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TEHETHKH
4. | Cxpabur Huxonai K.m.H. Pykoroutens 1abopatopHu

Anexceerny

reHOMHKH opdaHHBIX O0JIE3HEH
HHWHM mempruncKkol reHeTHKH

Pabowas nporpanmma o0cyxkaeHa H 0/j00peHa Ha 3aceNaHin Y 9eOHO-METOIHIECKOTO COBETa
Iporokon Ne 2 ot «22» mas 2023 roaa.

Cexperaps YueOHO-METOMYECKOTO COBETA

OcHoBHasg

AE. Tymamoga
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npogeccuoHanbHasg oOpa3opaTenbHAs OporpamMma Beicliero o0pasoBaHHsS —

mporpaMma OpAuHaTypbl no crnenuaibHoct 31.08.06 JlaGoparopuas renetuxa oOCyxjaeHa U
ojpo0pena Ha 3acelaHuy YdeHoro cosera (1poTokos Ne 6 ot «30» mas 2023 rona).




1. Ileain ocBOEHMSI AU CIUTIIIMHBI

Llenpro M3yueHHs AMCIMIUIMHBI SBISCTCS: YCOBEPUICHCTBOBAHUE OPIMHATOPAMH 3HAHHUN
NPUHIUIIOB CEKBEHUPOBAHUS reHoMa sl 3PPEKTUBHOTO pEeIIeHUs] TpodecCHOHATIbHBIX 3a/1ad,
BKJIIOYAIOIIUX MPOBEJCHUE MOJICKYISIPHO-TEHETUYECKOH JMAarHOCTHKH — HACIEICTBEHHBIX
3a00J1€BaHUH.

3amauy JUCLUILIMHEL.

H3YYEeHHUE 0COOCHHOCTEH OpraHu3alyy r'eHoMa YejI0BeKa,;

3HAKOMCTBO C OCHOBHBIMHU IIPUHIIUIIAMHU ¥ TEXHOJOTUSIMU CEKBEHUPOBAHUS TCHOMA;

3HAKOMCTBO C YCTPOMCTBOM M IPHUHIUIIAMH Pa0OThl FEHETHYECKUX CCKBEHATOPOB;

prOOpeTEeHNE HABBIKOB PA0OTHI HA TEHETHYECKUX CEKBEHATOPAX;

3HAaKOMCTBO C  aJIrOpuTMaMud OHOMH(OPMAIMOHHOW  00pabOTKH  pe3yJIbTaTOB

CCKBCHHUPOBAHWS;

6. mpuoOpeTeHHe 3HAHMH O BO3MOXHOCTAX M IEPCICKTHBAX IPUMEHEHHS METOJIOB
CEKBEHHUPOBAHHSI TEHOMA B MOJICKYJISIPHO-TEHETHYECKON JTMarHOCTHKE;

7. W3ydYeHHWE MPUHIUIIOB HOMEHKJIATYPhl T€HHBIX MYTAIlMi U WHTEPIPETAUN PE3yJIbTaTOB
CCKBEHUPOBAHHSI.

agrwpnE

2. MecTo AUCHUIUIMHBI B  CTPYKType OCHOBHOH  mnpodeccHoHAIbHOMI
oOpa3oBartebHoil nporpammsl (OIIOII) opauHaTypbI

VYuebHasg nucuumianHa «MeToabl CEeKBEHHUPOBAHMS T€HOMA» BXOAUT B BapUaTHBHYIO
yactb broka 1 «/lucuumaunasl (Moxynu)» yuebHoro tuiana OIIOIl opaunatypsl 1O
cneunanbHocTu 31.08.06 JIaGopaTropHas reHeTHKa U SIBJISETCS TUCIMITIIMHOM 110 BBIOODY.

3. TpeGoBaHusi K pe3yJibTaTaM OCBOCHHUS TUCHHUILINHBI

3.1. KomnereHuuu opauHaTopa, popmMupyemMsbie B pe3yibTaTe 0CBOCHHUS JHCIUIIIHHBI
HuctunnuHa «MeToabsl CEKBEHHUPOBAHUS TEHOMa» CHOCOOCTBYET (OPMHUPOBAHUIO
CIENYIOIINX KOMIETeHUuH, mnpenycMorpeHHelx @OI'OC opauHaTypbl 1O CHENMAIBHOCTU
31.08.06 JlabopaTopHasi reHeTHKA!
npogeccuonanbubie komnerenunu (IK):
— TOTOBHOCTb K IMPUMCHCHHIO JUATI'HOCTHYCCKHUX na6opaToprlx T€HETUYECKHUX METOJ0B
UCCIIeJ0BaHu M HHTeprperanuu ux pesynbraroB (IIK-6);

3.2. Pe3yabTarhbl 00y4eHHs 110 JUCHUIIIHHE

B pe3ynbrare ocBO€HUS NTUCHUIUIMHBI OPAUHATOP JOJDKEH:

3HaTh:

OCHOBHBIE OCOOCHHOCTH OpPTraHU3aIlMi FeHOMa YellOBeKa.

MIPUHIMIIBI ONIPEACIICHNS HYKJICOTUAHOU nocnenosarensHocty JJHK.

IIPUHIINIIBI CEKBEHUPOBAHUS HOBOI'O IIOKOJICHUS.

MaTepuaIbHO-TEXHUUYECKYI0 0a3y A mpoBeaeHus cekBenuposanus JIHK.

HOPUHIUIBI paOOTH TEHETUYECKUX aHAJTM3aTOPOB, UX THIIBL

BO3MOKHOCTH M OTPAaHUYEHHUS] TEXHOJIOTMH CEKBEHHPOBAHUS T'€HOMa B MOJEKYISIPHO-

TeHETHYECKOM TMarHOCTUKE HACIICCTBCHHBIX OOJIE3HEH.

7. OCHOBBI OMOMH(POPMAIIMOHHOTO aHAJIN3a PE3YJIbTATOB CCKBEHUPOBAHUS.

8. NpUHIUIBI HOMEHKJIATYPhl TEHHBIX MYTaLlUH.

Ymern:

1. ompenenars nokasanus a8 nposeneHus cekseHuposanus [IHK ¢ nenbro MonexynspHo-
TeHEeTUYECKOH TMarHOCTUKA MOHOT€HHBIX HACJIEICTBEHHBIX 3a00I€BaHUM.
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2. WCIONb30BaTh 0a3bl JaHHBIX, TEHOMHbIE Opay3ephl U CIEUHUaTU3UPOBAHHBIE WHTEPHET-
PECYpPCHI Il UHTEPIIPETALUU PE3YIbTATOB CEKBCHHUPOBAHUS.

3. HWHTEpPHPETHPOBATh PE3YyJIbTaThl CEKBEHHUPOBAHMS W OMOMHGOPMAIIMOHHONW 00pabOTKH
JAHHBIX.

4. COCTaBIATh U UHTEPIIPETUPOBATH PE3YNIbTAThl MOJICKYISIPHO-TEHETUUECKON AUArHOCTUKH
HACJICJICTBEHHBIX OOJIE3HEH C MCIOJIb30BAHUEM CEKBCHHPOBAHHS HA OCHOBE MPHUHIIUIIOB
HOMEHKJIATypbl T€HHBIX MYTaIUH.

Baanern:

1. meronmamu BeineneHus u npodomoaroroBku JJHK mis peakiiuu cekBeHUpPOBaHUS.

2. 0a30BbIMM HaBbIKaMHU MpoBeneHus cekBeHuposanus JIHK.

3. OCHOBHBIMH TEXHOJOTHSIMH CTaTHUCTHYECKOT0O H OWOMH(DOPMAIMOHHOTO aHalu3a

PE3yJIbTAaTOB CCKBCHUPOBAHUA.

4. TpynoeMKOCTb IHCHUILTHHBI

OO61mas TpyA0eMKOCTh AUCHHUIIIMHBI COCTABISET 8 3a4ETHBIX €IUHUIL, 288 4acoB.

TpynoemkocTh KoJinuecTBo yacoB
O6uras 288
OO6s3aTenbHAs ayAUTOPHAS 216
B TOM YHCIIE:
Jlexruu 20
[IpakTrdeckue 3aHATHSA (B TOM YHCIIE CEMUHAPHI) 196
CamocrosiTenpHas paboTa 72
Byt npoMeXyTOYHOH aTTeCTaluu 3a4eT

5. CTpyKTypa u coiep:KaHue IMCHUTIHHbI
5.1. Buabl yue6Hoii padoThI

Ne

KonmaecTBo gacoB 1o BUIaM 3aHATHI

Paspensl qucuuniauHbl IIpaktuueckne | Cemunapckue | CamocTosiTenbHas
III Jlexkun
3aHSITHS 3aHITHS pabora
1 Paznmen 1 «CtpykTypHas opraHu3anun 4 27 20 20
TEHOMA YeJIOBEKay
2 Paznen 2 «CoBpemeHHBIE 6 27 20 20
MpeICcTaBIeHHs] 00 N3MEHUUBOCTH
TEHOMa)
3 Paznen 3 «TexHONMOruu CeKBEHUPOBAHHUS 10 40 60 32
TEeHOMa)
4 Pazgensr 1-3 20 94 100 72
5 3auer - 2 - -

5.2.Coaep:xanue AUCUUITIUHBI
5.2.1. Temarn4ecKuii JI1aH JEeKIUH

HaunmenoBanue pasznena, Tema JEKIUH Kon-Bo yacos

Paznen 1 «CTpyKTypHasi OpraHu3alusi reHOMa YeJI0BeKay

Tema 1 «Toru BhINOJHEHUS TPOTPaMMBI «I '€HOM YEJIOBEKa»»

Tema 2 «CoBpeMeHHBIC TIPEICTaBICHHS 00 OpraHN3aIliy TeHOMA YEIOBEKa)

Paznen 2 «COBpeMeHHLle npeacTraBJCeHUsA 00 U3MEHYNBOCTH FT€HOMAa)

Tema 1 «I'eHeTHUECKUN TTOTUMOPDHU3IMY

Tema 2 «MyTanuu B TeHOME YeJIOBEKa)»

BINOININ|A

Paznen 3 «TexXHOI0THH CEKBEHUPOBAaHMSI TeHOMa» 10




Tema | «IIpuanuns! cexkBenuposanust JTHK» 3
Tema 2 «CekBeHUpOBaHIE HOBOTO TIOKOJIEHHSI» 3
Tema 3 «bronH(pOpPMAaIMOHHBINA aHAIN3 U KIMHUYECKasi HHTEPIIPETAINs Pe3yIbTaTOB 2
CEKBEHUPOBaHMS»
Tema 4 «B03MOKHOCTH 1 MIEPCIIEKTHUBBI TEXHOJIOTHH CEKBEHUPOBAHHUS B JUArHOCTHKE 2
HACJIEJICTBEHHBIX 00JIE3HEW)
HUTOIO: 20
5.2.2. TeMaTn4ecKuii IUVIAH NPAKTUYECKUX H CEMHUHAPCKUI 3aHATHIA
Komn-Bo yacos
Tema 3aHsATHA Bun 3amarus
Aynaurop. CamocTosIT.

Pa3gen 1 «CTpyKTypHasi OpraHu3amus Cemunap/ 47 20
TeHOMA YeJI0BeKa» IIpakTHYeckoe
Tema | «ATOTH BBRIIOTHEHHUS TIPOTPAMMBI Cemunap 20 12
«I'eHOM uenoBeKa»»
Tema 2 «CoBpeMeHHBIE TIPEICTaBICHUS 00 [IpakTudeckoe 27 8
OpTaHM3aINH TeHOMA YEIOBEKa»
Pa3gen 2 «CoBpeMeHHbIE NMPEACTABICHHAS 00 Cemunap/ 47 20
H3MEHYMBOCTH T€HOMa» IIpakTHYeckoe
Tema 1 «['eneTndeckuii moauMophusmM» Cemunap 20 12
Tema 2 «MyTanuu B reHOME Y€JIOBEKa) [MpakTHyeckoe 27 8
Pa3gen 3 «TexHoJIOTHH CeKBEHUPOBAHHUS Cemunap/ 100 32
TeHOMa» IIpakTHyeckoe
Tema 1 «[Ipurnumns! cexkBerupoBanust JHK» CemuHap 40 8
Tema 2 «CeKkBEeHUPOBAHHUE HOBOT'O MTOKOJIEHUS» [IpakTuueckoe 20 8
Tema 3 «bronHpOpMaMOHHBIN aHAIIN3 U [MpakTuyeckoe 20 8
KJIMHUYECKasl MHTEPIPETaIys Pe3yIbTaToB
CEKBEHUPOBaHHS»
Tema 4 «B03MOXHOCTH U TIEPCHEKTHBEI Cemunap 20 8
TEXHOJIOTHH CEKBEHUPOBAHHS B TNarHOCTHKE
HAcJIEJICTBEHHBIX 00JIe3HEW)
3auer [IpakTuueckoe 2

HUTOrO: 196 72

5.3. Conep:xanue TUCHUINIMHBI

Pa3nen 1. « CTpyKTypHasi OpraHu3anus reHoMa 4eJI0BeKa»

Ntoru BeimosiHeHus: mporpamMmsel «I'eHoM denoBeka. MexayHapoaHas nporpamma «I'eHom
4eJI0BEKa» - 11eJIb, 3a/1a4M, UCTIOIHUTENN. OCHOBHBIE UTOTH BBIIIOJIHEHUS MpOrpamMmbl «l eHoM
YyeJloBeKa». 3HaueHHe peaan3alnuu nporpaMMbl «I'eHOM desoBekay JIIsi MEIUIIMHCKON TeHEeTUKU
Y MEIULIMHBI B LIEJIOM.

CoBpeMeHHbIE TIPECTaBICHNU 00 OpraHu3alyy reHoMa YeJloBeKa. Y POBHU OpraHU3aluu
reHoMa uenoBeka. YuWceao M KiIaccsl TIE€HOB B TeHOME uenoBeka. Hekxonmpyromue
nocnenosarenbHocTy JIHK B renome uenoBeka u ux @yHkuuu. COOTHOUIEHHE KOIUPYIOIIUX U
HEKOJIMPYIOIIUX I0CIe0BaTeIbHOCTE B TreHoMe. MOOHJIbHBIE T€HETHMYECKHE 3JIEMEHTHl B
reHoMe denoBeka. [loBropstomuecs nocnenoarenbHoct JIHK 1 ux ¢pyHKIMN. DBOMIOLMOHHBIE
0COOEHHOCTH OpraHU3alMy reHOMa YesioBeKa. [I[pUHINIT SKOHOMHUH I'eHEeTHYECKOTO MaTepraia B
reHome uesoBeka. [loHsaTHe 00 apxutekType reHoma. CermeHTHble AymMkanuu. Ilonstue o
TPEeXMEpPHOW OpTraHM3allMd TEeHOMa 4YelloBeKa. Polb 0COOEHHOCTEW OpraHu3aluu TeHOMa
YEJIOBEKA B BOSHUKHOBEHNHN KIIMHUYECKH 3HAYMMBIX MYyTallUN.

Pa3nes 2. «CoBpemMeHHbIe PeCTABICHUSI 00 H3MEHYUBOCTH F€HOM )

Onpenenenue reHeTnyeckoro noaumopdusma. Tunsl nosmmoppusmMa B reHOME 4eJI0BEKa.
[Tomumopdu3mM 1m0 YHCTy U JIOKAUIM3AUUUM MOOMJIBHBIX T'€HETHYECKUX  IJIEMEHTOB.




Onnonyxieotuaubii momumopdusm (SNP). MukpocaTesuTHbIE U MUHUCATEIUTUTHBIE TIOBTOPBI
JHK. IMomumopdusm no umciay konuil kpynHeix 010koB moBTopoB JJHK (CNV). [onstue o
XpPOMOCOMHOM  IouMmopdusme. Tumsl XpoMOcOMHOro mnonuMoppusMa. buonoruueckoe
3HaYeHHe TreHeThyeckoro mnonmuMoppusma. Pomp  renermueckoro moimumopdusma B
JETCPMUHALMU  KIMHUYECKM 3HAYMMBIX IIPU3HAKOB. [Icronb30BaHME  IE€HETHYECKOIO
noJauMopdu3Ma B MOJIEKYISIpHO-TeHEeTHUeCKuX uccinenoBanmsix u JJHK-n1uarnocruke.

Myrauuu B reHome 4enoBeka. Tumbl MyTanuii B reHome uenoseka. Kiaccuduxanmn
mytanui. Homenknarypa myrammii. TouxoBbie myraunuu. enenmu. Mucepuuu. HMHBepcum.
Muccenc-myrannn. HoHceHc-myTanmu. Myranuu cIBAra paMKH CUMTbIBaHUA. Myranuu
crtaiicunra.  HepaBublii  kpoccuHrosep. I'eHHas konBepcus. JIMHaMHUYeCKHME MYyTalUu.
XpoMOCOMHBIE U TeHOMHBbIe MyTauu. [lonaTue 06 snumyTanusx.

Pa3nes 3. «TexHO10rnH ceKBeHUPOBAHUSI T€HOMAa»

[Tpunuunser  cexBenupoBanuss JHK. Iloxxonel k  ompeneneHuro  HYKICOTHIHOU
nocienoarensHoctd  JIHK. Xumuueckuit um  (epMEHTATHBHBIM METOAbl CEKBEHHPOBAHUSI.
CekBenupoBanne no Maxkcamy — I'mnbepry. CexkBenupoBanue no Courepy. IlpuHnumns
WHTEPIPETALMH PE3yIbTaTOB CEKBEHUPOBAHMS.

CexkBeHUpOBAaHME HOBOTO IMOKOJEHWs. [IpMHIMIBI ~ MacCHMBHOIO — IapajuIeIbHOTO
CEKBEHHUPOBAHHSL. [TpoGomoaroroBka JAHK-6ubnmorex TS CEKBEHHUPOBAHHSL.
ITosynnpoBOTHUKOBOE CEKBEHUPOBaHUE. ['€HETHUYECKHE CEKBEHATOpPbl HOBOI'O ITOKOJICHUS.
IlonmHOreHOMHOE M IOJIHOZK30MHOE  cekBeHupoBaHue. [IupocexBenuposanue JIHK.
bucynsdurnoe nupocexBenuposanue JJTHK.

buonHpopManoHHBIE  aHANMM3 W KIMHUYECKas  MHTEPIPETAlus  pe3yJbTaToB
CEKBEHHPOBAaHUA. 3HaYeHHE OMOMH(POPMALMOHHOIO aHAIM3a B MHTEPIPETALUU Pe3yJbTaToB
CEeKBEHHpOBaHMs. ba3bl MaHHBIX U HHTEpHET-pecypchl. I'eHomHBIe Opay3epnl. KnnHuueckue
6a3bl JaHHBIX. Banuganus u uHTEprpeTanus pe3yibTaToB CEKBEHUPOBAHUS.

Bo3MOXXHOCTH M NEPCHEKTHUBBI  TEXHOJOTMH  CEKBEHUPOBAHMS B  JIMATHOCTHKE
HACJIC/ICTBEHHbIX ~ Oose3Hel.  MoJekyssipHO-TeHeTH4ecKas  JIMarHOCTUKA ~ MOHOTEHHBIX
HACJIEICTBEHHBIX 0OJIE3HEH C MOMOIIBI0 CEKBEHUPOBAaHUS HOBOTO IMOKOJEeHUs. BozmoxkHOoCTH
COBPEMEHHBIX TEXHOJIOIUH CEKBEHUPOBAHUS T€HOMA B UACHTU(HUKAIIMYA HOBBIX MYyTaIMil B FeHax
HaCJIEICTBEHHBIX Oose3Hel. CeKBEeHHPOBAHNE HOBOTO MOKOJIEHUS B IMarHOCTUKE XPOMOCOMHBIX
MyTanui. BO3MOXHOCTM M NEPCHEKTUBBI TEXHOJIOIMH CEKBEHUPOBAHUSA B HEHWHBA3UBHOU
MPEHATAIBHON JMAarHOCTHKE € MCMOJb30BaHWEM BHekaeToyHoil JIHK mioga B kpoBu marepw.
IIpuMeHeHne CEKBEHUPOBAHMS HOBOI'O IIOKOJEHUS B NPEUMIUIAHTALIMOHHON TI'€HETUYECKON
JINarHOCTHKE.

6. CamocrosiTe/ibHasi padoTa OPANHATOPOB
CamocrosTenbHas paboTa OpPAMHATOPOB IO JUCHUIUIMHE «MeTOJbl CEeKBEHHPOBAHUS
TeHOMay BKJIIOYAET B ceOsl:
— paboTy ¢ JUTEepaTypHBIMH HUCTOYHHKAMU HWHGOpPMAlMM M C DIIEKTPOHHBIMU
00pa3oBaTeNbHBIMH PECYPCAMH;
— TIOATOTOBKY TMPE3EHTAMH MO HHTEPECHBIM JOCTIKEHHSIM B OOJIACTH T'€HETUKHU
CTBOJIOBBIX KJIETOK;
— TOATOTOBKY pedeparoB M JOKIAJOB Ha KIMHUYECKHX pa3bopax, CeMHHapax,
KOH(epeHIHSIX.
IIpumepHbie TeMbl pedepaToB:
Hcropus pa3zpabotku meTon0B cekBeHupoBanus JJHK.
OcHoBHble npuHLUIEI cekBeHnpoBaHus JJHK.
®epMmeHnTatuBHOE cekBeHupoBanue JTHK.
ITonynpoBonHukoBoe cexkBenuposanue JJHK.
MaccuBHOE napauIeIbHOE CEKBEHUPOBAHUE HOBOTO MIOKOJICHHUS.
ITupocexsenuposanue JHK.
bucynsduraoe nupocexkBennpoBanue JJHK.
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8. B03MOXHOCTH CEKBEHMPOBAHUS HOBOI'O IOKOJIEHUS B WACHTH(QUKALMKA MYTalUil B
reHaxX HACJICJCTBEHHBIX OOJIE3HEH.

9. I'eHomuble Opay3eppl W 0a3bl [JaHHBIX [ MHTEpIpETAlUH Pe3yIbTaToB
cexBeHuposanus JJHK.

10. HennBa3uBHas IpeHaTalbHas JMArHOCTUKA C IOMOLIbIO CEKBEHHPOBAHUS HOBOIO
IIOKOJIEHUS ¢ ucnoyib3oBanueM BHeknerouHoi JJHK miona B xpoBu Marepu.

7. O6pa3oBare/ibHbIe TEXHOJIOTHHI

Pexomenayembie 00pa3oBaTeIbHBIE TEXHOJIOTUU: JICKIIUH, TPAKTHUYECKUE U CEMHUHAPCKUE
3aHSITHSI, CAMOCTOSITEIIbHAS paboTa OpIMHATOPOB.

[Tpu mpoBeneHNH 3aHIATUN HCIONb3YIOTCS aKTUBHBIE U MHTEPAKTHUBHBIC (DOPMBI 3aHATHIA
(pa300p KOHKPETHBIX CUTYaIIUii) B COYCTAHUH C BHEAYTUTOPHOU PaOOTOM.

Jlekuuu 4uTAOTCA C NPUMEHEHUEM COBPEMEHHBIX CPEJICTB JAEMOHCTPAUUOHHBIX MM-
npe3eHTammidi. YacTh JICKIUN MPOBOJUTCS B HWHTEPAKTHBHOW (oOpMe B3aUMOJCHCTBHUS C
oOyuaromumucs. [lonydenue npodeccrnoHaNbHBIX 3HAHUN OCYIIECTBISIETCS MYyTEM W3YYCHHUS
MPEAYCMOTPEHHBIX y4E€OHBIM TUTAHOM pa3/ejoB JUCIMIUIMHBI HE TOJBKO Ha JICKIUAX, HO U
CEMUHAPCKUX M MPAKTHUECKUX 3aHATHSAX Ha 0a3e Hay4dHO-UCCIIEOBATEIbCKUX U KIMHHUKO-
JMAarHOCTHYECKHUX JTAO0OpaTOpHUid, B paMKaX OTBEJACHHBIX YU€OHBIM IJIAHOM U ITPOTPaMMOil 4acoB.

CeMuHapckue 3aHSATHS MPOBOAATCS B HHTEPAKTUBHOM (hopMe, OpAWHATOPHI TOTOBST
Mpe3CHTAMK,  JIOKJIaabl, OOMEHWBAIOTCS MHEHHEM [0  Mpo0JieMaTHKEe  CeMHHApa.
[IpenycmarpuBaeTcsi caMOCTOSITeNIbHAS padoTa C JINTEPaTypoi.

8. ®opMbl TEKYIEro KOHTPOJISA M IPOMEKYTOYHOH aTTeCTAIlUM, KpUTEPUH OLIEHKH
Texkyuuii KOHTPOJIb KAYECTBA YCBOCHUS 3HAHWW, YMEHUWN U BJIQJCHUN MO JUCHUILINHE
«MeTo/1bl CeKBEHUPOBAHHUS T€HOMa) BEJIETCS B popMe yUeTa MOCEIaeMOCTH 3aHITHIA U JTEKITHA.
Texkyuuii KOHTPOJIb KAYECTBA YCBOCHUS 3HAHWW, YMEHUUN U BJIQJCHUN MO JUCIUILIIAHE
MPOBOAUTCA B (pOpME YCTHOTO OMpoca MOcie U3yUeHHUs KaXA0ro pa3zena.

IIpome:xxyTounasi arrecraumsi mpoBoAUTCS B (opme 3adera, B (QopMe YCTHOTO
co0ece10BaHus MO KOHTPOJIBHBIM BOTIPOCAM.

Kpurepun oueHku npu yCTHOM co0ecel0BAHUM:

- OLICHKA «3a4YTEHO» CTABUTCS, €CJIM OPAMHATOP TBEPAO 3HAET MPOrPAMMHBIA MaTepuall,
TPaMOTHO U MO CYIIECTBY M3JIaraeT €ro, He IOMYCKAaeT CYIIECTBEHHBIX HETOYHOCTEN B OTBETE HA
BOMPOC, MOXET MPABUIBLHO MPUMEHATh TEOPETHUECKUE MOJIOKEHUS U BIaJeeT HeOOXOAUMbBIMU
YMEHHSIMH U HaBBIKaAMU;

- OLICHKA «HE 3a4TEHO» CTaBUTCH, €CIIM OpPAMHATOP HE 3HAET OTAEJIBHBIX pPAa3JeioB
MIPOrpaMMHOTO MaTepHaa, JOMYyCKaeT MPU OTBETE CYIIECTBEHHBIE OIITHOKHU.

9. OueHOYHBIE CPeICTBA /ISl TEKYIIero KOHTPOJISA M IPOMEKYTOYHOH aTTecTalul

OneHouHble cpeacTBa  (KOHTPOJIbHO-U3MEPUTENbHBIE MaTepHalibl i BCEX BHUJOB
aTTeCTalluK) COCTABJICHBI MPEMNOAaBaTENIIMHU, IEPHUOIMUECKH OOHOBIISIIOTCS.
IIpuMepsI OLICHOYHBIX CPEACTB:
1) TecroBble 3a1aHNA:
1. TEHOMOM HA3BIBAETCA COBOKYITHOCTb 'TEHETUYECKOI'O
MATEPHAIJIA, JIOKAJIM30OBAHHOI'O:
1. Bo Bcex xpoMocomax uenoBeka 1 MUTOXOHaprabHou JJHK*
2. Bo Bcex xpoMocoMax 4YesloBeKa
3. B ayrocomax
2. UMCJIO TEHOB B TEHOME YEJIOBEKA COCTABIJIAET:
1. 10000
2. 22000*
3. 39000
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OCHOBHVYIO MACCY B I'EHOME YEJIOBEKA COCTABJIAIOT:

1. Hexoaupyromue nocnegoBarenbHoctu JJTHK*

2. Kogupyromue nocnegoBarenpHocty JJHK

3. MoOubHbIE TEHETUYECKUE DJIEMEHTHI

CEKBEHHWPOBAHUE JIHK — OTO:

1. Onpenenenne HyKJICOTHAHOM TocaenoBaTenpHocTr JJHK

2. Onpenenenue BTopuuHon ctpykrypsl JJTHK

3. Onpenenenue koH(oOpMaIKA XpOMaTHHA

PEAKIINA CEKBEHUPOBAHUSA JHK 10 COHI'EPY OCHOBAHA HA
NCTIOJIb3OBAHUNN:

1. XuMu4ecKoro ruipoin3a HyKJI€OTHI0B

2. Mune3okcupubonykineotuadocharon™

3. Pectpukiuun u ammmdukanun JJHK

CEKBEHMPOBAHUWE HOBOI'O ITOKOJIEHM A OCHOBAHO HA
NCITIOJIb3OBAHUMN:

1. CoBpeMeHHBIX MO/Ie/Iel TEHETUYECKUX CEKBEHATOPOB, UCIIOIb3YIOIIKUX IPUHIUIIBI
cexkBenupoBanus JJHK nmo Makcamy-I'unbepty

2. MacmrabHoro yucia Muanouoanorex JIHK u noiaynpoBoaHUKOBOTO
CEKBEHUPOBAHUS

3. SNP-MHKpPOUYHUTIOB BBICOKOTO pa3penieHus

HAUWBOJIEE PACITPOCTPAHEHHBIM TUIIOM TTIOJINMMOP®U3MA B TEHOME
YEJIOBEKA ABJIAETCA:

1. SNP-nmomumopduzm™

2. CNV-niomumopuzm

3. TTomumophu3M 1o yrciIy Komuii u Jokanu3aiuu Alu-3emMeHToB
BUCYJIbOUTHOE IMTMPOCEKBEHNPOBAHUWE JIHK ITPUMEHSETCA J1JIA
NCCIIEAOBAHUA:

1. Hykneotuanou nocneaoarenpsuoctu JJHK

2. Xapakrepa metuiauposanust CpG-aunykneorunon JJHK*

3. TumunoBbIX TuMepoB JTHK

HEMHBA3VNBHAS ITPEHATAJIBHAA TEHETUUYECKAA JUATHOCTUKA
XPOMOCOMHBIX BOJIESHE OCHOBAHA:

1. Ha ananu3ze BHeknerounoi JIHK mnona B KpoBU Matepu ¢ UCIOJIb30BAaHUEM
CEKBEHHUPOBAHMSI HOBOT'O IOKOJICHUS ™

2. Ha ananu3e nojgoBoro XxpoMaTuHa B KJIETKax IJ10/1a B KPOBU MaTepu

3. Ha meraa3zHomM aHanu3e KaproTHUIA IJ10/1a B KJIETKaX IJI0JHOTO MPOUCXOKACHUS B
KpOBU MaTepu

CAMbBIM TOYHBIM METOIOM JUATHOCTUKHU MYTALMH SBJISIETCS:
1. SSCP-ananu3

2. [TAP®-ananu3

3. CexBenupoBanue JJHK*

2. KoHTpoOJIbHBIE BONIPOCHI:

1. B kakoMm roay ObUIM OMYOJMKOBAaHBI NEpPBBIE pe3yJbTaThl Mporpammel «I'eHOM

yeJoBeKan?

2001.
2. KakuMmu KOJIJIEKTMBaMU peaIu30BbIBalIach porpamma «l'eHoM uenoBekan?
MexayHapomHBIil KOHCOPLIHMYM II0 HM3YYCHHIO T'eHOMa uelioBeka, kommanus Celera

Genomics.

3. HazoBure OCHOBHBIE NpPEUMYIIECTBA CEKBEHUPOBAHMSI HOBOTO IOKOJEHHS Tepen

TPAAUIIUOHHBIMU METOJaMU CCKBCHUPOBAHU.

MacmtabHOCTh, MPOU3BOAUTEIHLHOCTD, CE0ECTOMMOCTD.



4. Ha xakoM NpUHITUIIE OCHOBAHO CEKBeHUpoBaHue 1no CrHrepy?

Ha Tepmunanuu cunre3a JJHK 3a cuer BKiIrOUeHUs AUI€30KCHPUOOHYKICOTHAPOCHATOB.

5. Ha xakom npuHIHIIE OCHOBaHO CEKBEeHUpOBaHKE Mo Makcamy — [ 'mnbepty?

Ha repmunannu cunresa JJHK 3a cuet ruaponmsa 0JHOrO U3 HYKJIEOTH/IOB.

6. HazoBuTe THnbI NoauMopdpu3Ma B TeHOME UeloBeKa

[Monmumopdu3m Mo uKcay KOMUN U JOKAIM3aMA MOOUIIBLHBIX TEHETHYECKUX 3JIEMEHTOB,
noyiMMop(U3M  MHUKpPOCATSIUIUTHBIX W MuHHcaTeuMTHBIX moBTopoB JIHK, SNP, CNV-
OJTUMOP(HU3M.

7. Yem onpeaensrorcs oTimuus noaumopdusma JIHK u myraruii?

YacToTra B MOMyJsINK, HACAEIYEMOCTb, KIMHUYECKUE MPOSBIICHUS.

8. Jlns 4ero ucnosb3yroTcs TeHOMHBIEC 0a3bl JaHHBIX ?

Jis cucrematusanuu uHGOpManMu O BapuaHTax mocienoBatenbHoctd JIHK u ux
dbenoTunmyeckux dpdeKTax.

9. Hna dyero HeoOxomuma OuomH(popMamuoHHass 00pabOTKa  pe3yibTaTOB
CEKBEHHUPOBAHMSI HOBOTO MMOKOJICHUS?

Jns nOCTOBEPHOM OIIEHKH HAIWYUs U3MEHEHUN HYKJICOTUIHOM MOCIEA0BATEIbHOCTH.

10. Yto Takoe «pum»?

OnnokpaTHOE TIpouTeHHEe HYKJIeoTuIHOM nocneaosarenbHoctu JJHK ¢ ncnonszoBannem
CEKBEHUPOBAHMSI HOBOTO MOKOJICHHUS.

10. YyeOHO-MeTOAMYECKOE U MH(POPMALIMOHHOE o0ecTeYeHre JUCIUILTHHbI

10.1. JIuteparypa:
OcHoBHas:

1. bouxos, H. I1. Knunnueckas reneruka: yueouuk / H. I1. bouxos, B. I1. ITy3sipes,
C. A. CmupHuxuHa. — 4-e usna., nepepad. u gon. — Mocksa: 'DOTAP-Meaua, 2020. — 592 c. —
ISBN 978-5-9704-5860-0. — Texct: snextponssiii / ObC "KoHcynbTaHT cryneHTa'": [calfT]. —
URL:
http://ezproxy.ssmu.ru:2048/login?url=http://www.studentlibrary.ru/book/ISBN9785970458600.
html

2. bouxos, H. Il. HacnenctBennsie 0one3HU : HalMOHAJIbHOE pykoBoACTBO / Ilon
pen. H. I1. boukoga, E. K. I'matepa, B. I1. ITy3sipeBa - Mocksa : [DOTAP-Menua, 2013. - 936
c. (Cepus "Hauumonansusle pykoBoacTsa') - ISBN 978-5-9704-2469-8. - Tekcr : 2neKTpoHHBIH //
URL : https://ezproxy.ssmu.ru:2736/book/ISBN9785970424698.html - Pexum moctyma : 1o
MOJIITUCKE.

3. Kpebe k., Kunanatpuk C., [N'ogamreitn 3. I'enst o JIstouny / Pen. Pebpuxos
J.B. — M.: JlaGopatopus 3Hanwuii, 2019. — 919 c.

JdonmosHuTeIbHAS:

1. [TaTonmornyeckass anaromusi reHoma 4yenoeka [Tekcr]| : monorpadus / B. II.

[Ty3pipeB, B. A. CrenanoB ; Cubupckuii menununckuii yauepcuteT (Tomck), HUU
meaunuackod reHetuku THI[ CO PAMH (Tomck). - HoBocubupck : Hayka. Cubupckoe
oraenenne, 1997. - 224 c.

2. Wnzens, T. H. Auddepennnanbhplii AMarHo3 reHeTHYECKH JI€TEPMUHUPOBAHHBIX
CHHIPOMOB W HaciencTBeHHbIX 3aboneBanuit / T. H. Mnzens. — MockBa: MeaummHckoe
uHpopmannonHoe arerrctBo, 2016. — 192 c. — ISBN 978-5-9986-0276-4. — Texkcrt:
anexktpoHHed // DBbC "MemunuHckoe uH(popManmoHHoe areHTcTBO": [cait]. — URL:
http://ezproxy.ssmu.ru:2048/login?url=https://www.medlib.ru/library/library/books/3205

3. [InanupoBaHue MccleOBaHUN MO TeHETHKE MHOTO(AKTOPHBIX 3a00J€BaHUA U
CJIO)KHOHACIEyeMbIX cocTostHMMA [Tekct] : yueOHOoe mocoOue sl ciymiareneld CHUCTeMbI
MoCJIeBY30BCKOro mpodeccrnonansuoro oopasosanus / A. H. Kyuep ; peu. JI. IT1. Hazapenko ;
HUN wmemunmnckoit renetuku THI[ CO PAMH (Tomck), CuOupckuii MeTUITUHCKUN
yauBepcuteT (Tomck). - Tomck : 6. u. ; HoBocubupck : Akanemmsaat, 2015. - 88 c.
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4, ['eHeTnueckne acnekThl WHTEUIEKTyalbHbIX Hapymennil. Hazapenko JLIIL.,
Hazapenxo M.C., CamoxoBa O.A., Jlebenes N.H. Cepus «HaciaeacTBEHHOCTb U 3/10POBbEM:
yaeOHoe nmocobwue, Beimyck 14 / mox pen. B.I1. ITy3eipéra. — Tomck: JIuteparypraoe Oropo, 2017.
—68c.

10.2 IlepevyeHb MEeTOAUYECKUX PEKOMEHIAIUIA 1JIs1 Ay TUTOPHOI U CAMOCTOAITEILHOMI
padoThHI OPAMHATOPOB

MGTOI[I/I‘-ICCKI/IG YKazaHnud 10 AWUCHUIIINHE ((MGTOILBI CCKBCHHUPOBAaHUA TI'CHOMa» JId
ayJIUTOPHOM paboThl OpAMHATOPOB pa3zpaboTaHbl OTJEIBHO O pa3zeiaM.

10.3 HopmMaTHBHO-TIPaBOBbIE JOKYMEHTBI:

1. ®enepanbubiii 3akoH ot 01.11.2011 Ne 323-@3 «OO6 ocHOBax OXpaHbI 370POBbS
rpakgad B Poccuiickoit ®enepauun» [DneKTpoHHBIM pecypc]. — Pexum gocryma:
http://nasci.ru/education/clinic_recommendations.

2. IlpaBuna npeaocTaBieHUs] MEIUIMHCKUMU OpraHM3alMsSMHU IUIATHBIX MEIULIMHCKHUX
YCIIYT, YTBEp)KIEHHbIMU TMocTaHoBieHUeM I[lpaBurensctBa Poccuiickoit ®enepanuu ot 4
okTs10ps 2012 r. N 1006 (Cobpanue 3akoHoaaTenscTBa Poccuiickoit @eneparum, 2012, N 41, cr.
5628);

3. Tloso’keHHe O TOCYAapCTBEHHOM KOHTpPOJIE KauecTBa M OE30MaCHOCTH MEIULMHCKON
JIeATEIIbHOCTH, YTBEPKIEHHBIM ITocTaHoBiIeHHEM lIpaBurenscTBa Poccumiickoit ®@enepannuu OT
12 Hos6pst 2012 1. N 1152 (Cobpanue 3akonoaarensctBa Poccuiickoii denepanuu, 2012, N 47,
cT. 6501; 2016, N 38, ct. 5567; 2017, N 52, ct. 8148);

4. Tlonoxenue o0 OpraHu3alMM OKa3aHWs IMEPBUYHON MEIUKO-CAaHUTApHOW IOMOIIH,
YTBEPKACHHBIM MpHKa30M MUHHCTEPCTBA 3ApaBOOXPAHEHHMM M COLUAIBHOIO pa3BUTHUS
Poccuiickoit @enepamun ot 15 mas 2012 r. N 543 (3apeructpupoBaH MUHHUCTEPCTBOM
toctuiin - Poccuiickoit @epepanmu 27 wutons 2012 r., peructpanumonueii N 24726), ¢
W3MEHEHUSMH, BHECEHHBIMH IIpHKazaMu MuHHUCTEpCTBA 31apaBooXpaHeHMst Poccuiickoit
@®enepar ot 23 wutoHsa 2015 r. N 361n (3apeructpupoBaH MUHUCTEPCTBOM IOCTULIUU
Poccuiickoii ®enepanuu 7 utonst 2015 r., perucrpaunonssiit N 37921), or 30 centsiops 2015 .
N 6831 (3apeructpupoBan MunucrepctBoM roctuiuu Poccuiickoit @enepanun 24 nosopst 2015
I., peructpaunoHsbiii N 39822);

5. Ilpuka3z MunucrepcrBa 3apaBooxpanenus Poccuiickoit denepaunn ot 20 aexadps
2012 r. N 11771 "OG yrBepxaenun Ilopsinika maun MHGOPMHUPOBAHHOTO JOOPOBOJIHLHOTIO
corjacus Ha MEAMIIMHCKOE BMEIIATEeNbCTBO M OTKa3a OT MEIULMHCKOTO BMEIIATeNbCTBA B
OTHOILIEHUM OTPENEJICHHBIX BHUJOB MEAUIMHCKHX BMEIIATENIbCTB, (OpM HH(YOPMUPOBAHHOTO
J0OpPOBOJIBHOTO COTJIacHsl HAa MEAMIIMHCKOE BMEIIATEeNbCTBO U (JOPM OTKa3a OT MEAMIIMHCKOIO
BMenIarenscTBa" (3apeructpupoBad MunucrepctBoMm roctuiuu Poccuiickoit @enepanuu 28
utoHa 2013 1., peructpauuonHslidi N 28924, ¢ u3MEHEHHSIMH, BHECEHHBIMH IPUKA30M
MunucrepcerBa 3apaBooxpanenust Poccuiickoit @enepanuu ot 10 aBrycra 2015 r. N 549hn)
(3apeructpupoBad MuHHUCTEpCTBOM OCTHIMU Poccuiickoit ®enepanuu 3 centsops 2015 r.,
peructpaunonHsiii N 38783);

6. llopsgok o3HaKOMIIEHHs TalMeHTa JIMOO €ero 3aKOHHOIO TMpEeACTaBUTENS C
MEAMIMHCKON JTOKYMEHTALUEN, OTpa)arolled COCTOSIHUE 30pOBbS MALIUEHTA, YTBEPKICHHBIM
npuka3oM MuHHCTEpcTBa 3ApaBooxpaneHus Poccuiickon @enepannn ot 29 urona 2016 r. N
425u (3apeructpupoBadn MunucrepcTBoM roctuiinu Poccuiickoit @enepannu 14 nos6ps 2016 1.,
peructpannonubiit N 44336 (nanee - [lopsinoxk, yrBepkaeHHbIN npukazoM Munsapasa N 425H);

10.4 IIpodeccuonanbHbie 6a3bl JAHHBIX, HHPOPMAIIHOHHbIE CIIPABOYHbIE CHCTEMBI .
1) DnexTpoHHBIE OUOINOTEYHBIE CHCTEMBI

OBbC "KoncynbranTt cryaeHTa" pexxum noctyna: http://www.studentlibrary.ru

ObC "KoHcynbraHt Bpaya" pexxum gocryma: http://www.rosmedlib.ru

OBbC "Book-Up" pexum gocryna: http://books-up.ru
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EastView Information Services (MBUC. [Toamnucka Ha IEpUOIAIECKAEC H3TaHU)
pexxuMm nocrymna: https://dlib.eastview.com/

OBbC Menununckoe napopMannonnoe areHrcTso (MHUA)

pexum gocryma: https://www.medlib.ru

2) Ba3bl JaHHBIX

Polpred.com

ScieceDirect

ClinicalKey

SpringerLink

Science

Wiley Online Library

eLIBRARY.RU

HarnmonanbsHas DnextpoHHas Oubnuorexa H30.pd
MEDLINE Complete EBSCO Publishing
Nature Publishing

Scopus

zbMATH (maTemaTuka)

Web of Science

11. MaTepuajabHO-TeXHUYeCKoe o0ecneyeHue

[IpenogaBanue NUCHUIUIMHBI ocyiiecTBseTcss Ha 6aze HMM mMenuuuHCKON TeHEeTUKU U
reHeTuyeckoil kimHuku. OOpa3oBaTeabHbIN Ipolecc 00ecnedeH CrennaIbHO 000py10BaHHBIMU
MOMEILEHUSIMU JJIs1 TPOBEACHHS YUeOHBIX 3aHATHIN, B TOM YHCIIE:

1.

2.

VYueOHas (JIEKIIMOHHAS) ayIUTOPHS: aBTOMATU3MPOBAHHOE pabouee MEeCTO JIEKTOopa,
MyJIbTUMEANIHOE 000pyI0BaHUE.

[Tomemienusi, NmpeIycCMOTPEHHbIE MJI OKa3aHWs MEAMKO-T€HETHMYECKON MOMOIIH
MaldeHTaM, B TOM YHCJIE€ CBS3aHHbIE C MEIUUMUHCKUMHU BMEIIATEIbCTBAMH,
OCHAIIIEHHBIE CIELUAIU3UPOBAHHBIM 000pyAOBaHHEM M (WIM) MEIULIUHCKUMU
U3JIENUAMH U PACXOJHBIM MaTepUajIoMm;

ITomenieHns B KIMHMKO-IHArHOCTHYECKOM, ITUTOICHETHUYSCKOMN, OHMOXMMHYECKOM
nabopaTopusx AN OPOBEAEHUS  J1a0OPATOPHBIX  METOAOB  JMArHOCTHKH
HACJICICTBEHHOM NaTOJIOTHH;

[Tomemenuss a1 CaMOCTOATENBbHOM  paboThl  OOy4arOMIMXCSl  OCHAILEHBI
KOMIIBIOTEPHON TEXHUKOM € BO3MOXKHOCTBIO MOjKItoueHus k ceru "HWHTepHer" u
o0ecreyeHneM JI0CTyINa B 3JIEKTPOHHYIO MH(POPMALMOHHO-00pa30BaTEIbHYIO Cpely
OpraHH3aIiHy.

IIporpammHoe o0ecnieueHue

OnepanuonHas cucrema Windows;

nporpaMmel, odecrieunBatomue padboty ¢ nfokymentamu (MS Office 2010; Apache Open office;
Adobe Reader; apxuBarop 7-Zip):

Microsoft Office Professional Plus 2010 Russian Government OPEN 1 License Level C 79P-

Dr. Web Desktop Security Suite + Lleatp Yupasnenus (LBW-AC-36M-550-Al);

ABBYY FineReader 11 Corporate Edition AF11-3U1V25-102 ID 166961.
Hurepuer-6paysepsr (Internet Explorer; Google Chrome; Mozilla Firefox).

[Iporpammel, o6ecneunBatomue npocmotp meaua dainor (Windows Media Player ; cpenctso
npocmoTpa ¢ortorpaduit Windows).

12. KaagpoBoe obecnieueHue 00pa3oBaTeibHOIr0 npoiecca

Ne
n/a

HaumenoBanue damunus, UM, VYuenas OCHOBHOE MeCTO Mecto paboThI 1

pa3aciioB UK TEM OTYECTBO CTCIICHb, pa6OTBI, JOJIKHOCTB ITO

JUCIUTIINHBI npenoaaBaTciisa YUYCHOC 3BaHUC JOJDKHOCTH COBMECTUTCIILCTBY
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