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1. llean 1 3aaa4¥ JUCHUILIHHBI «OCHOBBI MeIUIIUHCKOH reHeTUKW (JaJjiee - TUCIUILIAHA).
Ilenwv oceoenusn oucyunaunpl — ydactie B GOPMHUPOBAHUH Y BBITYCKHUKA CICTYIOITNX KOMIIETEHITUH:
YHI/IBGDCEUIBHBIG KOMIICTCHIIMM .

YK-1. CrocobOeH OCymIecTBIATh KPUTHUECKUN aHAU3 MPOOJIEMHBIX CUTyalliii Ha OCHOBE CHUCTEMHOTO
MOAX0/a, BRIpa0daThIBaTh CTPATETHIO JEHCTBUNA 3a0auu OucCyuniuHbl.
B pesynbTare u3yuyeHus AUCHUILINHLL CTYIEHT JIOJDKEH:

3HaTh:

- OCHOBHEIE HaIpaBJICHUsT COBPEMEHHOUN T'€HETHKHU: T€HOMHKY,  IPOTCOMHUKY,
BHI/IFeHeTI/IKy, BTHOFCHOMI/IKy, (l)aKMaKOI‘eHOMI/IKy, MeTaI‘eHOMI/IKy, COBpeMeHHBIe IIOAXOAbI FGHHOI>'I
Tepanuu.

- OCHOBbl MOHOTEHHBIX 3a00JIeBaHUW ¥ MPHUHLIMUIBI WX JTUATHOCTHKU C MCIOJIb30BAaHUEM
COBPCMCHHBIX I[OCTI/DKGHI/II\/JI TC€HCTUKU.

- CHMITOMBI PacHpOCTPAHEHHBIX HACJEACTBEHHBIX CHUHAPOMOB M OCHOBHBIE MOAXOABl K HX
JUArHOCTHKE.

-  MEXaHU3MBbI T€HETHYECKOU U DIIUTeHETHYECKON N3MECHUYNBOCTH.

- 0 MUTOXOHAPUAIIBHBIX 3a00JIeBaHUSIX U 3a6OHCBaHI/I$[X FCHOMHOI'O UMIIPHTHUHTIA.

- 0 pacIpOCTPaHEHHOCTH U 3HAYMMOCTH HACJICJICTBCHHBIX 3a00JIEBaHU.

- TpPOTHO3 JJs KU3HU, TPYAOCHOCOOHOCTM ¥ COLMAIbHOW ajanTallud TIPU OCHOBHBIX
HO30JI0THYECKUX (hOpMax HACIIEACTBEHHBIX 3a00JI€BaHUH.
Ymern:

- pe€aln30BaTh 3TUYCCKHUEC U ACOHTOJIOTMYCCKUEC ACIICKThI Bpa'-IC6HOI\/JI ACATCIIBHOCTHU B O6HICHI/II/I C
00JIBHBIMU, CTPAAAIOIIMMHU HACIEICTBEHHBIMU 3a00JIEBAHUSMHU.

- CTPOUTH POJOCIOBHYIO Yy OOJBHBIX C MPU3HAKAMH HACJIEICTBEHHOTO 3a00JI€BaHMUSI.
Baagern:

- HaBBbIKaMH MOJICKYIIPHO-TCHECTUYCCKUX HCCHGHOB&HHﬁ, HCIIOJIb3YCMbIX
JUIA JUAarHOCTHUKH

HACJIEACTBEHHBIX 3a00JIEBaHMIA.

Mecto qucuunminnsl B ctpykrype OOII BO IIUMY.
2.1. qucuurmmza «OCHOBBI MEJUIIMHCKON reHeTHKn» oTHOcuTes K 0oky b.1 «Aucuummunel (Mogynun)»
yacTu, GopMUpyeMoil yuacTHUKamMH oOpa3zoBatenbHbXx oTHomeHn b1.Y0O0.12 u n3yvaercs Ha 2 kypce B 4
ceMecTpe.
2.2. JUia  u3ydeHus JUCLUIUIMHBI HEOOXOIUMBI 3HAHUS, YMEHMUS u HaBBIKH,
(dbopMupyeMble MPEeALIECTBYIOMUMHU AUCIUITTIHHAMMU:
OMOJI0T s, HOpMaJIbHAsl aHATOMUS, TUCTOJIOTUS C LIUTOJIOTHEN U AMOpHoOIorueli, HopManbHas (U3UOJIOTHS.
2.3. V3yueHune NUCHUIUIMHBI HEOOXOAUMO JAJIsl 3HaHUHM, YMEHUI U HaBBIKOB, OPMUPYEMBIX
MOCJIEAYIOIUMH TUCHUTUIMHAMMU:

MI/IKpO6I/IOJ'IOFI/I${, BHUPYCOJIOTHA; HMMMYHOJIOTUs, SIIUACMHUOJIOTHA, MEAULIMHCKAA SKOJIOT U, 06ma${ TurucHa.

3. Pe3yabTaThl 0CBOEHUS AUCHUILIMHBI U HHIAHUKATOPbI JOCTUKEHUS] KOMIIETEeHIIUI

N3yuenne AUCHUIUIMHBI HAMpaBieHO Ha (OPMHPOBAHHE y OOYYAIONIMXCS CIENYIONUX YHHUBEPCATbHBIX
KOMIIETEHIINN:

| | | Cozxepn(aH | | B pe3yiibTaTC U3y4YCHUA JUCIUILIINHBI, 06yqa10umecsl JOJIKHBI




Ne Kon ue Konn 3HaThL YMmern Baanern
n/n KOMIIET | KOMIIETEHL[ | HAMMCHOBA
eHiuy | wH (WIm ee HHC
qactn) HHIUAKATOP
a
JOCTHIKEHHU
1
KOMIIETEHI]
2051
1. YK-1 Cnocobern | UYK 11| - npuHOMmel a”anuMsa | - AQHAJIN3UPOBATh | - HABBIKAMU
OCYIIECTBI | 3HaeT: 3JEMEHTOB  IOJIy4€HHOH | MOJY4YCHHYIO aHaIu3a Hay4HOU
AT METO/TBI nHpopmanuu uH(bOpMALHMIO, PHHIMATH JUTEPaTypHl U
KPUTHYECK | KPUTHYECK (BLIﬂBHeHHLIX CUMIITOMOB, CaMOCTOSTCIbHOC PCIICHUC oq)nunanLHHx
uil ananus | oro CHUHAPOMOB, - COCTaBJIATh POJIOCJIOBHBIC, | CTATUCTUYECCKHUX
npoOJeMH | aHanmm3a W | MATOJOTHYECKHIX HCTIONB3Ys CTAHAAPTHBIC 0030pOoB,
BIX OLICHKU W3MECHEHHH) B pe3yibTaTe 0603HaueHH, IOATOTOBKU
cuTyauuu COBPEMEHH o0cne10BaHMs AlUCHTA C aHaJIM3MpoBaTh pedeparos,
Ha OCHOBE HACJIEICTBEHHBIM POIOCIOBHBIC,

3a00JIEBAHUEM;




CHUCTEMHOT
0 MOAXO0/a,
BBIpa0aThI
BaTh

CTpaTeruio

NEUCTBUMN

BbIX
Hay4YHbIX
JOCTHKCHU

u;
OCHOBHBIE
TIPUHIIATIBI
KPUTHYECK
oro
aHaIM3a
NyK 1.2
VYmeer:
MOJTy4aTh
HOBBIE
3HAHMS Ha
OCHOBE
aHaIN3a,
CHHTE3a U
Ap.;
coOmparp
JaHHBIC 10
CIJIOYKHBIM
Hay4HBIM
mpobiema
M)
OTHOCSIIIH
MCsI K
mpogeccruo
HaJIbHOU
obacTu;
OCYIL[ECTBI
SITh TIOUCK
nHpOopMaI
U¥ U
peleHni
Ha OCHOBE
JIeUCTBUM,
JKCTIepUMe
HTa U
OIIBITA

- TIPAHITHIIBT
CHHTE3a MOJTy4CHHON
nH(pOpMAITHH
(BBISIBJICHHBIX CUMIITOMOB,
CHHIIPOMOB,
MATOJIOTUICCKHUX
M3MCHECHH) IS
MMOCTaHOBKH
MPEIBAPUTEIHLHOTO
QIarHO3a - OCHOBHBIE
TUIIBI HACJICIOBAHUS,
KITMHAYECKIE CUMITTOMEI 1
CHHJIPOMBI, XapaKTep
TEUYCHHUS U UCXOJBI
Haunboee
pacupocTpaHEHHBIX
HACJICICTBEHHBIX
3a0oJeBaHUN

- MPOTHO3 IS
YKHM3HH, TPYJOCIIOCOOHOCTH
U COIMANIbHOM aanTaluu
MIPU OCHOBHBIX
HACJICICTBEHHBIX
0O0JIe3HSX.

- OCHOBHBIE
HaTpaBJICHUSA
POPUIAKTHKA
HACIICICTBEHHBIX
0oJe3HeH. - OCHOBHBIC
METO/IbI JTAOOPaTOPHOIL U
UHCTPYMEHTAJILHOI
JTUarHOCTHKH,
HE0OXO0UMBIE IS
BepupHUKauuu 1

(hOpMYIHPOBKH JHarHO3a
Hamnbonee
pacmpocTpaHeHHBIX
HACIIeICTBEHHBIX
3aboneBaHUN
(reHeTHYECKHE,
OMOXHMHYECKHE,
MOp(dooruuecKne 0CHOBbI
pa3BUTHA HACJIECTBEHHOU
MaTOJIOTHN);

-TMIOKa3aHus K
HaIpaBJICHHIO Ha
pasanyHbIe
HHCTPYMEHTAJIBHBIC U
nmabopaTOpHBIC METOABI -
OCHOBHEIC (DaKTOPBI PHCKa
pa3BuTHs 3a00JCBaHUN 1
UX KOPPEKIHIO
- TJIaBHBIC
COCTaBJISIOLINE 3/I0POBOTO
o0pasa KH3HH. -
MIPHUHIUITBI OPTraHU3aIHH
MPOTpaMM JHArHOCTHKH
HACJICACTBEHHBIX
3a00JICBaHUAN - METOJIUKY
MEIMKOT€HETHUECKOTO
KOHCYJIbTUPOBAHHUS

- OOBSICHATDH TIPUYHHBI
M BO3MOJKHBIE MEXaHU3MBbI
POXIEHUs IeTel ¢
XPOMOCOMHBIMU OOJIC3HSAMU;
- METOJAaMU  HU3y4YCHUs
HACIICICTBEHHOCTH y
YyeJ0BeKa
(ITOreHeTUYECKUH METO,
OMOXUMHMYECKHI METO/I,
reHeaornIeCcKuil MeTOo I,
OJIM3HELIOBBI METOI;
TIPUHITUIT CEKBEHUPOBAHNUS
JIHK)

- HHTEPIPETHPOBATH
HanboJee 3HAUUMBIE IS
JAArHOCTHKHU
HAaCJICICTBEHHBIX
3a00JIeBaHUI U3MEHEHUS
pe3yIbpTaToB J1a00paTOPHBIX
1 MHCTPYMCEHTAIBHBIX
METOJIOB HUCCIICOBAHMS, a
MMEHHO: 00IIIero 1
OHOXHMMMUYECKUX aHAIIM30B
KpPOBH, IIATOTEHETUICCKUX
METO0B, METOJIOB MTPSIMOM
JIHK- muaraHoctukw.

- MIPUMEHSTh
COBpPEMCHHBIC
UH(OpPMALMOHHBIC
TEXHOJIOTHH JJIS TIOTY4ICHUS
CBEJICHMI, KacarolIUXCs
JUArHOCTHKH U JICUCHHUS
HACJIEICTBEHHBIX
3a00JIcBaHMI

- BBISBIISTh
HAaCIICICTBEHHBIC
3a00JICBaHHS

- OpTraHN30BaTh
pabdoTy o GopMHUPOBAHHIO Y
HACEJIEHNs, TIALIMEHTOB U
YJIEHOB UX CEMe
MOTHUBAIIMH, HAITPABICHHOM
HA COXpaHEHHUE U
YKpPEIUICHHE CBOETO
3II0POBBSI U 3TOPOBBS
OKPYKaIOIIHX.

- OIICHMBATh
3HaYCHUE 00pa3a KU3HU IS
COXpaHCHHUS 37J0POBbS
YeJI0BEeKa U INIAaHHUPOBAThH
CBOIO JKM3HEIEATEILHOCTD Ha
OCHOBE 3HAHHUI O

3I0pPOBOM 00pa3e KU3HU

0030poB 1Mo
AKTyalbHBIM U
COBPEMEHHBIM
Hay4YHBIM
BOIIPOCaM B
obnacTu
HACJICICTBEHHO
1 MaToJIOTUH. -
HaBBIKaMHU
CKPUHUHTOIICHKA
pe3ynbpTaToB
1a00paTOPHBIX U
WHCTPYMEHTAJb
HBIX METOJIOB
WCCIICTIOBaHUS 1
BBISIBJICHHS TEX
W3MEHEHUH,
KOTOpBIE TpeOyIOT
HaINpaBJICHUS
00JBHOTO K
TCHETHUKY.




Kon
KOMIIETE

HaumenoBanme pa3aena
AMCHUIIMHBI

Conep:xaHue pa3jena B IMJIAKTHYECKUX eTHHULAX




HIIUMA

4. Pa3nesibl IMCUMIVIMHBI M1 KOMIIETEHIIUH, KOTOpPbIe ()OPMHUPYIOTCH NMPU UX U3YyYEHUM:

VK-1

1.MounekynspHas reHeTuKa-
OCHOBA MEIULMHCKOM
reHeTHKH. | eHeTHueckui
MacropT. DMUTCHETHKA.

OTHOr€HOMHKA.

I'enomuka. [Tporeomuka.

I'eHom uyenoBeka Kak Hay4yHas OCHOBA TMPEIUKTHBHOMN
MEIUIMHBI. ['eHeTHYeCKUi macmopr.

['eHOMHBIN UMIPUHTHHT- SIMUTCHETUYECKHAs CUCTEMa
pEryJIsIUY TSHOB.

MuToXOoHIpraIbHBIC OOJIC3HH.

I'eHOMUKA ¥ T€HOMHBIE€ TEXHOJIOTHH.

HoBble mnpoekThl 1O M3YyYEHHIO TEHOMa YeJIOBEKa.
I'eneTnveckuii mosmmopdu3M. ITHOreHOMHKA. | eHOMUKa
W CO3JaHHWE HOBBIX JICKAPCTBEHHBIX IPEHapaToB.
Kounennus JIEKapCTBEHHOM MeTadOJINUECKON
oe3onacHocTH. DapMaKOreHETHKA.

2. Metoibl U3y4eHUs
TEHETUKH Y€JI0BEKa.
MOHOTeHHBIE, XPOMOCOMHBIE
U TEHOMHBIE 3200JI€BaHU.

['eHeanoruyeckuii METO/1 NCCIIEI0OBaHUS T€HETUKU
yenoBeka. CocTaBieHUE POJOCIOBHBIX. BiIM3HEIOBBIIM
METO: onpeaeeHne Ko3hduimenTa poacTsa;

KO3 QHUIHUEHTHI POJICTBA IS PA3IIMYHBIX Tap
POJICTBEHHUKOB; ONpeeNIeHUE KOHKOPAAHTHOCTH
[TomyAsIIMOHHO-CTaTUCTHYECKUI METO]T UCCIICIOBAHHUS B
MEAUIIMHCKOW TeHeTHKe. 3HaUeHUE U3yYEHUS YacTOT
I€HOB U T€HOTHUIIOB B MOMYJISILIUY JUISI TIOTYYEHUSI
MH(pOpPMaLIUU O YACTOTE IeTEPO3UTOTHOCTH.
buoxumuyeckuit METOI UCCIEOBAHUS TEHETUKHU
YeloBeKa.

[{uToreHeTnyeckre METO bl UCCIIEI0OBAaHUS B
MeAUIMHCKON reHeruke. CTaHaapTHoOe
KapuoTHnupoBanue. OroopeciieHTHas in situ
rubpuanzanus (FISH meton). Muoronsetrasie FISH
MeTobl. [IprMepsl IpUMEHEHNSI B KIIMHUYECKOU
MIPAKTHKE.

MoHoreHnHble 3a00neBaHMs. THUIIBI HAacIeOBaHUSL.
Knaccudukanms MoHOTeHHBIX 3a00seBaHui. bone3nu
oOMeHa: aMUHOKHUCIIOTHOTO, YIJIEBOJHOTO, JIUIIHUJIHOTO,
ypUHOBOT0, TOP(HUPHUHOBOTO OOMEHA.

XpomocomHsble abepparuu. Knaccudukanus. Haubonee
pacnpocTpaHeHHass —maronorus: cuHapoMm  JlayHa,
[epummesckoro-Tepuepa, Knaitndenbrepa.




3. BpoxxneHnsie 3a0oneBaHus
U IIOPOKH Pa3BUTHSL.

Bpoxnennsie 3a060eBaHus 1 MOpOKH pa3BuTHs. [lopoku
IIPU MOHOTEHHBIX U XPOMOCOMHBIX 3a00JI€BAHUSAX.
ITopoku, BeI3BaHHBIE SHAOKPUHHBIMU, TOPMOHAIBHBIMU
1 METabOJIMYECKUMH paccTpoiicTBamu Matepu. [Topoku
HK30T€HHOI'0 IPOUCXO0XkKAeHU. MynbTH(AKTOpHUAIbHbIE
IIOPOKH.

Ponp  ¢Qusnuecknx, XUMHUYECKHX U OMOJIOTMYECKHX
(akTOpPOB B MPOUCXOXKIEHUH BPOXKAECHHBIX HApyILIEHUH
pa3BUTHS.

4. Metonpl auarHocTuku | MeTojbl JHK-auarHoctuku. Hcnons3oBanue B
HACJICICTBEHHBIX IATOJIOTUH | KIMHHYECKOH MPaKTUKE.

YeJI0BeKa a |- aHaJIM3 MoMMOop(dU3Ma JUTUH PECTPUKITMOHHBIX
MEAUKOI'€CHETHNYECKOC (bpaFMeHTOB

KOHCYJIRTHPOBAHUC. . aHaJIN3 NOJIMMOp(hU3Ma MUHU- U

MUKPOCATEJUIMTHBIX TIOCIEA0BATEIIbHOCTEN

. MOJIMMEpPAa3Hasi LeMHast PeaKius

. aHaIM3 KOH(POPMaIMOHHOTO OJUMOpPHU3Ma
oxnonuTeBoil JIHK

. meTo bl cekBenupoBanus JHK (nqunesokcu-meron
CaHrepa, QIIFOOPOXPOMHOE OKpAITUBAHHE XUMUUYECKOE
pacIIeTIeHHE)

. ruOpuAN3aIKs HyKJICHHOBBIX KUCIOT C
aJuIebCrenu(puIecKuMU 30HIaMH.

[IpuknagHbie aCEKThl MPUMEHEHUS METOA0B
MouekyJisspHoi renetuku u JIHK-nuarnoctuku B
KJIMHUYECKON MEJIUITMHE.

Metoxa JIHK- koMeT B O1IeHKE T€HOTOKCUYECKOTO JICUCTBUS
IKOJIOTUYECKUX (haKTOPOB.

3ajaun MEIUKO-TEHETUYECKOT0 KOHCYJIbTUPOBAHUS U
MOKAa3aHus JJI HAalpaBlieHUs1 OOJIBHBIX U UX ceMel Ha
MEJIMKO-TEHETUYECKOE KOHCYJIbTUPOBAHUE. METOIMKH
MPOBEJICHUS] METUKO-TEHETUYECKOTO KOHCYIbTUPOBAHMUSI.
OCHOBHBIC KJTMHHKO-TCHETHYECKUE U METO/IbI
HCCIIEIOBaHUSI.

5. O0béM IMCHUIJIMHBI M BH/IbI Y4e0HOI padoThl
OOm1ast TPyI0€MKOCTh IUCIUILTUHBI COCTABIsAET 1 3auéTHast eAMHUIA, 36 9acoB

Bun yueOHoii padoThl TpyroemMkocTh TpyroemkocTs 10O
cemectpam (AY)
Oo0bem B O0bem B
3a4eTHBIX aKaJgeMHYeCKHX 4
eIMHHULAX qacax (AY)
GE)
AynurtopHas paboTa, B TOM YHCIIE: 0,61 22
Jlexrum (JI) 0,17 6 6
JlaGopatopusbie mpakTuxkymsl (JIIT) - - - | -
[TpaxTuueckue 3anstus (I113) 0,44 16 16




Knunaudeckue npakTHYecKue 3aHsATHS - - -
(KTI3)
Cemunaps (C) - - -
CamocrosaTenbHass  paboTa 0,39 14 14
crynenra (CPC)
HayuHo-uccnenoBarenbckas - - -
pabora cTyneHra
[IpomexxyTouHas aTTecTarus: - - -
3a4eT
OO01ast TPy10€eMKOCTh 1 36 36
6. ConepxaHue ITMCUUILTHHBI
6.1. Paznesnl JUCHUILIMHBI 1 BUALI 3aHATHHI
n/Ne | Ne HaunmeHoBaHue Buabi yueOHoli padoTsl
cemecTpa | pa3iesia IHCHUIUIMHbI
J |JII (113 | KII3 | C CPC | Bcero
1. 4 MounekynsipHas - - -
ICHETHKA- OCHOBA
MEIHMIIUHCKON T€HETUKH.
['enetnueckuit macropt. | 6 3 9
OIUreHeTHKA.
OTHOreHOMUKA.
2. 4 MeTtoabl W3y4YeHUs - - -
TCHETHUKU YyeJIoBeKa.
MoHOreHHEIE, 6 4 10
XPOMOCOMHBIE u
TCHOMHEBIE 3a00JIeBaHUs.
3. 4 Bpoxnennsie - - -
3a00J1€BaHUS U IOPOKHU 4 3 7
pa3BUTHA.
4. 4 MeToapl AUarHOCTUKHU -
HACJIeICTBEHHBIX
MaTOJIOTHI YesloBeKa U
MEJIUKO-TCHETHIECKOC 6 4 10
KOHCYJbTHPOBAHUE.
3auer
ATOIO
6 16 14 36
6.2. TemaTnuecknii JIaH JEeKIUI*:
Ne Obvem 6
AY
Tema nexyuu 4

cemecTp




BBeneHnne B METULIMHCKYIO TEHETHUKY.
JuddepeHnnanus METUIIMHCKON TeHeTHKU. ['€HOM denmoBeKa Kak Hay4yHas OCHOBa 2
MPEIAUKTUBHOW MEAULIUHBL. [ €HETUUECKUI TacopT.

I'enomuka. [Iporeomuka. ['eneTnyeckuii monumopdu3mM. ITHOreHOMHKA. | eHOMUKA 1
CO3/IaHH€ HOBBIX JIGKAPCTBEHHBIX TmpemapaToB. KoHuenuus JieKapcTBEHHOU
MeTabonnueckoit 6e3onacHoctu. PapMaKkOreHeTHKA.

OnureHeTKa MW OOJIE3HM YeNOBEKa. OIUIeHETUYECKHE ACTCPMUHATBI  IIPHU
3JIOKAQYCCTBCHHBIX HOBOO6p330BaHI/I${X. I'enoMHEBIH HUMIIPUHTHUHI - SIIMTCHCTUYCCKH A
CHUCTEMA PErYJIAIUN I'CHOB.

HUTOTI'O: (Bcero 6 AY)

*(ounasi popma, ¢ npumenenuem JUOC u 10T)

6.3. TemaTu4eckuii NJIaH Ja00PATOPHBIX MPAKTUKYMOB: Y4eOHBIM
IJTAHOM HE NMPEAYCMOTPEHBI

6.4. TemaTu4ecKHii NJIAH NPAKTHYECKUX 3aHATHI

Oovem ¢ AU

Tema 3ansTust 4 cemecTp

MeTtobl U3y4eHHs TeHETUKY YeroBeka. OCHOBHBIE KIIMHUKO-TEHETUYECKHE U METO/IbI
HCCIeN0BaHMs. ['eHeanornueckuii METOI UCCIIEN0BAHNS T€HETUKH YEIIOBEKA.
CocraBieHue poloCcIOBHbIX. bHM3HE0BBIN METOI: onpeaesieHre KodppuimeHTa
poJicTBa; KO3 GUIUMEHTH POACTBA ISl pa3IMYHbIX Map POJICTBEHHUKOB; ONpee/ieHUue
KOHKOPJI@HTHOCTH 3
[TonyIAMOHHO-CTATUCTUYECKUN METO UCCIIEIOBAHUS B MEIUIIMHCKOM I'€HETHKE.
3HaueHue U3YYEHHs YacTOT I'€HOB M T€HOTWUIIOB B MOMYJSALUUHU JUIS MOTY4YECHHUS
MH(OpPMALIUU O YACTOTE IeTEPO3UTOTHOCTH

buoxuMuuyeckuii METO UCCIIEI0BAHUs T€HETUKH YEII0BEKA.

XpoMOCOMHBIN aHaIN3. [{uTOreHeTHYecKre METOAbI UCCIIEIOBAHUS B MEAUIIMHCKOM
reretuke. CTaHIapTHOE KapuoTUNHpoBaHue. DaroopeciieHTHas in situ rTuOpuIn3anus
(FISH metomx). Muoronsernsie FISH metozst. [Ipumeps npuMeHnenus B

KIMHUYeckol mpakTtuke. CriekTpanbHoe KapuotunupoBanue (Spectral Karyotyping =
SKY).

Momnorennsie 3a0oneBanus. Tunsl HacaenoBanus. Kinaccudukaims MOHOTEHHBIX
3aboneBaHuid. bonesHn oOMeHa: aMMHOKHCIOTHOTO, YTJIIEBOIHOTO, JHUITHIHOTO,
MIypUHOBOTO, MOP(HUPHUHOBOTO OOMEHA.

Xpomocomusbie abeppanuu. Knaccudukamus. HanbGonee pacnpoctpanenHas
natonorusi: cuaapom [ayna, lllepumesckoro-Tepuepa, Knaitngpensrepa.
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Bposxnennsie 3a00neBaHusl U TOPOKH pa3BUTHs. [IopOKM P MOHOTCHHBIX U
XPOMOCOMHBIX 3a00seBaHusIX. [Iopoku, BRI3BaHHBIE HIOKPUHHBIMH,
TOPMOHAJILHBIMU U METa0O0JIMYECKUMU paccTpoiicTBaMu Matepu. [lopoku
AK30T€HHOT0 MPOUCXO0XKACHU. MynbTH(haKkTOprUaibHbIe TOPOKH.

Ponp ¢u3myecknx, XUMUYECKUX U OHOJOTHYECKHX (AKTOPOB B TPOUCXOXKICHUU
BPO’KJCHHBIX HAPYIICHUI pa3BUTHUS.

Arenesust. Atnasusi. ATpesus u cteHo3. OTCYTCTBHE OTJICTbHBIX YacTel Oprasa.
Bpoxnennas runomnaszus. Bpoxnaennas runeprpodus. ['ereporuiazusi.
I'ereporonus. Dkronus. duspadus wim apadus. ucxponus. Makpocomust
Hepaszaenenue opranoB miiv MOHO3UTOTHBIX Osin3HENoB. [lepcuctupoBanue.

Y nBoenue oprana. JlonosHUTENbHBIE OpraHbl. Masble aHOMaIuu Pa3BUTHS.

Mertoabl IHK-nuarnoctuku. Mcnonb3oBaHue B KIMHUYECKOW MPAKTUKE.
* aHAJTM3 TOIMMOpP(U3Ma ATUH PECTPUKIMOHHBIX (PParMeHTOB
* aHAM3 TOTUMOP(PU3Ma MUHU- ¥ MUKPOCATEIUTMTHBIX MOCIIEA0BATEIHLHOCTEH
* MOJIMMEpa3Hasl LeTHast peaKIus
* aHAIM3 KOH(POPMAITMOHHOTO moTuMopdu3Ma ognorutresor JJTHK

* Meto bl cekBeHupoBanus JJHK (munesoxcu-meron Canrepa, hiaroopoxpoMHoe
OKpalllMBaHUE XUMHUYECKOE PACIICIIIICHHUE)

® FI/I6pI/II[I/ISaIII/I$[ HYKJICMHOBBIX KHUCJIOT C aJIJICJII)-CHCHI/I(l)I/I‘-ICCKI/IMI/I 30HAaAMH

0 TexHOJOTHS MOJTHOTEHOMHOTO ceKkBeHUpoBaHus (WGS)

[IpuknagHpie acCIeKThl NPUMEHEHHUS METOJ0B MOJIEKYJIIPHON T€HETUKHU U
JHKAnarHocTuky B KJIMHUYECKON MEIUIIUHE.

MenauKo-reHeTHYeCKOoe KOHCYJIbTUPOBAHUC KAK BUJ CH@HH&J’IH?»HPOB&HHOIZ
MEIUIIMHCKOM IMTOMOIIY HACEJICHUIO. 321,[[8.‘11/1 MCAUKO-TCHCTHUYCCKOI'O

KOHCYJIbTUPOBAHUA W IIOKA3aHUS [JIsI HaIIPaBJICHUA OOIBHBIX M HX ceMeill Ha
MCIUKOTCHECTHYCCKOC KOHCYJIbTUPOBAHUC.

MeToauky mpoBeIeHUS] MEIUKO-T€HETUYECKOTO KOHCYIbTUPOBaHUs. CeMelHbIH
CKPUHUHT HaclleICTBEHHOM MaToJoruu. JlIOCUMIITOMHAs AMarHOCTUKa (O0se3Hb
['eHTHHITOHA, paKk MOJIOYHOM JKEJIe3bl, paK TOJCTOrO KUILIEYHUKA)

HUTOTI'O (Bcero 16 AY)

16

*(ounasi popma, ¢ npumenenuem IUOC u J10T)

6.5. TemaTu4eckuii NJIAH CEMMHAPOB:

VY4eOHBIM MJIaHOM He MPeAyCMOTPEHBI

6.6. Pacnipenesienune camocrosiTesqbHOi padotsl cryaenta (CPC):
VY4eOHbBIM MJIAaHOM HE TPEAyCMOTPEHO

n/Ne

HaumenoBanue suga CPC

Oo0bem B AU

Cemectp 4
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1. — paboTa C JIEKIIMOHHBIM MAaTEpPHAIIOM, MPeTyCMaTpPHBAIOIIAS 2
POpabOTKY KOHCIEKTA JEKIMHA U y4eOHOH INTepaTyphl;

2. — BBIIIOJIHEHUE JIOMAIIIHEr0 3aJaHus K 3aHATHIO; 2

3. — BBIMIOJIHEHUE JIOMAIlIHEN KOHTPOJIbHOM paboThl (pelieHure 3aaad, 2
tecTupoBanue on-line);

4, — H3y4YEHUE MaTepuana, BBIHECECHHOTO Ha CaMOCTOSATEIIbHYIO 4
popaboTKy (OTIETHHBIC TEMBI);

5. — MOJTrOTOBKA K 3a4eTy 4
HUTOI'O (Bcero — 14 AY) 14

6.7. HayuHo-uccienoBaTe/ibCcKasi padoTa cTyeHTa: Y4eOHbIM
IJIAHOM HE MPEeayCMOTpeHa

7. MOH] OLIeHOYHBIX CPEJCTB, /ISl NPOBeIeHNs TeKYIIero KOHTPOJISI M IPOMEeKYTOYHOM

aTrecTanuu
Ne Ne DopmbI HaumeHnoBanue OueHo4YHbIE CpPeICTBA
n/m | ceMec | KOHTPOJSl | pa3aesa quCHUIINHbI
Tpa BU/IBI Koua-Bo KOJ‘I-BOUTeCTOBbIX
KOHTPOJIb | 3aJaHM i
HBIX
BOIIPOCOB
1 2 3 4 5 6 7
1. 3 Konrpons | MonexymsipHas Tectsl on-line - 30
OCBOCHUS reHeTHKa- OCHOBA
TCMBI, MEIUIIMHCKON I€HETUKH.
KOHTPOJIb ['enernueckuii macnopr.
CaMOCTOATE | Jrprenernka.
JIEHOH OTHOT€HOMHUKA.
paboTsl
CTYyJIEHTa
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2. 3 Kontpons | Metoabl u3ydenus | Tectsl on-line 32 50
OCBOCHUS T€HETUKU yeJjioBeka. | Kelic-3agaua
TEMBI, MoHoreHHbIE, Pa3znoypoBHeB
KOHTPO/Ib XPOMOCOMHBIE u | ble
CaMOCTOATC | regomuble 3a6071eBanus. | 38441 U
JIbHOU 3aJIaHUs
paboThI
CTy/ICHTa
3. 3 Konrpons | BpoxxneHnHsie Tectsr on-line - 50
OCBOCHUS 3a0oJsieBaHus U IOpOKU | PazHOypoBHEB 2
TEMEI, pa3BUTHSL. ble
KOHTPOITh 3a1auy 1
CaMOCTOSITE 3a1aHAS
JBHOM
paboThI
CTy/ICHTa
4. 3 Kourponar | Menuko-reHerndeckoe | Tectsl on-line -1 50
OCBOCHUSA KOHCYJIbTUpOBaHUE KaK | Keiic-3amaua 2
TCMBI, BUJT Pa3znoypoBHeB
KOHTPOIIb CIeUATN3UPOBAHHOM He
CaMOCTOSATE | MEIHMIIMHCKON IOMOIIH | 3a51a9y 1
JIbHOU HACEJECHUIO 3a1aHUs
paboTsl
CTy/ICHTa
5. 3 3auer Bce pazgensr Keiic-3amaua 30
IACIATUINHEI 3azaun 30 -
Tectst on-line - 300

8. YueOHO-MeTOANYeCKOe U HH(POPMANIMOHHOE o0ecnieyeHne qucuumaunbl 8.1. [lepeuenn

OCHOBHOM JINTEPATYPbI:

Ne | HaumeHnoBanue coriacHo 6ubanorpadguueckum TpeOoBaHUSIM KonnuecTBo sx3eMIusipoB
Ha xadenpe B 6ubnuoteke
1. | boukoB, Huxomnaii [TaBnosuu. Knunudeckas reneruka : yaeOnuk +1 | 1 oK3. 58 aKk3.
anekTpoH. auck (CD- Rom) / H. I1. boukos, B. I1. ITy3sipes, C. A.
CwmupnuxuHa ; pen. H. I1. boukos. — 4-e u3na., non. u nepepad. — M.
:I'D0TAP-Menua, 2011. — 592 c.
2. MytoBuH, ['ennanuii PomanoBruy. Knunnyeckas reHeTuka. 1 7K3. 9 JK3.

I'eHOMUWKA ¥ IPOTECOMHUKA HACIIEICTBEHHOM MTATOJIOTHH : y4eOHOE
nocobue / I'. P. MyroBuH. — 3-¢ u3., mepepad. u jgom. — M. :
I'SO0TAP-Menma, 2010. — 832 c.
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IIputyapn, lopuan Ix. HarnsnHast MeIMIIMHCKAst TEHETUKA :
y4eOHO-METOINYECKOE T0COOUE AJIs CTYAEHTOB YUPEKACHUN
BhIcIIero mpodeccruonanbroro oopazoanus / M. 1. Ilputuapa, b.

P. Kopo ; pen. mep. H. I1. boukos. — M. : T'9OTAP-Menua, 2009. —
200c.

1 7k3.

10 sk3.

I'murep, EBrennii Koncrantunosud. MenuiHcKasi FTeHETHKA :
VYuebnuk / E. K. 'marep. — M. : Menununa, 2003. — 448 c. : um. TB.

— (YueOHas nutepaTypa Ijs CTYACHTOB MEIUIIMHCKHUX BY30B)

1 7Kk3.

6 DK3.

. [lepeuenp AOMOIHUTENBHOMN JINTEPATYPHI:

HaumenoBanue cornacHo 6ubnuorpaduyeckum TpeGoBaHUSM

KomunuectBo

JK3EMILISIPOB

Ha xadenpe

B Ooubnmoreke

Heroccbaym P. JI. Meaununckas reneTrka. 397 HarasaHbIx
WUTIOCTpAIi, cXxeM U Tabnull, 43 KIMHUYECKUX ciaydas : mep. ¢
aurn. / P. JI. HetoccOaym, P. P. Mak-Unnec, X. @. Bunnapn ; pen.
H. Il. boukoB. — M. : TDOTAP-Meana, 2010. — 624 c.

1

36

MenuuHcKas reaetuka : yaeonoe nmocodue / B. JI. Tpommn, O. A.
Mopo3soBa, A. B. I'yctos, O. B. Tpoumun. — 4-e u3z., nepepad. u
nor. — Yeboxkcaps! : M3a-Bo Uysamickoro yu-ta, 2002. — 340 c.

24

WNure-BeutomoB, Cepreit ['eoprueBnu. I'eHeTMka c oOcCHOBamMHu
CEJICKIINH : YYeOHHK JJIs CTYJCHTOB BBICIINX Y4eOHBIX 3aBe/leHUH /
C.T. Uure-Beuromos. — 2-¢ u3g. — CII6. : Usparensctso H-JI,
2010. - 720 c.

HacnencrBenHblie 601€3HU : HAIIMOHAIBHOE PYKOBOJICTBO + 1
anekTpoH. quck (CD - Rom) / Poccutickoe 00111ecTBO METUITMHCKIX
reHeTukos ; n.pen. H. I1. boukos, E. K. I'untep, B. II. ITy3bipes. —
M. : IDOTAP-Meana, 2013. — 936 c.

Heperun, B. . Meauko-reHeTH4ecKOe KOHCYJIbTUPOBAHUE IIPU
HACJIeICTBEHHBIX U BPOXKJICHHBIX OOJIE3HIX HEPBHOM cucTeMbl / B.

A. Heperun, b. B. Aragonos, O. II. CugopoBa. — M. : Menununa,
2004. — 224 c.

I'enetnka : yueObHuk /i By3oB / H. B. bapeimnukosa, /1. C.
bunesa, E. JI. Jaganu, JI. M. Koncrantunona, O. B. Ky3nenosa, A.
B. Ilonskos ; mox pen. B. W. Banos. — M. : AkanemkHura, 2007. —
638 c.
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7 | bapammnes, 0. 1. Jluarnoctuka u 1e4eHne BpOXKACHHBIX U
HACJIEICTBEHHBIX 3a00JIeBaHMil y neTel (IyTeBOIUTENb 110
ximanYeckoit renetuke) / FO. U. bapamues, B. A. baxapes, I1. B.
HoBukos. — M. : Tpuana-X, 2004. — 560 c.

8. 3.IlepeyeHb MeTOAMYECKUX PEKOMEHIAM 1JI51 CAMOCTOATEILHON padoThl CTY/IEHTOB:

8.4. DJIeKTPOHHBbIE 00pa30BaTejibHbIE PeCYPChl, HCIIOJIb3yeMble B Mpoliecce MpPernoaaBaHus
AUCHUILIUHBI
8.4.1. BuytpeHnHss sneKTpoHHas OnbiroTevHas cucrema yaupepeurera (BOBC)*
Haumenoeanue snekmponnoco | Kpamkas Yenosus oocmyna Konuuecmeo
pecypca Xapaxkmepucmuxa no.v3osamereti
(konmenm,)
BuyTtpennss Tpynbl coTpyAaHUKOB| JlocTyn o He orpannueno
ANEKTPOHHOOMOINOTEYHAS MMy (y4eOHMKY AHIUBHUAYAIbHOMY JIOTHHY
cucrema yaeGHbIC nmocobus,d  1apoo ¢ 1m0boro
(BABEC) [IMMY COOPHUKH 3aay,KOMIIBIOTEPA 1 MOOUIIEHOTO
METOIMYECKHE OCcoOwms,| YCTPOHCTBA
nabopaTopHble  paboTHI,
MoHoOTpaduu U ap.)

8.4.2. DnexTpoHHBIE 00pa30BaTeNbHbBIE PECYPCHI, MPUOOpPETaeMble YHUBEPCUTETOM

Ne Haumenosanue Kpamxasa Ycnosus oocmyna Konuuecmso
9NEeKMPOHHO20 pecypca xapakmepucmuxa nonvsoeameinel
(konmenm)
1. baza JaHHBIX | Y4eOHUKH U yuyeOHbIe Hocryn 10 He orpannueno
«MenunuHa. 1ocoOust AJIs BBICIIETO WHIUBUAYAIBHOMY
3npaBooxpanenue (BO) n | MEAUIIMHCKOTO U JOTUHY W Tapojio ¢
«MenuuuHa. (apmarneBTuecKoro JA1000r0 KOMITBIOTEpA U
3paBOOXpaHEHUE o0pa3oBaHMUsL. MOGIIILHOTO
(CITO)» B coctaBe 0a3bl ycTpoiicTBa
JaHHBIX  «OJIEKTPOHHAA
O6ubnuoreka
texanaeckoro BY3a (ObC
«KoncynpranT
CTYJCHTa»
2. basza nannsIxX HannonansHb1e Hocryn 10 He orpannueno
«KoHcynbTaHT Bpaua. PYKOBOJCTBa, VHAUBHUIYAIEHOMY
OneKTpoHHas KJIMHUYECKHE JOTMHY W Tapojo ¢
MEAMIMHCKAs peKOMeHAalny, yueOHble | J1I000ro KOMIbIOTEpa U
6ubnuoTexa» nocodus, MoHOrpapuH, | MOOUIBHOTO
aTJIachl, CIPABOYHUKU U | YCTpOMCTBA
Ap-
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3. baza JMaHHBIX | Y4eOHas U Hay4Has Hoctyn 1o He orpannueno
«DNeKTpoHHas MEIULUHCKAs WHAUBUIYATbHOMY
OuOaMoTEeYHass  cucTeMa| JUTepaTypa pOCCMMCKUX | JIOTHHY MW IIapoiio ¢
«Bykam» M3aTEIIbCTB, B T.4. J1000r0 KOMITBIOTEpA U
MEPEBOIHBIC U3/JaHUS. MOOHJILHOTO
Konnexknust moanucHbIX YCTPOUCTBA.
wsnanuit popmupyercs | C KOMIIBIOTCPOB
TOYEYHO. YHHUBEpPCUTETA — IOCTYII
aBTOMATUYECKUH.
4, DIIEKTPOHHBIE DJIEKTPOHHBIE Hoctyn — ¢ He orpannueno
MNEPUOANYCCKUC HU3TAHUS | MEOUIIMHCKHE KOMIIBIOTEPOB
B COCTaBe 0a3bl TAHHBIX JKyPHAIIBI VHHBEPCHTETA.
«HAYUYHASA
DJIEKTPOHHASA
BUBJINOTEKA
eLIBRARY»
8.4.3. Pecypchl OTKPBITOrO 10CTyNa
HaumenoBanue 31€KTpOHHOTO Kpatkas xapakrepuctuka
Neni/mn YcnoBus gocrymna

pecypca

(KOHTEHT)

1 | ®enepasibHas AIEKTPOHHAS Bxutouaer 37€KTpOHHBIE aHAIOTH| € JIF0OOT0 KOMIIBIOTEPA,
MeAMLIMHCKas OubinoTexa NI€YATHBIX U3JIaHUH U HaXOJSIIErocs B CETU
(®OMb) OpUTMHAJIbHBIE DJIEKTPOHHBIE HNurtepuer

W3/1aHusl, HE UMEIOIME aHAJIOT OB,
3a(hUKCHPOBAaHHBIX HA MHBIX
HOCUTENSX (AMCCepTaluH,
aBTOpedeparbl, KHUTH, KYPHAIbI
U T.JI.).
Kpynneimmii poccuiickuit
MH(}OPMaLMOHHBIN MOPTAJ B
00J1aCTH HayKH, TEXHOJIOTHH, ¢ 1F000r0 KOMITBIOTEPA,
Hayunas AJIEKTPOHHAs
2. MEIUIUHBI 1 00pa3oBaHus, HaXOJSAIIErocs B CeTH
6ubmoreka eLIBRARY.RU .
coJiepKaluii pedeparsl U MOJTHbIE Wurepner.
TEKCTbl Hay4YHBIX CTaTey U
nyonuKauii.
IlosiHBIE TEKCTHI HAYYHBIX CTATEN
Hayunas snexktpoHHas C 10000 KOMITBIOTEPA,
C aHHOTAaLUSAMU, TyOJINKyeMBbIE B
3. 610IMOTEKa OTKPHITOTO JOCTYIIA HaXOJSAIIErocs B CeTH
Hay4HBIX )KypHanax Poccun u
KubepJlennnka HNurepHer
OJKHET o 3apy0exbsl.
ABTOpedepaTsl, JUisl KOTOPBIX
. pedepats, 4 P ¢ MOO0T0 KOMITBIOTEPA,
Poccuiickass rocymapcTBeHHas] IMEIOTCS aBTOPCKUE TOTOBOPBHI €
4, HaXOJSIIErocs B CETH
OMOIMoOTEKA (PFB) pa3pemeHuEM Ha UX OTKPBITYIO
Hutepuer
MyOJIMKAITUIO
denepanbHOE U PETMOHAIBHOE
3aKOHOAATEIbCTBO, CyeOHas ¢ J1I'000T0 KOMIBIOTEPA,
CnpaBoyHO-TIpaBOBast CUCTEMA
5. MpaKTHKa, GUHAHCOBbIE HaXOJAIIErocs B CETU

«KoncynbranT I[lmocy

KOHCYJIbTallu, KOMMCHTAapHuunu
3aKOHOAATEIbCTBA U JIP.

HNurepHer




9. MarepuajibHO-TEXHUYECKOE oDecriedeHne T CIUNIHHBI:
9.1. [lepeyeHb MoMenIeHUI, HEOOXOAMMBIX VISl IPOBEACHUA aAYAUTOPHBIX 3aHATHI 10 TUCHHUILIHMHE.
1. YueOGHble KOMHATHI, 00OPYAOBAHHbIE KOMIIBIOTEpAMH C BBIXOJOM B ceTh MHTepHer, mkapamu i
XpaHEHUsI MUKPOCKOMMYECKON TEXHUKH, IIKadaMH JUIs XpaHEHUsT MUKPO- U MaKpoOIpenapaToB, y4eOHBIX
TabIuIl, 1a00paTOpHOTo 000PYIOBAHUS U TEXHUKH. 2. JIGKIIMOHHBIH 3aJ1.

9.2. [lepeyeHb 000py10BaHUsA, HEOOXOAUMOTO /ISl IPOBEICHNSI AYIUTOPHBIX 3aAHATHI 110

AUCUHHITHHE.

1. Jlabopamopnoe o6opyodosanue: MUKPOCKOTIMYECKas! TEXHUKA (MUKPOCKOIIBI M JTYIIHI)

2. Texnuuecxkoe obopyoosanue: MynbTUMeAuitHbIe KoMmruiekchl (IIK wmm HOyTOYK, MpOEKTOp, SKpaH,

MPE3CHTEPHI), THTEPAKTUBHAS JOCKA.

HaGops! cnaiioB, Tabmuil, cXeMm, MYJIbTUMEIUNHHBIX HATJSIHBIX MATEPUAIOB IO PA3IMYHBIM pasJieinaM

JTMCHIUIUIMHBL. MUKPO- W Makporpenaparbl, MyJspkd. CHUTyallMOHHBIC 3a/lauyd, TECTOBBIC 3a/IaHUs IO

MU3Y4aeMbIM TeMaM,

- KOMHnbloOmepHble npe3enmayuy o BCEM TeMaM JIEKIIMOHHOTO U MPAKTHYECKOTO KYPCOB,

- yuebOnvie 6udeoduibMbl TIO paszlieiaM: MOJEKYJSpHas OHOJOTHs, OMONOTHS PAa3BUTHS, MEIUIMHCKAS
MapasuToJIOTHs, dKoJorust U Ouocdepa, 3Boironms, aHntpornorenes. 3. MHopManmoHHble CTEHIBI IO
pazaenam kypca buosoruu.

10. JIncT usmMeHennii B padoyeil mnporpaMme QMCHUILINHBI «bHOJI0OTHSA, IK0OJIOTHSD)

Ne Hara Ne mporokona Copnep:xaHue U3MEHEHUS [Tonnuce
BHCCCHH 3acelaHus
A Kadeapsl, 1ara
H3MCHECH
i




