurepy

b) BeicokonpousBoauTeIbHOE MapauienbHoe cekBennpoBanue JTHK

c) MLPA

d) MukpocaTe/UIUTHBIN aHATH3
2. OrcyrcTBHE y mpobaHAa auiens OJHOTO M3 POIUTENIEH MOXET
CBHJICTEIILCTBOBATH O

a) Meneruu

b) OmHOpOANTETBCKON TUCOMUN

C) JIOXHOM OTIIOBCTBE

d) PasBuTHuM U3 JOHOPCKOM AHIEKICTKA

e) JlroOoM M3 MepeyrCIeHHBIX COOBITHI
3. DTan KOJIXHHU3ALWY MPH IPUTOTOBJICHUH MTPETapaToB MeTada3HbIX XPOMOCOM
UCIIOJIb3YETCS IS

a) HakomueHuss KJIETOK  HaXOASIMXCA Ha  craaud  Metadasbl

MHUTOTHYECKOTO JICIICHUS

b) Jlydmero okpamvBaHus XPOMOCOMHBIX MTPETIapaToB

c) Ilomyuenus xopoiiero pazdpoca XpOMOCOM Ha MPEIMETHOM CTEKIIe

d) VYBenuyeHus ATUHBI CITyTHUYHBIX HUTEH

e) YMeHbIICHHS JUIHHBI TETEPOXPOMATHHOBOTO CETMEHTA
4. OOpaOOTKa KIJIETOK THIIOTOHHYECKUM pAcCTBOPOM XJIOPUCTOTO Kalus TpHU
MIPUTOTOBJICHUH TPENapaToB MeTadasHbIX XPOMOCOM HPOBOIUTCS JJIS:

a) HakomueHus: KJIETOK  HaxosIIUXCs Ha  craaud  Mmetadasbl

MHUTOTHYECKOTO JICIICHUS

b) Jlydmero okpamvBaHus XpOMOCOMHBIX ITPETIapaToB

c) Ilonyuenus xopoiero pazopoca XpOMOCOM Ha MPEIMETHOM CTEKIIe

d) VYBenuueHwus ATUHBI CITyTHUYHBIX HUTEH

e) VYMeHbIICHHUS JJTMHBI TeTEPOXPOMATUHOBOTO CETMEHTA
5. Crneuuduunocts [P 3aBucur ot:

a) Komnrnenrpanuu nonos Mg;

b) Temmeparypsl OT>KUra IpaiMepoB;

¢) CrnenupuvHOCTH IpaiiMEpOB;

d) Bpemenu snmoHranuu;

MPaKTUYECKUI




e) e. KonmuecTBa 1UKIOB ‘

THUITOBBIE 3AJIAHUS JIJISI KOHTPOJIbBHOM PABOTHI
KOHTPOJIBHAS PABOTA - (2 CEMECTP)

Hanucanue pedepara npeanonaraer riayookoe U3ydeHrne 0003Ha4eHHOM PoOIeMBbl.

Pedepar (ot nat. refero — goknaapiBaro, coo0Ia0) MpeacTaBiIsgeT codoi 0co00e COYMHEHHUE, B
KOTOPOM OIPEeICHbI LIEJH, 3a7ja4i U BBIBOBI M3JIaratolle OCHOBHBIE ITOJIOKEHHS TEMbI TN IPOOJIEMBI.

Tematuka pedepaToB MpeacTaBieHa B OLIEHOYHBIX CPEICTBAX.

Pedepatsl  noknanpiBaoTCs  HAa  3aHATUM  COOTBETCTBEHHO  BBIOpaHHOW  TeMe WU
KaJICHJapHO-TEMAaTHYECKOMY IUIaHy, CIAIOTCS MPENOJaBaTEeNI0 CTPOTO B YKa3aHHBIN CPOK.

Pedepat cocTout u3 Tpex yacteil: BBeACHU, OCHOBHOM 4acTH, 3aKJIIOUCHMUS;

a) BO BBEJICHUU JIOTUYHBIM Oy/1eT 000CHOBATh aKTYyaJlbHOCTh TEMBI (II0UeMy BbIOpaHa JaHHAs TeMa,
KakuM OOpa3oM OHa CBs3aHa C COBPEMEHHOCTbIO M HAyKOH); LeNb (J0JIKHA COOTBETCTBOBATh TEME
pedepara); 3amaun (CIOCOOBI JOCTHMIKEHHS 3alaHHOW IIeNI), OTOOpa)karoTCs B Ha3BaHWU Maparpados
paboTHI;

0) B OCHOBHOM YacCTH JAeTCs XapaKTEPUCTHKA U aHAJIN3 TEMBI pedepaTa B LIEJIOM, U Jlajiee — CKATOe
U3JI0KEeHHEe BbIOpaHHOM MH(OpMaIMKM B COOTBETCTBUM C MOCTABJICHHBIMU 33/1ad4aMu. B koH1e naparpada
JOJDKEH JIENIaThCsl BBIBOJ (IIOJBBIBOM), KOTOPBIA HaunHaeTcs cinoBamu: «Takum oOpaszom...», «Mrak...»,
«3HauuT...», «B 3aKiI0ueHHEe OTMETUM...», «Bce ckazaHHOEe MO3BOJISET ClieNaTh BBIBOJ...», «lloxBoas
UTOT...» U T.JI.

B) 3aKJIFOYEHUE COJIEPKUT BbIBOBI 110 naparpadam (1-1,5 nucrta). YMeCTHO BbICKa3aTh CBOIO TOUKY
3pEHHsI HAa paCCMaTPUBAEMYIO ITPOOIIEMYy.

Pedepar MoxeT OBbITh NMpeJCTaBlIeH B BUAE MPE3EHTALUU, IPU 3TOM 0053aTEIbHO BBINOJIHEHHE
OCHOBHBIX TpeOOBaHMII K pedepary, BKIItoUYas MPaBMUIbHOCTh O(DOPMIICHUS CIIUCKA JINTEPATYPHI.

PackpbiTe Tembl pedepaTa mpeanoiaraeT HaJWYMe HECKOJbKUX CHEeLUaTU3MPOBAHHBIX
HMCTOYHUKOB (KaKk MUHUMYM 8-10 myOnukanuii, MoHOTrpaguii, CIpaBOYHBIX U3/1aHUMN, Y4€OHBIX TOCOOUIt) B
KayecTBe UCTOYHMKAa HHpopmauuu. llpeamoureHue otnaercs mMyOIMKalLMsM B CHELHMATM3HPOBAHHBIX
KypHajiax M MOHOTpagusM MpPHU3HAHHBIX CIEMUAIUCTOB B COOTBETCTBYIOLIEH 007acTH 3HAHMM.
O06s13aTeNIbHO UCTIOIb30BaHNE HHOCTPAHHOM JTUTEPATYPHI.

Tembl pedepaTos:
Ocnossble MeToab! npsimoit JIHK-nuarsoctuku.
[Tonumepasnas nennas peakuus (I1L[P), ocHOBHbIE KOMITOHEHTHI M YCJIOBUS TPOBEIEHUS PEAKIIUH.
[IIIP B peabHOM BpEMEHH € UCIIOJIb30BAHUEM HHTEPKAIUPYIOIIMUX KPACUTEIIEN. .
Meroas! ananu3a MmetunupoBanus JIHK.
MukpocarennmuTtHblil nonmumopdusm B JJHK-auarnoctuke
[IpuHIMNMaTBEHOE YCTPOMCTBO T€HETUYECKOTO aHAIN3aTOpa Ha OCHOBE KaMMJUISIPHOTO 3JIeKTpodopesa.
WuTepnperanus pe3ynbratoB pparmeHTHoro ananusa JJHK.
CGH na metada3HbIX XpoMOCcOMaXx.
. CGH npenaparoB JIHK na MukpomaTtpunax;
10 MeTo1pl HEMHBA3UBHOM TNAarHOCTUKU aHAYIUIOMANN U IPEUMIUIAHTAIMOHHOM TUarHOCTHKY B paMKax
BCIIOMOTaTeJIbHBIX PENPONYKTHBHBIX TEXHOJIOTHM.

©CoNoUA~AWNE

TUIIOBBIE 3AJJAHMS K DK3AMEHY (2 cemectp)

3ananue 1151 MOKA3aTeJ sl OeHUBAHMS IeCKPUIITOPA «3HAeT» Bun 3apanus

Yemmuwuii onpoc:

1. OOmme  NPUHIMIBI  MOJEKYJSIPHO-IIMTOTCHETHYECKOTO0  aHaju3a.
Mopdonorudeckuii anaim3 xpomMocoM. OCHOBHBIC ATallbl, PUHIUATIBI U
YCIOBUSL  TIONYYEHUS  IIUTOJOTHMYECKHX TpernaparoB  MeTadaszHbIX
xpomocoM. Busyanuzanus xpomocom. IloHaTrne 0 XpoMOCOMHBIX 63HIaX

TEOPETUUECKUI
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M uxX  xapakrepuctuka. Homenkmatypa — auddepeHunanbHOro
OKpamuBaHusi XxpomocoM. [loHsITHE O reTepoxpoMaTHHE U SYXpOMaTHHE.
Tunsl reTepoxpoMaruHa. Homenkiarypa BAPHUAHTOB
reTepoXpPOMATHHOBBIX PaHOHOB XPOMOCOM YEJIOBEKA.

Iubpuansanmst HykiIenHOBBIX KucioT in situ. JIHK-3oHmel. Metonbt
nonydeHus: gparmentoB renomHoit JIHK: kimoHMpoBaHHME B BEKTOpax,
NPOTOYHAS I[IMTOMETPUS, MHUKPOJUCCEKLHs MeTa(asHbIX XPOMOCOM,
OJIUTOHYKJICOTHAHBIN cuHTe3. DiyopecueHTHas in situ ruOpuauzanus
(FISH). Buast u cioco6s! uryopectieataoro meuenus JJHK. JIHK-30m1851,
UCIOJIb3YEMbIE ISl TUAarHOCTUKA XPOMOCOMHBIX aHOoMaiuil. OCHOBHBIE
sranibl  FISH. Mmuoronsernsie texHonoruu FISH (mynerumiekchas,
MHOTOI[BETHBIN OHAMHT) U UX IPUMEHEHHE B KIIMHUYECKOM JUArHOCTUKE.
Cunrenus. MerToapl HCCIEIOBaHUS CHUHTEHMH Y MIIEKOIUTAIOLIUX
(cpaBHMTENBHBIH MOiHTHHT, Z00-FISH).
MonekynsipHO-IIUTOT€HETUYECKHE METO/Ibl, OCHOBaHHbIE Ha OOpaTHOM
FISH. Mertadasnas cpaBHUTEIbHAs] T€HOMHAsI THOPUIN3AIUSA: OCHOBHBIC
MPUHLMIIBI, MpEeUMylIecTBa U HeaocTaTku. CpaBHUTEIbHAs T€HOMHAs
rubpuanzanus Ha mukpounnax (array—-CGH). /IuzaiiH u cpaBHUTENbHAS
XapakTepucTHKa MuKpoMatpuil uist array—CGH.

Tuner  xpomarorpadum  (MX  XapakTEPUCTHKA):  aJCOPOIIMOHHAS,
MOHOOOMEHHas, pacupeaenuTenbHas, apduHHAsL, Treab-QUIbTpanus,
TOHKOCIIOIHast Xpomartorpadus, BbICOKOI(pdexTuBHAS XpomaTorpadus:
ra30KHJIKOCTHAsE Xpomartorpadus ¢ Macc-CIIeKTpoOMeTpuel (BKIItoYast
TaHJEMHYIO).

Teopernueckne OCHOBBI M IPUHLHUIIBI UCIOJIb30BAaHUS OMOXMMHUYECKUX
METOJIOB B JMAarHOCTHKE HACJEeJCTBEHHBIX Oosie3Hell oOMeHa. MeTojibl
pasneneHus, — WIACHTU(PHUKAIMHK,  KOJUYECTBEHHOTO  OINpeAeseHUs
aMMHOKHUCIIOT W OenKoB. AHaIM3 aKTHUBHOCTH ()epMEHTOB. MeTobl
UACHTUQUKAUN U KOJIMYECTBEHHOI'O ONpPENEICHUs YIIIeBOA0B. MeTo bl
paszeneHus M UASHTHU(UKALUU JUIHUI0B M JIUIOCOAEPKAIIUX MOJIEKYJI.
Metoapl  ompesenieHuss Pa3IMYHBIX  KJIacCOB TOPMOHOB. MeTo/bl
OTpeNieJIeHUs]  MPEJIIECTBEHHUKOB U MeTabOJIMTOB  CTEPOMIHBIX
TOPMOHOB. MeTo/lbl Ompe/esieHnss BUTAMHUHOB. MeTo/bl ONpeaeseHus
HEOPraHUYECKHUX HOHOB.

Onektopodope3  HYKIEHHOBBIX  KHCJIOT. Buasl  anextpodopesa.
[IpumeHeHMe  pa3aUuYHBIX  BHJOB  3nekTpodopesa. KanumnspHblid
aNeKTpodopes. [IpuHuunuansHOE YCTPOUCTBO TE€HETUYECKOT0
aHaJIM3aToOpa Ha OCHOBE KaMJUISIPHOTO 3JIeKTpodopesa.

KaptupoBanue u ckpuHuHr reHomMa KapTel reHomMa u MeTOABI HX
nocrpoeHus. CTpaTeruy KapTHUPOBaHUS T'€HOB YEJIOBEKA M METOJBI
MTOJIHOT€HOMHOT'0 CKpUHHHT .

Cratuctuueckass o0paboTka Marepuana: BEIMYMHA HCXOIHOW YaCTOTHI
BPOKICHHBIX  aHoMainuii  pasButus (base-line), crartucTudeckue
TEXHOJIOTHH.

YacroTa BpOXKJIEHHBIX aHOManuil pa3BuTus. [IpuHIMNIBI 0OHApYXEHUS
HOBBIX  TepaToreHoB.  BriaBienune  rereposuror HBO. 4.3.3.
[Ipodunaktuka Oone3Hel C HACIEACTBEHHBIM MPEIPACIIONOKEHUEM.
[IpuHIMIIBI  MEOUKO-TEHETUYECKOr0 KOHCYJIbTUpPOBaHUS npu MOb.
[Tpuniunel gucnance-pusanuu cemeit ¢ M®b. ®opmupoBanue Tpymi
pucka Juis JAucnaHcepHoro yuera. lloaxoasl K MHAMBHIYaJbHOU
npoduIaKTUKE 3a00JIeBaHUI

[Ipekonnenuunonnass mnpodunaktuka. [lokazanuss u QopmupoBaHue
Ipynn pucka OepeMEeHHBIX >KEHIIMH. MeToapl MpeKOHLEN-IIHOHHOMN
npo¢unaktuky. Tepanus akymepckoi MaToJOTUH, B T.U. CAHAIUS OYaros
MH(pEKIUH y poAMTENEeH, YCTpaHEHHWE MOTEHLMAIbHBIX TEPAaTOTEHOB H
MYyTareHoB, CUHXPOHM3AIMS PENPOAYKTUBHBIX ITPOLIECCOB.
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[IpexonnenuuoHHas mMpodUIAKTHKA TPU MOHOTCHHOH MAaTONOTHH U
BPOKJCHHBIX MOPOKAaX pa3BUTHUS, B T.4. AueToTepanusi. DPPEeKTUBHOCTD
IIPEKOHLENIIIMOHHON PO UTAKTUKH. [IpenqummnanTauoHHas
JMarHOCTHKA.

IIporpaMMbl MaccoBOTO M CEJIEKTMBHOI'O CKPMHMHIA, JTallbl, METOJBI,
TpeboBanusi Kk mpoBeneHuto. KoHTponb kauectBa U 3(PGEKTUBHOCTD
IporpaMM  MaccOBOTO  CKpUHHMHTa B CHCTEME  NPO(UIAKTHKH
HAaCJEACTBEHHOM U BPOXKAEHHOM ATOJIOTMH. PErioHanbHbIe M 9STHUYECKHE
0COOCHHOCTH TporpaMM. HeoHaranbHBII OMOXMMHUYECKUN CKPUHUHT:
MporpaMMbl  MaccoBOTO CKpPUHMHIAa HOBOpOXIEeHHbIX Ha DKV,
TUIIOTUPE03, MYKOBHCLMHUAO3, TaNAKTO3EMHUS U aJpPEHOTNCHUTAJIbHBIN
cuHApoM. CKpHHHMHI Ha T€TepO3UTOTHOE HOCHUTENIBCTBO: TAJIACCEMHH,
BpPOXKJIEHHAS! TYTOYXOCTb

I'enorepanus. Meroapl reHHOM Tepanuu. Bo3MOKHOCTH, TPEUMYIIIECTBA U
HEJ0CTaTKH, OTPAaHUYEHUSI, CIIOCOOBI JocTaBKU. OJ00pEeHHbIE Iperaparsl.
O¢ddextuBnocts. Knetounas u reHHo-kIeTouHas Tepanusi. JleueHwue
HACJIe/ICTBEHHBIX Oose3Held oOmeHa BemiecTB. OCHOBHBIC TNPUHIIMITEI
neuenuss HBO. [luerorepanusi, npuHuunsl pacuera. DepMmeHTHas
3aMECTUTENIbHAA Tepanus. TpaHCIUIaHTalMs OpraHoB ©  TKaHEW.
[Ipumenenne ManmbIX MOJIEKYJd, (papMaKOJOTUYECKHE  IIalepPOHBI.
I'enorepanus npu HBO.

[lonsitue o ckpunuHre. IIpeHaTalbHBIA CKPUHUHI Ha aHEYIJIOWIMIO.
KombunupoBansslii ckpuauHr | Tpumectpa 6epemennoctu. CkpunuHr 11
TpuMecTpa 6epemeHHOCTH. HTErprpoBaHHBI CKpUHUHT. CTyNneHYaThIH
MOCIEA0BATENbHbI CKPUHUHT. KOHTHHTEHTHBIM MOCJIEI0BATEIbHbBIN
CKPUHUHT. O((EeKTUBHOCTh  PA3IUYHBIX  BHJIOB  HEWHBA3MBHOTO
IIPEHATAIBHOIO CKPUHUHIA. YJIbTPA3BYKOBOM CKpHMHUHI. HenmHBa3uBHOE
npenaranbHoe TectupoBanue (HUIIT). Buexnerounas JHK mmoga.
Meroast HUIIT. @akropsl, BIMAIOIME HA YYBCTBUTEIBHOCTH U
cneruduunocts HUIIT. TlporHoctudeckas MEHHOCTh MOJIOKUTEIHHOTO
pesyabTara (positive predictive value).

CoBpeMEHHBIE TEHIECHLIMN B HEMHBA3MBHOM IIPEHATAIbHOM CKPHUHUHTE.
HUIIT nns OTAENbHBIX MHUKPOJEIECHUOHHBIX/MUKPOIYIIINKANOHHBIX
cugapomoB (MMC). MHBa3uBHBIE METOJBI NMPEHATATLHON AUAarHOCTUKHU:
aMHUOLIEHTE3, ACIIUPALAs BOPCHH XOPUOHA, KopaoueHTes. [IpenaranbHas
LUTOr€HETUYECKas AMarHocTuka. [lokazaHus npoBeAEHUIO IIPEHATaIbHON
LIATOr€HETUYECKON INarHOCTHUKHU.

CpaBHuTenbHas OLICHKA s dheKTUBHOCTH MPEHATAIBHOMN
LHATOT€HETUYECKOW JMArHOCTUKM Ha XPOMOCOMHBIX IIpernaparax W3
TKaHEH IUI01a M 3apOoJbIIIEeBbIX 000J04YeK. Mo3aulu3M, OorpaHUYEHHBIN
IJTALIEHTOW. Y CKOpEHHasi NETEKIUs aHCYIUIOWAWMW y IUIoAA: MOKa3aHus,
METO/BI, [IpEUMYyILEeCTBa u HEJOCTATKHU. XPpOMOCOMHBIN
MHKPOMATPUYHBIA aHAJIN3 B IPEHATAJILHON THArHOCTHKE.

3aganue /151 IOKa3aTes1 OLEHUBAHUA JeCKPUIITOpa «YMeeT», «Biaxeer»

Buna 3aganus

Tecmut (npumepot):
1. B texnonoruu RED ucnons3yroTcst OMUTOHYKICOTH I, PEACTABISIONINE

co0oii:

a) Cwmech ciry4allHBIX OJUTOHYKIICOTHIOB ¥ CHENU(UIECKOTO K HUM
KpacHTelst

b) TpunykneoTHIHBIE MTOBTOPHI ATHHOW 15-20 TpHILIETOB

c) Cwmech ClTydaifHBIX OJUTOHYKJIEOTH/IOB

d) dparmeHTHI, KOMILIEMEHTAPHBIC (IIAHKUPYIOIIMM YHHKAJIbHBIM
HOCJIeIOBATEIbHOCTSM

e) TpuHYKICOTHIHBIC TOBTOPHI JJIHMHOW HECKOJILKO THICSY TPHUILJICTOB

MPaKTUYECKU I
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2. Iloyemy nuarnoctuka cuaapoma MaprtuHa-bemn merogom
MeTrmayBcTBUTENbHOU [P HE mpoBoAMTCS 111 sKEHITUH?

Tak Kak y HUX IPOUCXOAUT UHAKTUBALMS X-XPOMOCOMBI

VY 5KEHINUH JNaHHBIM CUHAPOM HE IIPOSBIIAETCS

X-XpOMOCOMBI Y KCHILMH HE METHJIUPYIOTCS

N3-3a ocoO0eHHOCTEH METUIIMPOBaHUSL X-XPOMOCOMBI Y YKEHIIIUH
IpanuMepsl He OT)KUTAI0TCS

Tak Kak y )KEHIIMH JJIMHAa MyTaHTHOT'O IIOBTOPA ropasio 0ojblle, YeM
y MYKUUH

3. Kakoii ypoeHns (%) Mo3auiiu3Ma o 1nojgoBbIM XpOMOCOMaM SIBIISIETCS
KPUTUYECKHUM JIJI1 HU3KOMPOLIEHTHOT'O MO3aUIIM3Ma!

meHee 1%;
Mmenee 2%:;
meHee 4%:;
MeHee 6%;
MmeHee 8%.

4. Nimua nenenuu c.13del B HykieoTngax
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©. MukpocaTeNIMTHBIA aHAJIN3 UCIIONb3YETCs AJIA:

KocBenHnoro ananmsa nepenayu (HaclieJ0BaHUs ) TOBPEKICHHOTO
aJuIeInst

Cexsenunposanus JJHK

[Tonumepasnoii uennoit peaxuuu (I1LP)

[Toncka MmyTanuit B reHax

Crunaiicunra




