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1. O0uue nmos1o:xxeHUst
1.1. Heab 1 321241 OCBOEHHS TUCIHUIIIUHBI

1.1.1. Lens.

[Tonyyenue oOydaromMMUCS CUCTEMHBIX 3HaHUW O (PyHAAMEHTAJIbHBIX U MPUKIATHBIX acleKTax
MEJUIMHCKON T'E€HETUKH, IMOJTy4YeHUE 3HAHUI O CTPYKType IeHOMa 4esloBeKa M HacJIeICTBEHHOU
MaTOJIOTUH, 00YCIOBIEHHON HAapyLUIEHHUEM 3TOM CTPYKTYpPbl, COBPEMEHHBIX MOAX0/aX K TUAarHOCTUKE,
PO IITAKTUKE U TepaNTuu HACJIEICTBEHHBIX OOJIE3HEH.

1.1.2. 3agaum, pemaemMsbie B X0/Ie€ OCBOCHUS TPOTPAMMbI TUCIUTIIINHBIL:

® CdopmupoBaTh CHCTEMY 3HAHUH O KIMHUKO-TEHETUYECKHX XapaKTEPUCTHKAX U
MOJIEKYJAPHO-T€EHETUYECKMX  MEXaHM3Max  MaTOreHe3a  4acTOd  MOHOTE€HHOWU
HAaCJIEACTBEHHOU MTAaTOJIOTHH.

® CdopmupoBarh 3HaHUS O COBPEMEHHBIX METOJaX aHAIN3a FCHOMA M JCTEKI[MH MyTaluil U
T€HETUYECKUX BapUAHTOB.

® CdopmupoBarh crcTeMy 3HAHHH O COBPEMEHHBIX MOJIXO0JAX K JICUCHUIO U MPODUITAKTHKE
HAaCJIECTBEHHOU ITAaTOJIOTHH.

® CdopmupoBath crCTEeMy 3HAHUN O HATIPABJICHHUSX U MEPCIIEKTHBAX PAa3BUTHS COBPEMEHHOMN

M@HHHI/IHCKOﬁ T'€HECTHUKHU.

1.2. MecTo AucOMIIMHBI B CTPYKTYpe 00pa3oBaTeIbHOM MPOrpaMMbl

HucuuminHa «MeaunuHCKas TeHeTHKa» u3ydaercss B 2 ceMecTpe (ax) M OTHOCUTCS K
o0s3arenpHON yacTy O11oka b.1 mucrumnuel. SBiseTcst 00s13aTeNbHON TUCIIATIIINHOMN.

OO6m1ast TpyA0€MKOCTh TUCIHMIUIUHBI cocTaBisieT 3.0 3.¢.

JlJis yCcTIeIHOTrO OCBOEHMS JUCIUIUIMHBI HacTOsIIeH oOydaromuecs AOMKHBI OCBOMTh, B paMKax
00pa3oBaTeIbHBIX CTAaHJAPTOB TIOJHOIO CpeAHEero oOpa3oBaHUs, CIEAYIOIIME JUCHUIUIUHBL
WNnoctpanubslii s3bIk; buonorus; Teopuss BeposSTHOCTM M MareMartuuyeckas crtaTuctuka; OOmias

ouoxumust; OOIIas MaToaorus, MaTOJIOTHUECKasi aHATOMHUS, maTo(u3nonorus; GU3HOIOTHS.



1.3. Iliianupyemble pe3yJbTaThl OCBOCHUS JUCIHUIJIMHBI

Cemectp 2

KOI[ U HAUMCHOBAHHUEC KOMIICTCHIIUHU

Koax u HammeHoBaHnue
HHAUKATOPA 10CTHKECHUS

KOMIIETCHIINHN

Ilnanupyemsle pe3yabTaThbl OCBOCHHMS AUCHHUIIIMHBI (MOXYJIA)

OIIK-1 Cnoco6eH ucno1b30BaTh M NPUMEHATh (yHAaMeHTaJIbHbIe OM0I0THYecKHe
NPeICTABJICHUS U COBPEMEHHbIE METOX0JIOTMYECKHE MOAXO0AbI VIl IOCTAHOBKHU M PeLICHUA

HOBBIX HECTAHJAPTHBIX 327124 B cepe npodeccuoHaNbHOI 1esiTeIbHOCTH

OIIK-1.1M/1 Ucnonb3yer
byHIaMEHTATbHBIC
OMOJIOTUYECKHE
MIPEJICTABICHUS JUIS
MTOCTAHOBKH U PEIICHUS
HOBBIX HECTaHIAPTHBIX
3amay B cepe
npodeCCHOHATIBHON

JACATCIIBHOCTH.

3HaTb: OCHOBHBIC TCPMHHBI U IIOHATHUA MEIUITUHCKON I'CHCTHKU,
MOJICKYJIIPHO-TCHCTUYCCKHUEC OCHOBLI YacTOM HACIEACTBEHHOM
MaTOJIOTM U MEXAaHNU3MbI UX pCalin3alliu B 6OJIC3HB; COBpPCMCHHBIC
METOIbl JUarHOCTUKH HACJIEICTBEHHOM IaToOJIOrnr; OCHOBHBIC
NMPUHIUIIBI OHCHKH MMAaTOICHHOCTU HACJICACTBCHHBIX 1 COMAaTUYCCKHUX
MYTaHHﬁ; I/IHCI)OpMaI_[I/IOHHO—HOI/ICKOBLIe CHCTEMBI B 0a3bl JaHHBIX,

HCIIOJIB3YIOIIHECS B MEIUITMHCKON T'€HETHKE.

Ymetb: OnpenensaTh HE0OOX0AUMOCTD U 11EJIECO00Pa3HOCTh
MIPUMEHEHUS KOHKPETHBIX METOJIOB UCCIIEAOBAaHUS HACIICICTBEHHOM
MaTOJIOTUH; UHTEPIPETUPOBATH PE3YJIHTATHI MOJICKYJISIPHO-
TEHETUYECKOr0 U IUTOT€HETHYECKOTO HCCIEI0BAHNS;
WHTEPIPETUPOBATh FT€HETUYCCKHUE BAPUAHTHI C TOYKU 3PSHUS X
MMOTEHITUATBLHON MaTOT€HHOCTH, OIIEHUBATh PUCK PAa3BUTHUS
3a0071€BaHUs MTPU HATMYHUHA TOTO WM HHOTO T€HETHYECKOTO BapUaHTa

y o0cieayeMoro.

Biajers NpakTH4YeCKUM ONBITOM (TPYAOBBIMHM 1eHCTBUSIMH):
HaBbikaMu npuMeHeHus: pa3InyHbIX T€HETHYECKUX METO/IOB,
MHTEPIIPETALMH PE3YJIbTaTOB MOJIEKYJIIPHO-T€HETUYECKUX U
LUTOTEHETUYECKUX METOO0B JUArHOCTUKHU HACIIEACTBEHHOMN
MaTOJIOTUH; OLIEHKH NMaTOr€HHOCTHU F€HETUYECKUX BapUAHTOB;
YCTAHOBJICHHSI KOPPEISLUU MEXKy FT€HOTUIIOM U MATOJIOTUYECKUM

dhenoTumom.




OIIK-1.1]/12 cnons3yer
COBpPEMEHHBIE METOBI JUISI
peLeHus

HpO(i)eCCI/IOHaJ'IbHBIX 3ajJa4.

3naTh: CoBpEMEHHbIE METO/IbI HCCIIE0BAHUS T€HOMA, TUarHOCTUKU
MyTalui, OLIEHKHU dKcIpeccuu reHoB U metwimpoBanusa JJHK, nx
MIPEUMYLIECTBA U OTPAaHUYEHUS, COBPEMEHHbIE 0a3bl JAHHBIX,
coaepkaniie nHPOPMALHIO O KOPPEISIIUN MEXKTy TeHOTHIIOM U

(dbenotHrom.

Ymers: HHTEpIIpETUPOBATH PE3YIBTATHI MOJIEKYIISPHO-
TE€HETUYECKUX U IUTOTEHETUUECKUX MCCIIE0BaHUN TeHOMa; BbIOpATh
HanboJee MOAXOAIUN METO T MCCIIeI0OBaHNS; MHTEPIPETHPOBATh
TE€HETUYECKUE BAPUAHTHI C TOYKU 3pEHUs UX IOTCHIUAIBHON
MAaTOr€HHOCTH, OIICHUTh PUCK Pa3BUTHUS 3a00JIEBaHUS NPH HATUYHH

TOT'0 UJIM HHOT'O TCHETUYCCKOT'O BApHUAHTA.

BuaseTh npakTHYeCKUM ONBITOM (TPYAOBBIMU /1€ CTBUAMM):
HaBpikamMy IpUMEHEHHUs Pa3IMYHBIX METOJIOB UCCIIEOBAHUS T€HOMA,;
MHTEPIIPETALIMY PE3YJITATOB MOJIEKYJIIPHO-T€HETUYECKUX U
LUTOTEHETUYECKUX METOZ0B JUArHOCTUKHU HACIEACTBEHHON

IaTOJIOT'HH.

OIIK-7 Cnocoben B cepe cBoeii npodgeccHnoHANbHOM 1esITeIbHOCTH CAMOCTOATEIbHO

onpeaeasTh CTPATerni0 U NPodJIeMaTHKY HCCJIeA0BAHNI, IPUHUMATH pPellleHusl, B TOM YHCJIe

WHHOBAIlMOHHBbIE, BLIOMPATh M MOAU(PHIHMPOBATH METO/AbI, 0TBEYATH 32 Ka4eCcTBO PadoT U

BHeJpeHHe UX Pe3yJIbTaToB, 00ecreYnBATh MePbl IPOM3BOACTBEHHOI 0€30MACHOCTH NPHU

pelIeHNH KOHKPETHOM 3a1a4u.

OIIK-7.1 1 Onpenensier
CTPaTEeTHIO M MPOOJIEMATUKY
HCCJIeI0BaHMM npu padboTe
HaJ IpoeKTaMH B chepe
npodecCuoHaTbHON

JACATCIIbHOCTH.

3naTb: OCHOBHEBIC MCTOABI 1 TOAXOABI, UCIIOJIb3YCMbIC B

HCCIIEJOBAHUH HACJIEICTBEHHOM MaTOJIOTHH.

YMmetn: [loap30BaThCS pa3IuYHBIMU O0a3aMu JTaHHBIX,
HCTOJIb3YIOIUMUCS B MEAULIMHCKON T€HETUKE; TPOAYMBIBATh JU3aiH
AKCIIEPUMEHTA; OLIEHUBATh KAUE€CTBO ITOJIYyYEHHOI'0 PE3yibTaTa U

HUHTEPIIPETUPOBATH €TO.

Bianers npakTH4YeCKUM ONBITOM (TPYA0BBIMU /IeiiCTBUAMM):
MeTtononoruei morucka v aHanusza uHGopmaluu B 00JIacTu
pa3paboTKu U MPUMEHEHUS] TEHOMHBIX TEXHOJIOTUH B cepe

3APaBOOXPAaHCHU; COCTABJICHUS IIJIaHA SKCIICPUMCHTA.




OIIK-7.1/12 Beibupaet u
MOIH(UITPYET METOIBI
O/l peUICHUE KOHKPETHBIX
3a/1a4, OCYLIECTBIISIS IPH
3TOM KOHTPOJIb KaueCTBa

POBOJUMBIX paloT.

3HaTh: BO3MOXXHOCTH U OTpaHUYEHUS] COBPEMEHHBIX MOJIEKYJISIPHO-
TEHETUYECKUX TEXHOJIOTUHM U NOAXOABI K JUArHOCTUKE U TEPAIIUH

1aTOJIOIrnM 4CJI0BCKA.

YMetb: OO0CHOBBIBATH BO3MOXXHOCTH HCIIOIB30BAHUS MOJIEKYJIISIPHO-
TeHETHYECKUX METOJIOB B OIPEIeIEHHON 00JIaCTH MEAULIUHBL;
pa3pabarbIBaTh JU3aifH UCCIIEAOBAHM; MOAU(DUIIIPOBATD U
YJIy4llIaTh CYLIECTBYIOLIME METObI UCCIIEIOBAHNS T€HOMA U1 CBOUX

KOHKPCTHBIX 3a/la4; OLICHUBATH KAYCCTBO MOJYUCHHOTO pC3yJibTaTa.

BuaseTh npakTHYeCKUM ONBITOM (TPYAOBBIMU /1€ CTBUAMM):
HaBpikamu pa3paboTku qu3aiiHa SKCIEpUMEHTa 110 CCIeI0BAaHUIO
reHoMa; MOJIM(UKAIIMH CYIECTBYIOIIMX METOJIOB I10J1 CBOU 337a4H U

OICHKHU IMOJIYYCHHOI'O pE3yJibTaTa.

OIIK-7.M /13 OGecrieunBaet
MEpbI TPOU3BOICTBEHHOM
0€301acHOCTH IIPH
pEIIeHUN KOHKPETHBIX

3a1ad.

3Hatb: HopmaTuBHBIE JOKYMEHTBI, PETJIAMEHTUPYIOLIHE
OpraHu3aIuio JabopaTOPHBIX OMEIIEHUH, TpaBuia paboThl B
1a00paTOpUU B 3aBUCUMOCTH OT UCIOJIb3YEMBIX METOJIOB

HCCIICAOBaHus, IIpaBrjia 060pa " XpaHCHUA 61/10MaTepHaJ1a.

YMmerh: KOHTpOJ'II/IpOBaTB Ka4CCTBO ITPOBOANMBIX HCCHCHOB&HHﬁ,
OIIPECACIIATh HCO6XOI[I/IMOCTI) MNPUMCHCHH 3allIUTHBIX CPCACTB IIPH

IIPOBECACHNUN I/ICCJIG,HOBaHI/Iﬁ.

Biajers NpakTH4YeCKUM ONBITOM (TPYAOBBIMHM 1eHCTBUSIMH):
PaGoTsl ¢ paznuuHbIMM BUJIaMu OHoMaTepuaia ¢ COOII0ACHUEM MeEp
MIPOU3BOJICTBEHHOW 0€30MacHOCTH; MPOBeAeHUs 00paboTKH

MOMeEIlleHUH 1 00e33apakuBaHHUI0 OMOJIOTUYECKOT0 MaTepHaia.




2.®opmbl padoThI 00y4AOIIUXCH, BUAbI Y4eOHBIX 3aHATHI U UX TPYA0EMKOCTh

®opmbl padoTsl o0yqaromuxcst / Buabl yueOnsbix 3anatuii / | Becero | Pacnpenenienmne yacos
DopMbI IPOMEKYTOYHOM aTTECTALIUH 4acoB 1o cemMecTpam
2
YueOHble 3aHATHS
KonTakTHasi padoTa 00y4yawimmxcs ¢ npenoaaBaresjiemM B 55 55
cemectpe (KP), B T.u.:
Jlexumonnoe 3anstue (JI3) 10 10
JlaGopaTopHo-nipakTudeckoe 3anarue (JII13) 39 39
Komnoxsuywm (K) 6 6
CamocrosiTesibHas padora odyuawmuxcs B cemectpe (CPO), 38 38
B T.4.:
[ToaroroBka K y4eOHBIM ayAUTOPHBIM 3aHATHIM 38 38
[Ipomexyrounas arrecrauus (KPIIA), B T.4.: 3 3
3auer (3) 3 3
B yacax: OT/ = 96 96
O6mas TpyI0eMKOCTh KP+CPO+KPITA+CPITIA
aucuumiael (OT) B 3aueTHBIX equaunax: OT/ (8 | 3.00 3.00
qacax)/32




3. Copep:xkanue IUCHUNIHHBI

3.1. Conep:xanue pa3ieioB, TeM IMCHUILIAHBI

2 cemecTp
Ne Mudgp HaumeHnoBaHnue pasaena Coaepixanue pasaesia M TeMbl B
/1 |KoMIeTeH MU (Mony.Jist), TeMbl AUAAKTHYECKUX eINHULAX
AUCHUTLINHBI
Pa3nes 1. MennuuHCcKas reHeTHKA

1 |OIK-1.1M11, |Tema 1. XpomocomHas Kapuorum yenoseka. MosnekyisipHble
OIIK-1.1M/12, |marosorus MEXaHU3MbI TCHOMHBIX U XPOMOCOMHBIX
OIIK-7.1/11, myTauui. [latomorus ayrocom: cunapom JlayHa,
OIIK-7.1/12 , cunapowm Ilaray, cunapom Dasapaca. [laronorus
OIIK-7.1/13 II0JIOBBIX XpoMOcoM: cuHApoM TepHepa,

curapom Kiaitngensrepa, cuaapom noiu X,
CUHIPOM oy Y. MUKpOJEIeIMOHHbIE
CUHAPOMBI. MUKPOAYIIIIMKAIMOHHBIE CHHIPOMBI.

2 |OIIK-1.1MJ1 , |Tema 2. HacnenctBeHHble OO61mmas xapakrepucTuka 00Jie3Hel IKCIIaHCUU
OIIK-1.1]/12, |Gone3Hu neHTpaIbHOU TaHJIEMHBIX MOBTOPOB. Xopesi ' eHTUHITOHA.
OIIK-7.1/]1, |HEepBHOW CUCTEMBI. CungpoM oMKoi X-XpOMOCOMBI. ATaKCHs
OIIK-7.1/12 , Opuapeiixa. MuotoHndeckas quctTpopus
OIIK-7.1/13 Kypmmana-IIrteiinepra-barrena 1 u 2 tuna.

3 |OIIK-1.1U/1, |Tema 3. HacnenctBeHnHbie OO0m1as xapakTeprucTHUKa HACIIEICTBEHHBIX
OIIK-1.1M]/12, [HepBHO-MBbIIIEYHbIE HEPBHO-MbIIIEYHbIX Oone3nel. Kinaccudukanus
OIIK-7.1/1, |6omne3Hu. HepBHO-MbIeYHBIX O0one3neir. HMCH 1A, 1X,
OIIK-7.1/12 , 1B, Heiponatys ¢ napajnrudaMy OT CAABJICHMUS.
OIIK-7.1/13 Muonuctpodus HromenHa-bekkepa.

[TpokcumanbHas ClIMHAJIbHAS MbIIIEUHAs
atpodus 1- 4 tuna.

4 |OIIK-1.U11, [Tema 4. HacinencrBeHHble Knaccudukanus Haciae1CTBEHHBIX O0sie3HEH
OIIK-1.M]/]2, |6ose3nn oOMeHa BEILIECTB. oOmeHa BeriecTB. HacnencTBennblie 001€3HU
OIIK-7.1/11, AMHMHOKHUCIIOT: aJIbOMHM3M,

OIIK-7.1/12 , runepdenntanannaeMunn. Hacneacrsennsie

OIIK-7.113 0o0J1e3HM OOMEHA JIMITUIOB:
runepxonecrepuHemun. HacinencrseHHble
0oJe3Hu 0OOMEHa YTIIeBOAOB: TNIMKOTCHO3HI,
raJlaKTO3EMHS.




5 |OIIK-1.1U/1, |Tema 5. bone3nn kinetounbix (MwutoxoHApUagbHbIe 00e3HU: cuHapoM KepHe —
OIIK-1.M/12, |opraHemnu: IU30COMHbBIE U Cetipa, cunapom [lupcona, aTpodust 3pUTENbHBIX
OIIK-7.M/11, |mepokcucOMHBIE OOJIE3HH, HepsoB Jlebepa, cunapom MELAS, cunnpom
OIIK-7.1]12 , ([MUTOXOHApPHUATbHbBIE MERREF. JIuzocomHublie 00sie3HH:

OIIK-7.1/]13 |60ne3nn MYKOTOJINCAXaPHUI03bl, alb(a - MAHHO3U03.
Cunronunuaossl: 601e3Hb [o1ie, 601e3Hb
®abpu, 6ose3us Kpadbbe, 6one3ns Humana-Iluka.
[Tepoxcucomusie Oone3nu: cuaapom LlenbBerepa,
cunapom Pedcyma, X-cremiennas
anpeHoneikoaucTpodus, cuaapom Jlu.

6 |OIIK-1.1M11, |Tema 6. Knunuko- Knnnauko-reneanoruyeckuii METOI: IpUMEHEHHUE,
OIIK-1.1M]/]2, |reHealoru4ecKuii METO/I. OrpaHUYEHUS, dTalbl. TUIIBI HACIEIOBAHUS U UX
OIIK-7.1/11, xapakrepucTtuka. [IpaBuna cocraBieHus
OIIK-7.1/12 , POAOCTOBHOM. AHAIIU3 POAOCIOBHOIA.
OIIK-7.1/13 MeTtononorus pacuéra reHeTHYECKOI0 pUCKa.

7 |OIIK-1.1M11, |Tema 7. OcHOBBI OCHOBHBIE TOHATUS TOMYJIAIIMOHHON T€HETUKH.
OIIK-1.M/2, |monmynsiiMOHHOW reHeTUKU. |['eHeTudeckas CTpyKTypa MOMyJISIUY.
OIIK-7.111, |[lonmynasiuroHHO- I'eneTnueckue Mapkepsl. 3aKoH Xapau-
OIIK-7.1 /2 , |cTaTUCTUYECKUI METO/I. BaitHOepra v yc0Bus €ro BBITIOJTHCHHS.
OIIK-7.113 @akTopbl MOMYIAIUOHHOW TUHAMUKH.

[TomyAsIIIMOHHO-CTATUCTUYECKUN METO/I.

8 [OIIK-1.MA1, |Tema 8. BpoxneHHble Oranel oHTOreHe3a uenoseka. Kiaccugukanus
OIIK-1.1M/12, |mopoku pa3Butusi. OCHOBBI  |BpOXKJIEHHBIX OPOKOB pa3ButTus. Ilopoku u
OIIK-7.1/1, |cMHIPOMOJIOTUYECKOTO aHoManuu. TepaToreHHble paKTopsl U
OIIK-7.1/12 , |aHanu3a. MEXaHU3MBI UX JEHUCTBUSL.

OIIK-7.1/13

9 |OIIK-1.M/11, |Tema 9. I'enomHBII I'enoMHBINM UMIIPUHTHHT. MeXaHU3MBI
OIIK-1.1M/12, [umnpunTHHT. bose3Hu HapyLIEeHUs FEHOMHOI0 UMNpUHTUHTa. CHHAPOM
OIIK-7.1M/]1, |reHOMHOTrO UMIPHUHTHUHIA. [Ipanepa - Bumumn. Cunapom AHrenabmasa.
OIIK-7.1/12 , Cungpom Cunssepa-Paccena. Cunapom
OIIK-7.113 Bunemana-bekBura.

10 |OIIK-1.111 , |Tema 10. MeToasr [Toka3zaHus K UCCIEAOBAHUIO KAPUOTHUIIA.
OIIK-1.1/12, |mmarHoctuku xpomocomHo# |Knaccudukarms xpomocom. Cxema 3anmucu
OIIK-7.1[1, |maromoruw. xpomocomHbIX MyTaruid. ISCN. CtangaptHoe
OIIK-7.112 , [IATOr€HETHUECKOE HCccIenoBaHue. MeToabl
OIIK-7.113 okpacku xpomocoM. FISH-meton. Buasl

XPOMOCOMHBIX 30HI0B. XPOMOCOMHBIN

MHUKPOMATPUYHBIN aHAJIU3.




11 [OIIK-1.1/11, |Tema 11. OcHOBHBIE [Ipsamas u kocBennas JIHK-nuarnocruka.
OIIK-1.MJ12, |mpuHnuns! MojekyaspHo  |CKaHUPYIOLIUE U CKPUHUPYIOLIUE METOAbI
OIIK-7.M/I1, |muarHoCTHKU MOJIEKYJIIPHO-T€HETHYECKON TUArHOCTHUKH.
OIIK-7.M]12 , |nacnencrBenHoii naronoruu. |Meron ITLP. Dnexrpodopes JHK. ITLIP B
OIIK-7.1]13 |IILIP B nuarnocTuke peansHOM BpemeHu. OnpeneneHue mosia mioaa ¢

HacneAcTBeHHOM nmatonorun |momoinsto [1L[P. Onpenenenue pesyc-dpakropa ¢
noMouipto [TIP. Tunel myTanuii, 1€TeKTUPYEMBIE
¢ momotsto I11IP. HRM.

12 |OIIK-1.1M/1 , |Tema 12. ®parMeHTHBIN Tunel MyTanui, JETEKTUPYEMBIE C ITIOMOILBIO
OIIK-1.1M/12, |aHanu3 B AMarHOCTUKE ¢dparmenTHOrO aHanu3a. KanuinspHelii
OIIK-7.1/1, |nacrmeacTBeHHOM marosoruu. |3nexTpodopes. Ananuz STR-mapkepos.
OIIK-7.112 , Wnentudukarus tuaHocty. TecT Ha OTIIOBCTBO
OIIK-7.1/13 /MaTepuHCTBO. CKPUHUHT Ha aHEYTIJIOUANH C

nomotnbio QF-ITIP. Merog MLPA.
CexBenupoBanue no Canrepy. Onpenenenue nuc-
TPAHC-TI0JIOKECHUS MYTALUM.

13 |OIIK-1.1U/1, |Tema 13. NGS B Mertoabsl NGS: HaHOTIOpOBOE CEKBEHUPOBAHUE,
OIIK-1.M/2, |mmarHocTHuke CEKBEHUPOBAHUE CUHTE30M, HOHHOE
OIIK-7.M[1, |HaciencTBEHHOM MAaTOJOTHH. |MOJYINPOBOAHUKOBOE CEKBEHUPOBAHMUE.
OIIK-7.112 , (YacTs 1 [TpoGonoaroroska. OreHKa KayecTBa JaHHBIX
OIIK-7.1 /3 cekBeHupoBanusa. ®opmartsl qaHHbIX NGS:

FASTQ, BAM, VCF.

14 |OIIK-1.111, |Tema 14. NGS B CexBeHHpPOBAaHUE MTaHEIEH TEeHOB.

OIIK-1.1/12, |muarHocTtuke CexBeHnpoBaHue 3k30M0B. CeKBEHUPOBaHUE

OIIK-7.M/11, |HacnencTBEHHOM MaToysoruu. [reHoMoB. CeKBEHHMpPOBaHHUE B IPEHATAILHOM

OIIK-7.12 , [YacTs 2 JIMarHOCTHUKE. AJITOPUTM MOKMCKA MATOT€HHOTO

OIIK-7.1/13 BapuaHTa. Kputepuu oLeHKH MaTOreHHOCTH
BapuanTa. [IpaBuia opopmieHHs 3aKITIIOYCHHUS IO
pesyasTaTtam NGS.

15 |OIK-1.1U11, |Tema 15. UndopmannonHo- |baza nanueix NCBI. I'enomuslit 6paysep UCSC.
OIIK-1.1]/12, |mouckoBsie cuctemsl u 6a3bl |['eHOMHBII Opay3ep Ensembl. OMIM. HPO.
OIIK-7.1M/]1, |maHHBIX B MEIULIMHCKOMN ClinVar. LOVD. HGMD. gnomAD.
OIIK-7.1]/12 , [reHeTHke

OIIK-7.1/13




16 |OIIK-1.M/12, |Tema 16. [Iporpammbl [Iporpammbl CKpUHUHIA HA HACIEACTBEHHYIO
OIIK-7.M/11, |ckpuHuHTa Ha naTojoruto. buoxumudeckuit ckpununr. Y 3U-
OIIK-7.1]/12 , |macnencTBeHHYIO ckpunuHr. HUIIT. I[Toka3anus k ”HBa3UBHOM
OIIK-7.1[13, [matomoruto. [IpenaranbHblii |muarHocTrke. Bubl HHBa3MBHOW MpeHATATBLHOMN
OIIK-1.MJI1 |cKpuHUHT. JUArHOCTHKU. [[peKOHIIENIIMOHHBIA CKPUHHHT.

[TpexoHuEeNnIMOHHBII Menuko-reHeTHYeCKOe KOHCYIbTUPOBAHHUE.
CKPUHUHT.

17 |OIIK-1.1M/1 , |Tema 17. HeonatanbHslii IIporpaMMbI HEOHATAIBHOI'O CKPUHUHTA.
OIIK-1.1M/12, |cKpuHUHT. Kpurepuu BritoueHus 3a001eBaHus B
OIIK-7.1/11, [IporpamMMy HEOHATaJbHOIO CKPUHUHTA.
OIIK-7.1/12 , HeonaTanbHblil CKpUHUHT Ha (DEHUIIKETOHYPUIO.
OIIK-7.1/13 HeoHartanpHbI CKPUHUHT HA FaJIaKTO3EMHUIO.

HeoHartanpHbIi CKpUHUHT HA MYKOBUCLIU03.
HeoHnaranpHbll CKPUHUHT HAa BPOXKICHHbBIN
runotupeos. HeonatanbHblli CKPUHUHT Ha
aJipEHOTE€HUTAIIBHBIN CUHIPOM.
AyaHMONIOrM4ecKuii CKpUHUHT.

18 |OIIK-1.1U/1, |Tema 18. PacmmpeHHbIit [Iporpammbl pacIIMPEHHOTO HEOHATAIILHOTO
OIIK-1.M/]2, |HeoHaTaJIbHBIN CKPUHMHT. CKpuHUHTa. HeoHaTanbHbIM CKpUHUHT HA
OIIK-7.1 11, 0oJte3Hn oOMeHa BemecTB. HeoHaTaabHBIN
OIIK-7.1/2 , CKPUHHUHT Ha IEPBUYHBIC UMMYHOACHHUIIATHI.
OIIK-7.1 /3 Heonaranbhbiii ckpuauHr HAa CMA.

3.2. IlepeyeHbp pa3aejioB, TeM [JTUCHUIUIMHBI [JISI CAMOCTOAATEJbHOI0 M3y4YeHUS
00y4aImuMucs

Pa3,Z[eJIBI 1 TCMbI JUCHUIUIMHBI IJI1 CAMOCTOATCIIBHOI'O U3YUCHUS O6y‘-IaI-OH_[I/IMI/IC$I B IMporpaMme HE

IIPEyCMOTPEHBI.




4. TeMaTH4YeCKHIi IJIAH JUCHUIIIMHBI.

4.1. TemaTn4yeckuii JIAH KOHTAKTHOM padoThl 00y4YaIOIINXCH € pPenogaBarTeyaeM.

Ne (Bugbl Ilepnon o0yuenns (cemectp) |(KosmuecTrBo |Buasl Dopmbl
n |y4eOHBIX IlopsinkoBbIe HOMepa 1 4acoB KOHTPOJIA KOHTPOJIA
/m |3aHsAATHH /  |HAMMEHOBaHMe Pa3esioB. KOHTAKTHOM |ycleBaeMOCTH |ycreBaeMOCTH U
¢popma IopsaaxoBbie HOMepPa U padoThI MPOMEKYTOYHOH
NPOMeX. HaNMEHOBaHMe TeM pPa3Jesio0B. aTTecTaluu
arrecranuu | TeMbl y4eOHBIX 3aHATHH. Ko oy |OK
1 2 3 4 5 6 7 8
2 cemecTp
Pa3nes 1. MenunuHckas reHeTUKa
Tema 1. XpomocomHas maToJorus
1 J3 XpOMOCOMHasI MaTOJIOTUs 2 il 1
Tema 2. HacnencrBeHHble 00J1€3HN HEHTPAIbHOW HEPBHON CUCTEMBI.
1 JI3 Hacnencresennsie 6one3Hu 2 pil| 1
LIEHTPaJIbHOW HEPBHOW CUCTEMBI.
Tema 3. HaciencTBeHHbIE HEPBHO-MBIIIEUHbIE OOJIE3HH.
1 JI3 HacnencrBennbie HEpBHO- 2 pil| 1
MBIIIEYHBIE O0JIE3HU.
Tema 4. HacieqcrBennnie 001e3H1 0OMEHA BEILIECTB.
1 J3 HacnencrBennbie 60ne3uu 2 Jil| 1
oOMeHa BEIlIECTB.
Tema 5. Bone3Hu KJIETOYHBIX OPTaHEIT: TU30COMHBIE U TIEPOKCHCOMHBIE OOJIE3HH,
MUTOXOH/IpHaJIbHbIE 00JIE3HU
1 J3 bone3nu KIeTOYHBIX OpraHesul: 2 A 1
JM30COMHBIE U IEPOKCUCOMHBIE
00J1€3HU, MUTOXOHIpUAJIbHbIE
6ose3HU
Tema 6. KiinHuko-reHeasornyeckuii MeToJ.
1 JII13 Kimmauko-reneanornyeckui 3 T 1 |

METO/I.

Tema 7. OcHOBBI OMYJISAIMOHHOM reHeTHKU. [lonynsaunoHHO-CcTaT

UCTUYECKUI METO/I.

1

JII3

OCHOBBI OMYJISILTUOHHOM
reHeTukd. [lomysiuonHo-

CTATUCTUYECKUHN METO/I.

3

T




Tema 8. BpO)K,Z[CHHLIe ITOPOKU pa3BUTHUH. OCHOBEI CUHAPOMOJIOTMYCCKOI'O aHaJIn3a.

1 JIII3 BpoxienHbie mOpoku 3 T 1
pa3Butusi. OCHOBBI

CUHAPOMOJIOTHYCCKOr'o aHaJIn3a.

Tema 9. ['eHOMHBIN UMIIPUHTUHT. bOJIE€3HN T€eHOMHOTO UMIIPUHTHHTA.

1 JIII3 I'eHOMHBIN UMIIPUHTHUHT. 3 T 1
bone3nu reHoMHOTO

HUMIIPUHTHHTA.

Tema 10. MeToap! AMArHOCTUKH XPOMOCOMHOM MaTOJIOTHH.

1 JITI3 MeTtonapsl nTHarHoCcTUKU 3 T 1

XpOMOCOMHOﬁ IaToOJIOTHU M.

Tema 11. OcHOBHBIE IPUHIIUIIBI MOJIEKYJISIPHOM TMAarHOCTUKU HacyeacTBeHHOU naTonoruu. [11[P B

JAUArdHoCTHUKE HaCHGHCTBCHHOﬁ IaToJIoOrum

1 JITI3 OCHOBHBIE TPUHIIUIIBI 3 T 1
MOJICKYJISPHOM THArHOCTUKH
HAacJIeACTBEHHOM IAaTOJIOTUH.
[P B nuarHocTuke

HaCHeHCTBCHHOﬁ IaToJIOIrun

Tema 12. (DpaFMeHTHBIﬁ aHaJIM3 B JMarHOCTHUKC HaCHeHCTBCHHOﬁ I1aTOJIOI'H.

1 JIII3 @parMeHTHBIN aHAIN3 B 3 T 1
JMarHOCTHKE HACJIECTBEHHOMN

1aTOJIOT'HH.

Tema 13. NGS B qunarHoctuke HaciaeACTBEHHOM maTogoruu. Yacts 1

1 JITI3 NGS B quarsoctuke 3 T 1
HAacCJIEACTBEHHON MaTOJIOTHHU.

Yacts 1

Tema 14. NGS B 1rarHOCTUKE HACIEICTBEHHOM maTooruu. Yacts 2

1 JITI3 NGS B IHarHoCTHKE 3 T 1
HACJIEACTBEHHON MMAaTOJIOTHH.

Yacts 2

Tema 15. I/IH(pOpMaLII/IOHHO-HOI/ICKOBBIC CHCTEMBI M 0a3bI JIAaHHBIX B MEIUIIMHCKON IT'€HETHKE

1 JIT3 HNudopManinoHHO-TTOUCKOBBIE 3 T 1
CHCTEMBI U 0a3bl JAHHBIX B

MEIUIIMHCKON I'eHETHKE

Tema 16. [IporpaMMbl CKpUHHUHTA Ha HACJIEACTBEHHYIO NATOOTHIO. [IpeHaTanbHblii CKpUHUHT.

[IpexoHUENIMOHHBIN CKPUHUHT.




1 JII13 [IporpaMMbI CKpUHUHTA Ha 3 T 1 1
HACJIEICTBEHHYIO ITaTOJIOTHIO.
[IpeHaTanbHBIM CKPUHUHT.

[IpeKkoHIEeNIMOHHBINA CKPUHUHT .

Tema 17. HeonaTanbHblli CKPUHUHT.

1 JIII3 HeoHnaranbHplii CKPUHUHT. 3 T 1 1

Tema 18. PacimpeHHbIil HEOHATANbHBINA CKPUHUHT.

1 JIII3 PacupenHsbIii HEOHATaIbHBII 3 T 1 1
CKPUHUHT.

2 K Komnoksuym 1 3 P 1 1

3 K Komnoksuym 2 3 P 1 1

Texymuit KOHTPOJb yCHEBAaEMOCTH OOYy4aloLIErocs B CEMECTpe OCyLlecTBiseTcs B (opmax,
IPEeIyCMOTPEHHBIX TEMAaTHUECKUM IIJIAHOM HACTOsAIIeH pabodeil mporpaMMbl TUCIUILIMHBIL.
@DopMbI IPOBEJICHNS KOHTPOJIS YCIIEBAEMOCTH M TPOMEKYTOUHOM aTTecTaliii 00yJyaromuxcst /BUbI

paboThl 00yUaroIuXCs

Ne n/m DopMbI IPOBEICHUS TEKYIEr0 KOHTPOJISA Buabl padoTsi
YCIIeBAEeMOCTH U NIPOMEKYTOYHOM aTTeCTAlNK o0yuarwmuxcs (BPO)
odyuarwmuxcs (PTKY)

1 KonTpoas npucyrersus (KII) IIpucyrcrBue

2 Omnpoc ycrusrii (OY) Brinonnenue 3agaHus B

yCcTHOM hopme

3 Onpoc kombuanpoBanubiii (OK) BrinonHenue 3aganuii B

YCTHOU U MUCbMEHHOMN

dbopme

4.2. ®opMbl NPOBeICHUS IPOMEKYTOYHOH ATTECTAIUN
2 cemecTp
1) ®opma npomMeKyTOUHON aTTeCTaluy - 3a4eT

2) ®opma opraHu3anuy IpoMexyTouHoM arrectanuu -KonTpons npucyrctBus, Onpoc yCcTHbIN




5. CTpyKkTypa peTHHIa 110 AN CHMILIMHE

5.1. Kpwurepunu,

nmoxKasaTejgu MNPOBCACHHUA TEKYHIEro KOHTPOJdA YCmeBaeMoCTH C

HCII0JIb30BAHMEM 0A/VIbHO-PEHTHHIOBOM CHCTEMBbI.

PeliTUHr 1O JUCHMIUIMHE PaCCUMUTHIBAETCS IO pe3yjibTaTaM TeKyIlled ycrneBaeMOCTH

obyuatomerocsi. Tum KOHTpoJis 10 BceM (popmaM KOHTpoJist AuddepeHIIMPOBaHHBINA, BBICTaBISIOTCS

OIICHKHU MO IIKaye: "HeyqoBIEeTBOpUTENBHO", "ynoBieTBOpUTENbHO", "xopomo", "otnnuno". Mcxons

N3 COOTHOIICHUIA

COOTBETCTBYIOIIHE cUcTeMe TU(PPEepeHITUPOBAHHOTO KOHTPOJISL.

M KOJMYECTBAa KOHTPOJICH,

PaCCUUTBIBAIOTCA

PEUTUHTOBBIE

Oabl,

2 ceMecTp
DOpPMBI TEKYIIEro Maxkec. CooTBeTCcTBHE OLICHOK
. Koua-Bo Sk
Buabl 3aHATHI  |KOHTPOJIS yceBaeMOCTH .| K01-BO | peliTHHIOBBLIM OajLIaM
KOHTPpoJIeit
/BUABI padOTHI 0aJJI0B TK|BTK|O11.|Xop.|VioB.
JlaGopatopHo-
Onpoc
npaktuaeckoe  [JII13 . |OK 13 312 (B| T | 24 | 16 8
KOMOWHHUPOBAHHBII

3aHSATHE
KomnokBuym K Onpoc yCTHBIN oy 2 700 B P |350(234| 117

CyMmMma 6aioB 3a cemecTp 1012

5.2. Kpurepuu, mokaszarejd M MNOPSJAOK NPOMEXKYTOYHOH arrecTalMd O0y4arluXxcs ¢

HCNO0Jb30BAaHUEM 0a/lNIbHO-PEHTHHIOBOM cucTeMbl. Ilopsinok mepeBoga peidTHHIOBON OLCHKH

oﬁyqalomerom B TPAAMIUOHHYIO CUCTEMY OILICHOK

Ilopsifok MpoOMeKYTOUHOH aTTecTAllUM O0ydaloulerocsi Mo AUCUMILUIMHE (MOaY/I0) B dopme

3a4yéra

IIo uToram pacucTa peﬁTHHFa 10 AUCHMIIIINHE B 2 CEMCCTPC, 06yqarom1/1171c;1 MOJKET OBITh

aTTCCTOBAH IO AUCHUIIIIMHE 0e3 IoCCHICHUS MPpOUCAYpPhI 3aqéTa, IIpU yCJIIOBUMU:

OneHka

PeliTHHTOBBII 02101

3a4TeHo

600




6. ®oHA OLIECHOYHBIX CPEACTB M0 JUCHHUILINHE (MOIYJII0) AJIsl IPOBeeHNs TeKyIero KOHTPOJIs U
NPOMEKYTOYHOM aTTecTANMHA

2 cemecTp

IlepeyeHb BONPOCOB ISl MOATOTOBKHU K NMPOMEKYTOYHOM aTrTecTanuu B gopme 3a4éTa

1. OcCHOBBI TOMYJNAIMOHHOW TeHEeTHKH. 3akoH Xapau-BaiiHOepra u yclioBUsI €rO BBIIIOJIHEHUS.

HOHYHSILII/IOHHO-CTaTI/ICTI/I‘-ICCKI/II\/'I MCETO/.

2. ®akTopsbl MOMYJIALUOHHOW JUHAMUKU.

3.  Knaccudukamus BITP, MmexaHu3Mbl ©X BOSHUKHOBEHHS.

4. Ilaronorus ayrocom: cunapoM [ayna, cunapom Ilaray, cunapom DaBapica.

5. IlaTonorus mojoBbIX XpoMocoM: cuHapoM TepHepa, Knaitndensrepa, nomuX u nmonu V.

6. MI/IKPOI[GJ'ICIII/IOHHBI@ U MUKPOAYINVIMKAIIMOHHBIC CUHAPOMBI: CHHAPOM KOIIAYHETO KPHKA, CHHAPOM

Bunbsimca, cunapom aenenuu u ayrukanuu 22q11, cuaapom gymnukamuu 7q11.

7. ['eHOMHBI UMOPUHTHUHT. BoJIe3HH HapylIEeHHUs] TEHOMHOTO MMIIpUHTUHra: cuHiapoM lIpanepa -

Buu, cunapom AHrenbmaHa.

8. boisie3Hn »KCHaHCUM HYKJICOTHUIHBIX IIOBTOPOB: Xopess ['€eHTHMHITOHA, CUHAPOM JOMKOW X-
XPOMOCOMBI.
9. Bose3nn skcrnaHcUM HYKJICOTHUAHBIX MOBTOPOB: atakcus Ppuapeirixa, MUOTOHHYECKAs TUCTPOQUS

Kypmmana-llreitnepra-batrena 1 u 2 tumna.

10. HepBuo-Mmbimeunsle 6one3nn: HMCH 1A, 1X, 1B, Heifponatus ¢ napanuyamu OT CAABICHHUS.

11. HepBHo-MbIieuHbIe 601€3HU: MuoguCTpodus JromenHa-bekkepa.

12. HepBHO-MBIIIIEYHBIC O0JIE3HHU: TPOKCHUMaJIbHAs CIUHAIbHAS MbIlIeuHas arpodus 1- 4 tumna.



13

14

15

16

17.

18

19.

20

21.

22

23

24

25

26

. HacnencrseHHble 00JIE3HN aMUHOKUCIIOT. AJTLOMHU3M.

. HacnenctBenHsle 601€3HM aMMHOKUCIIOT. [ nnieppeHmnnataHiHEMUNH.

. Hacnencrsennsle 601e3HM 0OMeHa TUIKUIO0B. | HIIEPX0IeCTEPUHEMHUH.

. HacnenctBennslie 60s1e3H1 0OMeHa yTiaeBO0B. | TMKOT€HO3BI.

Hapymenune oOMeHa CTEpOMIHBIX TOPMOHOB. AJPEHOr€HMUTAJIbHBIH CHHApPOM. HeoHaTanbHBIN

ckpuHUHT Ha AT'C.

. Kananonarumu. MyKOBI/ICI_II/I,Z[O?». HeonaTtanbHbIi CKPpUHUHI' HA MYKOBUCIIUO3.

HacnencTtBeHHbie 0ose3Hu oOMmeHa YIJeBO4OB. I'anakTo3zemusi. HeoHaTalnbHBIN CKPUHHUHI' Ha

IraJJaKTO3CMHUIO.

. Bpoxnennsiii runotrpeos. HeonaTanbHblli CKPpUHUHT HA BPOXKJIEHHbBIA TUIIOTUPO3.

MuTtoxonapuansubsie Oosne3nu. Cunnpom Kepue — Ceiipa, cunapom [lupcona, arpodust 3puteabHbIX

HepBoB Jlebepa.

. Muroxonapuansasie 601e3uu. Cunapom MELAS. Cunnpom MERREF.

. JImzocomubie 601e3HU. MyKononucaxapuao3bl. Aibga - MaHHO3UI03.

. JIuzocomuslie Ooneznu. Chunronunuao3sl: 6onesns [ ome, 601e3uap Padpu.

. JIuzocomuslie Ooneznu. Chunronunuaossl: 0onezns Kpadoe, 6onezns Humana-Iluka.

. Ilepokcucomusie 6o01e3nu. Cunapom LlensBerepa, cunapom Pedeyma.



27.

28.

29.

30.

31.

32.

33.

34.

35.

36.

37

38

39.

40

ITepoxcucomusie Oone3Hu. X-CleMIeHHas aipeHoneiikoauctpodus, cuaapom Ju.

KnuHnko-reneaaorndecKui METO. XapaKTepI/ICTI/IKa THUIIOB HACJICAOBAaHMA.

HHTOFCHGTH‘ICCKI/Iﬁ METO UCCIICAOBAHUA XPOMOCOM.

FISH-MeTOon B IMarHocTUKe HAacJIeACTBEHHON ITATOJIOTHH.

Metonq XMA B n1uarHoCTHKE HACJIEACTBEHHON NAaTOJOTHUU.

[IIIP B peaslbHOM BpEMEHHU B TNAarHOCTHKE HACJIEICTBEHHOM MMATOJIOTUN.

@parMeHTHBIN aHAIN3 B JUArHOCTUKE HACJIEICTBEHHON MTaTOJIOTUH.

CexBenupoBanue 1mo Caurepy. [IpumeHeHue B JMarHoCTUKE HACIIEICTBEHHON MAaTOJIOTHH.

Metoabst NGS. Dtamnbl npo6onoaroToBku. IlpumeHeHne B TuarHocTUKe HACIEICTBEHHOM MaTOJIOTHH.

Metonasl NGS. CeKBeHI/IpOBaHI/Ie HaHCHCﬁ, O9K30Ma, I'¢HOMa. KpI/ITepI/II/I OIICHKHN IIaTOIr€HHOCTHU

TCHCTUYCCKOTO BApHAHTA.

. Bunpl ckpuHMHra Ha HacIeACTBEHHYIO narojoruto. Ilpenaranbaeiii ckpuauar. HUILIT.

. BI/II[BI CKPHHHUHTAa HAa HACJICACTBCHHYIO ITaTOJIOTHIO. HpeKOHHeHHI/IOHHBIﬁ CKPUHHUHT.

HeonaranpHbIil CKpUHMHT: O0IIas XapaKTEpPUCTUKA, KPUTEPUHM BKIIOUEHHUS 3a00j1eBaHUs B

porpaMMy CKpUHUHTA. AyAHOJIOTMYECKUNA CKPUHUHT.

. [Iporpamma pacimmpeHHOTO HEOHATATHPHOTO CKPUHUHTA.



3auyeTHbIN OMJIET VISl MPOBEeHUS 3a4éTa

denepalibHOE TOCYAApCTBEHHOE aBTOHOMHOE 00pa30BaTeIbHOE YUPEKICHHE
BBICIIETO 0Opa3zoBaHmsl «Poccuiickuii HaIMOHAIBHBINA UCCIIEI0BATEIbCKUN MEIUITUHCKHIMA
YHUBEPCUTET
umenu H.U. ITuporosa» Munucrtepcta 3apaBooxpanenus Poccuiickoit deneparnu
OI'AOY BO PHUMY wum. H.U. ITuporosa Mun3zapasa Poccuu (ITuporoBckuii Y HUBEpCUTET)

3aveTHbINA OMJIeT Ne

JUTs poBeieHus 3auera o aucuuruimae b.1.0.04 Menuuunckast reHeTHKa
110 mporpamMme Marucrparypsl
10 HaIlpaBJIEHUIO NTOAroToBKH (cnenuanbHocT) 06.04.01 buonorus

HanpaBJIeHHOCTH (Mpodninb) MenunuHckas 6nonH(popMaTHKa

1. ®akTopbl NOMYJISIIMOHHON JUHAMUKH.

2. HacnencrBennble 6osie3Hr 0OMeHa yriieBoJ0B. [ IMKOreHOo3bl.

3aBeqymol]
Bounosa Bukropus IOpreBHa

Kadenpa obmieit u menunmuckoi renetuku Mb®




7. MeToauveckne yKazaHus 00y4al0UIUMCS 110 OCBOCHHIO JUCIHUNIMHBI
JIJ1s1 NOATOTOBKHU K 3aHATHAM JIEKIIMOHHOT0 TUIIA 00y4aIOIIMIACH T0JIKEeH

N3yunTh MaTepual NpeaplAyINUX JEKIUN U 3aHATHM.

JlJI NOATOTOBKHU K 3aHATHAM JIA0OPATOPHO-NPAKTUYECKOr0 TUIA 00y4aIOIUICS 10/KeH

W3yunTe wMaTepuan JEKIUHU, O3HAKOMHUTHCS C Y4YeOHbBIM MaTepHaloM IO Yy4eOHUKY,
JOTIOTHUTENIHON JNHUTepaType, BKIIIOUYas 3JIEKTPOHHbIE 00pa3oBaTelIbHbIE PECYpPChl U KIMHUYECKUM
PEKOMEHIALIUSIM.

JlJ1s1 NOATOTOBKHU K KOJUIOKBUYMY 00y4aroIUMiics J0JIKeH

O3HAaKOMUTKCS CO CTUCKOM BOIIPOCOB K KOJJIOKBUYMY.
N3yuuth y4ueOHBIH MaTepual MO BCEM TeMaM 3aHSATUH JaHHOrO pas3fena, UCHOJIb3ys MaTepuaibl
JeKIui, ydeOHUKa, JOMOJHUTEIBHOMN JINTEPATYPhI U 3JIEKTPOHHBIE 00pa30oBaTeNIbHbIE PECYPCHI.

IIpu moaroToBKe K 3a4eTy HEOOXOAUMO

O3HaKOMUTKCS CO CHUCKOM BOIIPOCOB K 3a4ETY.
N3yuuth y4ueOHBIH MaTepual MO BCEM TeMaM Y4YeOHOro Kypca: maTepualbl JeKUUH, Y4eOHUKOB,
JOTIOTHUTEIBHOU JIUTEPATYPhl U DJIEKTPOHHBIX 00pa30BaTeNIbHBIX PECYPCOB.
OTMETUTh BOMPOCHI, BBHI3BIBAIOIIME CIIOKHOCTH, UYTOOBI OOCYIHTH HMX C IpenojaBaTeleM Ha

KOHCYJIbTAallhH IIEPEC] 3aUCTOM.



8. YueOHo-MeTOnUMYecKOe, HH(OPMALNMOHHOE W MATepPUAJLHO-TEXHHYECKOe olecrmeyeHue
JHUCIUILINHBI
8.1. Ilepeuens JuTEpPATYpPhl MO TUCHUILINHE:
Ne | HamumenoBanue, aBTop, roa u mecto |Ucnosandyercs | KoanvecTBo | jeKTPOHHBIN aapec
I U3IaHUA NPH U3yYeHUH | IK3eMILISIPOB pecypcosn
n pa3nesion B OM0JIHOTEKE
1 2 3 4 5
1 [KnuHndeckas reHeTukKa: y4eOHUK, MenumuHcKas 0 https://www.
boukos H. I1., ITy3sipes B. I1., reHeTHKA studentlibrary.ru/book
Cwmupnuxuna C. A., 2020 /ISBN9785970458600.
html
2 |KnuHMueckas TeHeTUKa: TeHOMUKA U |MenuiuHcKas 0 https://www.
NPOTEOMHKA HACJIECTBEHHON TeHETHKA studentlibrary.ru/book
natonoruu, MytoBusn I'. P., 2010 /ISBN9785970411520.
html
3 |HacnencrBeHHbIE OOJIE3HU: MenunmHacKas 0 https://www.
HAI[MOHAJIbHOE PYKOBOJACTBO, bOUKOB |reHeTHKa studentlibrary.ru/book
H.II., 2013 /ISBN9785970424698.
html

8.2. Ilepeyennb pecypcoB MHGOPMALMOHHO-TEJIEKOMMYHMKANMOHHOH ceTH «HTepHeT», B TOM

yucjie npodecCHoOHAIbHBIX 023 JaHHBIX, HEOOXOAUMBIX [IJIS1 OCBOCHHS JUCHUIIIMHBI (MOIYJIA)
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http://www.elibrary.ru
https://pubmed.ncbi.nlm.nih.gov/
https://www.ncbi.nlm.nih.gov/
https://useast.ensembl.org
https://genome.ucsc.edu
https://www.omim.org/
https://www.lovd.nl/
https://hpo.jax.org
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. https://variantvalidator.org/
. https://www.deciphergenomics.org
. https://dgv.tcag.ca/dgv/app/home

https://www.ncbi.nlm.nih.gov/clinvar/
https://www.hgmd.cf.ac.uk/ac/index.php



8.3. IlepeueHr HMHPOPMAUMOHHBIX TEXHOJOIMH, MCHOJb3yeMbIX TMPH OCYILIECTBJICHUH
00pa3oBaTeJIbLHOr0 Mpouecca no AUCHUILUIAHE (MOAYJII0), BKJIKYAs MepedyeHb NMPOrpamMMHOI0

o0ecrieyeHUs1 1 MH(POPMANMOHHBIX CIIPABOYHBIX CHCTEM (IIPY HAJIUYUM)

1. ABToMaTu3upoBaHHbI uHOpManMOHHBIM KoMmIuiekc «LludpoBas angMuHUCTpATHBHO-
oOpa3oBatensHas cpena PHUMY um. H.M. ITuporosax»

Cuctema yrnpapiieHUsl 00y4eHUEM

RealTime PCR (AHK-Texuomorus)

Chromas

GeneMarker

IGV: Integrative Genomics Viewer

S



8.4. MaTepuajibHO-TeXHHYeCKOe o0ecneyeHue TUCIHILIMHBI (MOLYJIs1)

Kaxnpiii oOyuaromuiicss B TedeHHE Bcero mnepuoja oOydeHHs oOecrieueH WHIANBUIYaIbHBIM
HEOTPaHUYEHHBIM JIOCTYIIOM K 3JIEKTPOHHOHN MH(OpMallMOHHO-00pa30BaTeNbHOM cpelle YHUBEpCUTETa
U3 JI000W TOYKH, B KOTOpPOl MMeeTcs AOCTyHn K MH(QOPMAMOHHO-TEIEKOMMYHHUKAIIMOHHON ceTu
«utepuer» (nanee - cetb «MlHTEpHETY), KaK Ha TEPPUTOPUH Y HUBEPCUTETA, TaK U BHE €€.

DnekTpoHHas HHOOPMAITMOHHO-00pa30BaTeIbHAS Cpella YHUBEPCUTETA O0SCIICUYNBACT:

- JOoCTyn K yuyeOHOMY IUIaHy, paboueil mporpamMme AUCHUIUIMHBI, 3JIEKTPOHHBIM Y4eOHBIM
U3IaHUSIM U DJIEKTPOHHBIM 00pa30BaTEIbHBIM pecypcaM, yKa3aHHbIM B paboueil mporpamme
JUCIUTLINHBL,

- (hOopMHUPOBAHKE AIEKTPOHHOTO MOPTHOIHO 00YUAIOIIETOCs, B TOM YHCIIE COXPAHEHHE €T0 padoT H
OIICHOK 32 3TH PabOTHI.

YHUBEpPCUTET pacrojaraet CIeIyIIIUMH BUIAMU MOMEUIEHUI U 000pyAOBaHUS Ui MaTEpHUAIbHO-
TEXHUYECKOro obecrieueHuss 00pa3oBaTENbHON NEATEeIbHOCTH JUIsl peanu3anuu o0pa3oBaTebHOU

MPOTpPaMMBbl TUCIUIUTAHBI (MOJTYJIS):

Ne | HaumeHoBaHue 000py10BaAHHBIX IlepeyeHns cnenuaIU3NPOBAHHON MebeJin,

n | y4eOHBIX ayaAuTOpHii TeXHHYECKHUX CPeACTB 00yYeHHs

n

1 | Ayautopuu [uist IpOBEIEHUS 3aHATUI Hocka menosas, Ctynbs, Cronbl, HoyTOyK,

JIEKIIMOHHOI'O THUIIA, 3aHATUI [TpoexTop MyJIbTUMEIUIHBIN, DKpaH IS
CEMHHAPCKOI'0 THUIIA, TPYNIOBbIX U npoekTopa, Tepmocrar, Llentpudyra
WH/IUBUYaJIbHBIX KOHCYJIbTALIUM, naboparopnas, Mukpockorsl, JlaboparopHas
TEKYILEro KOHTPOJIS ¥ IPOMEKYTOYHOU nocyza, Jlosaropsl nunerounsie Ha 2, 10, 200,

aTTecTanuu, 000pyI0BaHHAS 1000 mxn, Ammmudukarop, Boprekce,

My.TIBTHMGI[HfIHBIMH 1 MHBIMH

cpeacTBaMH 00y4eHUs

O6opynoBanwue ist dIeKTpodopesa,

TpancwurroMuHaTOp

2 | YueOHbIC ayTUTOPUH JIJIsI TPOBEACHUS

Hocka menoBasi, Ctynbs, Ctosbl, HoyTOyk

MIPOMEXKYTOUHOM aTTecTaluu

3 | Ilomemenus g caMOCTOSATENBHON yuebHasi MeOenb (CTOJIbI, CTYbs), KOMIIBIOTEpHAs

pa6OTLI 06yqa10mnxc;1, OCHaIlICHHBIC TCXHHKA C BOBMOXXHOCTBIO IIOAKIIFOYCHHA K CCTHU
KOMHBIOTepHOI\/'I TEXHHUKOM C ((I/IHTepHeT» 1 00ecrieYeHUEM A0CTYyIIa B

BO3MOXHOCTBIO ITOAKIIIOYCHHA K CCTU SJICKTPOHHYTO I/IH(I)OpMaLII/IOHHO-O6pa3OBaTeJ'H>Hy10

"NnTepHer" u obecriedeHrEM J0CTya B cpeny
ANEKTPOHHYIO0 UH(DOPMALIMOHHO-
00pa30BaTeNbHYIO Cpey OpraHu3aIuu
YHuBepcuter oOecredyeH HEOOXOAMMBIM KOMIUIEKTOM JIUIIEH3MOHHOTO U CBOOOJHO

pacupoCTpaHiACMOTro MporpaMMHOr0 obOecrieueHus (COCTaB OonpecaAciIACTCA B pa6oqel71 nporpamMmme



JUCLUUTUTMHBI ¥ TIOJUIEKHUT OOHOBJICHUIO TIPU HE00X0AUMOCTH). brubnnoreunslii (oH yKOMITIIEKTOBAH
NeYaTHBIMU M3JAHUAMH M3 pacdyera He MeHee 0,25 sK3eMIUIsipa KaKAOro M3 M3/IaHUM, YKa3aHHBIX B
paboueil mporpamme AMCLUMIUIMHBI, Ha OJHOTO OOYYalOUIerocs M3 4YHCIa JIHI, OJHOBPEMEHHO
OCBaMBAIOUINX COOTBETCTBYIOUIYIO AUCIUILINHY.

OOyuaromumcst obecriedeH A0CTyn (yIaleHHbIH JOCTYI), B TOM 4YHCJIE B Cly4yae HMpPUMEHEHUS
3JIEKTPOHHOTO OOy4YeHHs, AUCTAHIUMOHHBIX O0O0pa30BaTEIbHBIX TEXHOJOTHUH, K COBPEMEHHBIM
npodeccHOHAIbHBIM 0a3aM JaHHBIX U WH(OPMAIIMOHHBIM CIIPAaBOYHBIM CHCTEMaM, COCTaB KOTOPBIX
orperensercs B paboueil mporpaMme TUCHMILIMHBI U TIOUICKHUT OOHOBIICHUIO (TIPU HEOOXOMMOCTH).

OOyuaronuecss W3 4YUCIa HMHBAIMAOB O0O0ECIEYEHbl NEYaTHHIMU U (WJIH) 3IEKTPOHHBIMHU

00pa3oBaTeNbHBIMU pecypcaMu B OpMax, aJanTUPOBAHHBIX K OTPAHUYEHUSM HUX 3710POBBSI.



[Tpunoxenue 1
K paboueli mporpamme
JTUCIUTITAHBI (MOIYJIs)

Ceenenust 00 M3MEHEHUAX B pabodeil mporpaMMe TUCIUTUTAHBI (MOTYJIS)

JU1s1 00pa30BaTEeIbHON MPOTPaMMbI BBICIIIETO 00pa30BaHMs — IPOrpaMMBbl OakajgaBpuaTa/CrienuaaInTeTa
/MarucTpaTypbl (OCTaBUTh HYKHOE) TIO HAIPaBJICHHIO IOJATOTOBKH (CHEIMaIbHOCTH) (OCTaBUTh

HY>KHOE KOOI U
y

HaMMEHOBAaHWE HANpPaBICHUS IMOATOTOBKU (CHENHAIbHOCTH)) HANpPaBICHHOCTh (MpOodWIIh)

« » Ha Y4eOHBIN TO/I.

Pabouas mporpamma JUCHUIUIMHBI ¢ U3MEHEHUSIMU pacCMOTpeHa U 0J100peHa Ha 3aceaHuu Kadenpsl

(ITporokomn Ne oT«__ » 20 ).

3aBenymuui kabenpou (moamuce)

(Maummanst u hamuims)




[Tpunoxenue 2

K paboueli mporpamme

JTUCIUTITAHBI (MOIYJIs)

®opMbl TPOBEEHUS TEKYIIETO KOHTPOJISl YCIIEBAEMOCTH U MTPOMEKYTOUHOM aTTecTaliu

®opmbl NPOBeIeHUS TEKYLIEr0 KOHTPOJIS yCIIeBAeMOCTH H Cokpaménnoe
NMPOMEKYTOYHOM aTTeCTAIUN HAMMEHOBaHUe
Koutpoib npucyrcrBus IIpucyrcrBue KII
Onpoc ycTHBIH Onpoc ycTHBIH oy
Onpoc KOMOMHUPOBAHHBIHN Ormpoc OK
KOMOMHHUPOBAHHbBIN
Bunb! yueOHBIX 3aHATHI U POPMBI TPOMEKYTOUHOM aTTeCTAIHH
dopmbl IPOBeIeHUSI TEKYLIET0 KOHTPOJIS yCIIeBAEMOCTH H Coxpaménnoe
NMPOMEKYTOUYHOI aTTeCTANNHU HAHUMEHOBaHUe
JlekumoHHOE 3aHsATHE Jlexknus J3
JlaGopaTopHO-TIPAKTHYECKOE 3aHATHE JlaGopaTopHo- JII3
MIPaKTUYECKOE
Konnoksuym Komnoksuym K
3auer 3auer 3
Buasl KOHTpOJIA yCcieBaeMOCTH
®opmbI NPOBeIeHUS TEKYLIEr0 KOHTPOJIS yCIIeBaeMOCTH H Coxpaménnoe
NMPOMEKYTOYHOM aTTeCTAllUN HAMMEHOBaHUe
Texkymmil AMCUUIUTMHUPYIOLIUNA KOHTPOJIb Jucuunnunupyromui | 1
Tekymmii TeMaTH4E€CKUl KOHTPOJIb Temarnueckuit
Texkymuit pyOeKHBIH KOHTPOJIb Py6exupIii P
IIpomexxyTouHas arrecTanus IIpomexyrouynas ITA
aTTecTanus
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