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1. Hean u 3apaun apcnamannn: «OcHoBLI

Lenv océoenun oucyunnunp —
YHUBEpCATLHbIE KOMIIETEHIHH:

YK-1. Crnocoben OCYINECTBIIATh KPHTHYCCKHIT aH

BEIpabaTHIBaTh CTPATErnio nedCTBIH
3adaqu ducyunaune::

B PE3YJIbTATE U3VUEHHI JUCIIMIINIUHBI CTYICHT JIOJIKEH ©

3HaATD!

- OCHOBHBIE HAlPaBICHHS COB
(axmakorenommky,
- OCHOBBI MOHOTEHHEIX 3a00JICBAaHHH W TIPUHIMIE HX

PCMEHHOH TICHETMKH: I'€HOMHUKY, IIPOTEOMHKY,

MeTaI‘eHOMI/IKy, COBpPEMEHHEIC TIIOIXOABI T€HHOH TCparuu.

JOCTHKEHUH I'eHeTHKH.

= CHMIITOMBI pacpoCTpaHEHHBIX HaCJIEICTBEHHBIX CHHJT
= MCXaHH3MbI [CHETHUYECKOI 1 SIUTCHETHYECKOH U3MEH

= O MUTOXOHIPHAJILHEIX 3a00JIeBaHHsAX | 3a60ICBAHUAX TEHOMHOLO WUMIIPHTHHTA.
- O PaClpOCTPAHEHHOCTH U 3HAYHMOCTH HACIIE/ICTBEHHBIX 3200 IeBAHILE.

- [IPOTHO3 VIS JKH3HH, TPYIOCIIOCOGHOCTH U CONUATBHON
HACJIEICTBEHHBIX 3200 IeBanmii.

YmMmern:

- PCaJIM30BaTE DTUYECKHE H ACOHTOJIOTHYECKHE aCIEKThI Bp

CTpagarOUMMH HACIEICTBEHHBIMHA 3360J18B3HI/ISIMH.

- CTPOHTh POJIOCTIOBHYIO y GONBHEIX ¢ TIp

Baamers:

- HABEIKAMH MOIIEKYJISIPHO

3a001eBaHMIH.

Mecro aucuunianae B crpykrype OOII BO IIUMY,

2.1. Tacoummina « OCHOBLL MEIMIMHCKOM reqe
(bopmupyemoit yyacTHHKAME obpazoBarenbHbI

2.2. Jina u3ydeHus: TUCIUIIIHEE] HEOBXOIAMET

JUCHHIIIIHHAMMU

6uosIOrHS, HOpPMaIbHAS AHATOMMSL, THCTOJIOTHS
2.3. M3y4eHne MMCIUILIAHE HEOGXOIAMO JUTS

JHUCITHIIIIHHAMH

MHKPOOHONOTHSI, BUPYCOJIOTHS; HMMYHOJIIOT'Hisl, SIIH/IEMHOJIOTHS,

3. Pe3yabTaThl 0CBOCHHS NHCHMILIMELI H HE
Wsysenne mucnmiuves: Hanpaeneno ma &

H3HaKaMH HACJIEACTBEHHOTO 3a00.1eBaHus.

MEeAHIHMHCKOMH reHeTHKI» (1aJiee - JAHCUHILTHHA).
ydactie B OpMHPOBAHHH Y BBIIYCKHHKA CIIEAYIOIIHX KOMITETEHITHIA:

A3 POOIEMHEBIX CUTYalHHi Ha OCHOBE CHCTEMHOTO moaxoja,

SIIHI'CHETHKY, BTHOI‘GHOMHI{Y,
AUArHOCTHKH C HCIIOJIB30BaHHEM COBPEMEHHBIX

POMOB H OCHOBHBIE nOOXO0AbI K UX THATHOCTHKE.
YHABOCTH.

aJlanTalluy IpY OCHOBHBIX HO30JIOTHYECKHX (hopMax

a4eOHOM JeATEeNBHOCTH B 06IIEHHH © OonpHBIMH,

-I'CHCTHYCCKHX IfICCJ’ICJ]OBaHI’Iﬁ, HCTIOIB3YEMBIX IS JHATHOCTHKH HACIICICTBEHHEIX

THKH» OTHOCHTCA K 610Ky B.1 «{ncnumimuas: (Moxymu)» gactu,

x oTHOmeHu#i OOII BO u usyuaercs Ha 2 Kypce B 4 cemecTpe.

AHKATOPBI AOCTHKEHH KOMIIETeHIHii
OPMHUPOBAHHE y OOYyYalOmMXCSl CIEIYIOUEX YHHBEPCATBHBIX

SHAHWs, YMCHHS U HABBIKH, POPMUPYEMbIE IIpe IIIeCTBYFOMHMH

C LATOJIOTHEH 1 SMOpHOTOr e, HopMabHAs buznosnorus.
3HAHHI, YMEHHH W HABBIKOB, popMupyemBIX moceyIOMIME

MEIUITUHCKAs! SKOJIOTH, 00IIas rHrHeHA.

KOMITETEHIIHHA :
No Kox | Comepxa Konu B pesynbrare usyuenus AUCUHIUIHHBL, 00YYaromuecs JOKHbL
m/n | xomme HHE HauMeHOBa 3narnp YMmers Baanern
T KOMITeTe HHE
CHUMH | HOWH | HHIMKATOpa
(umi ee | JOCTHXeHH
YaCcTH) o
KOMIIETEHI]
205§
1. YK-1 | Cnocobe | UVK  1.1]- IIPHHIAIIBI AaHATIH3A | - AHATTH3MPOBATh - HaBBIKAMH
H 3HaeT: 3JIEMEHTOB HOJTyYEHHYIO aHaJIn3a
OCYLIECT | \reromms IIOJIy4eHHOM uHbOpMaIuIo, Hay4JHOM
BIISITH O uHbopManuu IIPHHHMATH JMTEpaTypsl 0
KpUTHYE (BBISIBIIEHHBIX CaMOCTOSITEIFHOE oUIHATEHBIX
CKH R R CHMIITOMOB, pelnenue CTATHCTHYECKHX
amanmuz | M OHCHKH | cppnpomos, - COCTaBJIATE 0630poB,
poGieM | COBPEMEHH | maToorHueckux POIOCIIOBHEIE, IIOITOTOBKH




HBIX BIX H3MEHEHHIA) B HCIIOJIB3Y s pedeparos, ﬁ
CHTYyalll | gayqyprx pesynnTare CTaHJapTHBIE 0030poB o
H Ha nocTmkenn | 00ChenoBanus 0003Hauenws, aKTyaJIbHBEIM H
OCHOBE it NalMeHTa ¢ aHATU3HPOBATE COBPEMEHHBIM
CHCTEMH HacClleICTBEHHBIM POIOCTIOBHEIE; Hay4YHBIM
oro OCHOBHKE 3aboieBanuenm; - 00BACHITE BOIIpOCaM B
monxosa, | MPMHMMIBL | ¢y ey CHHTE3a | IPHYHHBI U obmacti
BBIpa0aT | KPUTHYECKO IIOJIyYeHHOH BO3MOIKHEIE HacJIeICTBEHHO
EIBAaThH TO aHanHM3a | HHpOPMAHH MEXaHH3MBbI TIATOJIOTHH.
CTpaTery | |IyK 1.2 (BBISIBJIEHHEIX POXICHHS IETEH ¢ - HaBBIKAMH
10 VMeer: CHMIITOMOB, XPOMOCOMHEIMH CKPHHHHT-
ACHCTBH | o JTy4aTs CHHIIPOMOB, OonesHsMu; OLIEHKH
i HOBBIE 11ATOJIOTHYECKHX - MeToaMu Pe3ynabTaTOR
3HAHHA Ha | M3MEHEHHH) Iy H3Y4EHHs MabOpaTOpHEIX u
OCHOBE MOCTAaHOBKH HACIIC/ICTBEHHOCTH y | HHCTPYMEHTAITh
aHam3a, [IPCABAPHTEIBLHOTO | YejloBeKa HBIX METOJI0B
CHHTE3a U JIHarHo3a (wuTorenernyecknit | mecnenopanus u
ap.: -~ OCHOBHBIE THITEI MeTojI, BEISIBIICHHS TeX
cobupars HACJIEIOBaHHH, OHoxuMHYECKuii H3MEHEHHH,
JIAHHBIE 110 | KIHHHYECKHE METOoI, KOTOpBIE
CIIOMHEIM CHMIITOMBI 1 TeHEAIOTHYECKHUiH TpebyroT
HAYYHEIM CHH/IPOMEI, METOI, HalpaBlieHus
mpoGiemManm, | XaPaKTep TEYCHUA H | GIM3HENOBELL OosbHOTO K
OTHOCAIMM | HCXOIBI HaubGoee METOJT; IIPHHIATT TCHETHKY.
CHL K PAaclipOCTPAHEHHBIX | CEKBEHHPOBAHHUS
npodeccro | HACTEACTBEHHBIX JIHK)
HATBHOM 3aboseBanmii - HHTEPIIPETHPOBATH
o6actu; - IPOTHO3 JIJIst HauboJIee 3HAIUMbIE
OCYIIeCTBIIs JKH3HH, AT MTUAarHOCTHKHA
Th TIOHCK TPYIOCTIOCOOHOCTH | HACIIENCTBEHHBIX
HH(popMar | ¥ COMHANBHOL 3aboneBanui
AH ajlanTalyy Ipu H3MEHEHHUS
pelenuii Ha | OCHOBHBIX Pe3ynbTaTOB
OCHOBE HaCJIeICTBEHHBIX nabopaTopHEIX U
neiicruii, | Oonesmsx. HHCTPYMEHTAIBHBIX
3KCIIEPUMEH | -~ OCHOBHEIE METOMIOB
T4 ¥ ONBITa | HAIIPABJICHHS HCCJIEI0BaHMs, a
NPOGUIaAKTHKH HMEHHO: 001mero u
HAaCJIeICTBEHHBIX OroxuMHYeCKHX
Oonesnei. AHAIIM30B KPOBH,
= OCHOBHBIE METOJBI | IIUTOT€HETHYESCKIX
naboparopHoi H | METOOOB, METOIOR
MHCTPYMCHTANbHOH | mpsimoii JTHK-
THATHOCTHKH, JHATHOCTHKH.
HEOOXOIUMBIE  11s | - IpUMeHsITL
BepuduUKauu U | COBpEMEHHEIE
(bopmynupoBkE HHPOPMAIMOHHEIE
AMArHO3a HauboJlee | TEXHOMOTUM st
PaclpOCTPaHEeHHBIX | mOJIyYeHHs
HacCIIeICTBEHHBIX CBEIICHHI,
3a0oeBaHmi Kacaromumxcst
(rerernueckue, JHArHOCTHKH M
OnoxuMuyeckue, JICYEHHSs
Mopdonorudeckue HaCJIe/ICTBEHHBIX
OCHOBBI  pa3BHTHS | 3a00j1eBan Ui




HacJIeICTREHHOM’ - BBIABIIATH
1aTOJIOTHH); HACJIeICTBEHHEBIE

- TIOKa3aHus K | 3a00/IeBaHus
HaIIPABICHUIO Ha | - OPraHH30BaTh
paznuyHEBIe paboty o
MHCTPYMCHTAIIBHBIE | ()OPMHPOBAHHUIO ¥
" naboparopHeie HaceleHHs1,
METO/BI NALHEHTOB H YWICHOB
° - OCHOBHEBIE | HX CEMeif

(axropsr PHCKa | MOTHBAIIHH,
Pa3BHUTHS HalpaBJIEHHO# Ha
3a00eBaHl# W MX | coXpaHeHue
KOPPEKIIHIO YKPEMIEHHE CBOEro
- [JIaBHEIE 310POBBS
COCTaBIISIOIHE 3JI0pPOBBS
310poBOro obpasa OKpYKarOIHX.
JKH3HH. - OLIEHHBATh

- IIPUHITHITBL 3Ha4eHHe obpasa
OpraHu3aIuu XKHU3HH IS
IIpOrpamMmm COXpaHEHHs
JTHATHOCTHKH 3I0POBBS YeEJIOBEKA
HaCJIe/ICTBEHHBIX U TJIAHHPOBATh
3a0oJieBanu i CBOIO

- GOPMBI H METONBI | KH3HENEATEIBHOCTE
OpraHu3alH Ha OCHOBE 3HAHHH 0
HTHEHHYECKOIro 310poBOM 0bpase
00pa3oBaHus u KH3HH

BOCHHTAHHUS

HaCeJICHHS,

- METOHMKY

METHKO-

TE€HETHYECKOTO

KOHCYJIbTHPOBAHHS

4. Pa3esibl THCHMILIHHDBI B KOMIIeTeHI[HH,

KOTOpbIe GOpMHPYIOTCH NIPH X H3yYeHHH:

1.MonexynsipHas reneruxa-
OCHOBa MCIHMLIMHCKOM I'€HETHKH,
I'eHeTuyeckuii nacnopr.
OnureHeTyuka. DTHOreHOMHKA.

n/Ne Kopg HaumeHnoBanne pasaeiia Conep:xanue Pasjiena B AHIAKTHYCCKHX €QHHHIAX
KoMIIeTe AUCUMILTHHBI
HIHH
1. VYK-1 I'enomuxa. [Iporeomuka.

I'eHOM YesioBeKa Kak HayuHas ocHOBa NPEAHKTHBHOH
MeaumMHEL ['eneTnyeckuit nacropr.

['eHOMHBIH UMOPUHTURT- SnHreneTHUCCKNAs CHCTEMA
PEryJisLMH TeHOB.

Mutoxounpuansueie Gonesnu.

I'eHomuka u reHoMHbIE TeXxHOMOTHH.

HoBble npoekTsi o usyuennio renoma yenosexa.
I'enetuuecknit nomumopdusm. DTHOreHOMUKA. I'enoMuka u
CO3laHME HOBBIX JIEKAPCTBEHHBIX NpenapaToB. Kormenms
JIEKapCTBeHHOH MeTabonuyeckoii 6e30macHoCTH.
DapMakoreHeTHka.




2. MeTonbl M3yueHHs FeHETUKH
4yenoeeka. MoHoreHHele,
XPOMOCOMHBIE ¥ TEHOMHEIE
3a0oneBaHus.

['eHeanoruueckuii METO/ MCCIIEIOBAHKS TEHETHKH YeIOBEKA.
Cocrasnenne pogocinoBHex. BnusHenoBEI MeToT:
onpenenenue koddduurenra poactea; kosdduupeHTs!
POACTBA /ISl PA3/IMYHBIX TIap POACTBEHHHKOB; ONPE/IE/ICHHE
KOHKOPJAHTHOCTH

Moy nauuoHHO-CTaTHCTHYECKMI METO HCCIIEIOBAHHS B
MCJIHLIMHCKOH 'eHEeTHKE. JHAUCHHUE M3YYEHHS! YACTOT FeHOB U
F€HOTHNOB B NOMYJIALMH JU1s NOSy4eHHs HHOOPMALK 0
YaCTOTE T€TEPO3UTOTHOCTH.

Buoxumuueckuii METON HCCIIEI0BAHMS T@HETHKH YeIOBEKa.
LluToreHeTHYECKHUE METO/IBI UCCIIEIOBAHMS B MEIHIIMHCKOM
rereTrke. CTaHAapPTHOE KAPHOTHIIMPOBAHHE.
DroopecuenTHas in situ rubpumusauus (FISH meror).
Muorouserrbie FISH mMetozast. [IpumMepsi mpuMeHeHus B
KJIMHHYECKOH MPaKTHKeE.

MoHorenHsle 3a6oneBanus. Turmsl HacaeOBaHKS.
Knaccudpukanus Monorennsix 3a6onepanuii. bonesnun o6mena:
AMHMHOKHCJIOTHOTO, YIJIEBOAHOTO, JTUITHAHOTO, MypHHOBOTO,
nopQUPHHOBOro 0OMEHa.

Xpomocomuble abeppatuu. Knaccupuxanus. HauGonee
pacnpocTpaHeHHas naTonorus: cuuapom Jayua,
Ilepuierckoro-Tepuepa, Kinaitudensrepa.

3. BpoxeHHble 3a00meBaHUs U
TIOPOKH Pa3BHTHI.

Bposxaenubie 3a6oepanust 1 mopoku pazeuths. Ilopoku TIpH
MOHOTEHHBIX H XPOMOCOMHBIX 3a6oneBanusx. [Topoku,
BbI3BAHHbIE SHTOKPHHHBIMHU, TOPMOHAILHBIMH M
MeTa00IMYECKMMH paccTpoiicTBamu Matepu. ITopoku
SK30T'€HHOTO MPOUCXOXKICHHS.

MyneTrdakTopHaTEHBIE OPOKH.
Pone duzuyecknx, xummueckux n GHONOrMYECKHX (aKTOPOB B
TPOUCXOMK/ICHHH BPOXKIACHHBIX HAPYILCHHUI PA3BUTH.

4. MeTozpl AHATHOCTHKH
HACNEICTBEHHBIX MTATONOT M
YeI0BEKA U MEMKO-
TEHETUYECKOE
KOHCYJIbTHPOBAHHE.

Meronel JIHK-muarnoctrks. Henonb30BaHue B KIMHHYECKOM
MpaKTHKE.

. aHaJIU3 MOJIMMOP(U3MA [UTHH PECTPUKIIMOHHBIX
bparmenTOB

. aHaJTH3 MOJMMOP(U3MA MUHH- U MUKPOCATE/ITUTHBIX
MOC/Ie10BaTENLHOCTEMH

. MONMMMEPa3Has LieNHAask peakius

. aHajlu3 KOH(POPMALIMOHHOTO OTUMOopdHu3Ma
onHoHUTEeBOM JIHK

. MeToael cekBenupoBanus JJHK (qupezoxcu-meron

CoaHrepa, GIOOPOXPOMHOE OKpAIIMBAHHE XUMHUYECKOE
pacluerieHHe)

. rUOPUM3aLIHS HyKJIEHHOBBIX KHCIIOT C aJlIeTb-
creluUIeCKHMH 30HIaMH.

IlpuknajHble aCneKThl MPHMEHEHHs METO/I0B MOJIEKY IAPHO
redeTukd U JIHK-1uarHocTHKH B KIIMHUYECKOM MeqMIMHE.,
Meton THK- kOMeT B OlLieHKE FeHOTOKCHYECKOTO IeHCTBHS
3KOJIOTHYECKUX (HaKTOPOB.

3ajaun MeIMKO-TeHETHYECKOTO KOHCY/IbTUPOBAHHUS 1
NOKa3aHus JJ1s HanpapjieHus: OOMBHBIX M MX ceMell Ha MeqHKO-
FEHETHYECKOE KOHCYILTHPOBaHHEe. MeToHKH nposeneHus
MEJIMKO-I€HETHYECKOIO KOHCYIbTHPOBAHHS.

OCHOBHbIE KITHHHKO-T€HETHYECKHE U METOIBI HCCIIEIOBAHHA.




3. O0bém AHCHHIIHAL 1 BHIBI y9e0HOI paboTsl
Ob6mmas TPYAOEMKOCTE TMCHHIIIHHE] cocTapmsier 1 3auéTHag ¢auHuNa, 36 yacon

ﬁm y4eOHoi padoThI Tpynoemkocts Tpynoemkocrs mo
cemectpam (AY)
Oo6nem B O6nem B
3a4€eTHBIX AKaJleMHYEeCKHX 4
€IHHHIIAX qacax (AY)
(3E)
Aynuropras paGora, B Tom qHCITe: 0,61 22
Jlexnun (J1) 017 6 6
Jlaboparopusie npaxruaxymsi (JIIT) - - : | -
IpakTHyecke 3ansTus (I13) 0,44 16 16
Kimnnueckue npakruueckue 3aHATHSL - - -
KII3)
Cemunapsi (C) - - -
Camocrositenshas pabora  crynenra 0,39 14 14
(CPC)
Hayuno-ncenenosarepeias pabora - - -
CTYZIeHTa
[IpomesxyTounas arTecTanus: - - -
3auer
O6masn rpyroemxocts 1 36 36
6. Conep:xanne JTHCHHTLITHHBI
6.1. Pazgennr AHCUHIVIHHBI ¥ BHBI 3aHATHI
WNQ Ne Hanmenosanne Buawi yue6uoii pa6orn:
CeMecTpa | pasaesia ANCHHILIHHLL
J |JIO |03 [Ko3 [ ¢ CPC | Bcero
1. 4 Monekynspras = = -
TeHETHKa- OCHOBa
MEJIMITHHCKOH
TE€HETHKH. 6 3 9
I'enernyeckmuii TacIopr.
ONHUTeHeTHKA.
OTHOreHOMHKA.
2. 4 Metozner uzygenus - - -
I'EHETHKH YelloBeKa.
Momnorennzre, 6 4 10
XPOMOCOMHBIE H
I'CHOMHBIE 3a00/1eBaHusl.
3. 4 Bpoxaernsre - - B
3a00I1€BaHNS | IOPOKH 4 3 Fi
pa3BUTHSL.
4. 4 Meroznsr muaraocTrkn -
HaCJIE/ICTBEHHBIX
IIaTOJIOTHI YeJIoBeKa H
MEIHUKO-reHeTHYEeCKOE 6 4 10
KOHCYJIbTHPOBAHHE.
3aver




HUTOrO

6.2. Temarugecknii mian JIEKIHH*;

[ M

Tema nexyuu

Obvem 6
AY
4
ceMecTp

Bsenenne B METHMITHCKYIO TeHETHKY.

Huddepenmans MCIHMIMHCKOM reneTku. ['eHoM uenoBeka Kax Hay4yHasi OCHOBa
HPEUKTUBHOM MeuIuHEL ['eHeTHYecKmit IacIopr.

I'enomuxka. [Tporeomuxa. I CHCTHICCKHH IT0MMMOP(H3M. DTHOreHOMUKA, I'enomuka u
CO3/IaHHE HOBBIX JIEKAPCTBEHHBIX lipenapatoB. Kornernmus nexapcrsennoif
MeTabosHIeckoit Ge30nacHoCTH. DapMmakoreHeTuka.

BHI/ITGHE‘THKa U Ootesnu 9CIIOBEKA. JMu TCHETHYECKHE ACTEPMHUHATDI IIpH

3JIOKaYECTBEHHBIX HOBOOOPA30BAHHSIX, I"eHOoMHBI HMIpHATHET- SIHUI'€HEeTHYECKHAS
CHCTEMAa PETYISIHH TeHOR.

HUTOroO: (Bcero 6 AY)

*(ounas popma, ¢ npumenendem IUOC u JI0T)

6.3. TemaTnueckuii mian J1a00paTopHEBIX NPAKTHKYMOB:
YuebusM nanom ne IIPETyCMOTPEHEI

6.4. Temaruuecknii mian NPAKTHYECCKUX 3AHATHIT™

[ Mo

Tema 3auarus

Obvem 6 AY |

4 cemectp

MeTOI(BI H3YYE€HHS T€HETHKH YE€JI0BEKA, OCHOBHBIG KIHHHKO-T€EHETHUECKHE H METOEI
HCCIICIOBaHHUS. reHeaJIOI“H‘-IeCKHﬁ METO/1 HCCJISIOBAHHA I'CHCTHUKH YEJIOBEKA.

Cocrasnenue poxocionbix. Bausnenoseiit metos: olipesiesienue kosdhdunuenta
POZICTBA; K03 GHUIHEeHTEI poscTBa mst PA3IMTHBIX Iap POJICTBEHHUKOB; ONPEe/IeH e
KOHKOPJaHTHOCTH

Homynanuonno-crarucriyeckuit METO/I HCCIICIOBAHHS B MEAMITHHCKOM IeHeTHKe,
3HAYEHNE H3y4eHNs YACTOT [eHOB | TCHOTHIIOB B NIOIYJIALMH IIsl OTydeH S
HH(pOpMaImu o yactoTe I€TEPO3UTOTHOCTH

Bruoxnmugeckuit Meton necenopanmus T'eHETHKH YeJIOBEKA.

XPpOMOCOMHEIH aHamus. IluTorenernueckue METOAbI HCCACNOBAHMS B METHIIAHCKOM
regeruke. Crangapraoe Kapuotunuposanne. OroopeciieHTHas in sity rHOpHAM3aIHs
(FISH merom). MHOronBe tHER FISH meroms1. Ipumepsr npumenenus &
KIIHHUYECCKOH MpakTHKe., Crexrpansioe KapuoTuupoBanue (Spectral Karyotyping =
SKY).

Momnorenusie 3a6omnepanusg. Tuner Hacnenopanus. Knaccuduxanus mororennsix

3a0oneBannii. Bomesun o6Mmena: AMHHOKHCJIOTHOTO, YTII€BOJHOTO, JIUIIHIHOTO,
[IypHHOBOTO, TOPGHPHHOBOTO O6MeEHa,




Xpomocomusle abepparuu. Knaccudukamms. HanGonee pacmpocTpaHeHHas
NaToNnorus: cuHapoM JlayHa, HlepHmeBCKoro-TepHepa, Knaitndensrepa.

Bposxnenusie 3a6oneBanus 1 IIOPOKH pasBUTHS. | lopoku npu MoHOTEeHHEX H
XPOMOCOMHBIX 3a00J1€BaHuUsX. [TOPOKH, RLI3BAHHEIE SHIOKPHHHBIMH,
TOPMOHAJIEHBIMA ¥ METa0O0IMIECKHMH PacCTpoHCTBAMM Mmatepu. [lopokn
9K30T€HHOTO NPOMCXOKACHHS. My IbTr(bakTOpHaTLHbIE TTOPOKH.

Ponb pusnyecknx, XMMHUECKHX U GHOIOrHUeCKIX (haxTopoB B porcxoxICHIH
BPOXICHHBIX HAPYINEHUH pa3BUTHS.

AreHesus. Amasus. ATpesus u cTeHos. OTcyTCcTBHE OTHENBHBIX YacTeit oprasa.
Bpoxnaensas runomnasus. Bposxnennas runeprpodus. T €TEpPOILIa3Hs.
I'ereporonus. Dxronmus. Huspacus um apacdus. JiucxpoHus. Maxkpocomus
Hepasnenenue opranor mim MoHO3#roTHEX Gmusnenos. [lepcuctuposanwe.
YaBoenue oprana. JIomoIHHTeIbHbIE opraHbl. Manble aHOMaMy pa3BHTHSL.

Meroner JTHK-muarnoctuxe. cnonsiosanye B KITHHHYCCKON IPaKTHKE.
. aHaJIA3 NOTMMOP(U3MA JUTHH PeCTPHKIIHOHHEIX (parmenToB

. NOTUMepa3Hasl IeTHas peaKIius
. aHaTu3 KOH(GOPMAaIMOHHOTO nomuMopdusma onHoHUTEROM JTHK

OKpAIIWBAHAE XUMHYECKOE PacCIerIeHHe)

® TCXHOJIOTHSA MMOJHOTCHOMHOI'O CEKBEHUPOBAHHU (WGS)

IprKianubie aceKTs IpHMEHe NS MeTOI0B MOJIEKYJISIpHOH reHeTrkd u JIHK-
MUArHOCTUKHU B KIIMHUYECKOH MEIHIIHHE.

aHajau3 nonmxopd)mma MHHH- 1 MHKpOCAaTeIJINTHRIX IOCJIEIOBATEIILHOCTEH

. METOABI ceKkBeHupoBanus JIHK (nunesokcu-meron Conrepa, pmoopoxpomuoe

. THOPH/I3aIHsT HYKJIEHHOBBIX KHCIIOT C aJlIeNb-ClIeH(QUISCKMMH 30HIaMH

5 MeI[I/IKO-l"CHCTH‘IeCKOC KOHCYJIIbTHPOBAHHE KaK BH/I CIICHHATH3UPOBAaHHO N
MEJIUITHHCKOH IIOMOIIH HACEIECHHIO. 3a1aqyn MCEIHKO-Tr€HETHYECKOI'O

I'CHETHYECKOE KOHCYJIBTHPOBAHUE.

Merouku npoBe/ienns MeUKO-TeHeTHYECKOTO KoHCynbTHpoBaHusa. CeMeHHbIH
CKPUHHHT HAC/IeICTBCHHOM MaToI0rHy. JIOCHMIITOMHAS THATHOCTHKA (6bone3nn
I'eHTHHITOHA, pak MOJIOYHOIM Kemesbl, PaK TOJICTOrO KHIMEYHHKA)

KOHCYTBTHPOBAHUS H IIOKAa3aHUs JUIS HAlPABJICHMS GOJBHBIX ¥ HX ceMet Ha MEIHUKO-

UTOT'O (Bcero 16 AY)

16

*(ounas popma, c npumenennem JNOC u A0T)

6.5. TemaTuueckuii mian CEMHMHAPOB:
V4ebHBIM I1aHOM He MIPEYCMOTPEHEI

6.6. Pacnipeneienne camMmocTosTesHO paborsl cryenTa (CPC):
Y4eOHbBIM ILI1aHOM He Ipe/yCMOTpEHO

n/Ne HanmenoBanue suna CPC

O6nem B AY

Cemectp 4




1. |- paGora ¢ nexrmMoOHHBIM MaTepHaloM, MpeayCcMaTpPHBAIOIIASL 2
IpOpaboTKy KOHCIIEKTa KK 1 y4eOHOH THTEpaTypBI;

5 — BEITIOHEHHE IOMALIHETO 3a1aHHS K 3aHATHIO: 2

3. | —BhImONHEHHe foMAamIHed KOHTpPOJILHOM paboTsl (pelenue 3amay, 2
TECTUPOBAHHE On-line);

4. |- H3ydYeHHe MaTepuaia, BBIHECEHHOIO Ha CaMOCTOSTENBbHYIO 4
IPOPabOTKY (OTAENEHbIE TEMBbI);

S. | —MOArOTOBKA K 3a4eTy 4
HTOI'O (Bcero — 14 AY) 14

6.7. Hayuno-uccnenoBarennckas pabora cryjenra:

Yue6GHBIM IITaHOM He Mpe/ycMOTpeHa

7. (DOH;] OICHOYHLIX CpEaCTB, AJA NPOBEeAeHUA TEKYINEro KOHTPOJIA | NPOMEXKYTOYHOM aTrecTaluu

Ne [ Ne @opmbi HaumenoBanue Ouenounsie cpeacraa
N/ | ceMec | KOHTPOUIS | pa3jgena AMCIHILIHHLI BH/IbI Koua-Bo Kou-Bo TecToBBIX
Tpa KOHTPOJIb | 3aJaHui
HBIX
BOIIPOCOB
1 2 3 4 5 6 7
1. 3 Kontpors | Mo JTeKyIspHas Tecter on-line 30 20
OCBOCHUS ICHETHKA- OCHOBA
TEMBL, METUIUHCKOM
KOHTpOJIb TEHETHKH.
CaMOCTOATC | ["egeTHuecKumii TIacIIopT.
JIbHOMU Onureneruka.
paboTk! OTHOT€HOMHUKA.
CTyJeHTa
2. 3 Kontpoms | Meromer W3yYeHHs] Tecrsl on-line 30 25
OCBOEHUS TeHETHKH YeJIOBCKA. Keiic-3anaua 10
TCMEL, MoHnorenHg1e,
KOHTpPOJIb XPOMOCOMHBIE K
CaMOCTOATe | regommbIe 3a60MEBAHH.
TBHOM
paboThI
CTy[eHTa
3. 3 Kontposs BpoxeHnsie Tectsl on-line 10 20
OCBOCHMA 3a00TIeBaHUS M IOPOKH
TEMEL, Pa3BUTHSL.
KOHTPOJIb
CaMOoCTOsITE
JIbHOH
paboTel

CTyAeHTa




3 Kontpons
OCBOCHHSI
TEMBI,
KOHTPOJIb
CaMOCTOsITE
JIbHOM
paboTEI
CTy/IeHTa

Menuko-renetnueckoe | Tectsr on-line
KOHCYJIbTHPOBAaHHE KaK
BH]I
CIICITHAIM3HPOBAHHOM
METHIIMHCKOH ITOMOIIH

HaCEJICHHIO

14

25

3 3auer Bce pasnens Ketic-3amaua

10

JAUCIHHUILTHHEI TecTer on-line

90

8. Yuebn

8.1. Ilepeuens ocHOBHOIH JHTEPATYPHbI:

0-METOAHYECKOE H HH(lJDpMalIHOHHOe obecreyenne AHCITHUIIIMHBI

No

Haumenosanue cormacuo Oubmmorpaduyeckum TpeGoBanmIM

KonuuectBo sKx3eMmIsipos

Ha xadenpe

B 6ubnuoreke

Kimnwaeckas reseruka : yueGnuk / H. I1. boukos, B. II. [Ty3kipes,
C. A. CmupHuxyna. — M. : I'DOTAP-Mejua, 2020.

https://pimunn.
ru/lib/

DNIeKTpoHHAs
BEPCHS

. Ilepeyens fonoaHUTEILHOM JHTEPATYPbI:

Hammenosanue cormacuo oubsmorpadudeckum TpeboBanmIM

KOHI/I‘ICCTBO IK3CMILIAPOB

Ha xadenpe

B 6ubnuoreke

Hetocc6aym P. JI. Menuuuuckas rererixa, 397 HarJIAIHBIX
HIUTIOCTPAIHi, cxeM u Tabmui, 43 KIIMHAYeCKHX ciydas : mep. ¢
anriL. / P. JI. HetoccGaym, P. P. Mak-Urnec, X. @. Bumnapn ; pen.
H. I1. Boukos. — M. : ['D0TAP-Menua, 2010. — 624 c.

1

36

MenunuacKas reHeTHKA y4ebHoe mocobue / B. JI. Tpomwun, O. A.
Mopososa, A. B. I'yctos, O. B. Tpomun. — 4-¢ w3, nepepad. u
non. — Yebokeaper : M3z-so Uysamckoro yu-ta, 2002. — 340 c.

24

Hure-Beuromos, Cepreii ['eopruesnd. [ eHeTHKE ¢ 0CHOBAMI
CCIICKIMH : y4€OHHUK JUIA CTYICHTOB BBICIITHX Y4eOHEIX 3aBeNIeH i /
C. I'. Mare-Beuromos. — 2-e uzn, — CII6. : Usnarenscteo H-JI,
2010.-720 c.

Hacnencreennsie 601e30u HallHOHAJIBHOE PYKOBOJACTBO + 1
nekTpoH. Juck (CD - Rom) / Poccuiickoe 06ImecTBo MeTuIHHCKIX
TCHETHKOB ; ri.pext. H. I1. Boukos, E. K. 'uurep, B. I1. ITy3sipes. —
M. : T5OTAP-Menua, 2013. — 936 c.

Heperun, B. 5I. Meauko-renernueckoe KOHCYJIbTHPOBaHUE NIPH
HACJIE/ICTBCHHBIX M BPOJKICHHBIX OOJIE3HIX HEPBHOM cucTeMsl / B.
5. Heperun, B. B. Aradonos, O. I1. Cuyopora. — M. : MenunpHa,
2004, - 224 c.

I'enernxa : yueGuuk ms Bysos / H. B. bapemankoga, J1. C.
bunesa, E. JI. JTagamu, JI. M. Koncrantunosa, O. B. Ky3nenosa, A.

B. TlonsxoB ; mox pen. B. M. Usanor. — M. : Axanemkuura, 2007. —
638 c.




7 bapaiues, FO. Y. JluarsocTrka 1 1e4eHHEe BPOKICHHBIX H 2
HACJIe/ICTBeHHBIX 3a001eBaHMi y JeTel (11yTeBOJUTEIS 10
knuaryeckoi resetuke) / 10. U. bapamnses, B. A. baxapes, I1. B.
Hosuxos. — M. : Tpuana-X, 2004. — 560 c.

8 Boukor, Huxomnaii ITasnosuy. Kiimauyeckast reHeruka : yueOHuk +1 | 1 K3, 58 3K3.
anekrpoH. muck (CD- Rom) / H. IT. Bouxos, B. IL. ITy3sipes, C. A.
Cwmupruxuna ; pen. H. I1. Boukos. — 4-e u3z., gomn. 1 nepepad. —
M. : I'DOTAP-Menua, 2011. — 592 c.

9 MyTtoBuH, ['ennanuit PomanoBuy. KiMHEHYeCKas TeHETHKA. 1 oKs. 9 5K3.
I'enoMHKa ¥ IPOTEOMHKA HACIIEACTBEHHOI IATOJIOIHH : yueOHoe
nocobue / I'. P. MyroBuH. — 3-e u3[., nepepad. u nom. — M. :
I'S0TAP-Menua, 2010. — 832 c.

10 | ITputuapyu, Jopuan JIx. HarnsHas MeMIIMHCKas T€HETHKA 1 3xk3. 10 3k3.
y4e0HO-METOIHYEeCKOe T0CO0HE I CTYIEHTOB YUPEKIACHHH
BBICIIero npodeccronansuoro odpasosanus / J1. 1. [Iputyapy, b.

P. Kopo ; pen. mep. H. I1. Boukos. — M. : I'D0TAP-Menua, 2009. —
200c.

11 | T'untep, Eprennit KoncrantuHosuy. MeTUIIMHCKAS TEHETHKA 1 aK3. 6 BK3.
VYuebnuk / E. K. 'aarep. — M. : Meaununa, 2003. — 448 c. : ui. 1B.
— (VueOHas muTepaTypa Uil CTyI€HTOB MeIHITUHCKAX BY30B)

8.3.ITepeyeHs MeTOIMYECKHX PEKOMEH AU /IJISI CAMOCTOSITEIbHOMH paboThl CTY/IEHTOB:

8.4. DiaexTpoHHLIE 00pa3oBaTeILHBIE PeCyPChl, HCMOAb3yeMble B Iponecce MPenoJjaBaHus AHCHHIIHHBI
8.4.1. Baytpennss snexkrponnas oOubanorednas cuctema yauBepcuTeTa (BOBC)*

Haumenosanue snexmponnozolKpamxas Yenosus oocmyna Konuvecmeo
pecypca xapakmepucmuxa nonvzoeamenei
(koHmenm)
BHYTpeHHAA 3NEKTPOHHO-I py Bl coTpyAaHUKOBJlocTyII 10 He orpanugeHno
OubnuoTeunan cucteMall IMMVY (yueOHHKH [AHIABHIYATEHOMY JIOTHHY
(B2BC) IIUMY yaeOHBIE TOCOOHSL,[M MAPOITIO ¢ TF000T0
COOpHHKH 3a,uaq,E:0Mr[m()Tepa ¥ MOOHIIBHOTO
eToAMYecKUe 1ocoOus.lycTpoiicTBa
aboparopueie  paboTHL,
oHorpabuu u 1p.)

8.4.2. DnexTpoHHBIE 00pa30BaTENbHBIE PECYPCHI, IPHOOPETaEMbIE YHHBEPCHTETOM

Ne Haumenosanue Kpamras Yenoeus oocmyna Konuyecmeo

NEKMPOHHO20 pecypca xapakmepucmuxa nonv3oeamene
(konmenm)

1. baza JAHHBIX | YUeOHHUKHU U yaeOHbIe Hoctym mo He orpanuueno
«Menununa. TOcOOHS ISl BBICIIIETO HHIUBULYATHHOMY
3npaBooxpanenue (BO) 1 | MeAMIITHCKOTO | JIOTHHY H TapoJIo ¢
«Memumuna. (hapmarneBTHIECKOTO mo00ro KOMIBIOTEPA U
3nparoOXpaHeHHe obpazoranus. MOOHIEHOTO
(CIIO)» B coctaBe 0Gassl YCTpOHMCTBa




AaHHBIX  «DJIEeKTpOHHAs
6ubmmoreka
TEXHHYECKOTO BV3a
(OBC «KoHcynprant
CTy/IcHTa»
2 Ba3a nanubIx Hanmonansuele Hoctyn o He orpanuueno
«KoHCynbTaHT Bpaua. PYKOBOJCTBa, HH/IMBUIYaIEHOMY
OneKTpoHHas KJIMHAYECKHE JIOTUHY H HApOIIO ¢
MEIMIIHHCKAs PEKOMEH1aNH, yyeOHbIe | MOO0To KOMIBIOTEPA H
6ubnuorexay ocoOus, MOHOrpaguu, | MOGHIBHOIO
aTJackl, CIIPABOYHUKKM B | YCTpOHCTRa
Ap.
3. baza JQHHBIX | YueOHas U HAy4YHAs Hoctyn o He orpanmueno
«DJEeKTpOHHAs METUIHHCKASL HHIUBH Y ATEHOMY
OHOIHOTeUHAs  CHCTeMa | TMTepaTypa pOCCHHCKHX JIOTHHY M HapoJIio ¢
«byxamy H3JIaTENbCTB, B T.4. TOBOro KOMIBIOTEPA U
TIePEBOIHLIE H3IaHHs. MOOHIIBHOTO
Komnekuus mommucubix | yerpoiicraa.
H3Jlanuit Gopmupyercs C xommsroTEpOB
TOYEYHO. YHHBEPCHTETA — JOCTYII
aBTOMATHYECKHH.
4. DJeKTpOHHEIe ONEeKTPOHHEIE Hoctyn — ¢ He orparnueno
NEPHOIUYICCKHE H3JaHHS | MCIULITHCKHE KOMIIBIOTEPOB
B coctaBe 06asbl JaHHBIX | HKyPHAIBI YHHBEPCHTETA.
«HAYUYHAS
SJIEKTPOHHA S
BUBJIMOTEKA
e¢LIBRARY»

8.4.3. Pecypcbl 0TKpbITOro JocTyna

Nen/m

HaumenoBamune anexTporHOrO
pecypca

Kparkas xapakTtepucruka
(kouTeHT)

YemoBus noctyna

DenepanbHas 3JIEKTPOHHAS
TMEZ[HHHHCK&SI oudbnHoTeKa
(®OMB)

Bxmrovaer snexTpoHHBIE aHANOTH
MEYATHRIX U3JIAaHUH H
OpHTHHAJIbHEIE SJIEKTPOHHLIE
H3/IaHus, HC HMEIOIHE aHAIOTOB,
3a()MKCHPOBAHHEBIX HA WHBIX
HOCHTECIIAX (ILI‘ICCCPTEHIHI/I,
aBTOpedepaThl, KHUTH, *KYpPHAIIBI
M T.JI.).

¢ m060ro KOMIBIOTEPA,
HaXOAIIErocs B CETH
HuTepuer

Hayunas snexrponnas
bubmmoreka eLIBRARY.RU

Kpynnaeiitmmii poccuiickuii
UH(DOPMAITHOHHEIA MOPTAJ B
00nacTH HAayKH, TEXHOIIOTHH,

MEIMIMHBL H 00pa30BaHusl,

comepaKauinii peeparsl ¥ NOJIHEIE

TEKCTEI HAay4HBIX CTATEH H

nyOTHKAIHiL.

¢ m000ro KOMILIOTEpA,
HaXOAIIErocs B CETH
Hnteprer.

Hayunag snextponnas
OubmoTeka OTKPHITOro HOCTYNA
KubepJlennnka

IlomHbie TEKCTHI HAYYHBIX cTaTeit
C aHHOTAIUAMH, ITyOITUKYEMBIE B
Hay4HEIX XypHanax Poccun u
OJIMKHETO 3apyOeKDs.

¢ J1060ro KOMIBIOTEpA,
HAXOJAIIErocs B CETH
Hutepuer

Poccuiickas rocyaapcrerennas
Oubnmnoreka (PI'B)

ABTOpe(deparThl, IIst KOTOPEIX
HMEIOTCS aBTOPCKHE TOTOBOPEI C

¢ modOro KOMIBIOTEPA,
HAXOMAMIErocs B CETH
HHuTepHeT




paspeleHueM Ha X OTKPBITYIO
nyOIHKAIHIO

@enepanbHOE U PETHOHABHOE
3aKOHOIATENLCTBO, CyncOHas
npakTuka, QruHAHCOBBIE
KOHCYJILTAIIUH, KOMMEHTAPHH
3aKOHOJIaTEILCTBA H JP.

¢ J1I000r0 KOMIIBIOTEDA,
HaXOJAINETOCs B CETH
WuTeprer

5 CrpaBo4HO-IIPaBOBas CHCTEMA
’ «Koncynprant [Imoc»

9. MaTepuaJbHO-TEXHHYECKoe obecredeHue AU CIMILINHBI:
9.1. [lepeuens nMoMemeHuii, HeOOXOAUMBIX /ISl IPOBeIEHHsl Ay UTOPHBIX 3AHATHH N0 THCHHILIHHE.
1. YueGHBIe KOMHATEL, 060PYI0OBAHHBIE KOMIIBIOTEPAMH C BBIXOJIOM B CeTh MHTepHET, Ikapamu JUL XpaHESHHS

MHKPOCKOITMYECKON TEXHHKH, IKahamMu Uil XpaHEHHs MHKPO- H MaKpOIpPENaparos, y4ueOHBIX Tabmuil,
11a00paTopHOTo 000PYAOBAHMS ¥ TEXHHUKH.
2. JleK1IHOHHEBIH 3aJ1.

9.2. Tlepedens 060py10BaHHUs, HEOOXOAUMOIO IJIs POBEICHH A Ay JHTOPHBIX 3AHATHH 10 THCHHILIHHE.

1. Jlabopamopnoe 060pyoosanue: MAKPOCKOITHYECKAsA TEXHHKA (MUKPOCKOIIBI U JIYIIBI)

2. Texnuueckoe obopyooeanue: MynbTaMeruiusie kommuekcsl (MK wmm HOyTOyK, IpOeKTOp, 9KpaH,
IIPe3eHTEPhl), HHTEPAKTHBHAA TOCKA.

HaGopsl ciaiiio, TaliMI, CXeM, MYJIbTHMEIMHHBIX HArJsSJHBIX MAarepHaIoB II0 pPasIMYHbIM pasiciIaMm
JMCIMILTHHEL. MHKPO- M MaKpOIIpenapaTsl, MyJsnkH. CUTyallHOHHBIE 3a/1a491, TECTOBBIC 3a/[aHHs 110 H3y4acMbIM
TeMaM,

- KOMAbIOMeEpPHble NPe3eHmayuy 1o BCeM TeMaM JIEKIIHOHHOTO H PaKTHYECKOTO KypCoB,

- yuebuble 6uOeOuUIbMbL TIO pa3ienaM: MoNIeKyaspHas OWonorus, OHONOTHs pPa3sBUTHA, MCIHIIHHCKAsd
TIapa3suTONIOTHs, SKOIOTHS B 6uocdepa, 3BOIOLHS, AHTPOMIOTEHE3.
3. UndopmannoHHBIe CTEHIBI 110 pa3jienaM Kypca buonorum.

9.3. KoMIIeKT JIMIEH3HOHHOro H ¢B0O0OJHO PACHPOCTPAHSIEMOr0 NPOrpaMMHOI0 odecmedeHHns, B TOM
YHC/Ie 0Te4eCTBEeHHOr0 MPOU3BOICTBA

Ne | IIporpaMmuoe | KOJI-BO Tun Ipoussoauten | Homep B equHom | Ne | mara
ILIL | ofecmedcHHE JHIEH3H | OpOrpaMMHOI | b peecTpe J0roBOpa
i 0 obecreueHHs! poccuiickoro I1O
1 Wtware 100 Omnepanronnas | KoBanés Aunpeii | 1960 2471/05-18
cucreMa AJexcas1poBHY oT
TOHKHX 28.05.2018
KJTHEHTOB
2 MoitOduc 220 Oducuoe OO0 "HOBLBGIE | 283 Oe3
CrannapTHBIH. TIPHJIOIKCHHE OBJIAYHBIE OTpaHHYEHHA
JIvnen3us TEXHOJIOI' A i C TpaBOM
Kopriopatusnas L Ha
Ha IO0JIb30BaTeNs TIOJTyYCHHE
IUIS 0oOHOBIIEHUH
o0Opa3oBaTebHEI Ha 1 rox.
X OpraHM3anui,
0e3 orpaHUdYeHHS
CpoKa JeHCTBHA,
C T1paBOoM Ha
MOJTyYeHHE




oOHoOBIeHMI Ha 1
TOIL.
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