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HUCIIOJIB3YEMBIE COKPAILLIEHUSI

TIK npodeccuoHaTbHBIE KOMITETEHITHH

EKC €IHHBII KBaTH()UKAIUOHHBIH CIIPABOYHHK

0T JUCTAHIMOHHBIE 00pa30BaTEeNBEHEIE TEXHOJIOTHI

K. i 2JIeKTpOHHOEe 00pa3oBaHue

JIHK JIe30KCHPHOOHYKIIEHHOBAsT KHCIIOTa

PHK pUOOHYKIIEHHOBAs KHCIIOTA

OMIM on-line mendelian inheritance of man, snekTponnas 6a3a JaHHBIX
"MenzeneBckoe HacleI0BaHUE Y YeloBeKa"

20C 2JIEKTpOHHAs 0Opa3oBaTenpHas cpela
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1. OBIIHUE ITOJIOKEHUS

JTlononuutensHas mnpodeccHoHalNbHAS IMporpaMMa IEpernoAroToBkd «['eHeTHKa W
STUTEHETHKA YEJIOBEKa» CO CPOKOM OCBOEHHMsS 36 akageMHUecKHX YacoB (Janee — Ilporpamma),
peamsyemas B ®I'OY BO «IIUMVY» Munznpapa Poccun (manee — YHuBepcuTeT) sBISETCS
HOPMATHBHO-METOJIMYECKUM JIOKYMEHTOM, PErIaMeHTHPYIONIHM COJIepiKaHHe, OpraHu3aiioHHO-
METOJIMYECKHE (POPMBI H TPYI0EMKOCTE 00YYSHHUS.

KPATKAA XAPAKTEPUCTUKA TTPOI'PAMMBI
[Iporpamma paszpaboTana Ha OCHOBE CIEAYIONIMX JOKYMEHTOR:
1) ®enepansuoro 3akona «O06 obpazoBanuu B Poccuiickoit Depeparum» or 20.12.2012 N 273-
@3, EKC 2017 (pasmen ytBepxnen [Ipukasom Mumnsmpascorpassutus PO or 23.07.2010 Ne
541n).
2) Enunoro xeanu(UKalMOHHOIO CIPABOYHMKA JIOJDKHOCTEH PYKOBOJMTENEH, CHEHATUCTOR H
apyrux cnyxamux (EKC), pasgen «OO6meorpacieBble KBATHQHKAIHOHHBIE XapPaKTEPUCTHKH
JOJDKHOCTEH paOOTHUKOB, 3aHATHIX HA IPEINPHUITHAX, B YUPEKACHHUAX H OPraHM3aLHaxy,
yrBepxkacHuble [loctanosiennem Muntpyna PO or 21.08.1998 N 37 (penakuus ot 15.05.2013).

IIporpamma peanusyercsi Ha OCHOBaHHM JHIEH3MH DenepanbHOil cirykO6bl 110 HAI30py B

cepe obpasoBanus ¥ HAYKH Ha OCYILECTBIeHHE 00pa3oBaTeIbHOM aearensHocTH ot 07 Mas 2018
r. Ne 2739.

Ieas Tlporpammel — yjpoBieTBopeHHe 00pa3oBaTeNbHBIX U NPO(ECCHOHANBHBIX
noTpebHOCTEH, obecmeueHne COOTBETCTBHS KBATH(HMKAIMK Bpaued MEHSIOMIHMCS YCIOBHUSAM
npo)ecCHOHANBHON NESATENBHOCTH M COLMANBHOM CpeIbl; COBEPLICHCTBOBAHHE HMEIOIIHXCS
npodeccuonanpHbIX KoMnereHnui (mamee — I1K), HeoOXomuMBIX s mpodeccHoHANBHON
JEATENBHOCTH H IIOBBIIEHHS TPO(PECCHOHAIBHOTO YPOBHS B paMKaX HMEIOIIeHcs KBaTHpUKauu

B mpomecce OCBOeHHS TIpOrpaMMBI - CIIyLIaTeNb IOJydYaerT MpodeccHoHaTbHEIE
komriereHuu (11K).

Tpynoémkocre ocBoenns [Iporpammbr — 36 akageMHuYecKHX Y4acoB

Kareropus ciymareneii:

Cnywareny, HMMEIOIIHE BEHICIIEE HIH CpeaHee IMPOo(ecCHOHANIBHOE 00pa3oBaHue 0
HanpaBleHuI0 Menununa.

K mumam, moctynmarommm — Ha  ofydemme 1o Ilporpamme, — mpembsBisroTCs
KBaIH(UKAITHOHHEIE TPeOOBAHUS:

= ppicmiee IpodeccHoHaNbHOE 00pa3oBaHHE —  CHEHHATMTET [0 OJHOM U3
cnemuanbuocteii: «JleueGnoe nemo» (yposens crnemmanurera),  «llemuaTpus» (YpOBEHB
crenpanurera), «Menuko-npodunakTuueckoe aemo» (YpoBeHb crelpanurera), « CTOMATOTOTH»
(ypoBeHb crenmanutera), « Dapmarius» (YpOBEHb CHEIHATUTETA)

@opmel  00yYeHHsI ONPENENAIOTCA JUId KaXIOr0 IHKIA ¢ y4&ToM moTpeOHOCTElH
CIyIiaTesnci:

-04Has / 09HO-3a04HAas / 3a09HAaT;
-¢ npumenenueM / 6e3 npumenenus JJOT u 20;
-C TIOJIHBIM OTPBIBOM / C YACTHYHBIM OTPHIBOM / 6€3 OTpbIBa OT paboTHI.
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2. INTAHUPYEMBIE PE3YJIbTATBI OBYUYEHUSA

B pesyiibrare ocBOEHHS MPOrpaMMBI CITyImIaTeNh J0DKEH IIPHOOPECTH ClleyIONIHe 3HAHHS

H YMCHHAI, HGO6XOZ[I/IMI:IG JUIsL KAaYECTBEHHOT O H3MEHEHMU ST KOMHBTGHHHﬁ, YKa3aHHEIX B II. 1:

CaymarTesib 10/I2KE€H 3HATH:

- 3aKOHBI 'CHETHKH U €€ 3HAYEHHUE I MEAUIIHHbBI, COBPEMEHHBIE METO/IbI H3YUCHUS I'CHETHKH
YCJIOBCKA,

- OCHOBHDLIC HaIllpaBJICHUA COBpeMCHHOﬁ FCHECTHKH: I'CHOMHKY, IIPOTEOMHUKY, SIMICHETHKY,
9THOTCHOMHKY, (baxmalcoreﬂommcy, METarecHOMHUKY, COBPEMEHHEIE I10/1X0/IbI FEHHOHI TCpaluu.

- 3aKOHOMEPHOCTH HACJIEJCTBEHHOCTH M H3MEHYMBOCTH B MHIHBHIYaILHOM Pa3BHTHHU KaK
OCHOBBI IIOHHMaHHS IIATOI'€HE3a U 3THOJIOTHH HACIIEJICTREHHEIX U MY IIbTH()AKTOPHBIX
3a00JeBanmii;

- OCHOBBI MOHOI'€HHBIX, MHTOXOHRPH&HBHBIX 3360H6B3Hﬂﬁ U 3860H€B3.HH51X IFr'€HOMHOI'O

HMIIPHUTHHI'A, IIPUHIWINLBI HX JHAarHOCTHKU C MCIIOJIB30BaHHUEM COBPEMCHHBIX JIOCTHKEHHM
I'CHCTHKH;

- MEXAaHHU3MbI F€HETHYECKOUW U AMMHIeHETHYECKOH HU3MECHYHBOCTH,

- CTPYKTYpPY H OCHOBHBIC pa3Jielibl T'E€HETHYECKOIO nmacnopra 4YeJl0oBEKa, OCHOBHBIE
KOMIIOHEHTBI Fr€HOMa 4Y€JIOBEKa, H3MEHUYHBOCTh Fr€HOMA YeJIOBEeKa

- TEOPETHYECKHE OCHOBBI IOMYJISIHOHHON MC€HETHKH; OCHOBHBIE MOJIEKYJIAPHBIE MOJXOMBI B
IIOITY JIAIIMOHHOM TE€HETHKE;

- OCHOBHBIC 3aKOHOMEPHOCTH paclipeie/IeHHs anmnesnen B TIOITYJIAKUAX Y€JIOBEKA,

CIYyHIaTe/ib J0IKE€H YMETh:

- B BHJIe 000OLIEHHBIX CXEM OTOOPAXATh TeHETHIECKHE MPOIIECCHI, TIPOMCXOSIINE B
KIIETKE;

- OOBSACHATH IIPHYMHBI M BO3MOYKHBIE MEXaHH3MbI POXK/ICHHUS IETEH C XPOMOCOMHBIMH
OO0e3HIMH;

- O0BACHATH XapaKTep OTKJIOHEHHH B XOJI€ Pa3BHTHA, BEAYLIUX K (JOPMHPOBAHUIO
BAPUAHTOB, AaHOMAJIHI W TOPOKOB;
- paboTath ¢ MEXTyHapOIHBIMU OHIAH Gazamu nanusix (OMIM u mp);

= OCYHIIECTBIIATDH BblﬁOp METO/1a UCCICNOBAaHH B COOTBETCTBUH C ITOCTABICHHOH 3a,uatleﬁ;

CAYMIATEb I0JUKEH BJIAJeTh:

- OCHOBHBIMU TEPMHHAMH H '€HETHYECKUMH NOHATHIMH B 00JIACTH MOJIEKYJISIPHOI
MO JISIIHOHHON , KIMHHYECKOH T'€HETHKH, SITHTCHETHKH U F€HETHKH Pa3sBHTHS.

- IOJIXO/IaMH K PEIIEHUIO N'€HETHYECKHX 3a/1ay;

- HaBbIKAMH MOJIEKYIIPHO-I€HETHYECKUX HCCIIEAOBAHMI, HCTIOIB3YEMBIX JIst
JMArHOCTHKH HACJIEICTBEHHBIX 3a00JIeBaHUIL;

- YMEHHEM JIENIaTh BBIBO/IBI M 0000IIEHHS; CAMOCTOSTEILHO IIPOBOINTE IIOMCK U aHAJIH3

HH(OPMAIHU B 06/1aCTH FeHHOH HHKCHEPHH, UL HCIIONIB30BAHMS €€ B IIPONECCe HAyYHO-
IPaKTHYECKOH JedaTeTEHOCTH;

- METOJaMH pacyeTa pUCKa BO3HUKHOBEHHS HACIIEICTBEHHOIO 3a00/1€BaHHs B CeMbe,
noucKoM HH(pOpPMaNHH 0 3a00JIeBAaHHH B MEXIYHAPOAHBIX OHJIAlH 6a3aX JAaHHBIX JUIS OLIEHKH
IPOrHO3a, METOAaMH OLIEHKH ITATON€HHOCTH BBIABJICHHBIX TCHETHYECKHX BAPHAHTOR;
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3. VUEBHBIN IJIAH

Yucio yueOHbIX 4acoB
Ne HanmeHoBaHne pa3zienos, Bceero B ToM uncne ®opma
n/n 6nokos, Moayneit 4acoB C, I3, aTTecTaluu
JI 1
OCK
1 2 3 4 5 | 6

1. Moayas 1.  Tenmeruxka wm| 36 6 30 | Texywuii kouTpons
SMMIEeHETHKA Y€/JI0BeKa

1.1 Hcropuss  reHeruku  yesoBeka. 2 2 - TECTUPOBAHME
Brenenue B IIpeUKTHBHYIO
METHITHHY

1.2 ApXHTEKTypa ¥ H3MEHYHBOCTH 2 2 TECTUPOBAHHE
reHoMa yeJoBeKa

1.3 [TomynsanuonHas reHeTHuKa 8 2 6 pellieH1e CHTYallMOHHBIX 3ajad,
yeJ0BeKa TECTHPOBAHHE

1.4 I'enernka pa3BUTHS YeOBEKa 10 - 10 | TectupoBanue

1.5 OnureHeTHKa, JNHUreHeTHYECKHE 6 - 6 YCTHBII onpoc,
MOJM(UKALIMK U DOJIE3HH. TECTHPOBaHHE

1.6 OTHOreHOMHMKA K 4 : 4 TeCTHPOBAHHE
(hapMaKoOTecHETHKA.

1.7 | 'enomusIit *UMOpUHTHHT. Bostesnu 4 - 4 TECTHpPOBaHHE
UMITPHHTHHIA
BCEI'O YACOB: 36 |6 30

4. KAJTEHIAPHBII YUEBHBII I'PAGUK

AyNMTOpHBIC 3aHATHA Ha 0aze YHHBEPCUTETA IIPOBOJSTCS B paboyme JIHH ¢ MOHEIEbHUKA
no natHany B nepuox ¢ 8:30 mo 16:00 wac. IIpomomKUTENBHOCTH ayJHUTOPHBIX 3aHATHR
BappHpyeT 0T 4 110 8 aKaJeMMYECKUX YacoB B JAeHb. [IpoonkuTebHOCTE S-THIHEBHON paboyeii
HEJIeNH cocTaBIgeT 36 Jacos.

IIpu ocBOEHMH YacTH NporpaMMBl B (opMe CTAKUPOBKH YueOHEBIH rpaduk onmpeaenseTcs
CIyluaTrejieM CaMOCTOATENbHO II0 COTJIACOBaHMIO ¢ paboTonaTeneM W/MIH DPYKOBOIMTEIEM
KITHHAYIEeCKOH 6a3bl CTAXKHPOBKH.

IIpp ocBoeHHM BCell WJIM 4YaCTH NPOrPaMMBI C HCIIONB30BAHHEM JIUCTAHIMOHHBIX
00pa3oBaTeIbHBIX TEXHONOTHH B o duaiin pexumMe yueOHbIil rpaduk onpenensieTcs ciymarenem
CaMOCTOSTENBHO.

Ilpu peanuzamum [TporpaMMbl B BHAE BBIE3AHOIO LHKJIA MOBBINIEHHA KBATH(pHKALIHH
yu4eOHBIH rpadHK onpeeiseTcs MPHHUMAIOIIEH CTOPOHOI.

Tunosoe pacrucanne pacnonaraercs Ha CD-jicke, SIBISIOMEMCS HEOTHEMIIEMOH YacThIO
[IporpamMmeL.

1¢, N3, OCK — cemunapl, NpaKkTU4eCcKuUe 3aHATUA, 00YYaIOLLMIA CUMYNALMOHHBIM KypC
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5. PABOUME ITPOT'PAMMBI YYEBHBIX MOAYJIEHA

Moayas 1. I'eHeTHKA H SIIHreHeTHKA YeI0BeKa

Tema 1.1. McTopus reHeTHKH 4e/loBeKka. Beefenne B NpeANKTHBHYI0 MeuuuHny. [ eHeTnka
yejioBeKa. O01acTy reHeTUKH uenoseka. Micropus passutus reHetuky yenoseka. [Ipoext «'eHom
yesioBekay. OCHOBHBIE pe3ynbTarhl. [IpeMKkaTHBHAS MEIUIIMHA U T€eHETHUYECKHI TacIopT.

Tema 1.2. ApxuTeKTypa H H3MEHYHBOCTh IreHOMa YesnoBeka. [lonsaTrue resoM u red. OCHOBHBIE
0CODEHHOCTH TreHOMa 4esoBeKa. (DYHKIHMOHAIBHBIE OSJIEMEHTBl reHoma. [loBTOpsIOIHEECcs
3JIeMeHTHI reHoMa. MuToxonapraibHbii redom. [lonumopdusm u mytanuu. OHOHYKJICOTH IHBIHA
nommopdusM. KopoTkue mnopTopsiomuecs: nocienoBaTesIbHOCTH. [lomumopdusm uHCepuumii u
nenenuit. Bapuabensnocts uncna kormuid. [Tonamopduam unpepceuit. CMentanHbli noauMophusM.

Tema 1.3. IlomynsauuoHHast reHeTuka dejgoBeka. OCHOBHbIE TEPMHHBI TOMYJISIAOHHON
reneTukd. Ilpenmer ®  mens  nomysasnHoHHOH —reHeTHku.  CTpykTypa — reHo)oHa.
I'enoreorpapuueckre KapThl. @DakTopbl AMHAMHKH [OMYyJsluid. [‘eHeTHdeckre MapKEpHI
Crparerust M3ydeHMs: MONMyIsuid venoBeka. ['eorpaduyeckoe pacmpenenenue amieneil. 3akon
Xapnu-BaiinGepra. Pemenne 3ama4 o nomyisnaoHHON reHETHKE.

Tema 1.4. I'emernka pasBuTusa. ['eHeTHueckue (akTopbl HMIUIAHTALMH H (OPMHPOBAHHE
IUTAleHThL. ['eHBl pa3sBHTHS BHYTPeHHEH KIeTOYHOH Macchl. ['€HHBIH KOHTPOIL pasBUTHS
HEKOTOPBIX CHCTEM OpraHOB YeloBeKa B IIEPHOJ| OpraHoreHesa. ['eHOMHas peryJsius
OHTOTEHe3a.

Tema 1.5. DnureHeruka. JNHreHeTHYecKHe MoAU(UKANMH W 00Je3HH. DIHUIEHETHKA.
Crneuuduka 3NUIEHETHYECKUX  INPOIECCOB.  IIpAMepbl  SMHIEHETHYECKHX  (DEHOTHIIOB.
Onurenernyeckue Mexanusmel. PHK-unTepdepenums. bone3Hn, accouuMMpoBaHHBIE C
SMUTEHETHYECKUMH MEXaHM3MaMH.

Tema 1.6. DrTHorenommka H ¢dapMakKoreHeTuka. ITHOreHoMuKa. (OCHOBHBIE CHCTEMBI
reHeTMYECKAX MapKepoB JJIs JBOJIONHOHHBIX HccienoBaHui. ['enernyeckuii momumopdusm
srHorpymn. [lpoGnembr u  mepcnekTHBel  3THOTeHoMHKH. Dapmaxoredernka. Cucrema
6uorpancdopmarun. ['ensr u Gpepments! 1 1 2 da3sl OuoTpaHcHOpPMAITHH.

Tema 1.7. TI'enomublii uvnpunTHar. Bojesnn wvnpuHTHHra. [€HOMHBIH HMIPHHTHHT.
['unoTe3sl BO3HMKHOBEHHS TI€HOMHOIO HMIIpPUHTHHTA. KIroyeBble 0COOEHHOCTH TIE€HOMHOIO
UMIPUHTHHTA y MilekonHTaromux. Cuaapom IIpagepa-Bummm u cunnpom Anrensmana. CHHIpoM
BexBura-Bunemana. Hanpasnenus Oy xymux ucclie1oBaHHiA.
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6. OPTAHU3AIIMOHHO-IIEJAT'OI'MYECKHE Y CJIIOBUS
PEAJIN3AIIMU ITPOI'PAMMBI

Kanposoe odecnevenue peaansamuu Ilporpammer

Peanuzanus Ilporpammer obecneunBaercsi pyKOBOIJSAIIMMH W HAyYHO-TIENArOTHYECKHMHU
paboTtHukamMH Kadenp, peamusyrommx [Iporpammy, a TakKe JHIAMH, NPHUBIEKAEMBIMH K
peanuzaiuu [IporpaMMbI Ha yCIOBHAX TpakAaHCKO-TIPABOBOTO JIOTORBOPA.

Jlons Hay4yHO-mearorHyecKux paboTHHKOB (B TPHUBENEHHBIX K  IEJIOYUCIEHHBIM
3HAYEHMSIM CTABOK), MMEIOLIMX YUYEHYIO CTelleHb (B TOM 4YWCIIe, YYEHYIO CTENEeHb, IIPUCBOCHHYIO
3a pyOexxoMm ¥ npuzHaBaemylo B Poccuiickoit @enepanun) v (Miau) yuéHoe 3BaHHE (B TOM YHCIIE,
yuéHoe 3BaHHE, IOMyUeHHOoe 3a pyDexoM u mpu3HaBaeMoe B Poccuiickoii ®enepanun), B 0bmem
YyHCle HayYHO-TISarOrMuecKux paboTHIKOB, peanusyromux [Iporpammy, coctaBisgeT 85%.

Jlonst paOoTHUKOB (B NpPHUBEAEHHBIX K IEJOYHCICHHBIM 3HAYEHHSAM CTABOK) M3 YHCIIA
pykoBomuTeneii W paboTHHKOB Kadenpsl, peanmsyiommx IIporpaMmy, a Takxke JIHII,
IpHBIEKaeMBIX K peaiusanuu [IporpamMmbl Ha yCIOBHSX TI'paXIaHCKO-IIPABOBOIO JOrOBOpA,
JeATeIbHOCTh KOTOPBIX CBs3aHa ¢ 00JIacThIO IPO()ECCHOHAIBHON JEATeNBHOCTH, K KOTOpPOi
FOTOBHTCS CIIyIIATeNb (MMEIOIIUX CTaXX paboThl B JaHHOH IpodeccrnoHalbHOR 001acTH He MeHee
TpEX JIeT), B 00mmeM uncne paboTHUKOB, peanusyiomux [IporpamMmy, coctasnsier 100%.

MarepuaiabHo-TexHH4ecKkoe obecnevenne IlporpamMmmer
MarepuanbHo-Texuudeckas Oaza  (moMemnreHMs), oOeceyHBAIONIas — PEANTH3ALUIO
[IporpamMmbl Ha Oa3e YHHBepcHTETa, COOTBETCTBYET ACHCTBYIOIIMM CAHHTAPHO-TEXHHYECKHM

HOpMaM, a TaKk)ke HoOpMaM H IIpaBHIIaM IIOKapHOH O0e30IacHOCTH.

ITepeuens ucnospzyemoro Juist peannsanuu [IporpaMMer 000pyIoBaHus H TEXHHUKH:

Ne n/n HaumenoBanue o0opyioBaHHs Komuuectro
1. [TpoekTop MyJIbTHMEIMHHEIA 2
2 Hoy1Oyxk 2
3. MynbTH(YHKIIHOHAIEHOE YCTPOHCTBO 2
4. [lnanmer 2

YuebHo-MeToqu4ueckoe H nHpopmauuonHoe odecneuenne Iporpammer
OcnoBHasn JuTepaTypa:

1. boukos, H. Il. Knunuyeckas reHeruka: yyeOuux / H. II. Bouxos, B. II. Ilyswipes, C. A.
Cmupauxuna. — M. : [DOTAP-Menua, 2020. - 592 c. - ISBN 978-5-9704-5860-0

2. I'marep E.K. Menuunckas reHeTuka : HanuoHainbHoe pykoBojcTBo / E.K. T'mmtep, B.IL
ITy3eipes, C.H. Kyues. - Mocksa : TDOTAP-Menna, 2022. - 896 c. - ISBN 978-5-9704-6307-9.

3. Menununckas renetuka : yueonuk / H. I1. boukos, A. FO. Acanos, H. A. Xyuenko [u ap.]. -
Mockga : 'D0OTAP-Memua, 2022. - 224 ¢. - ISBN 978-5-9704-6583-7.

4. Hacnencreennnle Oone3Hu: npakrudeckoe pykoBoactso. — M. : 'DOTAP-Meaua, 2017. - 464
c. - ISBN 978-5-9704-4981-3.

JonmoHuTeLHASI JIHTEPATYPA:

1. Asosa, M. M. OfGmas u menuIuHCKas reHeTHka. 3ajaud : y4yeOHoe mocobme / M. M.
AzoBa ; AzoBa M. M. - Mocksa : IDOTAP-Menauna, 2021. - 160 c. - ISBN 978-5-9704-5979-9,

2. T'emeruka uyenoseka mo Poremo u Motyncku. Ilpobaemsr u moxxoxasl / pen. M. P.
Cneiiyep, C.E. Anronapakuc, A.I'. Moryncku; nep. ¢ auri. AL Jlatemos [u ap.]; nayds. pen.
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B.C. Bapanog, pexn. T.K. Kameera, T.B. Ky3nenosa. — 4-e uznanue. — CI16.: U3n-so H-JI, 2013. —
1056 c.

3.  Hcnamos, P.P. buonorus. Kuura 3. MenuuuHckas renerika: yueGuuk / P.P. Mcnamos ;
Hcnamos P.P. - Mockga : I'90TAP-Menua, 2022. - 200 c. - ISBN 978-5-9704-6755-8.

4. Hcnamos, P.P. Buonorms. Kuura 2. OG6mas renernka: yuebuuk / P.P. Hcnamos ;
Hcnamos P.P. - Mocksa : I'DOTAP-Menua, 2022. - 256 ¢. - ISBN 978-5-9704-6754-1.

5. Kypuanos, H.A. I'eneTuka 4enoBeka ¢ OCHOBaMH OOIIEH IeHETHKH : PYKOBOJCTBO JJIst

camortoaroTosku / H. A. Kypuanog. - CII6. : CnewJlut, 2010. - 63 c.

6.  MonekynapHas reHeTHKa, MHKPOOMOJIOTHS M BHPYCOJOTHA @ HAyYHO-TEOPETHYECKHIt
xypHain / MactutyT MonekynsipHoit reaetuku PAH. - M. : Memua Cdepa. - ISSN 0208-0613.
7. Mytosun, I'. P. Kiunndeckas reHetnka. ['€eHOMHKa M IIPOTEOMHKA HAaclieCTBEHHOlM

narosiorut : yuyebnoe nmocodbue / I'. P. MyTtoBus. - 3-¢ usn., nepepad. u mom. - M. : IDOTAP-
Memua, 2010. - 832 c.

8. Hacnencreennrle Hefipomerabonuyeckue GONE3HH IOHOIECKOTO W B3POCIOTO BO3PACTA:
MoHorpadus — M.: T'90TAP-Menua, 2019. - 392 ¢. - ISBN 978-5-9704-4855-7.

9. Tym, E. B. Paxut u paxuronono6usie 3aoneBanus : yueGHoe nocodue / E. B. Tymr ; Tym
Enena Banepresna ; Huxeroposckas rocyrapcTBeHHas MeMIuHceKas akagemust. - H. Hosropox :
HI'MA, 2007.

10. American College of Obstetricians and Gynecologists et al. Hereditary cancer syndromes
and risk assessment //Obstet Gynecol. —2019. — T. 134. — Ne. 6.

11. Jorde L. B., Carey J. C., Bamshad M. J. Medical genetics e-Book. — Elsevier Health
Sciences, 2019.

12. Manickam K. et al. Exome and genome sequencing for pediatric patients with congenital
anomalies or intellectual disability: an evidence-based clinical guideline of the American College
of Medical Genetics and Genomics (ACMG) //Genetics in Medicine. — 2021. — T. 23. — No. 11. —
C. 2029-2037.

13. http://humbio.ru/humbio/genetics.htm
14. www.ncbi.nlm.nih.gov/omim

15. http://ghr.nlm.nih.gov

Ba3b1 JAAHHBbIX, I/IH(IJOpMaHHOHHO—CﬂpaBO‘IﬂblE H INOHCKOBBbIE€ CHCTEMBI?

daexrponnas oubamorexa [IMMY (Ha Gaze ABTOMAaTH3HPOBAHHOM HHTEPUPOBAHHOM
6ubmuoteynoii cucremsl (AUBC) «Merallpoy»)
http://172.16.100.62/MegaPro/Web

HaumenoBanue Kparkas xapakrepuctuka VYenosus noeryna KonuuectBo

9JIEKTPOHHOIO pecypca (KOHTEHT) [10JIb30BaTEIeH
BryTtpennss Tpyas! npodeccopcko- ¢ moboro He orpanuueno
9JICKTPOHHAS [IPEI01aBaTeIbCKOro KOMITBIOTEpa HITH
OuOnHoTeYHas CHCTEMa | COCTABA YHHBEPCHTETA: MOOHUIIBHOTO
(BABC) y4eOHUKH U yueOHEIe yCTpOHCTBA IO

nocoOusi, MoHOTrpahuu, HHIHBU/TY AJIBHOMY

COOpHMKH Hay4YHBIX TPYJOB, | JIOTHMHY M [ApOJIO
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Hay4HBIE CTaThH,
IIHCCePTAIAH,
apropedeparbl
JCCepTaIyii, TaTEHTHI.

WurerpupoBannas DJIeKTPOHHEIE KOIIHH c moboro | He orpannyeno
HHPOPMALMOHHO- u3aHui 13 GoHIoB KOMIIBIOTEpa MM
Oubnuoreunas cucremMa | OMOIMOTEK-yUACTHHIT MOOHITBHOTO
(UBC) nayuno- Knacrepa (MeTHIMHCKHE YCTpOMCTBA 1o
00pa3oBaTebHOTO yuusepeurteTsl Kazanu, WHIUBHIYaTEHOMY
MEIUIIMHCKOTO [lepmu, MxeBcka, KupoBa, | moruHy u mapoo
kinactepa [1PO VY nbsiHOBCKHH (moctyn
«CpenHeBOIKCKHI rocy1apcTBEeHHBIH npelocTaBIIsieTCs

YHUBEPCHUTET) OudIHOTEKOH

I[TMMY 1o 3asBke)

DneKkTpoHHas Oaza | Hanmonaneueie c moboro | He orpanundeso
JAHHBIX PYKOBOJICTBA TIO BCEM KOMIIBIOTEpPA WK
«KoHCynpTaHT  Bpaua | HalpaBIIEHUSM MEIUIHHBL, | MOOHIBHOTO
DNeKTpoHHas KITHHHYECKHe ycTpolicTBa o
MeIUIMHCKAS peKoMeHaIy, y4eOHbIe HUHAUBUIY ATEHOMY
oubnuoTexay moco6us, MOHOTpahuH, JIOTHHY ¥ TapOoJIIo

aTnacel, (hapManeBTHYCCKHE

CIIPaBOYHHUKH, ayTHO- H

Bueomarepuansl, MKE-10

u ATX
DJeKTpoHHas YyeOHast U Hay4qHAas c moboro | He orpannueno
oubnuoTeynas cucTeMa | MEAWIHMHCKAs JIMTepaTypa | KOMIBIOTEpa  HIH
«Book Up» (konnexmusi | pocCHHCKUX U31aTeNILCTB, B | MOOHIBHOTO
«Mou KHHTH»). T.4. IEPEBOIBI 3apyOEIKHBIX | yCTpoHCcTBa 1o

U3JaHUH HHIABHIY AJIBHOMY

JOTHHY H IIapoJIo;
C  KOMIIBIOTEPOB

MMMV JOCTYyTl
ABTOMATHYECKUI

OteuecTBeHHbIE Ileppomnyeckue  u3maHusd | C KommbiotepoB | He orpanuueno

9NIEKTPOHHEBIE MeIHIHUHCKOH TeMaTHKH MMMV

[EPHOIUIECKHE

H3TaHHS (ma

wiarhopme

eLIBRARY.RU)

Pecypchbl 0TKpBITOro 10ocTyna (YKa3aHbl 0CHOBHBIE)

No Haumenosanue Kparkas xapakrepuctika | YcioBus TocTyna
n/n JIEKTPOHHOIO pecypca (KOHTEHT)
1 ®DenepanpHas  3NMeKTpoHHas | Bromouaet OJIEKTPOHHBIE | ¢ JIFOOOr0  KOMITBIOTEPA,
MeIUIHHCKAs O6ubiuoTeKa | aHAJTOTM MEYATHBIX MU3TAaHUH | HAXOMAIIErOCs
(®5MB) u opuruHaneHele | IHTEpHET
http://feml.scsml.rssi.ru/feml | sjnekTpoHHBIE H3MAHHI, HE
HMEIOIIHe aHaJIOI OB,

HOCHTEISX
aBTOpeheparsl,

3a()MKCHPOBAHHEIX HA MHBIX
(muccepranum,

KHHTH,
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XKYpPHAIBI U T.JL.).

2. | Hayunas anektponHas | Kpynuedimuit  poceuiickuit | ¢ mo6oro  kommbroTepa,
Oubmuorexa eLIBRARY.RU | uHOpMAIMOHHBI HOpTAI B | HAXOAAIErocs B CeTu
http://elibrary.ru/defaultx.asp | obnactu Hayku, Texsosnorus, | MuTepuer

MEJMLMHBEI U 00pa3oBaHu,
cojep:kamuii  pedeparsl u
MOJIHBIE  TEKCTBI Hay9HBIX
crated u myOIHKanmi

3. | Hayunas SNEeKTpOHHAs | [IoNHBIE TEKCTHI HAyYHBIX | ¢ J0OOr0  KOMIBIOTEpA,
oubimoTeka OTKPBITOTO | CTaTed ¢  AHHOTAIMAMH, | HAXOJSIIETOCS B CETH
nocryna Kubepllennnka nyOmuKyeMble B Hay4HbIX | MHTEpHET

http://cyberleninka.ru/about XKypHanax Poccun "
OJIoKHEr0 3apyOesKns

4. | HarponaneHast >neKTpOHHAS | DJIEKTPOHHBIE konuu | IIponsBenenus, nepemeamnime
oubmuoreka (HOB) TIPOU3BEICHHIT 10 | B OOIIECTBEHHOE JOCTOSHHE,
https://rusneb.ru/ LIMPOKOMY CIIEKTPY 3HaHHMH | 0Opa3oBaTeIsHOIrO U

HAay4YyHOIO  3HAYeHWs, He
Nepen3IapaBIecs
nocieaHue 10 mer — B
OTKPBITOM JIOCTYIIE.
[Tpoussenenus,

OrpaHHYEHHBIE  ABTOPCKHM
IPaBOM, JOCTYIHBI TOJIBKO C
KOMIIbIOTepoB OubanoTexu (B

T.9 DJeKkTpoHHast
Oubnmoreka  aHccepTanuii
PI'B)

5. | CapasouHo-TpaBoBas DenepansHOe H|c moboro  KOMIBIOTEpa,
cucremMa «KoHCcynpTaHT | peruoHaNbHOE HaXOJIAIIErocs B CeTH
[Trocy 3aKOHOJIATENBCTBO, cyieOHas | UuTepHer
http://www.consultant.ru/ [IpaKTHKa, (hHHAHCOBEIE

KOHCYJILTAIIUH,
KOMMEHTapHH

3aKOHOJAATEJILCTBA U 1.

Hudopmannonnas mopaep:xka

Kaxieiit ofyyaromuiics B Teyenne Beero nepuoja o0yueHus 06ecnednBaeTcs JOCTYIIOM K
9JICKTPOHHON obpasoBatenbHOl cpene (matee — D0C) — aBTOMATH3MPOBAHHON CHCTEMe
YIOPaBICHHS M MpOBENCHHS OOyYeHHs, B TOM YHCIEe C IMPHMEHEHHEM JHCTAHIMOHHBIX
00pa3oBaTeNbHEIX TEXHOJIOIHI U 3JIEKTPOHHOIO 00yYeHHU .

90C obecneunsaer:

" BO3MOXHOCTh BXOJa B He€ oOyuaromierocs u3 JioOOH TOUKH, B KOTOPOH MMeeTcs NOCTYI K
MH(OPMALHOHHO-TENIEKOMMY HHKAaIHOHHOH ceTH «HTepHeT (1anee — ceth «HTEpHET»);

» omHOBpeMeHHbIH gocTyn 100% obyuaromuxcs no [Iporpamme;

" JIOCTYIl K y4eOHOMY cojepikanuto [IporpaMMel 1 91eKTPOHHEIM 00pa3oBaTelbHEIM PecypeaM B
COOTBETCTBUU ¢ (hopMoii 00yUeHHsI;

* ¢ukcauuo xosa 00pa3’oBaTENILHOTO MPOIECCa, Pe3ybTATOB TPOMEXYTOYHOM ATTECTALMA |
pesynbTaroB ocBoeHus [IporpaMmer;

* (opmupoBanue 21EKTPOHHOrO 06pa3oBaTEIBLHOTO MOPTHOIHO 06YYaIOITErocs.
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Texnuueckaa nmomnepikka oOydaromuxcs ocymectsisercs B padoune jnau ¢ 9:00 xo 18:00
gac. 10 MOCKOBCKOMY BpeMeHH 110 Tenedonam: 8(831) 422-13-93

7. KOHTPOJIb PE3YJIbTATOB OBYUEHUSI

Konrtposib kauecTBa 00y4eHHs MPOBOAMTCH 1O KaxaoMmy Momayio IIporpammbl B BHE
TEKYLIEro KOHTpoJsi. DOpMbI TEKYLIEr0 KOHTPOJIS: YCTHBIH ONpoc, pemeHHe CHTYAIHOHHBIX
3224, TECTHPOBAHHE.

Ocgoenue [Tporpamme! 3aBepiuaercst HToroBoi arrecranueii. O0yuaromuiics aonycKaeTcs
K HTOTOBOM aTTecTallMd IIocie HW3yueHHs yueOHBIX Moxayned He wmenee 70% 00néma,
TIPely CMOTPEHHOM YUEOHBIM TUTAHOM.

Hroropas arrecrauns coctout u3 1 srana:

1. HTOroBOE KOMIBLIOTEPHOE TECTHPOBAHME;

Hrorosoe xomnbloTepHoe TecTHpoBaHHe. CiymaTemio TIpepIararoTcs ClIydaiHbIM
obpaszom BeiOpanHble 30 Bompocos. IIpoJOIKUTENBHOCTE TECTHPOBAHUS OrpaHHuYHBacTcs 30
MHHYTaMH. TecTHpoBaHHe OIIEHHBACTCSA 10 CHCTEME «3aYTCHO) / «HE 3aUTeHO.

TecTupoBanue oneHUBaeTCd MO MATUOATLHON CHCTEME.

Kpurepun oreHku pe3yabTaToB TeCTHPOBAHMS:

91 — 100% — oTnuyHoO;

81 —90% — xopouo;

70 — 80% — yIOBIETBOPHTENBHO;

40 — 69% — HeyIOBJIETBOPHUTENBHO,

meHnee 40% — roxo.

[Ipp monydeHHH OLIGHKH «IUIOXO» MM «HEYJOBJIETBOPHTENBHO» O00ydaromeMycs
npejyiaraeTest MpoHTH TeCTHPOBAHUE TTOBTOPHO.

8. OHEHOYHBIE MATEPHUAJIBI

Onenoynsle Matepuaisl [IporpaMMel BKIFOYAIOT:
1) cuTtyannoHHbIE 3aaYH;

1. AmoBparnueckas cemeiliHas uauotHsa (6oneznp Tes-Cakca) IPHBOJUT K MOPaKEHUIO
HEPBHOHM CHCTEMBI, IIPOTPECCHUPYIOIIEMY CHIXKEHHIO 3pEHHsl B COYETAHWH C Jierpajiaruei
MHTEIUIEKTa /10 HIAMOTHM M Pa3HOOOpa3sHBIMH HEBPOJIOTHYECKHMMH paccTpoiicTBaM. Y
moaed Berpedaercs B cooTHomenud 1 GonpHoM Ha 40 000 yenmoBek ¢ HOpMaabHBIM
cocrosgHueM. Omnpenenute  KommuectBo (%) Hocurenedt rena Gomesnn Tes-Caxca.
CocTaBbeTe CXEMY pelleHHs 3aJayu.

2) BONIPOCHI TECTOBOI'0 KOHTPOJIST;

1) JlafiTe ompenieieHHe FeHETHYECKOTO [IacIiopTa
a) uaauBuAyansHas 6aza JIHK-nanabix, oTpaxaroias yHHKaJIbHbIE FEHETHYECKHUE
0CODEHHOCTH Ka)XXIIOT'0 YEJIOBEKA, €ro NPeIpacIIoIOKEHHOCTh K TeM HIIH HHBIM
HACJIe/ICTBEHHBIM, MYJIbTH()AKTOPHAIBLHEIM U APYTUM 3a00JIeBaHUIM
0) moboii yuactok xpoMmocoMHoit JIHK, xoTopsiii TpanckpubupyeTes B (hyHKIMOHATBHYIO
monexyny PHK wim cnagana tpanckpudupyercs B PHK, a 3atem Tpanciupyercs B
(pyHKIIHMOHATBHBIN OeJIoK
B) COBOKYIIHOCTE O€JIKOB OpraHu3Ma, IIPOU3BOAMMBIX KJIETKOM, TKAHBIO H/IH OPraHu3MOM B
oTIpe/ieTIeHHEIH IepHO| BpeMEHH
I') COBOKYIIHOCTB IIPH3HAKOB TOJIHOTO HA00opa XpOMOCOM, NPUCYIIAs KIETKaM JaHHOTO
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OHOJIOTHYECKOTO BHJA, JaHHOI'0 OpraHn3Ma HUIIK JIMHHUH KIE€TOK

3) nepe4enn TeM JIsl HOATOTOBKH K HTOTOBOI aTTEeCTALINH;

1) Cungpom DHreilbMaHa: MOJEKYJSpHBIE, KIHHHYECKHE M JEarHOCTHYECKHUE ACIIEeKTHI
3a0o0neBaHus

2) Cungpom Ilpanepa-Bumnnu: MonexyispHsie, KIMHHYECKHE M JEarHOCTHYECKHE ACIEeKThI
3aboneBaHus

3) Cunapom Perra: MosieKkynspHble, KTHHHYECKHE M A€arHOCTHYECKUE ACIIEKThI 3200 1eBaHUs

BrrmenepeunciienHbIe MaTepuansl Haxoasares Ha USB- (uiemn-Hakonurene, sBIsSONMMCS
HEOThEMIIEMOMH YacThIO HacTogmel [TporpaMmer.

Pesepsnas xomus nanHoit [IporpaMMer XpaHHTCA 110 ajipecy:

Ilouroswiii anpeec xadenpwr: uuaexe, r.Hmxnuii Hosropoa, yauua Pogmonosa, 190 a,
kadeapa 6mosornm



