MUHUCTEPCTBO 3JIPABOOXPAHEHUS POCCUNCKON ®EJIEPALIN

®EJIEPAJIBHOE 'OCYJAPCTBEHHOE ABTOHOMHOE
OBPA3OBATEJIBHOE YUPEXJIEHWE BBICIIEI'O OBPA30OBAHIA
«POCCUMCKNHN HAITMOHAJIbHBINA NCCJEJOBATEJBCKHAN
MEI[I/II_[I/IHCKI/II71 YHUBEPCHUTET UMEHMU H.A. INPOI'OBA»
MUWHUCTEPCTBA 3/IPABOOXPAHEHI S POCCUMCKOM OEJEPALINN
®I'AOY BO PHUMY um. H.U. ITuporosa Munzapasa Poccuu (ITuporosckuii
YHUBepCcUTET)

COI''TACOBAHO
HupexTtop [lenapTameHTa mOATOTOBKU
KaJIpOB BBICIIECH KBamu(UKAIINN
®I'AOY BO PHUMY
um. H.W. [Tuporosa Munznpasa Poccun
(ITuporoBckuii YHUBEPCUTET)

M.B. XopeBa

«05» nrons 2025 r.

PABOYAS ITPOTPAMMA JUCHUIIJIMHBI (MOOYJISI)
«IT-TEXHOJIOIT'UA U ITPODPECCHOHAJIBHBIE BA3bI JTAHHBIX B
AEATEJIBHOCTHU BPAYA-T'EHETUKA»

CrienuaibHOCTD
31.08.30 I'eneTnka

HanpasneHHOCTh (Mpoduiib) mporpaMmbl
I'eneTuka

YpoBeHb BBHICIIETO 00pa30BaHUS
MOJAr0TOBKA KA/IPOB BbICLICH KBAJIU(PUKALMH

Moanucan: ®EAEPANBHOE MOCYIAPCTBEHHOE

ABTOHOMHOE OBPA3OBATENBHOE YUPEXIEHVE Mocksa, 2025 r.
BbICLLErO OBEPA30BAHS "POCCUNCKAI

HALIMOHAJTbHbIA UCCNEQOBATENBCKAM

MEOVLMHCKNA YHUBEPCUTET UMEHM H.M.

MMPOrOBA" MUHUCTEPCTBA 3[IPABOOXPAHEHNS

POCCUWCKOM ®EOEPALIAN



Pabouass mporpamma nucturumHbl (Moayinsi) «lT-texHomoruu u mpodeccHoHaNbHBIE
0a3bl TaHHBIX B JESATEILHOCTH Bpada-TeHEeTHKa» pa3paboTaHa B COOTBETCTBUU ¢ DenepanbHbIM
rOCY/IapCTBEHHBIM 0OpA30BATEIBHBIM CTAaHAAPTOM BBICIIETO OOPa30BaHMS IO CIEIUATHHOCTH
31.08.30 I'enernka (ypoBeHb IOJATOTOBKH KaJpPOB BBICIICH KBadU(UKAIUHN), YTBEPKIECHHBIM
npuka3zoM MuHHCTEpCTBAa HAyKM M BbICIIEro oOpa3zoBaHusi Poccuiickoin ®Denepauuu 0T
31.03.2025 Ne 299, mnemarornyeckuMH paOOTHUKaMH Kadenpbl OOIIeH W MEIUIIMHCKON
reHetuku Mucruryra buomenuuunst (Mb®D)

3aHuMaemast JOJKHOCTh B
Ne damuius, uMs, 0TYECTBO VueHas cTeneHsb, 3BaHHE
YHuBepcurere, kadeapa
1 CrpenbpHuUKOB Brnagumup 5 npodeccop kadeapsl ooIIeH u
11.0.H., TOLIEHT N
Buxroposuu ’ MeIUIUHCKON TeHeTuku Mb®d
) BaprimankoBa HaTtanes JoueHT Kadeapsr oOmien n
K.M.H., JOLIEHT .
BnagumuposHa ’ MeIUIUHCKON TeHeTuku Mb®d
CTapIINH IpenoaaBareisb Kadenapol
3 | Mapnat Exarepuna ['enHanpeBHa | 6e3 cTereHH P . P . enp
o01ei 1 MeIUIUHCKON reneTuku Mbd

Pabouass mporpamma muctumiuHbel (Monayins) «lT-rexHomorum u mpodeccuoHaIbHBIC
0a3pl JTaHHBIX B JICATEIHHOCTH Bpada-TCHETHKA» PACCMOTPEHA M 0J00peHa Ha 3aceIaHuH
kadenpsl oOmIel u MeauIMHCKOM reHeTuk Muctutyra buomeaununst (Mb®D)

npotokoi Ne 8 ot «5» mas 2025 r.

3aBenyromiuii kadeapoit / B.}O. Bounosa/

© ®enepanbHOE rOCYIAPCTBEHHOE ABTOHOMHOE 00PA30BATENBHOE YUPEKIECHHE BHICIIETO 0OPa30BaHUs
«Pocculickuii HaMOHAIBHBIN UCCIIENOBATENbCKUN MEAUIIMHCKUN yHUBepcuTeT umenu H. M. ITuporosay»
MunuctepcrBa 3apaBooxpaHenus Pocculickoit denepauun



OT'JIABJIEHHUE

1. Uenp u 3agauu U3y4eHUS TUCIUILIMHBI (MO ), TPEOOBAHUS K pe3yabTaTaM OCBOCHUS

D87 (00200 R 07020 W (Y (00121 6 ) ISR OPR 4
2.  O0ObeM TUCIHUIUIMHBI (MOYIISI) TIO BUJAM YUEOHOM PAOOTEL....c..vieiverineieiieeieesieeenieesieeeeens 7
3. CopepKaHUE TUCITUATIITIHBI (MOJTYTISN) .eeeuvvreaitrrsssriessnesssnesssssessssesssesssssessssessssesssssesssneenns 8
4. Y4eOHO-TEeMaTUYCCKUH TUIAH JUCIUATUTHHBI (MOYTIS) «.uvvevvieeessnreesteesneeesieesnseesseessessenesnns 11
5. YuebGHo-MeToau4ecKoe 00ecreueHue CaMOCTOATEIbHON PAOOThI O0YyUAIOIIHUXCA ............ 12
6. OrueHoYHBIC CPEIICTBA IS IPOBEJACHUS TEKYIIETO KOHTPOJIS YCIIEBAEMOCTH H
MIPOMEKYTOUHON ATTECTAITAN OOYTAFOTITHIXCS +vvevvvressvreesssrnesssreesssnnssseesssessssessssessssesssseesssnees 13
7.  YdeOHO-MeTonu4Yeckoe U HH()OPMAIMOHHOE 00ECTICYeHNEe JUCIUILITUHBI (MOIYIS) ........ 13
8. MarepuaabHO-TEXHHUUECKOE 00ECTICUCHUE TUCITUTITUHBI (MOIYIIN) tvvveeinvieeinreensineessinennns 16
9. Meroauueckue yKazaHus 1jsl 00y4aroIMXCs 110 H3YyYSHUIO JUCHUIUINHBI (MOAYIIA) ...... 17
10. Meroaunueckue peKOMEH AU MPENOoIaBaTeNIo 10 OpraHu3aliyi yueOHOoro mnpoiecca 1o
JIACTIATIITTHE (IMOJTYITEO ).t ettt aatteeatteeassseeansseeasseeesateeeasbseeasbeeeambe e e ambe e e ambe e e embe e e smb e e e nnbe e e anbeeennneeenes 18
[Tpunoxkenue 1 k paboyeil MporpaMme Mo TUCHUTUTUHE (MOJTYITEO) ...uvveureareerieesreessneaseeseneenns 20



1. Hean u 3aaa4m U3ydeHHs JUCHUIIMHBI (MOAYJIs1), TPe0OOBAHUSA K pe3yJibTaTaM
OCBOECHUS TUCHMUILUINHBI (MO1YJIs1)

Lesab u3yyeHUus: AUCUMILIUHBI (MOIYJIs1)

[Tonydyenne oOydJarOUIMMHUCA CHUCTEMHBIX 3HaHUW B OONAacTH WH(POPMALMOHHBIX
TEXHOJIOTUH ¥ Npo(ecCHOHAIBHBIX 0a3 NaHHBIX, a TaK)KE€ YMEHHUH W HABBIKOB IPUMEHEHHUS
HOJTYYCHHBIX 3HaHUH B IPO(eCCHOHATBHON AATENPHOCTH Bpadya-TeHETHKA.

3agauu JMCHUILIMHBI (MOYJIA)

1. [IpuobOperenne 3HaHW O MeTojax HWHGOPMATH3AIMKU B MPOGeCcCHOHATHHOM
NeSITeIbHOCTH Bpavya-TeHeTHKa, TPEOOBAaHMX K 3allUTe MePCOHUPHUIIMPOBAHHON HH(OpMAIHH,
a TaKkkKe YMEHHH M HAaBBIKOB KPUTHYECKOTO aHAIM3a IOJY4YeHHOH HH(OpMAIMM Hay4dHOH,
MEIUIIUHCKON JIUTEPATyPhl U OPUIHATIBHBIX CTATUCTHYECKUX 0030POB;

2. [lpuoOperenne yMeHHMII W HABBIKOB HCIOJB30BaHUS NPOQECCHOHATBHBIX
UH(GOPMALMOHHBIX ~ 0a3  JaHHBIX, KOMIIBIOTEPHBIX MPHIOXKEHUH, HUHGOPMAIMOHHBIX
HMCTOYHUKOB M CPeJ JUIsl PEIICHUS 3a/1a4 MEUIIMHBI U 3[JpaBOOXPAHEHUS B 00JIACTH T€HETHKHY;

3. [TpuoOperenue 3HaHUN 00 OpraHMU3alK JIEKTPOHHOTO JOKYMEHTOOOOpOTa B
npodecCHOHANBHOM NIeATENbHOCTH Bpaua-TeHETHUKA, a TaKKE YMEHUW W HABBIKOB BEACHHS
MEIUIUHCKONW JIOKyMEHTAllud B DJEKTPOHHOM BHJE, HEOOXOIWMBIX Bpady-T€HETUKY B
poeCCHOHAIBHON JESATEIHHOCTH;

4. OcBocHHE OCHOB OHMOMH()OPMATHYECKOTO aHAM3a HYKICOTUIHBIX U
AMUHOKHUCJIOTHBIX ~ IIOCJEI0BAaTENbHOCTEH, B TOM  4YHCJIE€ T[OHATHI  BbIpaBHUBAHMUS
HYKJICOTU/IHBIX 1 AMHUHOKHUCIIOTHBIX [TOCJIEI0BATENbHOCTEN, OTKPBITON pAMKU CUUTHIBAHMS;

5. OcBoeHue 6a3 JAHHBIX HYKJICOTHIHBIX u AMUHOKHCIIOTHBIX
NOCJIEI0BATEIbHOCTEH, arperatopoB 0a3 JaHHBIX HYKJICOTHAHBIX IIOCIIEI0BATEIbHOCTEM,
MyTalui U KIMHUYECKUX TPU3HAKOB;

6. [TproOperenue 3HaHUH O METOJOJIOTUN aHAJM3a PE3yJIbTATOB CEKBEHUPOBAHUS
F€HOB M TE€HOMOB C HCIOJIb30BAHHEM  BBICOKOIIPOU3BOJUTENBHOIO  MapajljielIbHOTO
cexkBeHupoBanust JIHK, a Takke yMeHuil M HaBBIKOB B (DOPMYJIHMPOBAHHM 3aKIIOUEHHUS IO
pe3yJibTaTaM HUCCIIEIOBAHUM.

TpeGoBanus k pe3yJbTaTaM 0CBOCHHUS AUCHHUIIMHBI (MOLYJIs1)

®opmupoBanue  o0mmIENPO(ecCHOHATBHBIX U MPO(ECCHOHANBHBIX  KOMIIETCHIIMH
KOMIIETEHIIMH y OOy4aromMxcsi B paMKax HM3y4eHMs IUCLUIUIMHBI (MOAYINs) MpeAroiaraer
OBJIQJICHUE CHCTEMOM TEOPETHYECKUX 3HAHUH 1O BBIOPAaHHOHW CHELUANBHOCTH U
(bopMUpOBaHHE COOTBETCTBYIOIIUX YMEHUH U (HJTH) BJIaJICHHIA.

Tabnuya 1
Koa n HanmenoBanue
KOMIIeTeHIINH,
HHIMKATOPA IInanupyemsle pe3yJbTaThl 00y4eHHUs M0 AUCHUILINHE (MOAYJIIO)
JAOCTHAKEHUS
KOMIIETCHIIUH
OIIK-1. Cnocoben HCII0JIb30BATH HHPOPMALMOHHO-KOMMYHHKAIIHOHHBIE TEXHOJIOT MU B
npogeccHOHATBHON JeATeIbHOCTH H c00J110JaTh IPaBUJIa HH(POPMALMOHHOI 6e30acHOCTH
OIIK-1.1 Beibupaer 3HaTh - OCHOBHBIE HANpaBICHHS HCIOJB30BAHUS COBPEMEHHBIX
WCTOYHUKHN HH(OpMAIH, MHPOPMALMOHHBIX TEXHOJIOTHH B paboTe Bpaya;
BKJIIOYasi HAllHOHAIbHEIE U - Opraam3anuio  paboOTBl  MEIUIMHCKHX HH(GOPMAIIMOHHBIX
MCXTYHAPOOHBIC 0asnl CHCTEM MEIUIMHCKUX opraHmaqu/’I, BKJIIOYast BO3MOXXHOCTHU




JTAaHHBIX, 3JICKTPOHHBIC
OMOINOTEYHBIE CUCTEMBI,
CreIUATM3UPOBAHHBIE
MaKeThl PUKIIAJTHBIX
MPOTPaMM JJIsI PEIICHHS
npodeccCrOHaTbHBIX 33124

WCIIONIB30BAaHUSI  CHCTEM TMOJJICPKKHA TPHHATUS BpPayecOHBIX U
YIpaBIIEHYECKUX PEIISHUH, TeIeMEeTUIIMHCKHE TEXHOJIOTHH;
- OCHOBHBIE TTOHITHS U METOABI TOKA3aTENbHOM M€EIUIMHEL,

- CoBpeMeHHbIE ~ TEXHOJOTMH  CEMaHTHYECKOr0  aHalu3a
nHpOpMAaLNH;
- OcHOBHEBIE TIOHSTHS " KJ1accH(UKAIIIIO CHCTEM

HCKYCCTBEHHOTO UHTEIUICKTA;

- OCHOBHBIC TOAXOJBl K IOCTPOCHHIO HWHTEIUICKTYaIbHBIX
CHUCTEM B MEIUIIMHE U 3[[PABOOXPAHCHHU;

- OCOOCHHOCTH U HAIMpPABICHHUS TMPUMCHCHHUS HCKYCCTBCHHBIX
HEHPOHHBIX CUCTEM B COBPEMEHHOM 3paBOOXPAHCHUH;

- Ba3bl NaHHBIX, COACPKAIIHME CBEICHHS O HACJICACTBCHHBIX
CHUHJIPOMAaX, U KOMITBIOTCPHBIC TUArHOCTHYCCKHIE MPOTPaMM;

- KoMmmbioTepHble TUATHOCTUYECKHE IPOrPaMMbl, HWHTEPHET-
pecypcesi;
- [TouckoBbie CHCTEMBI JUIsl U3yUYCHUs] TCHOMHBIX BapHaluil U
MOJJICPKKA  PELICHUH TMpH HMHTEPIPETAldd TEHOMHBIX JIaHHBIX
(VarSome, mmardopma HcKyccTBeHHOro uHTenmnekra Genoox
(Franklin), BO3MOXHOCTH W OTpaHWYCHHUS WCIOJIB30BAHUSA ITHX
CEpBUCOB

YMeTh

- Hcnonb3oBaTe COBpeMEHHBIE cpencrsa ceTu VHTepHeT i
noucka mnpodeccruoHanbHOH MH(POPMAIMU 110 OTAEIBHBIM pasjeiaM
MEIMIIMHCKUX 3HAHUH B CBOCHl mpakTHueckod paboTe, a Takxke NpHU
CaMOCTOATEILHOM 00Y4YEHHH, MTOBBIILICHUN KBAJTH()UKAIINY;

- AHanu3upoBath, CTPYKTYpHpOBaTb U  (OpPMain3oBaTh
MEIUOMHCKYI0 HMHQOPMAaIMIO, B TOM 4YHCIE M s pa3paboTKu
MHTEJUIEKTYyaIbHBIX ~ CHCTEM IOAJCPKKM TNPHUHATHS  BpadeOHBIX

Bnanets

pemenwii (MCIITIBP)

- Hagpikamu norcka He0OX0IMMOM MeTMIIMHCKOHM nH(popMannu
¢ IpUMEHEHHEM CpecTB ceTu MHTepHeT;

- HaBpikamn  paboTel ¢ pa3smHYHBIMHA
cucTeMaMu U 0a3aMu JIaHHBIX;

- HaBbikamu aHanu3a conepkaHUs MEAMIMHCKUX IyOJIMKanuii
C IO3ULIMH JOKA3aTEIbHON MEIULIUHBL;

- HaBblkaMu UCHONB30BaHUSL TPOTPAMMHBIX CPEACTB  JUIA
ANTOPUTMHU3AINH Je4eOHO-IHarHOCTHYECKOT 0 TIpoIIecca;

- HaBblkaMu HCIIOJIB30BAaHUSL CUCTEM MOAJEPKKH IPUHITHS
KIIMHUYECKUX PELICHUH, OCHOBAHHBIX Ha PELIECHUSX UCKYCCTBEHHBIX
UHTEIUIEKTYadbHbIX CHCTEM

MEIUIMHCKUMUA

OIIK-1.2 Co3pnaer,
MOJICP’KUBACT, COXpaHsET
HHPOPMAIMOHHYIO 0a3y
HCCIIEJOBAHUN U
HOPMAaTHBHO-
METOJINYECKYI0 0a3y 1Mo
BBIOpaHHOU TeMe 1
co0Jro1aeT npaBuIIa
MHPOPMALMOHHON
6e3omacHOCTH

3HaTh

- OcHoBHBIE TpeOOBaHMSA WH(POPMAIMOHHOH O€30MacHOCTH,
MPEeABSBISEMbl K OPTaHM3ALMH 3JIEKTPOHHOTO JOKyMEHTOOOOpoTa B
3/JpaBOOXPAaHEHHH M CIIOCOOBI NX pean3anui;

- OcoOeHHOCTH M OrpaHMYEHHs  Ha  HCIOJIb30BAHHUE
UHTEIUIEKTyaldbHbIX CHCTEM B 3ApPaBOOXPAaHEHHH, B TOM 4YHCIE U
HCKYCCTBEHHBIX HEHPOHHBIX CETEH

Ymertn

- Hcnonp30BaTh COBpPEMEHHBIE IMOJIXOMBI, O00ECTIeYHBAIOIIIE
HHPOPMALMOHHYIO 6€30MacHOCTbh, B IPAKTHUECKOH paboTe Bpaya;

- Hckarh MEIUIMHCKYIO HWH(POPMAIMIO, COAEPKALIYIOCS B
YTBEpKICHHBIX Mun3apaBom Poccnm  mokymenrtax — (Tpukasax,
KIIMHUYECKUX PEKOMEHAAIUAX, IIPOTOKOJIaX BEIACHUA HaHI/IeHTOB),
HeoOX0quMYyIo 1S mocienytoniei pazpaborku UCITIBP

Bnaners

- HaBpikamu «Oe3omacHoi» paboThl B MHGOPMAIIMOHHON cpesie
MEIHUIIUTHCKON OpraHu3alny, B IPaKTUIECKOH paboTe Bpaya,

- Hagpikamu mipencraBieHus (OpMann30BaHHON METUIIMHCKOM
HHPOPMALUY IS Pa3pabOTKU WHTEIUICKTYaIbHBIX CUCTEM TOIICPKKI
MPUHSTHUS BPa4eOHbBIX PEIICHUH.

OIIK-10. Cnoco0eH NpOBOAWTL AHAIU3 MEAHKO-CTATHCTHYECKOH HHMOpPMANNH, BeCTH MEIUIHMHCKYIO

JOKYMEHTAMI0O W OPraHU30BbIBATH

nepcoHaia

ACATCJIBHOCTD HAXOAAIIEIrocsd B PaCHOPSAKCHHH MEIUIHHCKOIO

OIIK-10.1 IIpoBoauT c6op
Y aHaII3 MEJINKO-
CTaTUCTUYECKOM

3HaTh

- IIpaBuna aHanu3a MeEOUKO-CTaTUCTHUUECKHX IOKazaresei
3a00/1€BA€MOCTH, HMHBAJIMJHOCTA W CMEPTHOCTH TMAIMEHTOB C
BPOXKICHHBIMU W (WJIM) HACIEACTBEHHBIMU 3a00JIEBAaHUSIMH, B TOM




nHdopmanuu

YHCJIe B pAMKaX MOHHTOPUHTA BPOXKACHHBIX IOPOKOB PA3BUTHUS
- IIpaBuma paboOTBI B  MEAMIMHCKHX  WHGOPMAITMOHHBIX
cucteMax ®W  HWH(POPMAIMOHHO-TEIEKOMMYHUKAIIMOHHONH  CeTH
"NaTepHer", B TOM umcie WHPOPMANHMOHHBIX CHCTEMax II0
BPOXIEHHBIM H (TUTH) HACIICACTBEHHBIM 3a00JIEBaHISIM W BapHaHTaM
nocnenoBarenbHocTH JJHK

YMeTh

- CocTaBiiTh TIaH paboTHI U OTYET O padore;

— IIpoBoauTh aHamuM3 MEOUKO-CTATUCTUYECKUX IOKa3aTesei
3a00JIeBa€MOCTH, HHBAaJUAHOCTH M CMEPTHOCTH MALMEHTOB C
BPOXJICHHBIMU W (WJIM) HACIICJACTBCHHBIMHM 3a00JICBAHUSMHU, B TOM
YKCJIe B pAMKaX MOHHTOPUHTA BPOXKIACHHBIX MOPOKOB PA3BUTHUS

Bnagets

- HaBbikamu cocTaBieHHs IUlaHa pabOThl M OTYETa O CBOEH
pabore;

- HaBbikamu cbopa W aHalW3a  OCHOBHBIX  MEIHUKO-
CTaTHCTHYECKUX  IOKazareyedl  3a00JeBaeMOCTH, HHBAIUIAHOCTH,
CMEPTHOCTH TAIIUEHTOB C BPOKACHHBIMA W (WJIM) HACICICTBCHHBIMU
3a00JICBaHUAMH, B TOM YHCJIE B paMKaXx MOHHUTOPHWHTA BPOKICHHBIX
TIOPOKOB Pa3BUTHSI

OIIK-10.2 Bexnet
MEIUITTHCKYIO
JIOKYMEHTAITUIO

3HaTh

- [IpaBuna odopmieHHs MEIUNMHCKOM IOKyMEHTalMu B
MEIUIMHCKUX OPTaHMU3aINIX, OKa3bIBAIOIINX MEIWIMHCKYIO IOMOIIb
ManMeHTaM C  BPOXKICGHHBIMH M (MJIM)  HacleJCTBEHHBIMHU
3a00JIeBaHMSM, B TOM YHCIIE B (hOPME DIIEKTPOHHOTO JTOKYMEHTA,;

- [lpaBuna paboThl B  MEOUUUHCKUX HH(POPMAIIMOHHBIX
cucreMax ¥ MH(GOPMAIMOHHO-TEIECKOMMYHHUKAI[IOHHOW  CETH
"Untepner”, B TOM uucie UHPOPMALMOHHBIX CHCTEMax II0
BPOXKACHHBIM M (MJIM) HACJEJICTBEHHBIM 3a00J€BaHUSIM M BapHaHTaM
nocnegoparenbHoctu JTHK"

YMeTh

- Hcnons3oBaTh B paboTe MEPCOHANBHBIE JaHHBIC MALMEHTOB U
CBEJICHHUS, COCTABILIIONIIE BPa4eOHYIO TalHY;

- 3anoNHATh MEAWIMHCKYI0 IOKYMEHTAIMIO, B TOM 4YHCIE B
(hopMe 3IEKTPOHHOTO JIOKYMEHTa, KOHTPOJIMPOBATH KadeCTBO €€
BE/ICHHUS;

- Hcnonp3oBaTh MeAMIIMHCKHE WH(OPMAILIOHHBIE CHCTEMBI U
HHPOPMAIMOHHO-TEIICKOMMYHHUKAIIMOHHYIO ceTh "MHTepHET", B TOM
yucie WH(GOpMAlMOHHBIE CHCTEMBI 10 BPOXISHHBIM U (HJIH)
HACJICICTBEHHBIM 3a00JIeBaHUSAM M BapHaHTaM IOCIEJOBAaTEIbHOCTU
JIHK

Bnagers

- HaBbikamMu BeneHUST MEIUIIMHCKOW JOKYMEHTAIlMH, B TOM
qrcie B (opMe 3IEKTPOHHOTO TOKyMEHTa

IIK-2. CnocoGeH K nposes

€HHUI0 AaHAJIU3Aa MEINKO-CTATHCTHYECKOH PIH(l)OpMa[II/II/l, BeJICHUI0 MeTULIMHCKOM

JAOKYMCHTAIUU, OPTAHU3ALNUHA TCATCIbHOCTH HAXOAAIETOCHA B PACIIOPSI’KCHUM MEAUIIUMHCKOI'0O IEpPpCcoHaa

I1K-2.2 OcymiecTBisieT
Be/ICHUE MEIUIIUHCKON
JOKyMEHTAINH, B TOM
gucie B hopme
3JIEKTPOHHOT'O JOKyMEHTa

3HaTh

- OOyt 6MonHpOPMaTHKY;

- BuonndopmaTiyeckue 6a3bl JTaHHBIX;

— Creruky paboTHI ¢ OMOJIOTHYCCKIMH JTaHHBIMH,

- CraHmapTHeIE  KOMIBIOTEPHBIE  CpPEICTBA W aHAIW3
cexkBenupoBanus JHK;

- [puaune padotel ¢ FASTQ, BAM, VCF gaitnamu.

- Knaccuukarnuro reHeTHIeckux BapuaHTOB;

- HomMmeHkaTypy reHeTHUECKHX BapUaHTOB;

- CoBpeMeHHbIe METOJIBI MOJICKYJISIPHO-T€HETHUECKOM
JMAarHOCTUKK  OCHOBHBIX  BPOXKAEHHBIX,  HACJIEACTBEHHBIX W
HACJIEJICTBEHHO  OOYCJIOBJIEHHBIX  HO30JIOTHYECKHX  (GoOpM, H
MMaTOJIOTUIECKUX COCTOSTHUM;

- Hawubosee yacTo MCIONb3yeMble KOMIIBIOTEPHBIE ITPOrPAMMBbI
Hpe/IcKa3aHus MIATOT€HHOCTH BapUaHTOB HYKJICOTHIHOU
MIOCJIE/I0BATENLHOCTH;

- HUcnonp3oBanue 6a3 gannbix (ClinVar, gnomAD, COSMIC,
DECIPHER) mys moucka nHGOpMaLUK O MATOTCeHHOCTH BapHAaHTa,;

- OOmme TpeboBaHMS K OQPOPMIICHHIO OTYETA U 3aKIIOUEHUS O
pe3yabTaTax UCCIICIOBAHHUS,

- IIpaBuna Hamwcanus 3akimoueHus 1Mo pesyiabratam NGS
aHaM3a,




- OCHOBHBIE ~ TYHKTBI ~ MCAMIMHCKOIO  3aKIIOYCHHUS IO
pesynbratam NGS nmaHHBIX;
- [paBuiia 3amicy BAPHAHTOB B 3aKIFOUSHUU

YMeTh

- Hcnonp3oBath B pabdore:

v OCHOBHBIC  JJIEKTPOHHBIE  MEIHMKO-OMOIIOTHYECKHEe  Oa3bl
JTaHHBIX, coneprKaiue HHPOPMALIHIO 0 OMOJIOTHUECKUX
MOCTIEI0BATENBHOCTSX;

v 0a3pl MAaHHBIX 10 HHU3KOMOIIEKYJSPHBIM COCHMHEHHSIM |
JICKapCTBaM;

4 CTaHIApPTHBIC KOMITBIOTCPHBIC CPEJCTBA BU3YaM3aIllMH W
aHaM3a HYKJICOTUIHBIX IOCIEIOBATEIBHOCTEH, IMOJYy4YacMbIX B
pesynbrate cekBeHupoBanus JIHK (Chromas, Integrative Genome
Viewer, UCSC Genome Browser);

4 WHPOPMAIMOHHBIC  TEXHOJOTMH  JUII  HMHTEPIIPETAIHH
Pe3yIbTaTOB CEKBEHUPOBAHHUS;

- OcymmecTBIATh KITMHAYECKYIO HHTEPIPETAIHIO
CEKBEHHPOBAHUS;

- 3amomHATh OTYET M METUIIMHCKOE 3aKITI0UCHIE O Pe3yiIbTaTax
HCCIICIOBaHMS 1T0 OCHOBHBIM ITyHKTaM

Bnanets

v HaBpikamu paGoOTBl ¢ OCHOBHBIMH 3JIEKTPOHHBIMH MEIHKO-
OuonornyeckuMu 0a3aMu JaHHBIX, COAEpKAmuX HHGOPMAmUo o
OHOJIOTMYECKHX MOCIIEI0BATENBHOCTSIX;

v Hasbikamu paboThI c Oazamu JAHHBIX o
HHU3KOMOJIEKYJIAPHBIM COEIMHEHHAM H JIEKAPCTBAM;

v HaBeikamu paboter ¢ pabotet ¢ FASTQ, BAM, VCF
(aiinamu;

- HaBbIkamu KIIMHHYECKYO HHTEPIPETALUIO0 CEKBEHUPOBAHHS;
- HaBpikamu 3amoTHEHHs OTYETa U MEOULMHCKOTO 3aKIIFOYCHHS
0 pe3yJIbTaTax MCCIIEAOBAHHS 10 OCHOBHBIM IIYHKTAM;

TIK-2.4 Bener peructp
ceMei U MalueHTOB C
BPOXKICHHBIMHU U (HIIH)
HACIICICTBCHHBIMH
3a00JICBAHUSIMH, B TOM
YHCIIe B paMKax
MOHHUTOPHHIA
BPOXKICHHBIX TOPOKOB
pa3BUTHS

3HaTh

- Pernctpsl cemelf ¢ HacleACTBEHHBIMH 3a00JICBAHUSIMH,
06100aHKM W TpaBMIIa BEJCHUS PETHCTPOB 110 BPOXKACHHBIM IOPOKaM
pa3BUTHSL, BPOKACHHBIM M (WMJIM) HACJCICTBEHHBIM 3a00JIEBaHMAM, B
TOM 4YHCJIE€ B PAMKaX MOHHTOPUHTA BPOKICHHBIX IOPOKOB PA3BUTHA;

- OcobenHoctu pa3paboTku CHUCTEM MOHHUTOpPHHTA
BPOXIEHHBIX IOPOKOB  Pa3BUTHs, MEXIYHapOIHbIE  CHCTEMBI
MonuropuHra BIIP;

- XapaKTEpUCTUKU KOMIIBIOTEPHOW CHUCTEMBI PErMCTpaluu U
Monuropusra BIIP B Poccuy;

- CpokH XpaHEHHS [aHHBIX HCCIEAOBAaHMA MAaIMEHTOB H
OTBETCTBEHHOCTb 32 CBEACHHsI, COCTABISIIOIINE BPaueOHYIO TallHy

YMeTh

- [IpoBoanTh c€OOp JAaHHBIX W BEJCHHE PETUCTPOB 11O
BPOXKACHHBIM  IIOPOKaM  pa3BUTHS, BPOXKAEGHHBIM W (WiM)
HacJIeJCTBCHHBIM 3a00JICBaHUSIM, B TOM YHCIIE B paMKax MOHHTOPHHTa
BPOXKIECHHBIX TIOPOKOB Pa3BUTHUS

- Hcnonp3oBaTh MeAMIIMHCKHE WH(OPMAILMOHHBIE CHCTEMBI U
MHPOPMALMOHHO-TEIEKOMMYHHKAIIMOHHYIO ceTh "VHTepHeT", B TOM
yucie WH(GOpMAlMOHHBIE CHCTEMBI 10 BPOXISHHBIM U (M)
HaCJICICTBEHHBIM 3a00JIeBaHUAM M BapHUaHTaM IOCIEOBATEIEHOCTH
JHK

- Hcnonp30BaTh B paboTe MepCOHANBHBIE TaHHBIE NAIINEHTOB H
CBEJICHHUS], COCTABILIIOINE BpaueOHYIO TalHY.

Brmanets

- HaBbikamMu BejeHMsI perucrpa cemMeil M NalueHTOB C
BPOXKACHHBIMA M (WJIM) HACJICJCTBEHHBIMHM 3a00JE€BaHHSIMH, B TOM
4uciIe B paMKaX MOHMTOPUHTA BPOKACHHBIX TOPOKOB PA3BUTHUS;

- HaBblkamn cOopa J1aHHBIX W BEIECHUS PETHCTPOB 110
BPOXKAEGHHBIM  IIOPOKaM  pa3BUTHS, BPOXKAEGHHBIM W (WiM)
HacJIeJCTBCHHBIM 3a00JICBaHUSIM, B TOM YHCIIE B PaMKaX MOHHTOPHHIA
BPOXICHHBIX TOPOKOB Pa3BUTHS;

- HaBpikamMn MCTIOTB30BaHUS B PabOTE MEPCOHATBHBIX JTAHHBIX
MAIIMEHTOB U CBEJICHNS, COCTABIISIONINE BPaYeOHYIO TalHy

2. O0beM AMCHUILIMHBI (MOAYJIs) 0 BUAAM Y4eOHOH padoThI




Tabauya 2

. Bcero, O0beM 1o cemecTpam
Buasbl yueoHoi#i padoThI yac. 1 2 3 4
KonTakTHasi paGoTa 00y4yaromerocs ¢
npenogaBaTesieM M0 BUAAM y4eOHbIX 3aHATHIi 80 80 - - -
(KoHTakT. pab.):
JleximonHoe 3ansarue (JI) 12 12 - - -
Cemunapckoe/npaktuyeckoe 3anarue (CI13) 68 68 - - -
Koncynpranuu (K) - - - - -
CamocrosTenpHas pabota 00yJaromerocs, B TOM YHCIIe 64 64 i i i
MTOATOTOBKA K MpoMekyTouHoi arrectanmu (CP)
Bun npome:xyTrounoii arrecranmu: 3auer (3), 3auet ¢
N 3auem 3 - - -
omneakoit (30), Dk3amen ()
R — B yacax 144 144 - -
B 324YeTHBIX eANHULAX 4 4 - -

3. Conep:xkanue TUCHUNIUHBI (MOIYJIfA)

Pa3znen 1. UndgopmManuoHHbIe TEXHOJOTHH U 0a3bl JaHHBIX B JeATeJIbHOCTH Bpava-
reHeTHKA.

1.1. O0mass XapaKTepuCcTHKAa INPUMEHEHHs HWH(OPMALMOHHBIX TEXHOJIOTHMH B
NMPaKTHKe padoThl Bpaya-reHeTHKa.

[IpoGnembl, pemraemMple ¢ TOMOIIBI0  HMH(DOPMAIMOHHBIX  TEXHOJOTHUH. Buubl
WH(QOPMAIIMOHHBIX TEXHOJIOTHH B  MEIUIMHE: OJEKTPOHHBIE MEAUIIMHCKHE  KapThl,
TEJIEMEIUIINHA, CUCTEMBI TIOIJICP)KKH TPUHSATUS PEIICHUH, J1abopaTopHbie HHPOPMAIIMOHHBIC
CUCTeMbl. TeXHOJIOTUM CEeMaHTHUYECKOro aHaln3a WH(OPMALUU: OCTPOCHUE CEeMaHTUYECKUX
ceTeil, WCHOIb30BAaHUE OHTOJOTUM, MPUMEHEHHE AaJITOPUTMOB TIIyOOKOTO OO0y4eHws,
UCIIOJIb30BAHUE BEKTOPHBIX TMPEJACTaBICHUM CIOB, U HUX nOpuMeHeHue. Cucrtemsl
HUCKYCCTBEHHOTO HHTEJIEKTa M WX THUMOBl (DKCIEPTHBIE CHCTEMbI, HEUpPOHHBIE CETH,
TEHETUYECKHUE aJTOPUTMBI) B 3aBUCUMOCTH OT pemaeMbix 3amad. llpeumymectBa u
OTpaHUYEHUS IPUMEHEHUSI HEUPOHHBIX CETEH B CEMAHTUYECKOM aHAIHN3e

1.2. Opranu3anus 3J1eKTPOHHOT0 JOKYMEHT0000pOTa B 3IPAaBOOXPAHEHHH.

EIMC3. Menunuackue wWHOOPMAIMOHHBIE CHUCTEMBl MEIUIIMHCKUX OpTaHU3aIlHil.
CoBpemeHHbIE TpeOOBaHUS K MEAMIIMHCKUM HWH(GOPMAIMOHHBIM CHCTEMaM METUITMHCKUX
opranuzaiuii. Opranuzanust paboThl ¢ JIEKTPOHHOW METUIMHCKON KapToil mamuenta (MUC
MedWork).

1.3. Teanemenuuuna.

Hamnpapnenus, opranuzanusi, TEXHOJOTHHU, OCHaileHue. HopmaTtuBHOE perynupoBaHue
MIOMOIIIA C HCIOJb30BaHueM TeeMeauiiuubl ([TopsAaok okasaHus METUIIMHCKON MOMOIIH C
WCIIOJIb30BAaHUEM  TEJEeMEAUIIMHCKNX TexHojoruid, Ilpmkaz MunzapaBa Poccum «O0
YTBEP)KJICHUH TIOpSAJIKA OPTaHHW3allMd W OKa3aHWUsS MEIUIIMHCKON TOMOINU C MPUMEHEHHUEM
TEeNEMEIUIIMHCKIX TexHonorui» u denmepanpHbiii 3ak0H «O TEPCOHAIBHBIX JAHHBIX)).
XapakTepucTuka TeJIeMeIUIMHCKUX cepBucoB: OnDoc, Aibomur, SHaekc.3m10poBke,
CO6ep3aopoBbe U ap.).

1.4. Cucrembl moaepKKH NPUHATHS pPelleHUIl B 3APAaBOOXPAHECHMH, MEJULIHE H
NMPaKTHKe padoThl Bpaya-reHeTHKA.

OcCHOBHBIE TIOAXOJBl K TIOCTPOCHHIO HWHTEUICKTYaJbHBIX CHCTEM B MEAHWIIUHE |
3npaBooxpaHeHuu. lcnonb3oBanue HWHGOPMAIMOHHO-TIOMCKOBBIX CHCTEM U CHCTEM



MNONJEPKKU TPUHATUS KIMHUYECKUX PpEUIeHHM B MpakTH4YecKoW paboTe Bpada-reHeTHKa.
[IpuMeHEeHNEe HCKYCCTBEHHBIX HEHPOHHBIX CETEM U1 PELIEHUS KIMHUYECKMX MEIUIIMHCKUX
3azad.

CucreMbl NOAAEPKKU NPUHATHS YINPABICHUECKUX pelleHud B 3apaBooxpaHeHuu (1C,
Bitrix).

ba3pl naHHBIX, colepKalllie CBEACHUS O HACIEACTBEHHBIX CUHJIPOMAaX, U KOMIIbIOTEPHBIE
JUAarHOCTHYECKUE MPOrPAMMBI.

Ocob6ennoctu pazpabotrkun UIIJIC st auarHOCTUKW HACHEACTBEHHBIX OOJIC3HEH:
CTaHJapTU3aLUs MEIULIUHCKON HH(GOPMAIIUH 110 HACIIEACTBEHHON MAaTOJIOTHH U paH)KUPOBAHHE
CUMIITOMOB 110 YaCTOTE BCTPEYAEMOCTH, CUCTEMBI ITOAJIEP’KKH B IMArHOCTUYECKOM IIPOLIECCE.

baza nannsix OMIM (unTepuer-Bepcus Online Mendelian Inheritance in Man): ucropus
CO3laHUsl M pa3pabOTKH, OCHOBHBIE XapaKTEPUCTUKU, BO3MOXKHOCTH U OTPAaHUYCHUS
MCIIOJIb30BaHUS.

KoMnbroTepHble  IMAarHOCTUYECKHME  IMPOTPAaMMBbl:  OCHOBHBIE  XapaKTEpPUCTHUKH,
BO3MOXKHOCTM ¥  OTPaHMYEHUS HCIOJB30BAaHUS, OCOOCHHOCTH WX JAMArHOCTUYECKUX
anropuT™MoB M uHTepdeiicoB. Okchopackas meaunuHckas 6asa manubix (Oxford Medical
Database - OMD) u eé pasmenst (London Dysmorphology Database London Neurogenetics
Database), POSSUM (Pictures Of Standard Syndromes and Undiagnosed Malformations).

WuteprHer-pecypesl: caiit GeneReviews (http://genetests.org).

WMHpopMaMOHHBIA IEHTP 10 TeHETHYECKUM U peakuM 3aboneBanusm (Genetic and Rare
Diseases Information Center - GARD).

baza JAHHBIX o OHTOJIOTHH dbenotumna YeJoBeKa (HPO):
https://rarediseases.info.nih.gov//.

[IpuMeHeHrne KOMMBIOTEPHBIX MPOrpaMM JUIsl NOAJIEPKKU KIMHUYECKUX PEUICHUH MpHU
JIMarHOCTUKE  HACJIEACTBEHHBIX  3a00J€BaHUM, XapaKTepU3YIOUIUXCA  CleHU(PUIECKUM
¢denotunom (moprperHas auarHoctuka): Face2Gene, HPO u nip.

[TourickoBbIEe CUCTEMBI JIJISl M3YYEHUs] TEHOMHBIX BapHalMil M MOJJEPKKU pEelIeHUH Mmpu
WHTEpIpETalli TeHOMHBIX AaHHBIX (VarSome, minatdopma HCKYCCTBEHHOTO WHTEIUICKTA
Genoox (Franklin)), BO3MOXHOCTH ¥ OTPaHUYCHHUS UCIIOIb30BAHHS STHX CEPBUCOB.

Peructpsel cemeit ¢ HacieCTBEHHBIMU 3a00JieBaHUsAMU U OnoOaHku. Vcropus co3ganus,
HeNd W MPUHLUIBL pa3pabOTKU PETUCTPOB CeMeil C HacleJCTBEHHBIMH 3a00JIeBaHUSAMU,
BO3MOXHOCTH NpPUMEHEHUs. 3apyOeKHble, MEXIyHapOAHbIE U POCCUICKHE PETUCTPHI U OIBIT
UX HCIHOJb30BaHUA. 3apyOexHble PperucTpbl HacielcTBeHHbIX OonesHeil: HGDBMS,
GENE.SERV, MEGADATS, HanuoHanbHas TeHeTudeckas ©a3a JaHHbIX V3pauns:
http://server.goldenhelix.org/ israeli; npoekt «I'enom Hunmepnanmo» (GoNL): http://www.
nlgenome.nl, peructp ¢unckux Oonesneit: http://www.findis.org/, peructp HacieacTBEeHHOI
natosioruu bpurtanckoi Komym6un (Kanaga). Oco6eHHOCTH pa3pabOTKu CUCTEM MOHUTOPHHTA
BPOXJIEHHBIX IIOPOKOB  Pa3BUTHUA, MEXKAYHAapOJHbIE CHUCTEMBl MoOHHTOpHHra BIIP.
XapaKkTepUCTUKU KOMIIBIOTEPHOM CUCTEMBI perucrtpauuu u monurtopunra BIIP B Poccum.
XpaHeHue JaHHbBIX U epCOHATN3upoBaHHas nHpopmanus. BpaueOnas TaiiHa.

Paznesa 2. O6mas OuonHpopmaTuka.

2.1. OcHOBHBIE 321244 M MeTO/AbI OUOMH(POPMATHKH.

2.1.1. buoundpopmaTnka kKak Hayka. Vctopus BO3SHUKHOBEHHMsS] OMOMH(YOPMATUKH Kak
Hayku. CoBpeMeHHbIe B3IUIAAbl Ha OMOMH(POPMATHUKY, €€ BO3MOKHOCTH M TEpPCHEKTUBBHI.
ba3oBblie HanpaBieHus: OMOMHPOPMATHKU: TEHOMHKA, TPAHCKPUITOMUKA U IPOTEOMHUKA.



2.1.2. Cnemudurka pabOTel ¢ OHOJOTHYECKUMHU JaHHBIMU. BHIbI OHOIOTHYECKUX
nociye0BarenbHOCTeR. 'OMO- U reTeponoauMepHble OMOJIOTNYECKUE MAKPOMOJIEKYIIBI.

2.1.3. buomndpopmatuueckre 0a3pl gaHHBIX. OCHOBBI TOWCKA 3amuced, WX
UCTIOJIb30BaHUE B TIpakTudeckoil padore. I'enomusie Opaysepsl (UCSC, IGV). OcHoBHbIE
Hay4HbIE TIPOEKTHI - TEHEPaTOPbl MOJEKYJISIPHO-OMOJOTHUECKUX MaHHbIX. PedepeHcHbI
TCHOM.

OcHOBHBIE  DJIEKTPOHHBIE MeEAMKO-Ouosiornyeckue ©0as3bl JaHHBIX, COZepXKallue
uHpopmaruo o 6uonornyeckux nocienoBarenbHocTIX: NCBI (RefSeq, OMIM, Nucleotide,
Gene, Protein, UniGene); EMBL, UniProt, PDB, KEGG.

ba3pl nmaHHBIX TO HHU3KOMOJIEKYJSPHBIM coequHeHussiM u JnekapctBam (PubChem,
ChEMBL, DrugBank, ClinicalTrials.gov).

[TpuHIMNIBl AM3aliHA OMUTOHYKJICOTUAHBIX MOCIEI0BATENbHOCTEH (TIpaiiMepoB, 30H/I0B),
UCTIOJIb3YEMBIX IIPH MTPOBEACHUU MOJIEKYJISIPHO-TEHETHYECKOTO aHAIIN3A.

2.2. [IapHoe BbIpAaBHUBAHME.

BripaBHMBaHMEe U CpaBHEHHE NocleaoBarenbHOcTel. Llenn u TUmbl BBIpaBHUBAHMIA.
[Tomapunoe BbeipaBHuBaHue. BLAST (Basic Local Alignment Search Tool) Ilpuniumns
BBIpaBHUBAaHUS TMOcieqoBarenbHOCcTe. Pacuér ouenku BwipaBHUBaHUs (Score). [lonsitue
romosioruu. OpTOJIOTH U APaJIOTH.

2.3. Anaian3 pe3ybTaroB cekBenuposanusi IHK.

2.3.1. CrangapTHble KOMIBIOTEPHBIE CPEACTBA BU3YyaTU3AllMU U aHATU3a HYKJICOTHIHBIX
MOCJIEIOBATEIbHOCTEH, TMoydyaeMblx B pe3ynbrare cekBeHupoBanus JIHK (Chromas,
Integrative Genome Viewer, UCSC Genome Browser).

2.3.2. TlpuHiunsl paboThl C pe3ylbTaTaMH BBICOKOIIPOU3BOIUTEIBHOTO MAPAIICIBHOTO
cekBenupoBanusi J[HK. COGopka renomoB. [IpuHImmnel aHanu3a KadecTBa pe3yjIbTaToOB
cekBeHupoBanus. [IpuHIMIBI orcka 3k30HOB U UHTPOHOB. [Touck ORF (OTKpBITBIX paMok
CUUTHIBAHUSA).

2.3.3 ®opmarel NGS pannbix: FASTQ, BAM, VCF. Cocras FASTQ, BAM, VCF
daiinos. [Tpunmunst padotel ¢ FASTQ, BAM, VCF ¢aitnamu.

Paznen 3. UndopmaumoHHble TeXHOJIOTHHM [JIsi HHTEpPHNpeTALMH pe3yJbTAaTOB
CEKBCHHPOBAHUSI.

3.1. BapuanTbl HYKJCOTHAHBIX mocaegoBatenbHocTed. Kiaccmpuxanmsa u
HOMEHKJIATYypa.

OnpeneneHue  BapMaHTa  HYKJICOTHAHOM  MOCIEAOBAaTENbHOCTH  (T€HETUYECKOTO
BapHaHTa), TOHATHE O  KIMHUYECKOW  3HAUYMMOCTH  BApUAHTOB  HYKJIECOTHIHBIX
nocneaoBarenbHocTell.  BnusHue  cpenoBbIX  (DaKTOPOB Ha  XapakTep  MPOSIBICHUS
denotunmyeckoro dddexra TeHEeTHYecKOoro BapuaHTa. Kiaccudukanus TreHeTHYeCKHuX
BapraHTOB. HoMeHKIIaTypa reHeTH4eCKUX BapUaHTOB: OyKBEHHbIE 0003HAYEHUS] HYKJIEOTHIOB
reromuoii JIHK, x/IHK, PHK, muroxonapuansaoii JIHK, amuHOoKuCIOT Oenka; Hymepamus
HykieotuioB B Mojekyne JIHK, o0o3HaueHHe KOAMPYIOIIUX W HEKOIUPYIOIIUX YYaCTKOB
JIHK, HOMeHKIaTypa MyTauuii CalTOB CIUIAiCMHIa, HOMEHKJIATypa WHCEpLUUN U AeNenui,
OJTHOHYKJICOTUHBIX 3aMeH. OCOOEHHOCTH 3alMCH U3MEHEHHS Ha YpOBHE OEIKOBOTO MPOIYKTA.

3.2. Meroabl JeTeKUMH BAPHAHTOB HYKJICOTHAHBIX MOCJIEI0BATEILHOCTEH U
onpejaeleHHs UX ATOTeHHOCTH.

3.2.1. CoBpeMeHHBIE METOJBI MOJICKYJISAPHO-TCHETHUYECKOW JHATHOCTUKH OCHOBHBIX
BPOKAEHHBIX, HACIEJACTBEHHBIX U HACIEACTBEHHO OOYCIIOBIEHHBIX HO30JOTHYECKHX (popm, U
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MaTOJIOTUYECKUX COCTOSHMM. MeTonpl omnpeaeneHuss MEepPBUYHON CTPYKTYpbl MOJEKYI
HYKJICMHOBBIX KHUCTIOT. [IpenMyinecTBa U orpaHMueHUs Pa3HbIX IMOAXO0I0B (CEKBEHUPOBAHUE TIO
CaHrepy, aHeNnbHOE, 3K30MHOE, TEHOMHOE CEKBEHUPOBAHNE, HAHOIIOPOBOE CEKBEHUPOBAHUE).

3.2.2. MexaHu3Mbl IATOT€HHOCTH F€HETUYECKNUX BAPUAHTOB.

BBIpOXIEHHOCTh TEHETUYECKOTO0 KOJa W CHHOHMMHUYHBIC 3aMEHBI HYKJICOTH]IOB,
MEXaHHU3MbI TATOT€HHOCTU CUHOHUMUYHBIX 3aMEH.

BnusHue  MHcceHC,  HOHCEHC, CHHOHHUMHYHBIX  BapHaHTOB  HYKJICOTHUJHBIX
MoCJeA0BATEIbHOCTEH, HHCEPLUIA/Ieenii Ha KOTMYECTBO U CTPYKTYpY OEITKOBOTO MPOIYKTa.
Herpamanus MPHK kak pe3ynbTaT HOHCEHC-BapHMaHTOB. 3aBHCHUMOCTh 3(dekTa HOHCEHC-
BapHaHTa OT PACIOJIOKEHUS B T€HE OTHOCUTEIBHO €ro 3'-KOHIa.

3.2.3. IloHsATHE PBOJIOLMOHHON KOHCEPBATUBHOCTH Y4acTKOB reHoMa. lcmonb3oBaHue
aHaJIM3a KOHCEPBATUBHOCTH ISl OLICHKH MTATOr€HHOCTH MHCCEHC-BAPHAHTOB.

3.2.4. Hcnonb3oBaHWE [aHHBIX CTPYKTYpHOTO aHajau3a Oenka JUisl MpeJcKa3aHus
(GyHKIIMOHATBHON 3HAYMMOCTH MUCCEHC-BAPUAHTOB.

3.3. Kniunnyeckasi MHTepHpeTanus pe3yJibTATOB CeKBEHHPOBAHUS.

3.3.1. Poccuiickue u 3apyOexHble pEKOMEHAANMU 1O HHTEPHPETAUU JaHHbBIX
nocnenoBarenbHoctd JIHK uenoBeka, Mmoiyd4eHHBIX METOJIaMH MAacCOBOTO MapajuieIbHOTO
cexkBeHupoBanusi (MPS): ocHOBHBIC TIOJIOKEHUST U CPAaBHUTEIIbHAS XapakTepucTuka. Kpurepuun
MATOT€HHOCTH TEeHETUYECKIX BAPHAHTOB.

3.3.2. XapakTepucTuka Iporpamm JUisi IPEICKa3aHus MaTOTCHHOCTH Pa3IMYHbBIX THIIOB
TCHCTHYECKUX BapUAHTOB. KpHUTEepHH OIICHKM MAaTOTCHHOCTH paHEe HEONHMCAHHBIX BApHUAHTOB
HYKJIICOTHIHON TmocneaoBareiabHoCcTU. Bapuantsel ¢ motepedt QyHkuuu. DyHKIMOHAIbHBIE
MCCJICIOBAHMS JIJIs1 OLIEHKH IMaTOT€HHOCTH BapuaHTOB. CeMeliHbIil aHaMHe3 U 0a3bl JaHHBIX IS
OILICHKH MMaTOT€HHOCTH.

3.3.3. AnropuTMbl MOMCKa MATOTCHHBIX BapHaHTOB. [[OMCK MATOTeHHBIX BApHAHTOB IO
annenbHOU yactote. Mcnonb3oBanue 6a3 ganubix (ClinVar, gnomAD, COSMIC, DECIPHER)
JUIsl TIOMcKa HWH(GOpMaluu O TMAaTOreHHOCTH BapuaHTa. (OCoOEHHOCTH HWHTEpIpeTaliu
MATOTEHHOCTH TEPMHUHAIBHBIX W COMATHYECKHX BapuaHTOB. OCOOCHHOCTH HWHTEPIPETAINH
MATOTEHHOCTH BapPHAHTOB, HHAKTHBUPYIOIIUX JIMOO aKTHBUPYIOMIHNX (DYHKITUIO TeHa/0eKa.

3.3.4. OOmme TpeOoBaHUS K OQGOPMIICHHIO OTY€Ta W 3aKIIOUYCHHS O pe3yibTaTax
uccinenoanus. [lpaBuna Hanmucanus 3akmoueHus mno pedynprataM NGS ananuza. OCHOBHBIE
MYHKTBl MEIUIIMHCKOTO 3aKifoueHus mo pesynbraraM NGS naHHbIX. Bapuantbel, KOTOpbIe
BBIHOCATCS B 3akitoueHue. [IpaBuna 3anucu BapuaHTOB B 3aKJIIOUEHUH.

3.3.5. Ocobennoctu uHTepnperanuu NGS naHHBIX B 3aBUCHMOCTU OT BHUJA U 00BEMA
uccieIoBaHwusl (MTaHEeH, YK30MbI, TEHOMBI) U TIOJITOTOBKU 3aKJTFOUCHUSI.

4. YyeOHO-TEeMATHUYECKHUI MJIAH IUCHUILITHHBI (MOXYJIA)

Tabauya 3
KosnyecTBo yacoB
Homep ®opma Kon
pa3inena,| HaumeHoBaHue pa3nesioB, TeM Konr KOHTPO | MHJIUKATO
TeMbl Bcero| akr. J |CII3| K | CP s pa
pao.
Cemectp 1 144 80 12 68 - | 64 | 3auer
NudopmanuoHHbIe TEXHOJIOIHHU VYermeri | OINK-1.1
Pasgen 1| 1 0a3pl JaHHBIX B JeATEJbHOCTH 30 18 2 16 - | 12 | ompoc | OIIK-1.2
Bpavya-reHeTHKa. OIIK-10.1

11




Tema 1.1

OO0mmas XxapakTepucTUKa
npUMeHeHHsT HHPOPMAIHOHHBIX
TEXHOJIOTHi B TIPaKTHKE paboThI
Bpaya-reHeTHKa

OIIK-10.2
I1K-2.4

Tema 1.2

OpraHusanust dIeKTPOHHOTO
JIOKyMEHT0000pOTA B
3APaBOOXPAHCHUH.

Tema 1.3

Tenemenuiuna

Tema 1.4

CucteMbl MOAAEPKKH TIPUHATHS
pELICHNH B 3paBOOXpaHEHNH,
MEJIUIMHE U TPAKTUKE PaOOTHI
Bpaua-TeHeTHKa.

Paznen 2

O0mas omonHpopmaTuka

40 22 18 - | 18 | Curyan | OIIK-10.2

Tema 2.1

OCHOBHBIE 3aJJa4X H METO/BI
6nonH(pOPMATHKH.

HOHHBIE [IK-2.2

20 3a7a4n

12

Tema 2.2

[TapHOE BBIpaBHUBaHHE.

Tema 2.3

AHanu3 pe3ynbTaToB
ceksenupoBanus JHK.

12

Paznen 3

HNudopmaunoHHble TEXHOJIOTHH
AJIs MHTeprpeTanuu
pe3yJbTaTOB CeKBEHUPOBAHUS

OIIK-10.1
OIIK-10.2
[1K-2.2

Curyan
HOHHBIE
3a1a4u

74 40 34 | - | 34

Tema 3.1

BapI/IaHTLI HYKJICOTUIHBIX
MOCJEeI0BATEIbHOCTEH.
Knaccudukaius 1 HOMEHKIATypa.

I1K-2.4

Tema 3.2

MeTonpl IeTeKInN BapHaHTOB
HYKJICOTHIHBIX
[10CJIEIOBATEILHOCTEN 1
OTIpEeJICNICHHS UX TATOTEHHOCTH.

20 10 10

Tema 3.3

Knuanyeckast nHTepIpeTanus
Pe3yNbTaTOB CEKBEHUPOBAHUS.

46 26 2 24 - | 20

Oo0nnii 00Lem

144 80 12 68 - | 64 | 3auer

5.

YueOHO-MeTOANYEeCKOe 0O0ecTIeYeHne CAMOCTOAATEIbHOM PadoThI 00y4aromuxcs

HCJ'IB CaMOCTOSTEIbHOMN pa6OTLI 06yqaroumxc;1 3aKJIIO4acTCsa B FJ'Iy6OKOM, IIOJIHOM
YCBOCHUUA yqe6Hor0 MaTepuajlia U B pa3BUTHHU HABLIKOB CaMOO6pa3OBaHI/I$I. CaMocTrosTenbpHas
pa60Ta BKJIIOYaAcCT: pa60Ty C TCKCTaMH, OCHOBHOH M JIOIOJHUTEIBHON HHTepaTypOﬁ, yqe6H0-

METOANYECCKHUMU HOCO6I/I$IMI/I, HOPMAaTUBHBIMH MarcpruajaMv, B TOM YHUCIC MaTCpuajiaMu

WuTepHera, a Takke NpopabOTKa KOHCIIEKTOB JIEKIUI, ydacTue B paboTe CEMMHAPOB, HAYYHbIX

KOH(epeHIUSIX.
OTnenpHBIX 3aJIaHUN TSI CAMOCTOSITEIILHOM paOOThI HE IPEAYCMOTPEHO.
Tabnuya 4
Homep .
HaumenoBanue pasgena Bonpocsl 1J1st caMOCTOATeIbLHOM PadoThI
pa3gena
1. Wudopmannonnsie TexHomorun 1 | 1. DTHYECKHe U IPABOBBIE ACTIEKTHI CO3/IaHMS TeHETHIECKUX

0a3bl JaHHBIX B ACATCIBHOCTH
Bpada-reHEeTUKa

0a3 JaHHBIX.

2. STH‘{CCKI/IG 158 HpaBOBLIe ACIICKThI CO3JaHUA 6I/IO6aHKOB.
3. MesxayHapoIHbIE PETHCTPhI U CUCTEMBI MOHUTOPUHTA.
4. CpaBHI/ITGJ'IBHaH XapaKTepI/ICTI/IKa TEIEMCAUIINHCKUX
CEpBHUCOB

5. Pabora ¢ GeneReviews

6. Pa6ora ¢ Face2Gene

7. Pa6ora ¢ HPO

8. MamuHHOe 00ydeHNe U HCKYCCTBEHHBIH HHTEIUIEKT [T

paboThI C TEHETUIECKUMH 0a3aMu JaHHBIX.
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2. Oo61mas Guonndopmaruka 1. Pabota c reHOMHBIMU Opay3epamu.
2. OCHOBHbIE Hay4YHBIE IPOCKTHI - FeHEPaTOPHI
MOJICKYJIIPHO-OHOIOTNYECKUX TaHHBIX.
3. ba3bl TaHHEIX 110 HU3KOMOJICKYIIAPHBIM COSIMHCHUSIM H
JIeKapCTBaM.
4. ITon6op mpaiimMepoB, mpakTH4eckas padboTa.
5. Oproioru 1 mapaiord, padoTa Mo NOUCKY JaHHBIX
BapUaHTOB.
3. WHdopManmoHHbIe TEXHOIOTUH 1. Homenknarypa u kiiaccu(UKaIus FeHeTHIECKIX
JUISL MHTEPIIPETAlliU Pe3yNIbTaToB | BapHaHTOB
CEKBEHHPOBAHUS 2. PykoBoacreo ACMG no nHTepriperannu JaHHbIX,
noxydeHHbIx MetogoM NGS.
3. Poccwuiickoe pykoBoactBo ACMG no nntepnperanuu
JIAHHBIX, MOJy4eHHBIX MeTooM NGS.
4. CpaBHHUTENBHAS XapaKTEPUCTHKA TEXHOJIOTHH 1 OAX0J0B

TIOJTYYC€HHBIX TaHHBIX.

Pa3HBIX METO/IOB CEKBEHUPOBAHHS M OCOOCHHOCTH MHTEPIIPETALINH

5. Wnatepnperanus NGS naHHBIX, MOATOTOBKA 3aKIFOYCHUSI.

KOHTpOJIB CaMOCTOSITEILHOMN pa6OTBI OCYHICCTBJIACTCA HA CCMUHAPCKUX (HpaKTI/I‘IeCKI/IX

33.H$ITI/I$IX) 3aHATUAX.

6. OueHouHbIe cpeACTBA /1JIsl IPOBEAEHHUS TEKYIIEro KOHTPOJIS yCIeBaeMOCTH U
NMPOMEKYTOUYHOM aTTeCcTAllU 00y4aloINXCs

[IpumepHBbIE OLIEHOYHBIE CPEACTBA, BKIIOYAs OLICHOYHBIC 3aJaHUsl I MNPOBEACHUSA

TEKYIIEro KOHTPOJIS YCIEBAEMOCTH M IPOMEXKYTOYHOM aTTecTaluu OO0y4aroluxcs [0

JUCHUIIIMHE (MOAYJIIO) TPEJCTaBJICHBI

B IIpwioxenun

JMCIUILTHHE (MOIYITIO).

1 OueHounsle cpeAcTBa IO

7. YueOHO-MeTOAUYECKOe U HH(POPMAINIMOHHOE o0ecnieyeHne TUCIHIINHBI (MOLYJI51)

Tabnuya 5
Ne ABTOp, HAUMEHOBaHHue,
KonuyecTBo 3x3eMnIsipoB

n/n MeCTO U3JaHMsl, H31aTeJILCTBO, I'0J U31aHHUS

OcHoBHas1 JIUTEpPaTYpa

1. MenuuuHckas nHpopmarnka: ydeOHuK / mox oom. pen. T.B. 3apyounoi, 10
B.A. KobOpuHckoro. — 2-¢ m3a., mepepad. u mom. — Mocksa : [DOTAP-

Menua, 2022-1-464.

2. MenunuHckas uHpopMmaTtuka [DIEKTpOHHBIH pecypc]: ydeOHMK / moj YV nanenunslil foctyn
o6ur. pen. T. B. 3apy6unoii, b. A. Kobpunckoro. - 2-¢ u3f., nepepad. u | https://www.studentlibrary.ru
gom. - MockBa: TDOTAP- Menua, 2022. - 464 c. - ISBN 978-5-9704- | /book/ISBN9785970462737.
6273-7. html

3. Menummackas  uHbopmatuka [Teker]: [y4eOHHMK A BBICHIETO 20

MenunuHckoro oopaszosanusi] / [T. U. 3apyouna, b. A. Koopunckwuii, C.
C. benonocoB u ap.]; mox o6mr. pexn. T.B. 3apyounoii, b.A. Ko6puHckoro.
— 2-e u3., nepepad. u pomn. — Mocksa: [DOTAP-Menua, 2022. — 462 c.:
wi. — bubnwnorp.: C. 456-457. - Ilpenm. ykasz.: C. 458-462. — ISBN 978-5-
9704-6273-7

4, MenunuHckas nHbopMaTHKa [DieKTpoHHbIH pecype]: yueonuk / T. B. VYV naneHHslil JocTyn
3apy6una [u ap.]; moa obw. pen. T. B. 3apybunoit, b. A. Kodpunckoro. - | https://www.studentlibrary.ru
Mocksa: 'DOTAP-Menna, 2016. - 512 c. - ISBN 978-5-9704-3689-9. /book/ISBN9785970436899.

html

5. MenunuHckass uHGOpPMaTHKa M CTAaTHCTHKA [DIEKTPOHHBIA pecypc]: VYV naneHHslil JocTyn

yaeOHO-MeToandeckoe mocodue / C. Tmymxos, E. [lanwiosa, U.
HxonnukoBa, T. HoBocenosa, H. Ilponbkun, M. Cemensruera; C. B.
I'mymikos, E. 1O. [JlanunoBa, . A. HMkonnukoBa [u ap.]. - Mocksa:
I'S0TAP-Menua, 2025. - 208 c. - ISBN 978-5-9704-8705-1, DOI:
10.33029/9704-8705-1-M1S-2025-1-208.

https://www.studentlibrary.ru
/book/ISBN9785970487051.
html
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6. OO01men0CTyHBIE pecypchl OHOMH(DOPMATHKH: OHOJOrHYeCKUEe Oa3bl VY naneHHsiit foctyn
JaHHBIX, TeHOMHBIA Opay3ep UCSC [DnekrpoHHBI pecypc]: y4ueGHo- | https://rsmu.informsystema.r
Meromuueckoe mocooue/PHUMY wum. H. WM. Iluporosa, xad. | u/uploader/fileUpload?name
OuouHpopMaTuKn Men.-6moi. ¢ak.; [coct.. Bb. B. Immos, A. A. | =192250.pdf&show=dcatalo
Jlaryuun]. — Mocksa, 2023. — 53 c.: wi. — bubnmorp. gues/1/5634/192250.pdf&vie

w=true

7. Wudopmarnka, MequIMHCKAs MHPOPMATHKA, CTATUCTHKA [DIEKTPOHHBIHA VY naneHHsI JOCTYI
pecypc]: yue6uuk / B. II. Omenpuenko, A. A. Jlemumosa. - Mocksa: | https://www.studentlibrary.ru
I'SO0TAP-Menna, 2021. - 608 c. - ISBN 978-5-9704-5921-8. /book/ISBN9785970459218.

html

8. Pe6poBa O.}O. Kpurnueckuil aHanu3 MEIUIHMHCKHX MyONUKanuid c 20
MO3UIKK JToKa3aTeabHON MemauuuHbl [Tekct]: [yueOHOe mocobue s
MeauimHckux By30B] / O. FO. Pedposa; O. 0. Pebposa; PHUMY um. H.

u. [Tuporosa, xad. Mea. KubepHETHKN U UHHOPMATUKH Mea.-Ono. dak. -
Mocksa: PHUMY um. H. U. Tluporosa, 2021. - 137 c. : un.

9. Kputnueckuit  aHanM3  MEOUIMHCKHX  NyOAMKanMid ¢ MO3UIUI Y naneHHsIil noctyn

JIOKa3aTeIbHON MeOuUuHbl : yduebHoe mocobue / O. 0. Pebposa ; | http://rsmu.informsystema.ru
MuHnucTepcTBO 3/IpaBOOXPAHCHUS Poccuiickoit ®denepanuu, /login-
OdenepanpHOE  TOCYAapCTBEHHOE  aBTOHOMHOE  oOpasoBatenmpHOe | user?login=YwuraTtenp&passw
yupexaeHue BbIciiero oOpa3oBaHus "PoccHiickWii HaIIMOHAIBHBIN ord=010101
HCCIeI0BATEIBCKU MeAUITMHCKIHN yHUBepcuTeT umeHu H. U. [Tuporosa”
(®rAOoy BO PHUMY wum. H. U. IluporoBa Munzapasa Poccumn),
Kagenpa wMenunmHckoii kuOepHeTnkd U uHGpOpPMATHKH, Meauko-
ouonornueckuii pakynprer. — Mocksa : DI'AOY BO PHUMY, 2021. —
137 ¢. : mn., Tabum. : 21 cm.; ISBN 978-5-88458-555-3.

10. | HacnencrBeHHble OOJNE3HM: HAalMOHAJIbHOE PYKOBOACTBO: KpaTKoe Y naneHHsIi 0CTYI
usnanue / mox pex. E. K. I'uutepa, B. I1. [y3sipeBa. - Mocksa: [TDOTAP- | https://www.studentlibrary.ru
Menua, 2019. - 464 c. - ISBN 978-5-9704-4981-3 /book/ISBN9785970449813.

html

11. MenunHCKas TeHETHKa: HallMOHAIBbHOE pykoBoacTBo/ mop pen. E. K. VY nanenHslit joctyn
T'untepa, B. I1. Ily3eipeBa, C. . Kynesa. - Mocksa: [DOTAP-Menua, | https://www.studentlibrary.ru
2024. - 896 c. (Cepus "Hammonansubie pykoBojctsa") - ISBN 978-5- | /book/ISBN9785970485576.
9704-8557-6 html

JomoaHuTenbpHas1 JUTEPATYPa

1. Wndopmarnka 2015 [DnexkTpoHHBIH pecype]: yuebHoe ocodue / Y maneHHsIi JOCTYI
Aunekcees A. I1. - Mocksa: COJIOH-TIPECC, 2015. - 400 c. - ISBN 978- | https://www.studentlibrary.ru
5-91359-158-6 /book/ISBN9785913591586.

html (

2. MaremaTuueckue acniekthl renetuku / A. H. BomoOyes, U. JI. [laBbiakuH, Y naneHHsIil noctyn
A. B. Koncanos, J[. A. Kymnaii. [Dnexrponnsiii pecypc] — Mocksa: | https://www.studentlibrary.ru
I'90TAP-Menna,  2020. - 176 ¢~  Pexum  gocryma: | /book/ISBN9785970458907.
http://marc.rsmu.ru:8020/marcweb?2/Default.asp. html

3. Tcuxoorusi, METUIIMHCKAS dTHKA W ICOHTOJIOTHs: y4ueO. mocodue / D. A. Y naneHHsIi 1ocTyn
Houenko, T. ¥0. KpectpsiuuuoBa, M. B. Hlomkosa. - Munck: PUIIO, | https://www.studentlibrary.ru
2024. - 282 c. - ISBN 978-985-895-184-9 /book/ISBN9789858951849.

html

Ilepedyensb pecypcoB HHPOPMALMOHHO-TEJIEKOMMYHUKAUMOHHOM ceTH « MHTEepHEeT»

1. Odummaneusiii caitt PHUMY': anpec pecypca — https://rsmu.ru/, Ha KOTOpOM
coziepKarcsl CBeJCHNsI 00 00pa3oBaTeIbHON OpPraHW3alMU U €€ TOJpa3IesICHHsIX, JOKaIbHbIe
HOPMATUBHBIC AKTBEI, CBEACHUA O PCAIU3yCMbIX O6p330BaTeJ'H)HBIX mporpamMmmax, Mux yqe6H0-
METOANYECKOM u MaTCpUaJIbHO-TCXHUYCCKOM O6€CH€‘I€HI/II/I, a TaK¥XeE CIipaBOYHas,
orepatuBHas U uHas uH(opMmarus. Uepe3 opuumanbHbI calT oOecrieynMBaeTcsi JOCTYI BCeX
YYaCTHHKOB 00pa30oBaTEIbHOIO Mpolecca K Pa3IMYHbIM CEpBUCAM U CChUIKaM, B TOM YHCIE K
ABTOMAaTHU3MPOBAHHOM CHCTEME IIOATOTOBKM KaJpOB BbICIICH KBamuuKanmuu (Jamee —
ACIIKBK);

2. ObC PHUMY um. H.U. Iluporosa — DnekTpoHHast OMOIMOTEYHAS CUCTEMA;

3. OBC IPRbooks — DekTpoHHO-O0MOIMOTEYHAS CUCTEMA,;
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OBC Aitbykc — DneKTpoOHHO-OUOIMOTEeUHAs CHCTEMA;

OBC Bykam — DneKTpOHHO-0MOIMOTeYHas CUCTEMA;

OBC Jlanp — D1eKTpOHHO-O0MOINOTeYHAs CUCTEMA;

OBC OpaiiT — DnekTpoHHO-O0u0IMOTeYHAsl CHCTEMA,

3BC «IPR SMART» - DnekTpoHHO-0M0IMOTEYHAst CUCTEMA,;

© oo N Ok

OBC «BIBLIOPHIKAY» DnexkTpoHHO-0MOIHOTEeYHasI CUCTEMA;

10. OBC «Polpred. JlenoBbie cpencTBa MaccoBoOi HHPOPMAITUNY - IIECKTPOHHO-
OMOJIMOTEYHAS CUCTEMA;

11. OBC «KOHCYNIBTaHT CTYJAEHTa)» - DJICKTPOHHO-OMOINOTEUHAS CHCTEMA.

Hepeqenb HpO(l)eCCI/IOHaJILHbIX 0a3 JAaHHBbIX H I/IH(l)OpMaIII/IOHHBIX CIIPaBOYHBIX
CHUCTEM

1. https://www.garant.ru — TapaHT.py, COpaBOYHO-TIpaBOBasi CHUCTEMa IO
3akoHogarenbcTBy Poccuiickoit denepanuu;

2. https://pubmed.ncbi.nlm.nih.gov — Pub Med kpymHeiiinas TMTOJTHOTEKCTOBAS
KOJUJICKIIHSI BEYIIIUX JKYPHAJIOB 110 OMOMEUIIMHCKUM HCCIICIOBAHUSM;

3. https://onlinelibrary.wiley.com/ - onnaiin-6utiaunorexa Wiley;,

4. https://www.sciencedirect.com/ - KOJIJICKIMS TOJHBIX TEKCTOB PEICH3UPYEMbIX

KYPHAJIOB, )KyPHAJIbHBIX CTATEH U TJIaB KHUT;

5. https://www.science.org/ - OecrutaTHBIH AOCTYN K OTICIBHBIM IMTyOJIUKAIIHSM,
HOBOCTH B HayKe;

6. https://www.tandfonline.com/ - apxuB KaueCTBEHHBIX  PEIEH3UPYEMBIX
KYpHaJIbHBIX CTaTel, ony0nKoBaHHbIX o uMnpuHTamu Taylor & Francis, Routledge u Dove
Medical Press;

7. https://www.cambridge.org/core - mOJHOTEKCTOBas KOJUIEKIHSA JKYPHAJIOB
uznatenberBa Cambridge University Press;

8. https://www.elibrary.ru/defaultx.asp - Hay4unas sekTpoHHas OHOIHOTEKA;

9. https://www.rsl.ru/ - Poccuiickas I'ocynapctBeHHas 6ubimoTeka, OpHIHaTbHBII
cair;

10. https://nlr.ru/ - Poccuiickas HanmoHaabHast OMOIMOTEKA, OPUITHATBEHBIN CANT;

11. https://femb.ru/ — ®enepanpHas 37eKTpOHHAs MEAMIMHCKas OuOIMoTeKa M3
P®;

12. https://rusneb.ru/ — HanmonanbsHast snektponHas oubnuoreka (HOB);

13. https://cyberleninka.ru/ — Hayunas anextponHas oubnnoreka «KubdepJleHnnkay,

14. https://library.mededtech.ru/docs - wundopmanmonnsiii pecypc «bubianoreka
aKKpeTUTAIN,

15. https://omim.org/ - KaTayior reHOB 4elloBeKa U HACJICACTBEHHBIX 3a00JICBaHUM C
OITMCAHUSAMH KJIMHUYECKON KapTHHEI,

16. https://www.ncbi.nIm.nih.gov/books/NBK1116/ - onmaiiH-0a3a  JaHHBIX,
cojiep KaIas CTaHIapTH3UPOBAHHBIC CTAThH O HACICICTBEHHBIX 3a00JICBAHUSX

17. https://franklin.genoox.com/clinical-db/home — o6naunas ratdopma Ha OCHOBE

HUCKYCCTBEHHOI'O  HMHTEJUIEKTa, paspaboraHHas kommnanuedt (Genoox, i  aHanuza
HACJIECTBEHHBIX BAPUAHTOB B PEAJIbHOM BPEMEHHU Ha OCHOBE MEAMIIMHCKUX JJOKA3aTENIbCTB;

18. https://varsome.com/ - tuardpopma I8 KIMHUYECKOW  WHTEPHpPETAIUN
TeHETHYECKUX BapUAHTOB;
19. https://genome.ucsc.edu/ - BusyanbHbIii Opay3ep misi MpPOCMOTpa W aHaIHM3a

AHHOTHPOBAHHBIX 'CHOMHBIX MOCJIEI0BAaTEILHOCTEIA.
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20. https://www.ensembl.org/index.html - Bpay3ep u 6a3a maHHBIX JUIS AaHHOTAIMH U
aHaJIM3a TEHOMOB ITO3BOHOYHBIX

21. https://dgv.tcag.ca/dgv/app/home - Karanor cTpyKTypHBIX Bapualfii B TeHOME
3I0POBBIX JIFOJEH;

22. https://www.deciphergenomics.org/ - baza gaHHBIX CTPYKTYpPHBIX MEPECTPOCK B
TCHOME YeJIOBEKa.

23. https://www.hgmd.cf.ac.uk/ac/index.php - ba3a naHHBIX H3BECTHBIX MATOTCHHBIX
MYyTAaIlMi YeJI0BEKa;

24. https://hgvs-nomenclature.org/stable/ - Odunuanpheiii caldT ¢ npaBUIaAMU
HOMEHKJIATYPHI ISl ONTMCAHHSI TCHETUYECKUX BaAPHAHTOB;

25. http://gnomad.broadinstitute.org/ - Karanor 4acToT reHeTHYeCKUX BapuaHTOB B
MOMYJISIIMSIX, OCHOBAHHBIN HA JJAHHBIX CCKBEHHPOBAHUS;

26. http://human-phenotype-ontology.github.io/ - CranmapruzoBanHbIil ciiOBapb
TEPMUHOB, ONMCHIBAIONINX (PEHOTHITBI YEIIOBEKA.

27. http://www.uniprot.org/ - ba3a maHHBIX OCIKOBBIX IOCIEIOBATEILHOCTEH |
byHKIIMOHATBHON HHGOPMAIUH.

28. https://cr.minzdrav.gov.ru/ - PyOpukarop KIMHUYECKHX pPEKOMEHIANUNH —
pecypc Mun3apaBa Poccun, B KOTOpPOM pa3MEIIAIOTCS KIMHUYECKHUE PEKOMCHJIAINH,
pa3paboTaHHbIE u YTBEPKICHHBIC MEIUITUHCKUMHU podeCcCHOHATbHBIMH
HEKOMMEpYECKUMHU opraHu3anusmu Poccuiickoir @depepanuu, a TakkKe METOIHMYECCKUE
PYKOBOJICTBA, HOMCHKJIATYPBI, CIIPABOYHUKU U JPYTUe CIIPABOYHBIC MaTepPUAIbl, CBSI3aHHBIC

C KJIMHUYECKUMH PEKOMEHIAI[MSMH.
29. https://minzdrav.qgov.ru/ - TIlopram HOPMAaTHBHO-CIIPABOYHOM HH(MOpPMAIIHK

Munzapasa Poccum.

30. http://calc.generesearch.ru/ -  KanbkynaTop  NaTOreHHOCTH  BapUaHTOB
HYKJICOTUJIHOM TIOCJIEOBATENILHOCTH (MHCTPYMEHT Ha OCHOBE poccHiickoro PykoBojacTBa 1mo
MHTEPIIPETALMU JIAHHBIX, TOJIyYEHHBIX METO/IaMU MAacCOBOT'0 NapauIeIbHOIO0 CEKBEHUPOBAHUS
(MPS), u aBTOMaTH4yecKOoW OLIEHKM NaTOr€HHOCTH/J00POKaYeCTBEHHOCTH BapHaHTOB
HYKJICOTUHOM MOCIIEI0BATEIbHOCTH B 3aBUCMOCTH OT BBIOPAHHBIX KPUTECPHEB).

31. https://courses.fetalmedicine.com/calculator/ -  Kambkynstoper ~ Ponna
menuiuasl woga (The Fetal Medicine Foundation, FMF).

8. MarepuanabHO-TeXHHYECKOe o0ecneyeHue AUCUMILIMHBI (MOTY/JIs1)

Tabruya 6
Ne HanmeHoBaHHne 000py10BaHHBIX IlepeyeHns cnenUaTU3MPOBAHHON Mebeu,
n/n Y4eOHBIX ayAuTOpHii TeXHHMYECKHX CpPeIcTB 00y4YeHus
1 | YueOHble ayautopuu JUis IPOBEICHUS 3aHATUN MynsTuMeaRa-mpoeKTop, pabouee MecTo
JIEKITMOHHOTO M CEMHUHAPCKOI'0 THUIIOB, mpernoaBaTess (KOMIBIOTEP IEPCOHAIBHBIN B

TPYIIOBBIX U UHIUBUAYAJIbHBIX KOHCYJIbTALUMN, KOMIUIEKTE), MPOEKIIMOHHBIN IKPaH.
TEKYIIEr0 KOHTPOJISI yCIIeBAEMOCTH U
MIPOMEKYTOYHOM aTTeCTallUK

2 | KommbloTepHbIe KIacchl IlepconanbHbIE KOMIBIOTEPHI C BOZMOKHOCTBIO
nojKIoueHus Kk cetd "MHTepHeT" u oOecnieueHnem
JIOCTYTA K 3JI€KTPOHHOH HH(OPMAIIOHHO-
oOpazoBarenbHOi cpere PHUMY.

3 | [HoMenieHus I CAMOCTOSTEIIEHON PaOOTHI IlepcoHnanbHbIE KOMIBIOTEPHI C BO3MOKHOCTBIO
(bubnmoTeka, B TOM YHCIIC YNTAIBHBIH 3a1) MOIKITFOUeHUS K ceT "MHTepHeT" U obecnieueHIEM
JIOCTYTIA K 3JCKTPOHHOW HHPOPMAIIMOHHO-
obpasoBartensHOU cpexe PHUIMY.

IIporpammHoe o0ecnieuenue
—Microsoft Windows 7,10, 11;
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—MS Office 2013, 2016, 2019, 2021;

—Antuupyc Kacnepckoro (Kaspersky Endpoint Security);
—ADOBE CC;

—Photoshop;

—iSpring;

—Adobe Reader;

—Adobe Flash Player;

—Google Chrom, Mozilla Firefox, Mozilla Pubic License;
—7-Zip;

—FastStone Image Viewer;

—Ubuntu 20.04;

—Astia Linux;

—Debian;

—-MTC JIMHK;

—1C Yuusepcurer:

—-1C Ary.

9. MeTtoauyeckue ykazaHus AJsl 00y4aroUXcs M0 H3YYEeHHIO TUCHUTLIHHBI
(MmonxyJis)

[IpenogaBanue  OTUCUUIUIMHBI  (MOAYJS)  OCYLIECTBISIETCS B  COOTBETCTBUM  C
®denepalibHbIM rOCYJapCTBEHHBIM 00pa30BaTeIbHbIM CTAHIAPTOM BBICILIETO OOpa30BaHMsL.

OcHOBHBIMU (hopMamMH TIOJYYEHHST W 3aKPEIUICHWS 3HAHWUN O JAaHHOW IMCLIUIUIMHE
(MOOyiI0) SIBISIOTCS 3aHATHS JEKIMOHHOIO U CEMHUHAPCKOro THUIIA, CaMOCTOsTENIbHAsI paboTa
00yyYaroIerocs, B TOM 4Kcie 1Mol PyKOBOACTBOM MPENOAaBaTeNsl, IPOX0XKICHUE KOHTPOJISL.

VY4eOHbIN MaTepuan no JUCUUIUIMHE (MOYJII0) pa3esieH Ha TPU pasjiena:

Paznen 1. MHpopmanmoHHbIe TEXHOJOTMM W 0a3bl JAHHBIX B JEATEIBHOCTH Bpada-
TeHETHKA,;

Paznen 2. O6mas ouonnpopmaTuka;

Paznen 3. HudopmaluoHHbIE TEXHOJOTMM JUIS HWHTEPIpETAllMd  PE3yJIbTaTOB
CEKBEHHPOBAHUSI.

W3ydyenne nmucumiuidHbl (MOIYJs) COMVIACHO Y4eOHOMY IUIAHYy —Mpearojiaract
caMocCTOsITeNIbHYI0 paboTy oOyuatomuxcs. CamocrosiTenbHass paboTa BKIOYaeT B cedd
u3ydyeHue  y4eOHOH,  y4eOHO-METOAMYEeCKOM M CIeNUaJbHOW  JUTEpaTypsl, e
KOHCIIEKTUPOBaHHE, IOATOTOBKY K CeMUHapaM (IPaKTUYECKUM 3aHATHAM), TEKylIeMy
KOHTPOJIIO YCIIEBAEMOCTH U MIPOMEXYTOYHOM aTTeCTalluy (3a4ery).

Texkymmii KOHTPOJb YCHEBAEMOCTH IO JAMCHUIUIMHE (MOIYII0) M MPOMEXKYTOUHAsS
aTTecTalrs OCYLIECTBIISIOTCS B COOTBETCTBUU ¢ [lopsiikoM MpoBeneHUs TEKYIIEro KOHTPOJIS
ycrieBaemMocTd M IlopsakomM opraHuzaludyd M IMPOBEIEHUS TMPOMEXKYTOYHOM aTTecTaluu
o0y4aroluxcs, yCTaHABJIUBAIOIIUM (OPMBI MPOBEACHUS IPOMEXKYTOYHOM aTTecTaluu, ee
NEPUOAUYHOCTD U CUCTEMY OLIEHOK.

Hanuuue B YHuBepcuTeTe 3JIEKTPOHHON HH(POPMALMOHHO-00pa30BaTeNbHOM Cpenbl, a
TaKXe JIEKTPOHHBIX 00pa30BaTeIbHBIX PECYPCOB MO3BOJIAET M3Yy4aTh MUCHMUIUIMHY (MOMIYIb)
uHBanuaaM u junam ¢ OB3.
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Oco0eHHOCTH W3y4YeHUS JUCHMIUIMHBI (MOMyssi) WHBamMmamu u junamu ¢ OB3
onpeneneHsl B [Tooxkennu 00 opraHu3aiiy MoaydeHus] 00pa3oBaHUs I HHBAIUOB U JIHII C
OTPAaHUYEHHBIMHU BO3MOKHOCTSMHU 37J0POBBS.

10. MeToauuyeckue peKOMEeH/IAIMHU NPENoIaBaTelio M0 OPraHu3auu y4eo0Horo
npoiuecca no AUCHUIIHHE (MO/YJII0)

[lpenogaBanne  TUCHMIUIMHBI  (MOAYJNS)  OCYLIECTBISICTCS B COOTBETCTBUH  C
denepanbHBIMU TOCYIaPCTBEHHBIMU 00pa30BaTEeIbHBIMU CTaHAAPTAMH BBICIIEI0 00pa30BaHMUs,
C YU4ETOM KOMIIETEHTHOCTHOTO MO1X0/1a K 00y4YEHHIO.

[lpn wn3ydeHMM OUCHMIUIMHBI (MOAYJIS) PEKOMEHAYETCS HCIIOJIB30BAaTh CIETYIOIINN
Ha0Op CPE/ICTB U CIIOCOOOB OOYUCHUS:

— PEKOMEH/YEeMYIO0 OCHOBHYIO U JIOTIOJTHUTEIBHYIO JINTEPATYPY;

— 3ajJaHusl Ui MOATOTOBKM K CEMHHapaM (IIPAKTUYECKHM 3aHSITHSM) — BOIPOCHI JUIS
0OCYXXIEeHUS U Ip.;

— 3agaHds JUISl TEKYIIEro KOHTPOJIS YCIEBAEeMOCTH (3alaHMsl JJIsl CaMOCTOSTEIbHON
paboThI 00YJAIONIUXCS);

— BONPOCH M 33JaHUs Ui MOJATOTOBKH K IPOMEXYTOYHOW aTTECTAIlMH IO HTOTraM
U3yYeHHs] JTUCHHUIUTMHBI (MOJYJs), TO3BOJIAIONINE OIICHUTh 3HAHWSA, YMEHHS U YPOBEHb
nprOOPETEHHBIX KOMIIETECHITHH.

[Ipu npoBeneHUN 3aHATHH JEKIIMOHHOTO U CEMUHAPCKOTO THIIA, B TOM 4HCcie B Gopme
BeOMHApPOB U on-line KypcoB HEOOXOOMMO CTPOTO NPHIACPKUBATHCA Y4EOHO-TEMAaTHYECKOTO
IUIaHa JAUCIMIUIMHBL (MOJYJIS), IPUBEICHHOTO B pa3zaene 4 maHHOro pokymenra. HeoOoxoaumo
yICIUTh BHUMaHUE PACCMOTPEHHIO BOPOCOB M 33aHUil, BKIIIOYEHHBIX B OLICHOYHBIC 33/1aHHS,
Ipy HEOOXOIUMOCTH, PEIINTH aHATOTUYHBIC 3a/1a4l ¢ OOBSICHEHUEM AJITOPUTMA PEIICHHS.

Crnenyer oOpaTuTh BHUMaHHE OOYYarOIIUXCS HA TO, YTO JJISl YCIICHIHON MOJATOTOBKH K
TEKYIIEMY KOHTPOJIIO YCIIEBAEMOCTH M TPOMEXKYTOYHOH aTTECTallid HYXHO H3yYUTh
MaTepHrabl OCHOBHOW M JOMOJHHUTEIBHOM JIUTEPATYPHI, CIUCOK KOTOPBIX MPHUBENEH B paszeie
7 naHHO¥ paboueil mporpaMMbl AUCIUTUINHBI (MOAYJISI) M HHBIE HCTOYHUKH, PEKOMEHIOBAHHBIC
B mnojapasnenax «llepeueHb pecypcoB HMH(OPMAIMOHHO-TEIEKOMMYHHUKAIIMOHHON —CETH
«UnTtepuer» u «llepeueHs npodeccnoHanbHbIX 0a3 JAHHBIX U UHPOPMAIIMOHHBIX CIIPABOYHBIX
CHCTEM», HEOOXOIUMBIX Ul U3Y4EHHsI JUCIUTUIMHBL (MOIYIIA).

Texkymmii KOHTPOJIb YCIIEBAEMOCTH M MPOMEKYTOYHAsI aTTECTAalUsl OCYLIECTBISIOTCS B
cooTrBeTcTBUHM C llopsimkoM TpoBeneHUs TEKYIIero KOHTpOJisi ycreBaeMocTH H llopsimkom
OpraHu3alliy ¥ TPOBEICHHS TPOMEKYTOUHONW aTTECTAllMU O0YJAIONINXCSl, YCTaHABIMBAIOIIIM
(GopMBI IPOBENCHHUS MPOMEKYTOYHOW aTTECTAlMH, €€ TMEePHOAMYHOCTh U CHCTEMY OIEHOK, C
KOTOPBIMH HEOOXOAMMO 03HAKOMHTE 00YJArOIINXCS Ha TIEPBOM 3aHSITHH.

WunoBanmonusle ¢Gopmbl ydeOHbIX 3aHsaTui: Ilpu mpoBeneHuH y4eOHBIX 3aHATHN
HE00X0UMO O0ecreYuTh pa3BUTHE Yy OOYyYarolIMXCs HaBBIKOB KOMaHIHOW paboTHl,
MEXJIMYHOCTHOH KOMMYHUKAIIMM, MPHUHSATHS pELICHUH, pa3BUTHE JIMJEPCKUX KauyecTB Ha
OCHOBE MHHOBAIIMOHHBIX (MHTEPAKTHBHBIX) 3aHATUNA: TPYMIOBBIX IMCKYCCHH, POJIEBBIX WUTP,
TPEHWHTOB, aHAM3a CUTYallMii W WMHUTAIMOHHBIX MOJIEJNEH, IMperojaBaHus IUCIUTUIAH B
¢dbopMe KypcoB, COCTaBIICHHBIX Ha OCHOBE PE3yJIbTATOB HAYYHBIX MCCICIOBAHUHN, TPOBOIUMBIX
YHUBEPCUTETOM, B TOM YHUCIIE C y4ETOM PErHOHAIBHBIX OCOOCHHOCTEW MpOodhecCHOHAIbHON
JeSITeIbHOCTH BBIITYCKHUKOB M MOTpeOHOCTEN paboToaareseil) u T.1.
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I/IHHOBaI_[I/IOHHLIC O6p330BaT€HBHbI€ TCXHOJIOTUHU, HUCIOJB3YCMbIC Ha JICKIIMOHHBIX,

CeMHHAPCKUX (MPAKTHUECKUX) 3aHITHSX

Tabnuya 7

Bun
3aHATHS

I/ICHOJIb3yeM])I€ HUHTEPAaKTUBHbLIC 06pa303aTeanme TEXHOJIOTHH

J

Jlekumn no Temam paszgenoB (Pazgmen 1. MHpopmanuoHHBIE TEXHOJIOTMM W 0a3bl JAHHBIX B
JIeITeIbHOCTH Bpaya reHernka; Paznen 2. O6mas 6uonHdopmatuka; Paznen 3. MubopmanonHsie
TEXHOJIOTUM JJI1 MHTEpIpeTallMd pe3ylbTaTOB CEKBEHHUPOBAHUS) YHTAIOTCS C TNPHUMEHEHHEM
NIPE3EHTALMM.

CII3

Knuanueckuid pa3bop MHTEPECHOTO Cilydas BO BpaueOHOH NMpaKkTUKe WM pa3dop Haubojee 4acThIX
OIHNOOK MPH ONPENEICHNH MATOTCHHOCTH T€éHETHYECKIX BAPHAHTOB.
[ens: PazBuTre y 00y4aronuxcst KITMHAYECKOTO MBIIITICHUSL.

CII3

Pabora ¢ KIMHIYeCKUME 6a3aMu JaHHBIX U HHTepHET-pecypcamu: OMIM, GeneReviews.
Llenp: nproOpeTeHNe HABBIKOB IIOMCKA KIMHHYECKOH HH(OPMAIMK IO HACIEACTBEHHBIM O0JIC3HAM

CIT3

Pa6ora ¢ renomuapIME Opay3epamu (UCSC, IGV).

Llenp: o3HaKoMiIeHHE C pPaboOTOW Bpaya JabOPaTOPHOTO-TEHETHKA ISl MOHMMAHHUS TEXHOJOTHH
MOJICKYJIIPHO-TCHeTUYECKAX ~HCCICIOBAHUA M (OPMHPOBAHHS HABBIKA B3aHMMOACHCTBHSA IIpH
JIMarHOCTHKE HACIICCTBCHHOM IIaTOJIOTHH.

CII3

Hcnonp3oBanue 6a3 MaHHBIX, ITATGOPM U KaNbKYJIATOPOB IS OLCHKH MaTOTeHHOCTH HYKICOTHIHBIX
3aMEH.

Lens: dopMupoBaHHe NPaKTUYECKUX HABBIKOB palbOTHl Bpauda-reHETHKa C 0a3aMH JaHHBIX H
wiatopMamMy Ha OCHOBE MCKYCCTBEHHOI'O HMHTEJUIEKTa, (OPMHUPOBAHUE HaBBIKA OMpEICIICHHs
MIaTOr€HHOCTH TE€HETHYECKOT0 BapHaHTa, CPAaBHUTEIHHOIO aHAJHM3a pPe3yJbTaTOB, MOJYYEHHBIX IMPU
HCTIOJIb30BaHUH PA3JINYHBIX HHTEPHET-PECYPCOB

CII3

Hcnonp3oBanue 6a3 AaHHBIX, MIATGOPM U KaJbKYJIATOPOB JJIsl OLIEHKH MAaTOT€HHOCTH CTPYKTYPHBIX
HEPECTPOEK XPOMOCOM

ens: PopMupoBaHHE NPAKTUYECKUX HABBIKOB pPAa0OTHI Bpaya-TeHETHKa C 0a3aMH JaHHBIX H
wiatopmMaMy Ha OCHOBE HMCKYCCTBEHHOTO HMHTEIUICKTa, ()OPMUPOBAHUE HAaBBIKA OIPEACICHHS
MIATOTCHHOCTH CTPYKTYPHOW HEPECTPOHKHU, CPABHUTEIHHOTO aHAIN3a PE3yIbTAaTOB, MOTYUYECHHBIX MPH
WCTIOJIb30BAHNUH Pa3INYHBIX HHTEPHET-PECYPCOB

CII3

Pab6ora ¢ xanbkymnsropamu PoHa MEAUIIUHBI TUIOJA.

HCHBI CDOpMI/IpOBaHI/Ie NMPAKTUYCCKUX HABBIKOB pa6OTBI Bpada-reHeTukKa ¢ KaJbKYJATOpaMUu,
TTO3BOJIAOIIMMMU IMMPOBECTHU OLCHKY PHUCKOB IATOJIOI'MH IJIOJAA.

CII3

TBopueckoe 3a/laHue: KIMHAYECKash HHTEPIpETalus JaHHBIX CeKBEHHPOBAHHS 3K30Ma M IOJIrOTOBKA
3aKIo4eHus o pesynsratam NGS.
Lenb: popMupoBaHUe HaBbIKA BHIOOpA KIMHUYECKH 3HAYMMBbIX BAPUAHTOB M MX OIIMCAHHUS
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[Tpunoxenue 1
K paboueil mporpamme 1o JUCHUTUTHHE (MOJIYIIIO)

OLOEHOYHBIE CPEJACTBA 11O JUCIIUIIJIMHE (MOAYJIIO)
«IT-TEXHOJIOI'M U ITPO®ECCUOHAJIBHBIE BA3bI JAHHbIX B
AEATEJBHOCTHU BPAYA-T'EHETUKA»

CrienuajairHOCTh
31.08.30 I'eneTnka

HamnpasnenHnocTs (mpoduis) mporpaMMbl
I'eneruka

VYpoBeHb BhICIIETO 00pa30BaHUs
MOJAr0TOBKA KA/IPOB BbICIIEH KBAJU(PUKALMH

Mocksa, 2025 .
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1. Ilepeyenb KomMmeTeHI U, GOpPMHUPYEMBIX B IpoLecce H3YYEeHHUS JUCIHIIIHHbI

(MoxyJis)
Tabauya 1
Kon u nanmenoBanue
KOMIIeTeHI1H,
HHIMKATOpa Ilnanupyemble pe3yJbTaThl 00y4eHus 110 AMCHUILIHHE (MOAYJII0)
AOCTHKEHUS
KOMIIeTeHIIHU
OIIK-1. Cnocoben HCII0JIb30BATH HH(OPMALIOHHO-KOMMYHUKAIIUOHHbIE TeXHOJIOT MU B
npodecCHOHAIBHOI /1esITeIbHOCTH M C00J1I0AaTh NPaBuJIa HHPOPMALMOHHOI 0e30aCHOCTH
OIIK-1.1 Beibupaer 3HaTh - OCHOBHBIE HAINPaBJICHHSA HCIOJH30BAHUS COBPEMEHHBIX
HCTOYHUKY MH(POpPMAIUH, WHPOPMAIMOHHBIX TEXHOJIOTHI B paboTe Bpaya;
BKJIFOYasi HAIIMOHAJIBHBIE U - Opranuzanuio padOTBl MEAUIMHCKUX HMH(POPMAIIMOHHBIX
MEKAyHapOIHbIE Oa3bl CHCTEM  MEIUIMHCKMX  OpraHM3allfi, BKJIIOYAas BO3MOXKHOCTH
JIAHHBIX, SJIEKTPOHHBIE UCIIONIb30BAaHMSl  CHCTEM  IOJUICPXKKH IPUHATUS  BpadeOHBIX U
O61OIMOTEYHbIE CUCTEMBI, YIpaBIEHYECKUX PEIICHUH, TeJIeMeTUIIMHCKIE TEXHOJIOTHHY;
CIelIMaTN3UPOBaHHEBIE - OCHOBHBIE MOHSTHSI U METO/IbI 0Ka3aTeNbHON MEAMIIMHBL;
MaKeThl PUKIIAIHBIX - CoBpeMEHHbIE  TEXHOJIOTHM  CEMaHTHYECKOTr0  aHajln3a
MPOTPaMM JJISI PELICHHS nHpopManuy;
npodeccroHaNBHBIX 3a/1a4 - OCHOBHBIE ~ TOHATHUS W KIaCCH(PUKAIMIO  CHCTEM
HCKYCCTBEHHOTO MHTEIUICKTA;
- OCHOBHBIE TOAXOABl K IIOCTPOCHUIO WHTEIIEKTYaIbHBIX
CHCTEM B MEAMIIMHE U 37]PaBOOXPAaHECHHH;
- OcoOeHHOCTH U HaIpaBJIeHHUA NPUMEHEHHUS HCKYCCTBEHHBIX
HEHPOHHBIX CHCTEM B COBPEMEHHOM 3paBOOXPAHEHUH;
- Ba3pl nMaHHBIX, cOAeprKalllle CBEJIEHHs O HacJIeACTBEHHBIX
CHHJIPOMaX, U KOMIIBIOTEPHBIE JUarHOCTHYECKUE MTPOTPAMM;
- KommbloTepHble TMarHOCTUYECKHE IPOrPaMMBbl, HWHTEPHET-
pecypcesl;
- [TonckoBele cuCTEMBI JUIA M3Y4YEHHS I'€HOMHBIX BapHaluid U
MOJJIEP)KKA  PEUICHUH TpH WHTEpIpeTalnd TEeHOMHBIX JaHHbBIX
(VarSome, mmardopma HcKyccTBeHHOro uHTemIekra (Genoox
(Franklin), BO3MOXHOCTH W OTpaHUYCHHS WCIOJIB30BAHUSA JTHX
CEpBHCOB
Ymets - Hcnons3oBaTh COBpeMEHHBIE cpezcTBa ceTh VIHTepHeT s
noucka mpodeccHoHaNbHONH MHGOPMAIMU 110 OTIAENBHBIM pasieiaM
MEIMIIMHCKUX 3HAHUHA B CBOEH MpakTHYecKoH paboTe, a Takxke NpHU
CaMOCTOATEIbHOM 00Y4YEHHH, MTOBBIILICHNN KBAJTH()UKAIINY;
- AHanmu3upoBaTh, CTPYKTypupoBaTb H  (HOpMaIN30BaTh
MEIMIIMHCKYI0O HHQOpPMALMIO, B TOM 4YHCIE M U1 pa3paboTKu
MHTEJUIEKTYaIbHBIX ~ CHUCTEM  TOJAJCPKKH TPHUHATHS  BpadeOHbIX
pemenwii (MCIITIBP)
Bnagets | — Hagrikamu noncka He0OXOAMMOM MEIUITUHCKOH HH()OPMAITHH
C IPUMEHEHHEM cpelicTB ceTh VHTepHeT;
- HaBbikamn  paboTbl ¢ pasiUYHBIMH ~ MEIUIMHCKHMH
cucreMaMu U 0a3aMu JIaHHBIX;
- Happikamu aHanm3a conpepKaHUsT MEAMLIMHCKUX ITyOJIMKanni
C MO3MLIMH JOKa3aTeIbHON MEANIMHBI;
- HaBblkaMy HCIIOJIB30BaHHMS TMPOrPaMMHBIX CPEACTB IS
ANTOPUTMHU3AINH Je4eOHO-IHarHOCTHYECKOTO TIPOIIecca;
- HaBblkaMy HCHONB30BaHUSI CHCTEM MOIACPIKKU MPUHSATHUS
KJIMHUYECKHX PEIIeHNH, OCHOBAHHBIX Ha PEHICHHUSX HCKYCCTBEHHBIX
MHTEJUIEKTYaJIbHbBIX CHCTEM
OIIK-1.2 Co3pnaer, 3HaTh - OcHoBHBIE TpeOoOBaHUS WHPOPMAIMOHHOW O€30MacHOCTH,
MOJJIEP)KUBACT, COXPAHSET MPEIbABISAEMbl K OpPTaHU3AIMH 3JEKTPOHHOTO JOKyMEHTO00OpoTa B
nH(opMaMOHHYIO 6a3y 3/JpaBOOXPAHEHHH M CIIOCOOBI NX pean3anui;
HCCIIEJOBAaHUH H - OcobOeHHOCTM M OrpaHMYEHHs  Ha  HCIIOJIb30BAaHHUE
HOPMaTHBHO- MHTEJUIEKTYaIbHBIX CHUCTEM B 3[paBOOXPAaHEHHHM, B TOM 4YHCIE W
METOJIMUYECKyI0 Oa3y 1o MCKYCCTBEHHBIX HEHPOHHBIX ceTel
BBIOpaHHOW TeMe U Ymers — Vcnonb30BaTh COBpPEMEHHBIE TMOJXOJpBI, 00ECHeYMBAIOIINE
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co0Jo1aeT npaBmiIa
MHPOPMATMOHHON
Oe3omacHOCTH

MHPOPMALMOHHYIO 0€30MaCHOCTbh, B IPAKTHUCCKOW padoTe Bpaya;

- VckaTh MEOWIMHCKYIO WH()OPMAIHIO, COACPIKAIIYIOCS B
yTBEpXkKAeHHbIX MuH3apaBom Poccun  gokymeHnrtax — (IpHKasax,
KJIMHUYECKHX PEKOMEHIANUAX, MPOTOKOJIAX BEACHHS Ial[UCHTOB),
HeoOXomuMyto Iuisl mocienytomnien paspadorku UCIITIBP

Bnanets

- HaBrikamu «6e3omacHoiD» paboTsl B HHPOPMAIIMOHHOH cperie
MEIHITTHCKOH OpraHu3anny, B IPaKTHIeCcKoi paboTe Bpaya,

— HaBrixkamu mpencraBieHns HopMann30BaHHON METUIIMHCKOM
nHpopManuu U pa3paboTKN MHTEIJICKTYaIbHBIX CHUCTEM MOJICPKKN
MIPUHATHSI BpaueOHBIX peIIeHuil.

OIIK-10. Cnoco0eH NpoOBOAWTH AHAIU3 MEAHUKO-CTATHCTHYECKOHl HMHMOpPMAaNUH, BeCTH MEIULMHCKYIO

AOKYMEHTAUI0 U OPraHu30BLIBATH

nepcoHaja

AEATC/IBHOCTD HAXOAAIIErocsi B PAaCHOPsKEHUUA MEIUIUHCKOT0

OIIK-10.1 IIpoBoaut cbop
U aHaJIn3 MEIUKO-
CTATUCTUYECCKOM
nHpOpPMATTH

3HaTh

- IIpaBuna aHanmuM3a MEAMKO-CTATHCTUYECKUX IIOKa3aTelei
3a007€Ba€MOCTH, HHBAIUJHOCTM U CMEPTHOCTH IallUCHTOB C
BPOXKACHHBIMA M (WJIM) HACJICJCTBEHHBIMH 3a00JE€BaHHAMH, B TOM
YHCIIe B paMKaX MOHHTOPHHTA BPOKACHHBIX IOPOKOB Pa3BUTHUS

- [IpaBuna paboThl B MEOWUMHCKUX HHGOPMAIIMOHHBIX
cucteMax M HMH(GOPMAIIMOHHO-TEJICKOMMYHUKAIIHOHHOW  CETH
"NaTepHeT", B TOM umcie WHQPOPMAIMOHHBIX CHCTEMax IIO
BPOXKICHHBIM M (WJIM) HACJIEIACTBCHHBIM 3a00JI€BaHUAM M BapHaHTaM
nocnegoparenbHoctu JTHK

YMeTh

- CocTaBiiATh IUIaH pabOTHI U OTYET O padoTe;

- [IpoBoauTh aHAIM3 MEIUKO-CTATHCTHYECKUX IOKa3aTesen
3a00JIEBACMOCTH, HMHBAJIMJAHOCTH ¥ CMEPTHOCTH IIallHEHTOB C
BPOXICHHBIMH W (WJIM) HACJICACTBEHHBIMH 3a00JICBAHUSIMH, B TOM
YH1CJIC B paMKaX MOHUTOPUHI'a BPOKACHHBIX ITOPOKOB PA3BUTHUA

Bnagers

— HaBbikamu cocTaBieHHs IUIaHa pabOTBhl M OTYETa O CBOEH
paborte;

- HaBbikamu  cOopa ¥ aHauM3a  OCHOBHBIX  MEIHMKO-
CTATUCTHYECKUX IIOKas3arenell  3a00J1eBacMOCTH, WHBAIUIHOCTH,
CMEPTHOCTH TAIIHEHTOB C BPOKICHHBIMA W (MJIM) HACIEICTBEHHBIMH
3a00JIEBaHUSIMA, B TOM YHCJIE€ B paMKax MOHHTOPHHTA BPOKICHHBIX
MIOPOKOB Pa3BUTHS

OIIK-10.2 Bexer
MEIUAITTHCKYIO
JIOKyMEHTAITUIO

3HaTh

- [IpaBuna odopmieHHs MEIUIMHCKON JIOKyMEHTalun B
MEIUIMHCKUX OPraHU3alHsiX, OKa3bIBAIOIINX MEAMUIIMHCKYIO TTOMOIIb
MalMeHTaM ¢ BPOXICHHBIMH W (WJIM)  HacleACTBEHHBIMH
3a00J1€BaHUSAM, B TOM YHUCIIE B (hopMe JEKTPOHHOTO JJOKYMEHTA,

- IIpaBuna paboTel B MEAMUMHCKHX HH(DOPMAIIMOHHBIX
cucreMax ¥ HMH(MOPMAIIMOHHO-TEICKOMMYHUKAI[MOHHOW  CETH
"Unteprer”, B TOM uuciie HHPOPMAIMOHHBIX CHCTEMax IO
BPOXKAECHHBIM ¥ (WJIM) HacJeJICTBEHHBIM 3a00J€BaHUSIM M BapHaHTaM
nocienoBarensHoctu JJHK"

YMeTh

- Hcnonp3oBaTh B paboTe MepCOHANBHBIE JaHHBIE NMALMEHTOB U
CBEJICHHUSI, COCTABIIONIIE BPaueOHYIO TalHY;

- 3anoaHATh MEAMIUHCKYIO JOKYMEHTAIMI0, B TOM YHCIE B
(opMe D3IEKTPOHHOTO JIOKYMEHTa, KOHTPOJIMPOBAaTH KadecTBO €€
BEJICHHS;

- Hcnonp30BaTh MEAWIIMHCKHE HWH()OPMAIMOHHBIE CHCTEMBI U
MHPOPMALMOHHO-TEIEKOMMYHHUKAIIMOHHYIO ceTh "VIHTepHEeT", B TOM
guciae WHQOPMAIMOHHBIE CHCTEMBI 10 BPOXICHHBIM U (WIIN)
HACIICICTBEHHBIM 3a00JIeBaHUAM M BapHaHTaM IOCIIEJOBaTEIEHOCTH
JHK

Brmanets

— HaBpikamMu BeneHUS MEIUIIMHCKOM JOKYMEHTAalMd, B TOM
quciie B GopMe IIEKTPOHHOTO JTOKYMEHTA

IMK-2. CnocoGeH K npoBes

€HHUI0 aHAJIU3Aa MeINKO-CTATHCTHYECKOMH PIH(l)OpMa[IPlH, BeJICHUI0 MeTULIMHCKOM

JOKYMEHTAIMN, OPTAHU3ANNH TE€ATECIbHOCTH HAXOAAIIEI0CH B PACIIOPSKCHU N MEIUIMHCKOI'0 MEpPCcoHaJia

[IK-2.2 Ocymectaser
Be/ICHUE MEIUIUHCKOH
JIOKyMEHTAINH, B TOM
gucie B hopme
9JIEKTPOHHOI'0 JOKYMEHTa

3HaTh

- OO0mmyro 6MonHpOPMaTHKY;

- BuonndopmaTiueckue 6a3bl JaHHBIX;

— Crenuky paboThI ¢ OMOJIOTHYSCKIMH JTaHHBIMU,

- CraHmapTHele  KOMIBIOTEPHBIC  CpPEICTBA W aHAIU3
cexBenuposanus JJHK;
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- [Mpuaunns! padotsl ¢ FASTQ, BAM, VCF ¢aiinamu.

- Knaccudukammro reHeTHIeCKIX BapHaHTOB;

- Homenknatypy reHeTHUECKHX BapHaHTOB;

- CoBpeMeHHbIE METOJIBI MOJIEKYJISIPHO-TEHETHIECKOM
JUAarHOCTUKH  OCHOBHBIX  BPOXKACHHBIX,  HACIEACTBCHHBIX W
HACJIEJCTBCHHO  OOYCIIOBJIICHHBIX  HO30JIOTHYECKHX  (opM, H
MaTOJIOTMIECKUX COCTOSHUI;

- Hawubonee yacto ucmonb3yeMble KOMIBIOTEPHBIE ITPOrPAMMBbI
npecKa3aHus MaTOT€HHOCTU BapHaHTOB HYKJICOTUAHOU
MOCJIEI0BATENbHOCTH,;

- HUcnonp3oBanue 6a3 gannbix (ClinVar, gnomAD, COSMIC,
DECIPHER) nuist moncka HH(pOpMaIyy 0 MaTOreHHOCTH BapHUaHTa,

- OOmme TpeOboBaHUS K OQPOPMIICHHIO OTYETA U 3AKJIIOUYEHUS O
pe3ynbTaTax MCCIIeA0BaHuUS;

- [IpaBuna HammcaHuWsg 3aKmoueHHs 10 pesymbrataMm NGS
aHaIN3a,

- OCHOBHBIE ~ NYHKTBI ~ MEOWIMHCKOTO  3aKIIOYECHUS  TI0
pesynbrataM NGS naHHBIX;

— [TpaBuiia 3amicy BApHAHTOB B 3AKIIOUCHUN

YMmers - Hcnonp3oBath B pabdote:
v OCHOBHBIE  JJIGKTPOHHBIE  MEIUKO-OMOJIOTHUeCKHe  0a3bl
JIAaHHBIX, cojiepxaime HHPOPMALIUIO o OHMOJIOTHYECKUX
MOCTIEI0BATENBHOCTSX;
v 0a3bl JaHHBIX 10 HHU3KOMOJICKYJSIPHBIM COEIUHEHHSIM H
JIeKapCcTBaM;
v CTaH/IApTHHIC KOMITBIOTEPHBIE CPEICTBAa BU3YaNW3alMU |
aHaIM3a HYKJICOTHIHBIX IIOCIENOBAaTEIBHOCTEH, MOIYy4aeMbIX B
pesynprate cekBeHupoBaHus JIHK (Chromas, Integrative Genome
Viewer, UCSC Genome Browser);
v nHQOpPMaNMOHHBIE  TEXHOJOTMH  JJI1  HMHTEpIpeTanuu
Pe3yJIbTaTOB CEKBEHUPOBAHMS,
- OcymecTBIATh KIIMHUYECKYIO UHTEPIPETALUIO
CEKBEHHPOBAHUS;
- 3anoyHATh OTYET U MEAUIMHCKOE 3aKIIIOYCHHE O pe3yabTaTax
HCCIICIOBaHMS [0 OCHOBHBIM ITyHKTaM
Bunagers | v HaBpikamMu paGoOTBI ¢ OCHOBHBIMH 3JIEKTPOHHBIMH MEIHMKO-
OHMOJIOTHYECKUMHU 0a3aMH JaHHBIX, COJEpXKalUX HHGOPMAIMIO O
OHMOJIOTHYECKHX TTOCIIeI0BATEIBHOCTSIX;
v Hagbikamn paboTsI c Oazamu JTAaHHBIX 1o
HU3KOMOJIEKYJISIPHBIM COCTMHEHHMSIM 1 JICKapCTBaM;
v HaBeikamu paboter ¢ pabotet ¢ FASTQ, BAM, VCF
(hatimamuy;
- HappIkamMy KIMHUYIECKYIO HHTEPIIPETALNIO CEKBEHUPOBAHUS;
- HaBpixaMu 3aroTHeHHUS OTYeTa M METUIIMHCKOTO 3aKIFOUEHUS
0 pe3yJbTaTax McCcieI0BaHNs 10 OCHOBHBIM ITYHKTaM,
[1K-2.4 Benet peructp 3Hathb - Peructpel cemeil ¢ HAcIeACTBEHHBIMH 3a00JI€BaHUSIMU,
ceMei U MalMeHToB ¢ O6mo0aHKM WM IpaBUIIa BEIEHHUS PETHUCTPOB IO BPOXKACHHBIM IOPOKaM
BPOXIEHHBIMH U (UIIH) pa3BUTHA, BPOXKAECHHBIM M (WIM) HACIEICTBEHHBIM 3a00JICBaHMAM, B
HaCJIeICTBEHHBIMH TOM YHCJIEe B paMKaX MOHHTOPHHTA BPOKACHHBIX IOPOKOB PA3BUTHSA;
3a00JIeBaHNSAMH, B TOM - Ocobennoctu pa3paboTku CHCTEM MOHHTOpPHHTA
4HCIIe B PaMKax BPOXKIEHHBIX MOPOKOB  Pa3BUTHUS, MEXKIYHapOAHBIE  CHCTEMBI
MOHUTOPHHIA Monutopunra BIIP;
BPOXIEHHBIX TOPOKOB - XapaKTepUCTUKU KOMIBIOTEPHOM CHUCTEMBI PETUCTpPALUH U
pa3BUTHUA monuropunra BITP B Poccuy;
- Cpoku XpaHEHHUS J[aHHBIX HCCIENOBaHMUA MAIUEHTOB H
OTBETCTBEHHOCTb 32 CBEICHHsI, COCTABISIIOIINE BPaueOHYIO TallHy
Ymers - [IpoBoanTh cOOp JAaHHBIX W BEJCHHE PETHCTPOB 110

BPOXIEHHBIM  IIOPOKaM  pa3BUTHSL, BPOXIEHHBIM ©  (WIN)
HaCIIeICTBEHHBIM 3a00JIEBaHIUAM, B TOM YHCJIE B paMKaX MOHUTOPHHTA
BPOX/IEHHBIX TOPOKOB Pa3BUTH

- Hcnonp30BaTh MEAMIIMHCKHE HH()OPMAIOHHBIE CHCTEMBI H
MHPOPMALMOHHO-TEIEKOMMYHHUKAIMOHHYIO ceTh "VHTepHET", B TOM
yuciie  MH(GOpMAalMOHHBIE CHCTEMBl 110 BPOXICHHBIM W (WIIH)
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HacJIEeJCTBEHHBIM 3a00JICBaHUSIM M BapHaHTaM I10CIEA0BATEIbHOCTH
JHK

- Hcnonp3oBaTth B paboTe MEpPCOHANBHBIE NaHHBIEC MALINEHTOB U
CBEJICHHUS, COCTABILIIONINE BPaueOHYIO TalHy.

Bnagers | — HaBelkamMn BeleHHMs perucrpa ceMeil W MHalMeHTOB C
BPOXKIACHHBIMA M (WJIM) HACJICACTBEHHBIMH 3a00JCBAaHHAMH, B TOM
YHCIIE B paMKaX MOHUTOPHHTA BPOXKIEHHBIX TTOPOKOB Pa3BUTHS,

- HaBbikamn cOopa [aHHBIX W BEICHUS PETHCTPOB IIO
BPOXKJEHHBIM  IIOpPOKaM  pa3BUTHsI, BPOXKIEHHBIM M (WIN)
HAacJIeJICTBEHHBIM 3a00JICBaHUSM, B TOM YHCIIE B paMKax MOHUTOPHHIA
BPOXICHHBIX IOPOKOB Pa3BUTHS;

- HaBpixamMu ncrnosb3oBaHus B paboTe MEPCOHANBHBIX JaHHBIX
MAIlMEHTOB U CBEJICHUS, COCTABIISIOIINE BpaueOHYIO TaliHy

2. OnucaHue KpUTEepPHeB M IIKAJ OLEHUBAHUA KOMIETEeH U

B xome Tekyuiero KOHTpOJsl yCIeBaeMOCTH (YCTHBIM WM THMCbMEHHBIH OIpOC,
HOJArOTOBKA M 3aluTa pedepara, AOKIal, Ipe3eHTalus, TECCTUPOBAHUE U TIp.) IIPU OTBETaxX Ha
y4eOHBIX 3aHATUSAX, a TAaKKe MPOMEKYTOYHOW arTecTaui B (opMe 3adera C OLEHKOU
oOyyaroliyecsi OLIGHUBAIOTCS IO 4YEThIPEXOAUIBHOW  ILKAjJe: «OTIUYHO», «XOPOLIO»,
«YZOBJIETBOPUTEIILHO», «HEYIOBIECTBOPUTEILHO.

OneHka «OTJMYHO» — BBICTABISIETCS OpPJIAMHATOPY, €CJIM OH TIIyOOKO YCBOMI
IIPOrpaMMHBIN MaTepual, HCUepIbIBAIOLIE, I0CIEI0BATENIbHO, YETKO U JIOTUYECKH CTPOWHO €ro
u3jaraeT, yMeeT CBS3bIBaTh TEOPHIO C IMPAKTHUKOW, CBOOOJIHO CIHpAaBIseTCs C 3aJadyaMu U
BOIIPOCaMM, HE 3aTPyAHSAETCS C OTBETaMH IPHU BHJIOM3MEHEHUH 3aJaHUll, yMEeT IPUHSTH
IPaBUIbHOE pEIlIeHHE U TPAaMOTHO €ro 0OOCHOBBIBATH, BJIAZCET PA3HOCTOPOHHUMHU HABBIKAMU
U TpUEMaMH BBIIOJHEHHUS] MPAKTUUYECKUX 3a/]ay, KOMIUIEKCHOW OLIEHKON MpeaoKeHHOU
CUTYallu{, IPAaBUIIbHO BBIOUPAET TAKTUKY JIEHCTBUA.

OueHka «XOpoIIo» — BBICTABIISETCS OPAMHATOPY, €CIIM OH TBEPJO 3HAET HMPOrpaMMHBIN
MaTepuai, TpaMOTHO U IO CYIIECTBY M3JIaraeT €ro, He JI0IyCKas CYIECTBEHHBIX HETOUHOCTEN
B OTBETE Ha BONPOC, HO HEIOCTATOYHO IIOJIHO PACKPHIBAET MEXAMCLUMILIUHAPHBIE CBA3H,
IIPABWJIBHO NPUMEHSET TEOPETHUUECKUE IOJIOKEHUS NPU PEIIEHUN IMPAKTUYECKUX BOIPOCOB U
3a/1a4, BJIaJiIeeT HEOOXOAMMBIMH HaBbIKAMH M IPUEMaMH HMX BBIIOJHEHUS, KOMILIEKCHOM
OLIEHKOH MpeJI0KeHHON CUTYalluH, MPaBUIIHO BEIOMPAET TAKTUKY JE€HCTBUM.

Onenka «yaOBJIETBOPUTEJNbHO» — BBICTABISIETCS OPAMHATOPY, €CIM OH MMEET
MIOBEPXHOCTHBIC 3HAHUSA IPOTPAaMMHOIO MaTepuajga, He YCBOWI €ro JeTaneil, JOIyCKaeT
HETOYHOCTH, OINEpPUPYET  HEAOCTATOYHO  MpaBWIbHBIMU (GOPMYIMPOBKAMH, HapylIlaeT
JIOTUYECKYIO TIOCIENOBATEIbHOCTh B H3JI0KEHUU IPOTPAMMHOIO MAaTepHalla, HUCIBITBIBACT
3aTPYAHEHUS TPHU BBINOJHEHWHM IPAKTUYECKUX 3a4a4, MCHBITHIBACT 3aTPyJHEHHsS C
KOMILUIEKCHOW OLEHKOW ITPEJIOKEHHOW CUTYyallMH, HE TOJHOCTBIO OTBEYAET Ha BOIPOCHI, NIPU
NOMOILIM HaBOJAIIMX BOIPOCOB MpENojaBarensi, BbHIOOp TAaKTUKU JEHCTBUH BO3MOXEH B
COOTBETCTBUM C CUTYallMeW NMPU MOMOIIX HABOSALIUX BOIPOCOB.

OuneHka «HeyJHOBJIETBOPUTEIbHO» — BBICTABIIAECTCS OPAMHATOPY, KOTOPBIM HE 3HAET
3HAYUTENIbHOM 4acTu MPOrpaMMHOT0 MaTepuania, IOMyCKaeT rpyoble OmnOKH, HEyBEpEHHO, C
OOJNBIIMMH 3aTPYIHEHUS MM pelIaeT MPAaKTUYEeCKUEe 33/Ja4d WIM HE CHPABISIETCS C HUMH
CaMOCTOSITENIbHO, HE BJa/leeT KOMIUJIEKCHOW OLIEHKOW CHUTYyallud, HEBEPHO BBIOMPAET TAKTUKY
JeCcTBUH, MPUBOSAILYIO K YXYIIICHUIO CUTYallMH, HAPYIIEHNIO O€30MaCHOCTH MAI[MeHTa.

B xome Tekymiero KOHTpoJis YycneBaeMocTH (YCTHBIM WM THCHbMEHHBIH OIpoC,
MOJrOTOBKA M 3aluTa pedepata, A0KIal, MPe3eHTalusl, TECTUPOBAHUE U TIp.) IPU OTBETax Ha
yueOHBIX 3aHATHSX, a TakKKe MPOMEXYTOUHOW aTTectaluu B ¢dopMe 3auera oOydarolruecs
OLIEHUBAIOTCS 110 IBYXOANIbHON IIKaJe:
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OneHka «3a4TeH0» — BBICTABIISIETCS OPAUHATOPY, €CIIM OH MIPOJEMOHCTPUPOBAJ 3HAHUS
IPOrpaMMHOI0 MaTepuana: MOoAPOOHO OTBETWJI Ha TEOPETUYECKHE BOIPOCHI, CIPABHIICA C
BBIIIOJJTHEHUEM 3aJaHuil M (WIM) CHUTYallMOHHBIX 3aJad, IPEIyCMOTPEHHBIX IIPOrpaMMoi
OpAMHATYPbI, OPUEHTUPYETCS B OCHOBHOM U JIOTIOJIHUTEIBHON JIUTEPAType, PEKOMEHI0OBAHHOM
paboueii porpaMMoi IUCHUIIINHBI (MOZYJIS).

OneHka «He 3a4TEHO» — BBICTABISETCS OPAMHATOPY, €CIM OH HUMeeT mpolesbl B
3HAHUSAX MPOTPAMMHOIO MaTepuasa: He BIAJACET TEOPETUUYECKHUM MaTepuajioM U JOMYyCKaeT
rpyOble, MPUHIUIHAIBHBIE OMKUOKY B BBINOJHEHUH 33JaHUNA U (UJIM) CUTYallMOHHBIX 3a/1ad,
MPEyCMOTPEHHBIX paboyveil MPorpaMMOi TUCITUTUTHHEI (MOTYJIS).

[lkana oueHuBanus (4eTbipexOallIbHAs WIM JBYXOalljibHAs), UCIIOJIb3yeMasi B paMKax
TEKYIIEro KOHTPOJS  YCIEBAEMOCTH  ONpENENAeTcs  IpernojaBaTesieM, MCXOAsd U3
1eJ1eCO00Pa3HOCTH MPUMEHEHHUS TOM UM MHOM IIKAJIbI.

Ecin Texymuii KOHTpOJIb YCHIEBAEMOCTM M (WMJIM) IIPOMEXKYTOUYHAas aTTecTalus,
NpeayCMaTpuBaeT TECTOBBIE 3aJlaHUs, TO IIEPEBOJ  PEe3yJbTaTOB TECTUPOBAHUS B
YEeThIPEXO0AJIIbHYIO LIKATy OCYIIECTBIISETCS 110 CXEME:

Ounenka «OTauuno» — 90-100% npaBUIbLHBIX OTBETOB;

Ouenka «Xopomo» — 80-89% mpaBUIBHBIX OTBETOB;

Ounenka «Y10BJ1eTBOPUTEIbHO» — 71-79% mpaBUIBHBIX OTBETOB;
Onenka «HeynoBiaersopureabHo» — 70% 1 MeHee IPaBUIIbHBIX OTBETOB.
[TepeBos pe3ynbTaToOB TECTUPOBAHUS B IBYXOANIbHYIO IIKAIY:

Ounenka «3aureno» — 71-100% npaBUIbHBIX OTBETOB;

Ouenka «He 3auteno» — 70% u MeHee MpaBUIILHBIX OTBETOB.

st mpoMeXyTOYHOM aTTecTalluu, COCTOAIIEH U3 ABYX ATANoB (TECTUPOBAHUE + YCTHOE
co0eceoBaHNE) OIIEHKA CKIIAJBIBAETCS [0 UTOraM JBYX MPOIAeHHBIX 3TanoB. OOyyaromiuiics,
MOJIYYUBIITUHN TIOJIOKUTENIbHBIE OIIEHKH 3a TECTOBOE 3aJlaHHe U 3a COOeceOBaHUE CUHTACTCS
arTecToBaHHBIM. lIpomexyTrouHas arrecrauus, NpoXonsilas B JBa JdTama, Kak IPaBUIIO,
MpeayCMOTpEeHa O JUCHUIUIMHAM (MOAYJISIM), 3aBEPIIAIOIIMXCA IK3aMEHOM WJIM 3a4€TOM C
OLICHKOM.

OOyyaromuiics, MOJYYMBIIUKA HEYJOBJIETBOPUTEIBHYIO OLIEHKY 3a TMEpBbIM 3Tan
(TecToBOE 33aJjaHK€) HE JOIMYCKAETCsl KO BTOPOMY 3Taly (co0ece10BaHHIo).

3. Tumnosbie KOHTPOJIbHBIC 3aIaHUS

HpnMeprle BapHUaHTBI OIICHOYHBIX 3aJaHMil  IJIs TEKYLIEro KOHTPOJIsA
yYcneBaeMoCTH

Tabauya 2
Home
P ®opma Kon
pasnena, | HanmeHoBaHue pa3ieioB, TeM O1LeHOYHOE CPECTBO
KOHTPOJIs1 HHANKATOpa
TeMBbI
Cemectp 1
HNndopmanuonnbie VYernbeiii | Borpocs! k ompocy: OIIK-1.1
Pasnen 1 | TEXHOAOTHH H 6a3pl JaHHbIX B | ompoc | 1. Kaxue pOGIEMBI OIIK-1.2
AeSITeTbHOCTH Bpava- HO3BOJISIOT pemmThb 82&18;
reHeTHKA. MH(OPMAIMOHHBIC TEXHOJIOTH. HK-Z 4
Tema 1.1 | O61mas xapakTepuCTHKa 2 [epeuncmure THIIBI
IpUMEHEHHS HH)OPMAIMOHHBIX cnereM UCKYCCTBEHHOTO
TEXHOJIOIUii B IIPaKTHKE PabOThI MHTEIIICKT.
Bpaua-reHeTHKa 3. Ine u xak MoOryTr ObITh
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Tema 1.2

OpraHu3anys dJIeKTPOHHOTO
JIOKyMEHTO000pOTa B
3/[PaBOOXPAHCHUH.

Tema 1.3

Tenemenuiuna

Tema 1.4

CucTteMbl OANEPIKKH IPUHATHUSL
pelIeHni B 30paBOOXPaHEHNH,
MEIUNMHE U TPAKTUKE PaOOTHI
Bpada-TeHETHKA.

HCTIONIb30BaHBI OHTOJIOTHH.
4, Kakne  mpeumymecta
NIPUMEHEHNSI HEMPOHHBIX CETEU B
CEMaHTHYECKOM  aHaiu3e Brl
3HaeTe?

5. Kaxkue OTpaHHYCHUS
IIPUMCHEHUs] HEMPOHHBIX CETEU B
CEeMaHTHUYECKOM  aHaiu3e  Bbl
3HaeTe?

6. Kaxk OpraHu3oBaHa
9JIEKTPOHHAsI MEIULIMHCKas KapTa
nanueHTa?

7. Kakwne
TENEMEANIITHCKUE CEPBUCH BBl
3raete? Kakne w3 HuX Hamboiee
yIavqHbIe?

8. Kakwue Br1 3naete UITJC
UL JIMarHOCTHKH
HAaCJIEJICTBEHHBIX 00JIe3HEH?

9. Kakue MexmyHapOIHbIC
U 3apyOe)KHble perucTpbl Bbl
3HaeTe?

10. JaifTe XapakTepUCTUKY
uHTepHET-pecypca GeneReviews.

Paznen 2

Oo6mast 6uounHgpopmaTuka

Tema 2.1

OCHOBHEIE 3aJ]a4i U METOIbI
OroMH(pOPMATHKH.

Tema 2.2

[TapHOe BBIpaBHHBaHHE.

Tema 2.3

AHanu3 pe3ynbTaToB
cexBeHupoanus JJHK.

Curyanuo
HHBIE
3a7a4n

CuTyannoHHbIE 33/1a4H:

1. B 06aze manneix NCBI
Genome HaluTe CIEAYIOUIYIO
UH(DOPMALIO 0 TeHOME
YeJloBeKa: Kakasi COOpKa sIBIISICTCS
pedepeHCHOl Ha CEeroaHSIIHUMA
JICHb, pasmep reHoMa,
KOJINYECTBO XpOMOCOM,
KOJINYECTBO I'€HOB, KOAMPYIOIINX
oenok, mpouent GC, pasmep 5t
XPOMOCOMBI B ILH.

2. C moMomupi0 TeHOMHOTO
Opaysepa UCSC/Ensemble
ckauaiitre B Qopmare FASTA
HYKJICOTHIHYIO
MOCJIEIOBATEIEHOCTh
resa DMD.

3. C moMoupi0 reHOMHOTO
Oopayzepa UCSC mepesenmre
koopamHaTel 1o  hg37 B
koopauHaTHl o hg38: 1: 183668;
5:53966437; X: 123404520.

4. [onmbepure  mpaiiMepbl
mist - [MOP ¢ mocnenyrouieit
JeTeKnueit KaIlUUIIPHBIM
3JIeKTpodope3oM TUTSE
nuarHocTuku mytanuu delF508 B
reae CFTR.

5. [TpuHIHATIBI
anroputma BLAST.

9K30Ha 3

paboTe!

OIIK-10.2
IK-2.2

Pa3znen 3

HNndopmanuonnbie
TeXHOJIOTHH I
HHTEPNPETAUN Pe3yIbTaTOB
CeKBEHUPOBAHMSA

Tema 3.1

BapuaHThl HyKJICOTHIHBIX
MMOCIEA0BATEIIEHOCTEH.
Knaccudukanus u
HOMEHKJIaTypa.

Curyanuo
HHBIE
3a1a49u

CuTyalMOHHbIE 3a/1a9H:

1. 3anummre TCHHYIO
MyTalldl0 B COOTBETCTBHU C
npaBujiaMu HOMCHKIJIATYPbI
HGVS: 3amena ryaHnHa Ha
TAMUH B 5' HeTpaHcIupyeMoit
obnactu B mosioxxennu 460.

2. Jlana 3amuch BapuaHTa:

OIIK-10.1
OIIK-10.2
[K-2.2
IK-2.4
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Tema 3.2 | MeToIbl A€TEKIIMN BAPHAHTOB NM_000548.3(TSC):c.1831C>T

HYKJIEOTHUIHBIX (p.Arg611Trp).
MOCJIEA0BATEIBHOCTEN U Pacmmdpyiite, 9TO 03HAYAIOT BCE
OTIPE/ICIICHHS HX MTATOT€HHOCTH. DIIEMEHTBI STOM 3aITHCH.

Tema 3.3 | Knununveckas —MHTEpIpeTarus 3. [louemy A

KOPPEKTHOTO OIMUCAHUS MYTallHU
Heobxonumsl 3amucu mo kJIHK u
nmo mnporenHy (Ha TmpUMepe
(c.123A>G u p.Lys41Glu).

4. Ompenenute MNaTOr€HHOCTb
TEHETUYECKOTO BapuaHTa:
NM_000059.4(BRCA2):c.7397T
>C.

5. OxapakrepusyiTe
OOHApY)KEHHYI0  MEpPeCTPOUKY:
arr[hg19]4p16.3p15.33(68345-
13159810)x1.

PE3yJIbTaTOB CCKBECHUPOBAHUA.

BOl'[pOCl)I JJIF MTOATOTOBKH K HpOMe)l(yTO‘{HOﬁ aTTeCTalluu 3a4Y€Ty

1. NupopmaninoHHble TEXHOJIOTMM W 0a3bl JaHHBIX B JIEATEIbHOCTU Bpaua
IeHETHKA: BO3MOXXHOCTH U OIpaHUUYEHHs] TPUMEHEHUsI, IPOOIEeMbI IPH UCIOIb30BaHHH.

2. TpeboBaHusT K MEAMUMHCKUM HH(MOPMALMOHHBIM CHUCTEMaM MEJAULUHCKUX
OpraHu3aIuu.

3. TexHnueckne W IOPUAMYECKHE AaCHEKThl IOpSAJKAa OKa3aHWs MEIULUHCKON
IIOMOIIH C UCIOJIb30BAHUEM TEJIEMEAUIIMHCKUX TEXHOIOIHH.

4. OcHoBHbIE NpUHIUINBI U TIpoOiembl Tipu cosznanuu UITJAC s auarHoctuku
HacleIcTBeHHBIX OosesHei. [Ipumepsr komnbroTepabix UITC u oHmaiiH-IpHUII0KESHUH.

S. [TouckoBble cucTEMBl Al M3YyYEHUS T€HOMHBIX Bapualuid U MOJAEPKKU
pELIECHUI IPU UHTEPIIPETALIUYA TEHOMHBIX JaHHBIX.

6. Mex1yHapOIHbIE U OTEUECTBEHHBIE PETUCTPBI U cUCTEMBI MOHUTOpHHTa BIIP.

7. ["'omo- 1 reTeponoarMepHbIe OMOIOTHUECKUE MAKPOMOJIEKYJIBI.

8. OCHOBHBIE DJIEKTPOHHbIE MEAMKO-OMOJIOTHYecKHe 0a3bl JTaHHBIX, COZAEpIKalle
nH(pOpMaLKIO 0 OMOJIIOTHYECKUX MTOCIIEI0BATEIbHOCTSX.

9. BolpaBHUBaHUE U CpaBHEHHE MTOCIE0BATEIbHOCTEN: 1IEIH, TUIIbI, TPUHIIUIIBL.

10. CranpgapTHble  KOMIIBIOTEpHBIE  CPEJICTBAa  BHU3yalM3allMd M aHaiu3a
HYKJICOTHIHBIX MTOCJIEA0BATEILHOCTEN, MOJydaeMbIX B pe3yinbTare cekBeHupoBanus JJHK.

11. Xapaxtepuctuka popmaroB NGS gaHHBIX U IPUHLIUIIBI paOOTHI C HUMH.

12. Knaccugukaius 1 HOMEHKIaTypa reHeTHYeCKUX BapHaHTOB.

13. OcHOBHBIE MEXaHNU3MBI IATOT€HHOCTH T'€HETUYECKUX BApPUAHTOB.

14. Kpurepun OLEHKM NMaTOT€HHOCTHM T€HETUYECKHX BapUaHTOB WM IPHUHLMIIBI UX

HCIIOJIBb30BaHMA. HpI/I‘-II/IHBI OTJIMYUA OLCHKHU MATOICHHOCTU IPU HCIIOJB30BAHHUU PA3JIMIHBIX
CHUCTEM NIOAACPKKHA pemeHnﬁ IIpHU MHTCPpIPCTAIUHA TCHOMHBIX JTaHHBIX.

15. ANTOpPUTMBI MOMCKA MATOTEHHBIX BAPUAHTOB.

16. OcHoBHBIE TpeOOBaHMs I TOATOTOBKH 3aKIIOUEHUs 1o pesynbTatam NGS
aHayIM3a.

17. [TpuHiMnel  1u3aifHa  OJMMTOHYKJIEOTHIHBIX  IOCIEAOBAaTENbHOCTEH  JuIs

MOJIEKYJIIPHO-T€HETUYECKOr0 aHAJIN3a.
18. CexBenupoBanue 1no CoHrepy: 3Tanbl METOJAa, NPUMEHEHUE, OTpaHHUYEHUS,
aJITOPUTM aHAJIM3a PE3YJIbTATA.
19. CoBpemeHHbIE METOBI MACCOBOT0 NapajuieasHoro cekBeHuposanus JJHK.
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20. [TpuroroBnenue O6ubamorek miuss NGS. BnusHue stama mpoOOMOAroTOBKH Ha
Ka4eCTBO IMOJy4yaeMbIX OHOMH(POPMATHIECKUX JTaHHBIX.

21. Crpyxrypa VCF-daiina.

22. I'enomusie 6paysepsr: UCSC u Ensembl.

23. Bba3el naHHBIX B METUIIMHCKOM I'eHETHKE, COJepIKAIINe ONMCcaHne (DeHOTHIIA.
24. KomnproTepHble AMarHocTUYeCKue MporpaMmbl B paboTe Bpaua-reHeTHKA.
25. OcHoBHbIE IpaBUIIa IIEKTPOHHOTO JOKYMEHTO000pOTA.

CuryanuoHHbIE 3a1a41
(0151 pewtenust 3a0ay ucnov3ylime uzgecmuvie Bam 6asvl 0anHvlx u Opyeue 00CmynHvle
npogheccuonanbHvle UHMEPHEem-pecypcyl).

3amaua 1.

HpI/I CCKBCHHUPOBAHHM TI'CHOMA IIalIMCHTA O6H3py>K€H reTep03HFOTHLIﬁ BapUaAHT
NM_000038.5(APC):c.3920T>A (p.lle1307Lys).

3aganue:
1. O1ieHUTE MaTOr€HHOCTh ATOI0 BapUaHTa.
2. Kakue nomosHUTENbHBIE HCCIENOBAHUS HEOOXOAUMBI I TOATBEPIKICHUS

KJIMHAYECKOH 3HAYUMOCTH JaHHOI'O BapHaHTa.

3anaua 2.

[Tpu cexBeHMpPOBAHNUHU T'€HOMA MaLMeHTa OOHAPYKEH reTepO3UTrOTHBIA BapUaHT

dbSNP: rs2146655256.

3aganue:

1. OneHuTe NaToreHHOCTh ATOr0 BApUAHTA.

2. Kakue ponoimHMUTENbHbIE HCCIEAOBAHUS HEOOXOIUMBI IS TOATBEPIKICHHS
KJINHAYECKOW 3HAaYMMOCTH JJAHHOTO BapUaHTA.

3. MO’KHO JIM CUUTATh JAHHYIO O3UIHIO «TOpsiYeid TOUKON?

3anaua 3.

ITpn MOJIEKYJISIPHOM KapUOTUIIMPOBAHNNU OOHapYX U BapHaHT:
arr[hg19]22g11.21(18645354_21465659)x3.

3aganue:

1. Oxapakrepu3yiTe JaHHBIN BapHaHT.

2. SBasieTcst 1M OH NAaTOr€HHBIM?

3. Kak 3T0 MOXHO MOATBEPAUTH.

3agaua 4.

Ha pucynke npexncraBneHsl pe3ynbTarhl cekBeHHMpoBaHus JHK dneHoB cembu, cBepxy
BHU3: Ipo0OaH, OTell, MaTh, CECTpa MpodaH/a.
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3aganmue:

=

Onpeznenure THI FeHETUYECKOr0 BapHaHTa y npobaHa.

N

OneHuTe MATOTEHHOCTh  3TOTO  BapuaHta. KakWe  JOMOJHHUTEIbHBIC
WCCIICZIOBAaHUSI HEOOXOAMMBI Uil TOATBEPXKICHHUS KIMHUYECKOW 3HAYMMOCTH JaHHOTO
Bapuanra’

w

B mpearnonioxeHuu, YTO MATOrEHHOCTh ASTOr0 BapHaHTa JOKa3aHa, KakKou
(enotun BeposteH y nmpobdanna? KakoB mporuo3 pasputus 3a00JI€BaHMs y CECTPhI nmpobana?

3amaua 5.

Ha pucynke npezacraBiensl pe3ynbTaTthl cekBeHupoBanus JJHK u3 aumdonuros kposu
HalueHTa.

A1bp
A0 W

L]
"

3amanmue:

=

OHpCIICJ'II/ITC THUIIT Ha6J'IIOI[aCM01"O TCHETUYCCKOI'O BapuaHTa.

N

OIIeHI/ITe MMaTOIrCHHOCTD 3TOT'O BapHAaHTA.
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3amaua 6.
[Ipy cexkBeHMpPOBaHMM Te€HOMa TMAalMEeHTa OOHApY)KEH TeTePO3UTOTHBIA BapHAHT

NM_007293.3(C4A):c.3694_3695dupTC(p.Val1233fs),

3amanue:
1. OLneHuTe MaToreHHOCTh TOTO BapUAHTA.
2. Kakue nonmonmHuTeNnbHbIE HCCIENOBAaHUS HEOOXOIUMBI ISl TOATBEPKICHUS

KJIWMHUYECKON 3HAYMMOCTH JaHHOI'O BapraHTa.

3amaua 7.
[Ipu cexBeHMpPOBaHUM T€HOMA NAIIMEHTa OOHAPY)KEH TeTePO3UTOTHBIM BapHAHT

dbSNP: rs202073531.

3amanmue:
1. OlneHuTe MaToreHHOCTh TOTO BapUAHTA.
2. Kakue nonmomHUTeNbHbIE HCCIENOBAaHUS HEOOXOIUMBI ISl TOATBEPKICHUS

KJIMHUYECKOM 3HAYMMOCTHU JAHHOTO BapuaHTa.

3amgaua 8.
B pesynprare cexkBeHHpOBaHHS 3K30Ma OOHApy)KEHAa XpOMOCOMHAs TIEPECTpOMKa:

seq[GRCh38] del(X)(p21.1) chrX:g.32,438,242_32,565,881del (ISCN 2020)

3aganue:

1. Oxapaktepu3syiite JaHHBIA BapHaHT.
2 SIBisieTcs M OH MATOTEHHBIM?

3. Kakwue rens! BkiroyaeT?

4 Kaxoit ¢penoTrn Bo3MoxeH?

3agaua 9.

Ha pucynke npeacrasiensl pe3ynabTaThl cekBeHupoBanus JJHK u3 nmumdornuroB kposu
MalMEeHTa.

b L & o L e e e o

a1 R
™ am DI ATD ke
1 1 1

3amanmue:
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1. Ompenenure TUT HAOIIOAAEMOTO TeHETUYECKOTO BapUaHTa.

2. OrneHuTe MaToOreHHOCTh ATOTO BapUaHTA.

3. OOBbsicHUTE pa3HHILy NPEACTABICHHOCTH pPe(EepeHCHOr0 W BAPHAHTHOTO
aJlIeNICH.

4. B mnpenmnonokeHuu, YTO MATONE€HHOCTH 3TOrO BapHAaHTA JIOKAa3aHa, Kakou

dbeHoTuUIl BeposATeH y nanueHTa?

3amaua 10.
B pesynbTaTe CcekBeHUpOBaHHS TeHOMa OOHApy)KeHa XpOMOCOMHAas IepecTpoiKa:
seq[GRCh38]dup(7)(g36.1) chr7:9.152,100,790_152,358,672dup(ISCN 2020).

3amanmue:

1. OxapakTepu3yiite JaHHBIA BapHaHT.
2 SIBnsiercs U OH MATOTE€HHBIM?

3. Kakue rens! Bkiroyaer?

4 Kaxoit ¢penoTrn Bo3MoxeH?

3amaua 11.
[Ipy cexkBeHMpOBaHMM TI€HOMa HAalMeHTa OOHApY)XEH TI€TepO3UTOTHBIM BapHaHT
NM_194248.3(0OTOF):c.32C>A(p.Serll*).

3amanue:
1. OLleHHUTE MMaTOreHHOCTh ATOTO BapUaHTA.
2. Kakue nonmomHUTENbHBIE HCCIENOBAaHUS HEOOXOMUMBI ISl TOATBEPKICHUS

KJIMHAYECKON 3HAYMMOCTH JAHHOI'O BapHaHTa.

3agaua 12.
[Ipy cexkBeHHMpPOBAaHMM DSK30Ma MAllUEHTAa OOHAPY)KEH TIe€TEPO3UTOTHBIH BapHaHT
dbSNP:rs753873681.

3aganue:
1. OrnieHnTEe MaTOreHHOCTh ATOTO BapUAHTA.
2. Kakue nonmomHUTENbHBIE HCCIENOBAaHUS HEOOXOMUMBI ISl TOATBEPKICHUS

KJIMHAYECKON 3HAYMMOCTH JAHHOI'O BapHaHTa.

3agaua 13.

ITpn MOJIEKYJIIPHOM KapHOTUIINPOBAHUU OOHapYXUITU BAPUAHT:
arr[hg19]1p36.33p36.32(849467_4329644)x3

3aganue:

1. OxapakTepu3yiTe JaHHBIA BApHUAHT.

2. SBasieTcs 1M OH NATOrEHHBIM?

3. Kak 370 MOHO OATBEPAUTS.

3amgaua 14.

[Ipu cexBeHMpOBaHMM TE€HOMA IMAlMEHTa OOHApyXeHa CTPYKTypHas IMepecTpoika:
seq[GRCh38] del(1)(g31.3) chr1:9.196,774,888_196,831,999del (ISCN 2020).
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3aganue:

1. Oxapakrepu3yiiTe JaHHBIN BapHaHT.
2 SIBnsieTCs M OH MAaTOTCHHBIM?

3. Kakwue rens! Bkiitouaer?

4 Kakoii ¢penorum Bo3mMoxen?

3amaua 15.
[Ipu cexkBeHMpOBaHMHM T€HOMa IIAllMeHTa OOHapyXeHa CTPYKTypHas IepecTpoikKa:
seq[GRCh38] dup(21)(p13qg22.3) chr21:g.1 46,709,983dup (ISCN 2020).

3amanue:

1. Oxapaktepu3syiiTe JaHHBIN BapHaHT.
2 SIBasieTcst M OH MATOTCHHBIM?

3. Kaxkue rens! Bkiaroyaet?

4 Kaxoit ¢penoTrn Bo3MoxeH?

3agaua 16.
[lpy CEKBEHMPOBAHWU SK30Ma IAlMEHTa OOHAPYXKEH TeTEPO3UTOTHBIH BapHaHT
NM_000055.4(BCHE):c.812C>T(p.Thr271Met).

3aganue:
1. OlneHuTe MaTOreHHOCTh TOTO BapUAHTA.
2. Kakue nomosHUTENbHBIE HCCIIENOBaHUS HEOOXOAMMBI [UJISI TOATBEPKICHUS

KJIMHUYECKOM 3HAYMMOCTHU JAHHOTO BapuaHTa.

3amaua 17.
[Ipy cekBeHHMpPOBAHMUM DK30Ma TMAllMEHTAa OOHAPYKEH TeTePO3UTOTHBI BapHaHT
dbSNP:rs13078881.

3aganue:
1. OrneHuTe MaTOreHHOCTh TOTO BapUAHTA.
2. Kakue momosHUTENbHBIE HCCIENOBaHUS HEOOXOAMMBI [IJISi TOATBEPKICHUS

KJIUMHAYECKON 3HAYUMOCTH JaHHOI'O BapHaHTa.

3agaua 18.

[Ipu MOJIEKYJIIPHOM KapUOTUITUPOBAHUHT OOHaApPYKUITU BApPUAHT:
arr[hg19]15g11.2(22765637-23217454)x1.

3ananue:

1. OxapakTepu3yiTe NJaHHBIM BapHUAHT.

2. SIBmsieTcs U OH IMMAaTOreHHEBIM?

3. Kax 3To MOXHO MOATBEPAUTH.

3agaua 19.
[Tpu cekBeHHpPOBAHUY T'eHOMA MAIMEHTa OOHApYKEeHA CTPYKTYpHas IepecTpoiiKa;
seq[GRCh38] del(1)(g32.3) chrl:9.212,885,294 212,889,257del (ISCN 2020).

3ananue:

1. OxapakTepu3yiTe JaHHBINA BapUaHT.
2. SIBrsieTcst 1M OH TTaTOTCHHBIM?

3. Kaxkwue rers! BkirogaeT?
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4, Kaxoit ¢penoTrn Bo3MoxeH?

3agaua 20.

[lpy  MONEKyNApHOM KApUOTUIIUPOBAHMM OOHAPYXKHIM  BapPHAHT: arr[hg19]
17p12p11.2(15633208_18537145)x1.

3aganue:

1. OxapakTepu3yuTe IaHHBIN BapUaHT.

2. SIBnsiercsa 1 OH MaTOreHHBIM?

3. Kak 370 MOXHO MOTBEPAUTS.

4. MeToauyecKkue MaTepHaJIbl, ONpPeIe/siolue Npoueaypbl OeHUBAHMUS
pe3yJbTaToB 00y4eHHs MO JUCHHUILIHHE (MOTYJII0)

[Ipouienypa omeHUBaHUS  PE3YJNbTAaTOB OOYYEHHS 1O JUCHMIUIMHE (MOJIYJIIO)
OCYIIECTBIISIETCSA B COOTBETCTBHUU C [lopsikoM MpoBeeHUs TEKYIIEro KOHTPOJISI YCIIEeBAEMOCTH
u [lopsimkoM opraHW3alii W TPOBEACHHUS IPOMEKYTOYHOH aTTeCTallud OOYYaroIIuXcs,
yCTaHaBIMBAIOMUM (OPMBI MPOBEACHUS MPOMEKYTOUHON aTTECTallH, €¢ MePUOJAUYHOCTh U
CUCTEMY OILICHOK.

IIpoBeneHne TeKymero KOHTPOJIs YCIeBA€MOCTH MO TUCHHUILINHE (MOAYJII0)

[IpoBeneHne TEKyHIEro KOHTPOJIL YCIEBAaeMOCTH MO  JTUCHUIUIMHE (MOIYIIIO)
OCYIIECTBIISIETCS B XOJI€ KOHTAKTHOM pabOThl C MpernojaBaTeleM B paMKax ayJIUTOPHBIX
3aHATHH.

TeKleII/Ii/i KOHTPOJIb YCIIE€EBAEMOCTH B BUAE€ YCTHOI'O UJIKM MIUCLMEHHOI'0 OIIpoca

VYCTHBIN ¥ MHCBMEHHBIHN ONpoc — Hauboee PacpoOCTPaHEHHbIH METO] KOHTPOJIs 3HAHUH
o0ydJaronuxcs.

Y CTHBIN OIIPOC MOKET MNPOBOAUTHCS B HaA4AJIC yqe6Hor0 3aHATUSA, B TAKOM CJIydac OH
CIIY’)KUT HC TOJBKO LEIAM KOHTPOJA, HO W TOTOBUT 06yqaromnxca K YCBOCHHWIO HOBOI'O
MaTcpHrajia, IO3BOJIACT YBA3ATb H3y‘leHHHfI Marepuajll € TEM, C KOTOPBIM OHU 6y,ZLYT
S3HAKOMHUTLCA HAa 3TOM KE WJIH MMOCICAYIOINX y‘Ie6HI>IX 3aHATUAX.

Onpoc MoxeT ObITb (PpPOHTANbHBIA, WHAWBUAYAIbHBIH W KOMOMHHPOBAHHBIM.
@poHTaJIbHBIN Oompoc mpoBoAUTCS B (opme Oecelbl mpemnofaBaTelis ¢ TPYNIOM, € IENbIO
BOBJICYEHUS B AKTUBHYIO YMCTBEHHYIO paboTy BCeX 00y4aromuXcs TPYIIIBL.

Bormpockl 10KHBI UMETh PEUMYIIECTBEHHO MOMCKOBBIA XapakTep, YTOObl MOOYXAaTh
00y4aroImuXxcst K CAaMOCTOATEIbHOM MBICTUTEIBHOM €S TETbHOCTH.

WuauBuayanbHbIN OMpoc IpenoaraeT 00CTOSITeNbHbIE, CBA3HbIE OTBETHI 00YYaIOIINXCS
Ha BOIIPOC, OTHOCSIIUICS K U3y4aeMOMY y4eOHOMY MaTepHally U CIYXKHUT BaXXHBIM Y4eOHBIM
CPEICTBOM Pa3BUTHUS PEUH, TAMSITH, KPUTUYECKOTO U CUCTEMHOI'O MBILUICHUS 00Y4arOIIuXCsl.

3akIrounTelbHas 9acTh YCTHOI'O OIIpoca — HOI[pO6HBII71 aHaJIn3 OTBCTOB o6yqa10mﬂxc;1.

VYCTHBINA ONpoc Kak METOJA KOHTPOJISl 3HaHWUM, YMEHMH M HaBBIKOB TpeOyeT OOoNbIINX
3aTpaT BPEMEHHU, KPOME TOro, IO OAHOMY M TOMY K€ BOIIPOCY HENb3s IPOBEPUTH BCEX
oOyuaromuxcs. [1oaToMy B 1ensIX paliMOHAIBHOIO MCIOJIb30BaHMs Y4€OHOTO BPEMEHH MOKET
ObITh TPOBEJEH KOMOMHHPOBAaHHBIN, YIUIOTHEHHBI ONpOC, coueTas YCTHBIH Ompoc ¢
MIACbMEHHBIM.

IIucbMeHHBIM OIPOC MPOBOAMTCS IO TEMAaTHKE MPOLISAIINX 3aHATHM. B xoxe
BBIMIOJHEHUS] 33JaHUi  oOydaromuiics JODKEH B Mepy HWMEIOLIUXCS 3HaHWM, yMeHHIH,
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BJIaJICHHUH, COPMHUPOBAHHOCTU KOMIIETEHIIMU JaTh Pa3BEpHYThIC OTBETHI Ha IOCTABJICHHBIC B
3aJJaHUU OTKPBIThIE BOIIPOCHI M (MJIM) OTBETUTH Ha BOIIPOCHI 3aKPBHITOrO TUIIA B YCTAHOBIEHHOE
npenogasareneM BpeMs. [IpogoiKUTENbHOCTh IPOBENEHUS MPOLIEAYpPhl OIpEleNsieTcs
IIPEnoAaBaTesieM CaMOCTOATEIbHO, HUCXOAS W3 CIOXKHOCTH HWHAMBUAYAJIBHBIX 3aJaHUi,
KOJIMYECTBA BOIIPOCOB, 00BbEMa OLIEHUBAEMOT'0 Y4eOHOT0 MaTepHara.

Bonpocel mns yCTHOrO M IHCBMEHHOIO OIPOCA CONPOBOXKAAIOTCS TUIATEIbHBIM
BCECTOPOHHHUM IIPOJYMBIBAHUEM COJEpPKAHUSI BOIPOCOB, 337ad U MPUMEPOB, KOTOpbIe OyayT
IPEUIOKEHBI, TTOMCKOM ITyTeH aKTHBHM3allMU AEATENBHOCTH BCeX OOy4aroIMXCsl IPYyMIbl B
npoliecce MPOBEPKH, CO3TaHUS Ha 3aHATUH JICIIOBOU U T0OpOKeIaTeIbHONH 00CTaHOBKH.

PesynbTarhl paboThl 00y4aromuxcst GUKCHPYIOTCS B X0JI€ IPOBEICHUS yUEOHBIX 3aHATHIA
(aKTHBHOCTB, TTOJTHOTA OTBETOB, CIIOCOOHOCTH MOJICPKUBATH TUCKYCCHIO, TTPOGECCHOHATBHBIN
SI3BIK U JIP.).

Texkymmii KOHTPOJIb yCIIeBaeMOCTH B BHJIe pedepaTa

[TonroroBka pedepara HMeeT CBOEH IeNpl0 IOKa3aTb, YTO OOYYarOUIMICS HMeeT
HEOOXOIUMYIO TEOPETUYCCKYI0 W MPAKTHYECKYIO MOJTOTOBKY, YMEET aHATUTHYSCKHA paboTaTh
C HAYYHOH JIUTEePaTypol, CHCTEMaTU3UPOBATh MaTEPHAIIBI U JeNIaTh 00OCHOBAHHBIE BHIBOIBI.

[Tpu BBIOOpE TeMbl pedepaTa HEOOXOIUMO HCXOIUTh, MPEXKIE BCEro, U3 COOCTBEHHBIX
Hay4HbIX UHTEPECOB.

Pedepar momkeH HOCUTH XapaKTep TBOPUECKON CaMOCTOSATEIbHOM pabOTHI.

M3noxenue Marepuana He JOJDKHO OTPaHUYMBATBHCA JIUIIb OMUCATEIBHBIM IOAXOI0M K
PacKpBITHUIO BbIOpAaHHOW TEMbI, HO TAKXKE€ JIOJDKHO OTpa)kaTb aBTOPCKYIO aHAJIUTHUYECKYIO
OLIEHKY COCTOSIHUSI IpOOJeMbl U COOCTBEHHYIO TOUKY 3pPEHHs Ha BO3MOXKHBIE BapUaHTHI €e
peneHusl.

OO0yyaronuiicst, UMEIOIINI HayYHbIe MYOIUKAIIMK MOXKET HCIOJIb30BaTh UX JaHHBIC TPU
aHajn3e MpoOJIeMBbI.

Pedepar BrirouaeT cienyronme pa3aessl:

—BBeZieHHEe (00OCHOBaHME BbIOOpPA TEMbl, €€ aKTYalbHOCTh, LEIM U 3aJauu
MCCIIEI0BAHUS);

—coJiepkaHue (cocTouT u3 2-3 maparpadoB, B KOTOPBIX PACKPBIBAETCS CYTh IMPOOJIEMBI,
OIICHKA OIMMCAaHHBIX B JIUTEpAType OCHOBHBIX IIOJXOJOB K €€ pEIICHUIO, H3JI0KEHNE
COOCTBEHHOTO B3IJIs1/1a HA MPOOJIEMyY U ITyTH €€ PEeLeHUs U T.1.);

—3aKJItoueHue (kpatkas (popMynHpoBKa OCHOBHBIX BBIBOJIOB);
—CIIMCOK JIUTEPaTyphbl, UCIIOIb30BAHHON B X0/1€ pabOThI Ha/l BEIOPAaHHON TEMOIA.

TpeboBaHMs K CIIUCKY JIUTEPATYPHI:

Crnucok nuTepaTypbl COCTaBIseTCSl B COOTBETCTBUU C MpaBUiIaMu OuOIMorpapuieckoro
onucaHust (MICTOUHUKHU JIOJKHBI OBITh NMEPEUUCIICHbl B aj(aBUTHOM MOCIEI0BATEIBHOCTH - 110
nepBpIM OykBam (amMmwIni aBTOPOB WJIM IO Ha3BaHUSAM COOPHHKOB; HEOOXOAMMO yKa3aTh
MECTO W3JaHMs, Ha3BaHWE W3JATENbCTBA, roj u3naHus). [Ipu BbIOTHEHUH PAaOOTHl HYKHO
00513aTEIbHO UCTIONB30BaTh KHHUTH, CTaThH, COOPHUKH, MaTephanbl OQHUIMAIHHBIX CAlTOB
WutepHer u ap. CchUIKM Ha MCIOJIB30BAaHHBIE MCTOYHUKH, B TOM YHCIE AJIEKTPOHHBIE —
00s13aTeNIbHBI.

O6wvem pabotbl 15-20 crpanun (popmatr A4) neuatHoro tekcra (mpupt Nel4d
TimesNewRoman, depe3 1,5 unTepBana, mons: BepxHee W HIKHEE - 2 CM, JieBoe - 2,5 cwm,
npasoe - 1,5 cm).

34



Tekct MOXeT OBITh WIUTIOCTPUPOBAH TaOnMuamu, rpadgukamu, auarpaMMami, MpHYEM
HanOoJee EHHBIMH U3 HUX SBJISIOTCS TE, YTO CAMOCTOSITEIEHO COCTABIICHBI aBTOPOM.

TeRymni/i KOHTPOJIb YCIIE€EBAEMOCTH B BUI€ IIOATOTOBKH IPE3CHTAllUH

OJEeKTpOHHAs MPE3EHTAlMs — IEKTPOHHBIN JOKYMEHT, MpeACTaBIAOLMI coboil Habop
CJIaliIOB, PEAHA3HAYCHHBIX I JEMOHCTpAIMU MPOAeIaHHON paboThl. Llenpio mpeseHTanuu
ABISICTCA BM3YyalbHOE IIPEACTaBICHUE 3aMbICia aBTOPA, MAKCUMAJIbHO YAOOHOE i
BOCIIPUSATHSA.

DNeKTpOHHAs MPEe3eHTalUs JOJDKHA [T0Ka3aTh TO, YTO TPYAHO OOBSICHUTH Ha CIIOBaX.
Ilpumepnas cxema npesenmayuu

1. TuTynbHBIN caaiia (COOTBETCTBYET TUTYILHOMY JIUCTY pabOTHI);

2. lenu u 3amaun paboTHI;

3. O0mas 4acThb;

4. 3amuiaemMble IOJ0KEHU (11 MaruCTEPCKUX JAUCCEepTaluil);

5. OcHOBHas 4acThb;

6. BeiBOZIBI;

7. bnarogapHocTu (BeIpaxkaeTcs 0JIaroJapHOCTh AYAUTOPHUH 32 BHUMAHHE).
Tpebosanus k oghopmaenuio cratioos

Tumynvnwiti crauo

[Ipe3enTanmst HAUMHACTCS CO CIaifa, COEPIKAIIEro Ha3BaHUE pabOTHI (OKJIAMA) U UMs
aBTOpa. DTHU 3JEMEHTHI 0OBIYHO BBIAEISAIOTCS 0oJiee KPYMHBIM MIPU(TOM, 4eM OCHOBHOM TEKCT
npeseHTauuu. B kadectBe (poHa mepBOro ciaiiia MOXXKHO HCIOJB30BaTh PHUCYHOK WM
¢dororpaduro, UMEIOIIYI0 HEMOCPEICTBEHHOE OTHOIIEHHE K TeMe MPE3EHTAallMH, OJJHAKO TEKCT
MOBEPX TaKOro M300pakeHUsl JIOJDKEH 4YHuTarbcsl oueHb Jierko. IlogoOHoe mpaBuiio
cobmromaercsa U Ans (oHA OCTANBHBIX ciaiioB. Tem He MeHee, MOHOTOHHBIN ()OH UIU (OH B
BU/JIE MSTKOIO I'paJeHTa CMOTPSATCS Ha MIEPBOM Cllaiijie TOKe BIOIHE 3((HEKTHO.

Obwue mpebosanus

Cpennuii pacueT BpEeMEHH, HEOOXOJMMOTO Ha TMPE3CHTAIMIO BEACTCS HCXOAS U3
KoJIMuecTBa cinaiioB. OOBIYHO HA OJUH Claii]] HEOOXOAUMO HE OoJiee IBYX MUHYT.

Heob6xoauMo ncnosib30BaTh MaKCUMaJIbHOE TPOCTPAHCTBO JKpaHa (ciaiiaa) — Hampumep,
pacTSHYB PUCYHKHU.

Jln3aiiH 10omKeH ObITh MPOCTHIM U TAKOHUYHBIM.
Kaxxaplil citaii]y 1OJ’KEH UMETh 3ar0JIOBOK.
Odopmitenne cnaiijja He 10JIKHO OTBJIEKaTh BHUMAHUE OT €r0 COAEPKATEIbHON YacTH.

3aBepu1aTL MPE3CHTAIHUIO CJICAYCT KpAaTKUM PpE3IOME, COACPIKAIIUM €€ OCHOBHLIC
IMOJIOKCHHS, BAXKHBIC TAHHBIC, ITPO3BYYaBIIMC B JOKJIAAC, U T. /.

Oghopmnenue 3a20106Kk08

Ha3nauenue 3aronoBka — OJHO3HA4YHOE WMH(GOPMHPOBAHUE AYIAUTOPHH O COAEPKAHUU
ciaiija. B 3aronoBke HyHO yKa3aThb OCHOBHYIO MBICIIb Claiiza.

Bce 3aronmoBKM TODKHBI OBITH BBHITIONHEHBI B €IWHOM cTWie (1BeT, mpudT, pasmep,
HauyepTaHUE).

TekcT 3aroj0BKOB JI0JIKEH ObITh pazMepoM 24 — 36 MyHKTOB.
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Touky B KOHIIE 3ar0OJIOBKOB HE CTaBUTb.
Conep:kaHue U pacrojioKeHne HHPOPMAIIMOHHBIX OJIOKOB Ha ciaiine
NudopManinoHHBIX OJIOKOB HE IOJHDKHO OBITh CIUIIKOM MHOTO (3-6).

Pexomenayembiii pasmep oaHoro MH(popManuoHHOTO Ojloka — He Ooyee 1/2 pasmepa
criaina.

XenarenbHO MPHUCYTCTBHE HA CTPaHMIE OJOKOB C Pa3HOTUIHOHN MH(OpManumei (TEeKcT,
rpaduku, AuarpaMmbl, TaOIUIbI, PUCYHKH), JOMOJIHSIOMIEH IPYyT IApyTa.

KiroueBrle ciioBa B I/IH(l)OpMaI_II/IOHHOM 0710Ke HGO6XOI[I/IMO BBIJACINTD.

WNudopmanronnpie OJ0KH JIydllle pacroyiaraTb TOPU30HTAIBHO, CBS3aHHBIC 110 CMBICITY
0JI0KM — cJIeBa HaIpaBo.

Haubornee BaxkHy0 HH(OPMALUIO CIEIYeT HIOMECTUTD B IIEHTP Claia.

Jloruka MNpCAbABICHUA I/IH(bOpMaI_[I/II/I Ha crlaiigax B IOpe3CHTalluu  JOJDKHA
COOTBETCTBOBATH JIOTUKE €€ N3JI0OKCHHA.

Buvioop wpugpmos

It odopMieHHS TPE3CHTAllMU CJIEAyeT HCIOJb30BaTh CTAaHIAPTHBIC, IIHPOKO
pacnpocTpaHeHHbIe mpuQThI, Takue Kak Arial, Tahoma, Verdana, TimesNewRoman, Calibri u
Ap.

Pasmep mpudra mis undopmarnmonnoro texcta — 18-22 mynkra. Ulpudt menee 16
MYHKTOB IIOXO YHTACTCS MPH MPOSKIMU Ha dKPaH, HO U YPEe3MEPHO KPYITHBIN pazMep mpudra
3aTpynHseT npouecc oeraoro ureHus. [Ipu co3nanuu ciaiia HEOOXOJUMO IIOMHHUTB O TOM, 4TO
pe3KoCcTh M300pakeHUs Ha OOJBIIOM dKpaHe OOBIYHO HIDKE, YeM Ha MoOHHTOpE. [IpomucHbie
OYKBBI BOCHPUHUMAIOTCS TsDKeNee, YeM CTpouHblie. JKUpHBIA mIpU(T, KypCHB M MPOMUCHBIC
OYKBBI UCTIOJIBL3YHTE TOJBKO TSI BBIJICIICHUSI.

L{semosas eamma u ghon

Crnaiiipl MOTYT UMETh MOHOTOHHBIN (DOH MK (POH-TPAIUEHT.

Jnist dpoHa xenaTenbHO UCIOIb30BaTh [[BETa MACTEIbHBIX TOHOB.

[{BeToBas raMma TeKCTa JIOJKHA COCTOATh HE 0ojiee 4eM U3 IBYX-TPEX LIBETOB.

HazHaumB kaxa0oMy U3 TEKCTOBBIX JJIEMEHTOB CBOMl IIBeT (HampuMep, 3arojOBKU -
3€JICHBIN, TEKCT — YEPHBIH U T.]I.), HEOOXOIUMO CIIeIOBAaTh TAKOW CXeMe Ha BCEX Cllaijiax.

Heo6xonnMo yduThIBaTH COYETaeMOCTh IO LBETYy (oHa M Tekcra. benblii Tekct Ha
YepHOM (OHE YUTAETCS II0XO.

Cmunb uznooicenust
CneﬂyeT HCII0JIb30BaTh MUHUMYM TCKCTA. TexcT HE ABIIETCS BU3YaJIbHBIM CPEICTBOM.

He crout crapatbcsi pasMecTuTh Ha OJHOM cjaiie Kak MOKHO Oojblle Tekcrta. Yem
0oJIbIIIe TEKCTA Ha OJTHOM CJIAiIe BBl MPEIOKUTE AyTUTOPUH, TEM C MEHBIIIEH BEPOSTHOCTHIO
OHa ero MpOYUTAaEeT.

Pexomenmyercst momeniaTh Ha CJIaifJl TOJIBKO OJUH Te3uc. PacmpocTpanennas ommoka —
MpeJICTaBICHNE Ha cllaiijie 0ojiee 4YeM OJTHOM MBICITH.

CrapaiiTecb HE HCMOJIB30BaTh TEKCT Ha Claije Kak 4YacThb Balled peyu, JIydlle
IIOMECTUTH TYyJla BaXKHBIE TE3UCHI, AKUEHTUPYS HA HUX BHUMAaHUE B Ipouecce cBoer peun. He
MEepPENNChIBANTEe B MPE3CHTALMIO CBOM JOKIaA. JleMOHCTpauusl Mpe3eHTalMu Ha JKpaHe —
BCIIOMOTaTEJIbHBI UHCTPYMEHT, UJUTHOCTPUPYIOLIHUM Ballly peUb.

36



Crenyer cokpamaTh npeioxenus. Yem menbie gpaza, TeM oHa ObICTpee YyCBauBaCTCH.
TekcT Ha cnaiinax nyuiie GopMaTHpoOBaTh MO HIMPUHE.

Ecin BO3MOXHO, JIydllleé HCIOJb30BaTh CTPYKTYpPHBIE Ciailibl BMECTO TEKCTOBBIX. B
CTPYKTYpPHOM claiifie K KaXXJA0MY IIYHKTY J100aBiIeTCs 3Ha4UOK, OJIOK-CXeMa, PUCYHOK — JIF000i
rpadu4ecKuil SIEMEHT, O3BOJISIOLINA JTy4Ille 3alIOMHUTh TEKCT.

Cnenyetr uzberatb 3(QQeKToB aHUMAIMU TEKCTa W TpaduKH, 32 HCKIIOUEHHUEM CaMBbIX
MPOCTHIX, HAMPUMEP, MEJICHHOIO MCUE3HOBEHUS WJIM BO3HHMKHOBEHHS I0JIOCAMHU, HO U OHU
JOJIKHBI IPUMEHSIThCS B Mepy. B citydae ncrosib3oBaHus aHUMAalUU 11eJ1eco00pa3Ho BHIBOIUTD
uH(popMaInio Ha ciaiia nmocreneHHo. CioBa M KapTUHKU JIOJDKHBI TOSIBISATHCS MapauIeIbHO
«O3BYYKE».

Ogopmnenue epagpuueckotl ungpopmayuu, madoauy u gpopmyn

Pucynku, Qororpaduu, nuarpammbl, TaOMUIbL, (OPMYNBI MpPU3BaHbl JOMOJHUTH
TEKCTOBYIO HH()OPMAIUIO HITH ITepeaaTh ee B 0oJiee HATIISTHOM BH/IE.

KenarenpHo usberath B Npe3CeHTallul PUCYHKOB, HC HCECYIHX CMBICIIOBOH Harpysku,
€CJIM OHU HE ABJIAIOTCA 4aCTbIO CTUIICBOI'O OCI)OpM.HeHI/I?L

[IBer rpaduuecknx u300pakeHUM HE JOKEH pE3KO KOHTPacTUpOBaThb C OOIIUM
CTHJIEBBIM O(hOopMIIEHUEM Ccllaiija.

Wnmroctpanuu ¥ TabIuIbl JOHKHBI UMETh 3aT0JIOBOK.
NnmrocTpay peKOMEHAYETCSl COITPOBOXKAATH MOSICHUTEIBHBIM TEKCTOM.

I/IJ'IJ'II-OCTpaI_[I/II/I, Ta6J'II/II_IBI, (1)OpMy.]'ILI, IO3anMCTBOBAHHBIC U3 pa60T, HC IIPpUHAJICKAIIUX
aBTOPY, JOJKHBI MMETH CCBIJIKH.

Hcnone3yst opmynbl xKenaTeabHO He 0TOOpakaTh BCIO LIETIOYKY PEIICHHUS, a OCTaBUTh
obmryro Gopmy 3amucu u pe3ynbraT. Ha ciaii BBIHOCATCS TOJIBKO caMble TJIaBHbBIE (hOPMYIIHI,
BEJIMYMHBI, 3HAUYCHUSI.

Ilocne coz0anus u ogpopmnenus npezenmayuu HeobXo0UMO OMpenemuposams ee noKa3 u
ceoe svicmynieHue. Ilposepums, Kax OyOem @vielisi0emsb npe3eHmayus 6 yeiom (Ha 3Kpawe
KOMNbIOMepa Ui NPOeKYUOHHOM IKPaHe) U CKOJIbKO 8pemMeHy nompebyemcst Ha e€ NoKds3.

Texkyluil KOHTPOJIb YCIIEBAEMOCTH B BH/I€ TECTOBBIX 3aJaHUM

OHGHK& TCOPCTUUCCKHUX U IMPAKTUUCCKHUX 3HAaHUH MOXKET OFBITh OCYHICCTBJICHA C
MNOMOIIBIO TECTOBBIX 33.IlaHI/II71. TecToBbIie 3alaHuA MOTYT OBITh IMPEACTaBJICHBI B BUIC:

Tecmos 3aKpvlmoco muna — 3aJlaHud C BI)I60pOM IIpaBHUJILHOTO OTBETA.
3aI[aHI/I$I 3aKpPBITOTO THIIA MOTYT OBITh NMpEACTABJICHBI B IBYX BApHUAHTAX:

—3adaHus, KOTOpbIC HMCHOT OJUH HpaBI/IJ'H)HHﬁ U OCTAJIbHBIC HCIIPABHUIIBHBIC OTBETHI
(3az[aH1/15{ C BLI60pOM OIHOT'O IMPAaBUIIBHOT'O OTBCTa);
—3aJaHus C BBI60pOM HCCKOJIBKUX MPaBUJIBHBIX OTBETOB.

Tecmos omkpbimozo muna — 3afiaHusi 6€3 TOTOBOTO OTBETA.
3aaHusl OTKPHITOrO THUIIA MOT'YT OBITh MPEACTABIEHBI B TPEX BapHAHTAX:

—3aJaHusl B OTKPBITOM (opMme, Korja HCHBITYEMOMY BO BpeMs TECTUPOBAaHUS OTBET
HEO0OXOUMO BIHCATh CAMOMY, B OTBEJCHHOM JJIs1 3TOTO MECTE;

—3aJjaHusl, IJI€ DJIEMEHTaM OJHOI0 MHOXKECTBa TpeOyeTcsl MOCTaBUTh B COOTBETCTBHE
3JIEMEHTHI JPYroro MHOKECTBA (33/1aHUs HA YCTAaHOBJIEHHE COOTBETCTBUS);
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—3aJlaHus] HAa YCTAHOBJICHHE MPABWJIBHOW MOCJIEI0BATEILHOCTA BBIYUCICHUH, NEHCTBUH,
Omnepaluii, TEePMUHOB B OINPEIACICHUSAX MOHATUN (3aJaHus HA YCTAHOBJICHHWE MPaBUIBLHOU
MOCJIEIOBATEIBLHOCTH ).

Tekymuii KOHTPOJIb YCIIEeBA€MOCTH B BH/Ie CUTYaIllHOHHBIX 3a/1a4

AHaM3  KOHKPETHBIX CUTyalluii — oauH u3 Haubomee OS(PQPEKTUBHBIX U
pacpoCTpaHEHHBIX METOJOB OPraHU3AallMM AKTUBHOW IIO3HABATCIIBHOM  JIEATEIbHOCTH
oOyuaromuxcs. MeToJl aHanM3a KOHKPETHBIX CHTYalldil pa3BUBAET CIOCOOHOCTh K aHAIU3Y
peanbHbIX CHUTyallMd, TpeOyIoLIMX HE BCerga CTaHAapTHBIX peuieHud. CraikuBasch C
KOHKPETHOU cUTyalien, o0yJarommecs: JOKHBI ONPEIeTUTh: €CTh JIU B HEell mpobieMa, B yeM
OHA COCTOUT, OIIPENIEIUTH CBOE OTHOLIEHUE K CUTyall1H.

Ha y‘-Ie6HBIX 3aHATUAX, KaK IIPABUIJIO, IPUMCHAOTCA CICAYIOUC BU/bL CHTyaHHﬁI

—Curyanus-npo6iiema — IpeACTaBIIET ONpeIeIEHHOE CoYeTaHue (PaKTOPOB U3 PEaTbHOM
npodeccuoHalibHON cepbl aesTenbHOCTU. OOydYaromMecs: MBITAIOTCS HAWTH PEIICHUE WU
MPOUTH K BBIBOJLY O €70 HEBO3MOXHOCTH.

—Curyanus-onieHKa — OMHUCHIBAET MOJIOKEHUE, BBIBOJ M3 KOTOPOIO B OMPEIEIICHHOM
cMbIcie yxe HaiaeH. OOywaroniyecss MPOBOISAT KPUTUYECKUN aHallM3 paHee MPUHSITHIX
pelieHui, 1al0T MOTUBHPOBAHHOE 3aKIIIOUEHUE.

—CuTyauus-wUIloCTpadsd — TOSICHSAET KaKylo-JIu00 CIOKHYIO TPOLEeAypy WIH
CUTYyaluIo0. CI/ITyaIII/Iﬂ-I/IJIJIIOCTpaHI/IFI B MCHBIIIEH CTECIICHHU CTUMYJIMPYET CaMOCTOATCIIbHOCTL B
pacCyKIEHHSAX, TaK Kak 3TO NPUMEPHI, NOSCHSAIOIIME H3JIaraéMyr CYTh IPEICTABICHHON
CUTyalluu. XOTS W IO TIOBOJY HUX MOXET OBITh CHOPMYIMPOBAH BOMPOC WIIM COTJIACHE, HO
TOTJ]a CUTYalUsI-UIUTFOCTPAIUS yXKE TIEPEXOJUT B CUTYAIIHIO-OLIEHKY.

—Curyauus-ynpaxHeHUe — MpeIycMaTpUBacT MPUMEHEHUE YK€ MPHUHATHIX paHee
MOJIOKEHUW W TIPeNIoyiaraeT OYeBHJHbIE M OECCIOpHBIE PEIIeHUs MOCTaBICHHBIX MPOOIeM.
Takue cuTyanuu cocoOCTBYIOT Pa3BUTHIO HABHIKOB B 00paboTKe UM OOHAPYKEHUU JaHHBIX,
OTHOCSIIIMXCS K UccienyemMon mpodieme. OHU HOCAT B OCHOBHOM TPEHHUPOBOYHBIN XapakTep, B
MPOLIECCEe UX PELIECHUS 00yJarorecst MpUoOPECTH OMbIT.

KOHTpOJIB 3HaHUI qepe3 aHaJIM3 KOHKPCTHBIX CUTYAUMOHHBIX 3ala4 B C(bepe
HpO(l)CCCI/IOHaJ'IBHO ACATCIIBHOCTU BBICTPAUBACTCA B JIBYX HAITPABJIICHUAX!

1. PoneBoe pasbirpeiBaHie KOHKPETHON cuTyaluu. B Takom ciiydae ydyeOHOe 3aHATHE 110
€€ aHaJIM3y MEePEXOUT B POJIEBYIO UTPY, TaK Kak 00ydarolye 3apaHee U3yUHId CUTYaLUIO.

2. KonnektuBHOE 0OCYyXKJE€HHWE BAapUaHTOB PEIIEHUS OJHOW M TOW K€ CUTyallud, 4TO
CYLIECTBEHHO YTAYOJSIET ONBIT OOYyYaroIIMXCs, KaXIbli M3 HHUX HMEET BO3MOYKHOCTb
O3HAaKOMUTBCS C BapUaHTaMU PEIICHMs, MOCIYIIaTb U B3BECUTb MHOXKECTBO HX OILICHOK,
JOTIOTHEHUH, N3MEHEHUH U MPUITH K COOCTBEHHOMY PEIIEHUI0 CUTYALINH.

Meton aHanM3a KOHKPETHBIX CHUTYallMid CTUMYJIHpPYeT OOYyYalommxcs K MOUCKY
nH(pOpMallMU B Pa3IUYHbIX UCTOYHHKAX, aKTUBU3UPYET MO3HABATENbHBIN HHTEPEC, YCUIUBAET
CTpeMJIeHHEe K NpUOOPETEHHIO TEOPETUUYECKUX 3HAHMW Ui TOJNY4YEeHHs OTBETOB Ha
MOCTaBJIEHHBIE BOIPOCHI.

Ipunyunel pazpabomxku cumyayuoHHbIX 3a40a4

—CHUTyallMOHHAsl 3a7laya HOCHUT SPKO BBIPAXKEHHBIH MPAKTUKO-OPUEHTHPOBAHHBIN
XapakTep;

—JUId CHUTYal[MOHHON 3ama4u OepyTcsi TEMBbI, KOTOPbIe TMPUBJICKAIOT BHUMAHHE
00yJaromuxcs;
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—CHUTYyaIlMOHHAs 3aJ1a4a OTpaxkaeT cieupuKy npohecCuoHaIbHOU cephl ACATEITHHOCTH,
KOTOPBII BBI30BET MPOPECCUOHATILHBIN HHTEPEC;

—CHUTYallMOHHAs 3a/1a4a aKTyalbHa U IIPECTaBIEHA B BUJIE PEaJIbHOW CUTYalIUH;

—npo0biema, KoTopasi JISKUT B OCHOBE CUTYallMOHHOM 3a/1a4ui OHATHA 00yJaronemMy,

—pelIeHre CUTYaIlMOHHBIX 3a/1a4 HAIpaBJICHO Ha BHISBICHUE YPOBHS 3HAHUS MaTepHasa
¥ BO3MOKHOCTH ONTHUMAaJIbHO IPUMEHHUTH UX B MPOIIECCE PELICHUS 3aJauu.

Pewenue cumyayuonusix 3a0au modxxcem 6vims npedCcmMasieHo 8 CledVIouWux 8apuaHmax

—pelieHue 3aad MOKET ObITh MPHUHITO YCTHO WJIM NMHUCbMEHHO, CIOCOOBI 3a/laHusl U
pellIeHus: CUTYallMOHHBIX 3a/1a4 MOT'YT ObITh Pa3JINYHBIMU;

—IpeJyiaraeTcsi KOHKPETHAas CHUTyalMs,, JAeTcsi HECKOJIbKO BAapUaHTOB OTBETOB,
00yJaroIIUICs TOIKEH BIOPATh TOJBKO OJIMH — MPABUIIHHBIN;

—TpeasiaraeTcss KOHKpETHas CHUTyalus, HaeTcsi CHUCOK pa3jIHyHBbIX JCHCTBHHA, U
00yYaromuncs 10JKEeH BBIOPATh MPaBUIIbHBIE U HETIPABHIIbHBIE OTBETHI U3 3TOTO CITMCKA;

—mpeniaraiorcs 3-4 BapuaHTa NPaBUIBHBIX JEMCTBHM B KOHKPETHOM CHUTYaIluw,
00y4aroIuics JOIKEH BBICTPOUTD 3T IEHCTBUS 1O MOPAJIKY OYEPETHOCTH U BAXKHOCTH;

—mpeljaraeTcss ycioBHE 3aJayd 0e3 MpPUMEpPOB OTBETOB MPaBUIbHBIX JIEHCTBUH,
00y4aromuicsl caM MILIET BBIXOJI U3 CIOKHUBIICHCS CUTYaLIUU.

[IpumeHeHne Ha YYEOHBIX 3aHITHUSAX CHUTYAIMOHHBIX 3a/1a4 CIIOCOOCTBYET Pa3BUTHIO Y
0o0yJaromuxcst  aHATUTHUYECKHX  CIIOCOOHOCTEH, yMEHUs Haxoauth ©  3(PQeKTHBHO
UCIIOJIB30BaTh ~ HEOOXOAMMYIH  MH(OpPMAlUH, BbIpabaThIBATh  CaAMOCTOSATEIBHOCTD W
WHUIMATUBHOCTh B pEHICHUsAX. UTO B CBOIO ouepensb, oOoramaer CyOBEKTHBIH OIBIT
oOyuaromuxcsi B chepe mpodecCHOHATBHONU NEATENbHOCTH, CIOCOOCTBYET (POPMHUPOBAHUIO
KOMIIETEHIIM,  CMOCOOHOCTH K  TBOPYECKOM  CaMOCTOSATENBHOCTH,  TOBBIIICHHIO
MI03HABATEJILHOM U Y4eOHOW MOTHBAIIHH.

O1eHKH TEeKYyIero KOHTPOJIS YCIIEBAeMOCTH (PUKCHPYIOTCS B BEIOMOCTH TEKYIIETO
KOHTPOJIS YCIIEBAEMOCTH.

IIpoBenenne NpomMeKyTOYHOM ATTECTALIMH 110 AUCHMIIMHE (MOLYJII0)

[Tpomexyrounas arrectanusi B (opme 3ayera OCYIIECTBISETCS B XOJE€ KOHTaKTHOM
paboThl 00yYarOLIErocs ¢ MpernoAaBaTesieM U MPOBOJUTCS B paMKax ayJIUTOPHBIX 3aHATUH, KaK
MIPaBUJIO, HAa OCIEAHEM MTPAKTUYECKOM (CEMHUHAPCKOM) 3aHITHH.

[TpomesxyTounas arrectanus B GopMe 5K3aMeHa WM 3a4eTa C OLEHKOW OCYIIEeCTBIsEeTCS
B XO0/I€ KOHTaKTHOH pabOThl 00ydarollerocs ¢ MPEenojaBaTeleM M IPOBOAUTCA B MIEPUOJ
IPOMEKYTOUHON aTTeCTalluM, yCTAHOBIEHHOW KaJeHJapHbIM y4eOHBIM I'pauKOM.
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