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1. HEJIX OCBOEHUSA JUCIIUITJINHBI

1.1|OcBoeHue TeopeTHYeCcKrX 3HaHUK U (POPMUPOBAHNE IPAKTUYECKUX HABBIKOB B 00JIACTH COBPEMEHHBIX ITOIX0A0B K aHAIHU3Y
TeHOMa, HeOOXOJUMBIX B IPAKTUYECKOM AEATEIBHOCTH Bpada — Ja00OpaTOPHOTO TeHETHKA IS PEIICHUs] AUATHOCTUYECKHX,
npopHIAKTHYECKHUX, 00pa30BaTEIbHBIX U MPOCBETUTEIbCKHUX 3214, IIPETyCMOTPEHHBIX KBAJTM(UKAIIMOHHBIMU
TpeOOBaHUSIMH, IPEIBIBISIEMBIMH K Bpady — JIaDOpaTOPHOMY T€HETHKY.

2. MECTO JUCHHUIIJIMHBI B CTPYKTYPE OOII

Huxn (pazgen) OOIT: b1.B

2.1|TpedoBaHus K nMpeABaAPUTEIbHOI MOATOTOBKE 00y4aI0LIErocs:

2.1.1|ITaTomorus

2.2 Hﬂcul/lﬂ.ﬂl/lﬂbl U MPAKTHKH, Uil KOTOPbIX OCBOCHHE JAHHOMN AUCHUNIHHBI (MOZlyJ'Iﬂ) He00X0IUMO KAK
npeamecTByouiee:

2.2.1|JTabopaTopHas reHeTHKa

2.2.2|Acnonbp30BaHue COBPEMCHHBIX KOMITIBIOTECPHBIX IIPOrpaMM B I'€HETUKE

2.2.3|IIpon3BoaCcTBeHHAS (KIMHAYECKAs) IPAKTHKA

3. KOMIIETEHL[IY OBYYAIOILETOCSl, ©OPMUPYEMBIE B PE3YJIbTATE OCBOEHM S JUCLUIIJIMHBI
(MOZYJIS)

IIK-5: 'oTOBHOCTH K ONpeieJIeHUI0 Y NAIHEHTOB MATOJI0TMYeCKUX COCTOSIHMI, CHMIITOMOB, CHHAPOMOB 3200/IeBaHUI,
HO030JI0THYecKuX (GopM B COOTBETCTBHH ¢ MeKTYHAPOIHOM CTATHCTHYECKOM KiIaccupukanueid 6oie3Heil U npodiem,
CBSI3AHHBIX CO 310POBbeM

IIK-6: roTOBHOCTH K NPUMEHEHH IO TUATHOCTHYECKHX JIA00PATOPHBIX FreHeTHYECKUX METO/I0B UCC/IeI0BaHUIl 1
HHTEPIpPeTANHH UX Pe3yJILTATOB

B pe3yabTaTe ocBOeHHUS TMCHUILTAHBI 00yYaIOLIUICS T0/KeH

3.1|13uarth:

3.1.1|3akoHOmaTenbeTBO Pocceniickoii demepanyu mo BOMpocaM OpraHU3alliy MEANKO-TeHETHYECKOH TTOMOIIH HACeICHHUIO;

3.1.2|o0mure IpUHIMIBI 1 OCHOBHBIE METObI KIMHIMYECKOW, HHCTPYMEHTAIBHOM U 1a00paTOPHON THAarHOCTHKH TeHETHIECKUX
3a00JeBaHnii; 3 PEKTUBHOCTH TPOrPaMM MAaCCOBOTO CKPUHHUHIA B CUCTEME MPOQUIIAKTHKH HACIIEICTBEHHBIX 3a00JICBaHHIA;

3.1.3|opranu3zanuio HEOHATAILHOTO CKPUHUHTA Ha (DeHUIKETOHYPUIO, THIIOTUPEO3, apeHOTeHUTAIbHBIN CHHIPOM,
raJlakTO3eMHIO, MYKOBHCLIH/I03;

3.14 OpraHu3anuro l'[peHaTaIILHOﬁ JUAarHOCTUKH HACJICACTBCHHBIX Goue3Hel u MPEHATAJIbHOI'O CKPUHUHI'a Ha BPOXJICHHBIC
TOPOKH Pa3BUTUA U XPOMOCOMHBIC 6OJ'ICSHI/I, O61l1[/16 TMOKa3aHus It MIPOBEACHUSA npeHaTaanoﬁ JUAarHOCTHUKH, 3HAUYCHUC
HpeHaTaHLHOﬁ JAUArHOCTHKH B CHU)KCHUHN YPOBHA HACJIEICTBEHHOUN U BpO)I(Z[eHHOﬁ 1aTOJIOTruH;

3.1.5|nepUKOHIENIIHOHHYIO TPOGHIAKTUKY, TOKAa3aHUs U1 IPOBEICHUS IEPUKOHIIEIIINOHHON NpoduIaKTHKY;

3.1.6|0CHOBBI T€HETHKH YEIIOBEKA: MOJICKYJISIPHBIE OCHOBBI HACJIEICTBEHHOCTH;,

3.1.7 MCEINIWHCKHE MMOKa3aHUA K HA3HAUYCHHUIO MOJICKYJIAPHO-TEHETUYCCKNX METOI0B HCCHCHOB&HHﬁ;

3.1.8|npasmina opopMITEHHST MEIUITUHCKON TOKYMEHTAIH [IPU MPOBEICHUH MOJIEKYJSIPHO-TEHETHIECKUX HCCIIeIOBAaHUI
MAIMEHTOB C BPOXKICHHBIMU U (WJIN) HACIICICTBEHHBIMHU 3a00JICBAaHUSM, B TOM YHUCIIE B (JOpME 3JIEKTPOHHOTO IOKYMEHTa

3.2|Ymern:

3.2.1|000CHOBBIBATH U INTAHKPOBATH 00BEM MOJICKYIISIPHO-TEHETUUECKAX UCCIICIOBAHUIA B LEJSX YCTAaHOBJICHHUS U (WIIN)
YTOYHEHHS AUArH03a BPOXKACHHOTO | (MJIH) HACJIEACTBEHHOTO 3a00JICBAHNUS;

3.2.2 pa60TaTI> co CHGHI/IaJ'II/I?)I/IpOBaHHOﬁ Oazoi JAaHHBIX 10 TCHETUYCCKHUM 00JIe3HAM U KOMIIbIOTCPHBIMHA
BUACOANATrHOCTUICCKUMU ITPOTpaMMaMu; C(l)OpMyJ'II/IpOBaTB TMOKa3aHus JIsl HAIIPaBJICHUS Ha CIICIUAJIBHOC TCHETUYECKOC
HUCCIIEA0BAHUEC,

3.2.3|oLeHnTD pe3ysIbTaThl TA00PATOPHBIX METOIOB AUATHOCTHKH;

3.2.4|B noctymnHON popMe OOBACHUTD CEMbE CMBICIT MEIHMKO-TeHETHIECKOTO MPOTHO32,;

3.25 BHCAPATH COBPEMEHHBIC METOAbI JUArHOCTHUKHU U HpO(bI/IJ'IaKTI/IKI/I HaCJICACTBCHHBIX 60.1'[63H617I;

3.2.6|uHTEepIPETUPOBATH PE3YIbTAThl MOJNEKYIIPHO-TEHETUUECKUX J1a00paTOPHBIX HCCIEJOBaHMI AIIMEHTOB B LIEJISX
YCTaHOBJICHUS M (MJIM) yTOUYHEHHUS IMarHO3a BPOXKICHHOTO U (WJIN) HACJIEICTBEHHOTO 3a00IeBaHHUS;

3.2.7|ycTaHaBnMBaTh IMarHO3 C YYETOM JIeUCTBYOLIeH MexIyHapOJHOW CTATUCTUYCSCKOM Kilaccu(uKalmy 6oe3He u mpoobem,
cBsi3aHHBIX €O 370poBbeM (MKB);

3.2.8|3amonusrs MCAUIMHCKYIO JOKYMCHTAINIO, B TOM YUCJIC B (bopMe QJICKTPOHHOT'O JOKYMCHTA, U KOHTPOJIHUPOBATH KA4YCCTBO €€
BCACHUA.

4. CTPYKTYPA U COJEP KAHUE JUCHUIIJIMHBI (MOLY JISA)

Kon HaumenoBanue pasnenoB u teM /Bua | Cemectp / | YacoB | Komneren- | Jluteparypa [Ipumeyanue
3aHATHSA 3aHATHSA/ Kypc 111011




Pasnen 1. MeToabl aHa/IM3a reHOMA B
JMArHOCTHKE HACJIEACTBEHHbIX
3a200/1eBaHUIT

11

[IpuHIHIIEI METOTOB
MOJIEKYJISIPHOT €HETHYECKON
JTMATHOCTHKY. /JIex/

IK-5 TIK-6

JI1.1J11.2 J11.3
J1.4J12.1J12.2
J12.3J12.4J13.2
JI3.3
01023354
05 D6 97 D8

1.2

[TpUHIUITE METOIOB
MOJIEKYISIPHOTEHE THYECKOM
nuarHoctuku. /IIp/

10

I1K-5 TIK-6

JI1.1J11.2J11.3
JI1.4J12.1 J12.2
J12.3J12.4J13.2
JI3.3
010323354
35056 07 28

13

[TpUHIUITE METOIOB
MOJIEKYISIPHOTEHE THUECKOM
nuarHoctuku. /Cp/

10

I1K-5 TIK-6

JI1.1J11.2J11.3
JI1.4J12.1 J12.2
J12.3J12.4 J13.1
J13.2J13.3
010323354
2526 2728

1.4

TIpHHIUITET METOIOB CEKBEHUPOBAHMS
renoMma /JIex/

IK-5 TIK-6

JI1.1J11.2J11.3
J1.4J712.1J12.2
J12.3J12.4J13.2
J3.3
01023354
0556 07 08

15

IIpHHIUIIB METOIOB CEKBEHHPOBAHHS
renoma /TIp/

10

IK-5 TIK-6

JI1.1J11.2J11.3
J1.4712.1J12.2
J12.3712.4J13.1
J13.2J13.3
0103023354
35036 2728

1.6

TTpUHIUITBEI METOIOB CEKBEHUPOBAHHS
reroma /Cp/

12

[IK-5 TIK-6

JI1.1J11.2J11.3
J1.4J12.1 J12.2
J12.3 J12.4J13.2
JI3.3
013523354
35036 2728

1.7

AHan3 pe3ybTaToB CEKBEHUPOBAHMS
resoma. /Jlex/

I1K-5 I1K-6

J1.1J11.2J11.3
JI1.4J712.1 J12.2
J12.3 J12.4]13.1
JI3.2J13.3
0103203354
9506 07 58

1.8

AHanu3 pe3yinbpTaToB CEKBEHUPOBAHHUS
renoma. /TIp/

I1K-5 I1K-6

J1.1J11.2J11.3
JI1.4J712.1 J12.2
J12.3 J12.4]13.1
JI3.2713.3
010323354
9506 07 58

1.9

AHanu3 pe3yinbpTaToB CeKBEHUPOBAHHUS
renoma. /Cp/

14

I1K-5 T1K-6

J1.1J11.2J11.3
JI1.4J712.1 J12.2
J12.3 J12.4]13.1
JI3.2713.3
010323354
05036 37 28

1.10

/KouTp.pab./

IK-5 TIK-6

JI1.1J11.2 J11.3
J1.4J12.1 J12.2
J12.3 J12.4]13.1
JI3.2J13.3
010203354
0536 937 28

Pegepar
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/3auét/

IK-5 TIK-6

JI1.1J11.2 J11.3
J1.4J12.1 J12.2
J12.3 J12.4]13.1
JI3.2J13.3
010203354
95056 07 B8

VYcTHBIH ompoc, TecT

5. OHEHOYHBIE CPEJICTBA

5.1. OueHo4HbIEe MaTepHuaJibl IJIl TEKYLIEr0 KOHTPOJIA U l'IpOMe)KyTO'lHOﬁ aTrecTanun

HpeHCTaBHeHH OTACIIbHBIM JOKYMEHTOM

5.2. OueHo4HbIE MaTepuaJabl 1 THATrHOCTUYECKOI'0 TECTUPOBAHUSA

HpeﬂCTaBﬂeHLI OTACIIbHBIM JOKYMEHTOM

6. YHEBHO-METOANYECKOE U THOOPMAIIMOHHOE OBECHEYEHHUE JUCHUIIIUHBI (MOAY JIST)

6.1. Pexomenayemas autepatypa

6.1.1. OcHoBHas JuTEepaTypa

ABTODEI, COCTaBUTEIHN 3arnaBue WznarensctBo, rox | Komuu-Bo

JI1.1 |Amymesuu O.O., MenuuuHCKasi TeHeTUKa: yueOHUK Mocksa: I'DOTAP- 1
Apytionos C. /1., Menua, 2012,

Axynenko JI.B., 2JIEKTPOHHBIN
Vrapos 1.B. pecypce

JI1.2 |Bouxos H. I1., KnuHnveckas reHeTuKa: y4eOHHK Mocksa: TDOTAP- 81
ITy3eipes B. I1., Menua, 2020
Cvupauxuna C. A.

JI1.3 |Andeposal. A, I'eneTHka: y4eOHHK IS BY30B Mockaa: IOpaiit, 1
Ionropuosa I'. II., 2023, >neKTpOoHHBbIH
Konnayposa T. U. pecypc

JI1.4 |Karmakos II. C,, I'eneryka: yueOHUK [UIs BY30B Mocksa: FOpaiir, 1
I'aBpunienko B. I, 2023, 35IeKTpOHHBIH
Bbymos A. B., pecypc
Amnncumosa E. .

6.1.2. lonotHUTeTbHAS INTEPATYPA
ABTOpBI, COCTaBUTEIH 3arnaBue WznarensctBo, ron | Komnu-Bo
JI2.1 |Akynenxo JI.B. MenunuHCcKas TeHeTHKa: yaeOHoe mocoone Mocksa: I'DOTAP- 1
Menuma, 2015,
NIEKTPOHHBIN pecypc

JI2.2 |MackaeBa T. A., I'eHeTHKa vesoBeKa: yueOHOe mocodue Capanck: MI'TIU mm. 1
Jlabyruna M. B., M.E. EBceBbeBa,

Yeromaesa H. 1. 2019, seKTpOHHBIH
pecype

J12.3  |’Kumynés, U. ., OO6w1ast 1 MOJIEKYJIsIpHasi TeHeTHKa: yyeOHoe nocobue 1i1st By30B|HoBocubupcek: 1
Benses, E. C., Cubupckoe
Axudnes, A. IT1. YHUBEPCUTETCKOE

nu3aaTeabcTBo, 2017,
JNIEKTPOHHBIN pecypc

JI2.4 |Acanos A. 10., MenuuuHcKas TeHETHKA: HAMOHAIBHOE PYKOBOACTBO Mocksa: 'DOTAP- 6
baiimakos I'. B., Menua, 2022
bamanosckas E. B.,

T'uarep E. K.
6.1.3. MeTtoauueckue pa3padoTku
ABTOPBI, COCTABHUTEIH 3arnaBue W3patensctBo, ron | Kommu-Bo
JI3.1 |Copokuna E. B., I'eHeTHKa yenoBEKa ¢ OCHOBaMU MEIULIMHCKON I€HETUKU: Bomnrorpan: 1
Ocrannnaa M. B. y4e0HO -METOqIUECcKOe Imocooue BoirI'MY, 2022,
SJIEKTPOHHBIN pecypc
JI3.2 |JIro6umoB A. U. I'eneTrka: npakTUKyM Wxepck: MoxeBckas 1
I'CXA, 2021,
JJIEKTPOHHBINA pecypc
JI3.3 |Andepopal. A., I'eneruxa. IIpaktukym: yue6HOE mocobue i By30B Mockaa: FOpaiir, 1

TxaueBaI'. A.,
IIpununko H. U.

2023, 31eKTpOHHBIIH
pecypc

6.2. Ilepeuens pecypcoB HH(OPMALMOHHO-TEJIEKOMMYHUKAIIMOHHOM ceTH ""UHTepHeT"

€)!

The National Center for Biotechnology Information, http://www.ncbi.nlm.nih.gov/




22 |Wiley Online Library, http://onlinelibrary.wiley.com/
D3  |Elsevier, http://www.elsevier.com/
24 |Genome Browser, http://genome.ucsc.edu/
25 |FANTOM (international research consortium), http://fantom.gsc.riken.jp/
D6 [Cancer atlas, http://canceratlas.cancer.org/
37 |The modENCODE consortium, https://www.encodeproject.org/
28 |the GENCODE project, http://www.gencodegenes.org/
6.3.1 Ilepevyens NporpaMMHOro oGecredeHnst
6.3.1.1(Oneparmonnsie cuctemsr Microsoft, maker npuxnanssix nporpamm Microsoft Office
6.3.2 Ilepeyenb nHGOPMALHOHHBIX CIPABOYHBIX CHCTEM
6.3.2.1|http://www.garant.ru MudopmanmoHHO-1ipaBoBoii oprai ['apaur.py
6.3.2.2|http://www.consultant.ru CripaBouno-tipaBoBast cuctema Koncynprant ITimoc
7. MATEPUAJIBHO-TEXHUYECKOE OBECIIEYEHUE JUCIUIIJIMHBI (MOY JIS)
7.1l Yuebnas ayaIUuTOpUs IJIs1 NPOBEACHUS MPAKTUYCCKUX SaHﬂTHﬁ, TPYIIOBLIX 1 MTHAUBUAYAJIbHBIX KOHcyﬂLTaHHﬁ, TCKYLICTO

KOHTPOIIS ¥ IPOMEXKYTOYHOI aTTeCTallni KOIMYECTBO MOCATOYHBIX MECT - 24; MeloBast I0CKa; MHTepaKTUBHAS JOCKa;
KOMITbIOTepOB - 1. OcHaleHa 060pya0BaHUEM: HHTEePaKTUBHBI( Ki1acc nartonoruu "BUPXOB" (paboune MecTa CTyIE€HTOB:
nporeccop Core i5 6400SkyLake, mucmeii 55 FullHD Samsung IPS, mukpockomnsr Primo Star.  Anpec: r. Cypryr, yir.
OHepreTukos, 22, ayn. 533.




IIpunoxenne 1

OLIEHOYHBIE MATEPHAJIBI JIVISI TEKYIIEW M TPOMEKYTOYHOM
ATTECTALIAU 1O TUCHUATIIMHE

Memoowst ananuza 2eHoma 6 OUAZHOCMUKE HAC/1€0CHI8EHHBIX 3A001€6AHUTL

Kon, nanpasienue 31.08.06

MOATOTOBKH JlaboparopHas reHeTHKa
Hanpasnennoctb -

(mpoduib)

dopma o0yueHHs OYHast
Kadenpa-pazpaboTank [MaTtoduznonoruu u odIIeH MATOIOTHU
Brimyckaronias kadeapa [TaTodusnonoruu u odIIeH NATOJIOTUU

TUITIOBBIE 3AJIAHUS JIJIsI KOHTPOJIbHOM PABOTHI
KOHTPOJIbBHASA PABOTA -1 CEMECTP)

Hammucanue pedepara npeamosaraet rirydbokoe u3ydeHue 0003HaA4€HHOM MPOOIEMEI.

Pedepar (ot nat. refero — goknaapiBaro, coo0Ia) mpeacTaBisgeT coboi 0co00e COYMHEHHUE, B
KOTOPOM ONpPEeNICHBI EJIH, 3aa9i U BHIBOABI H3JIAaTralOIIe OCHOBHBIE ITOJIOKEHHS TEMBI HITU TIPOOJIEMBI.

Tematuka pedepaToB MpeCTaBleHa B OLIEHOYHBIX CPEICTBAX.

Pedeparsr  moknmaneiBarOTCS < HAa  3aHATHM  COOTBETCTBEHHO  BBIOpaHHOW  TemMe U
KaJIeHJapHO-TEMAaTUYEeCKOMY IUIaHy, CIAI0TCS MPENoaBaTeio CTPOro B yKa3aHHBIN CPOK.

Pedepar cocTout u3 Tpex yacTeil: BBeIEHN, OCHOBHOM YaCTH, 3aKITIOUCHUS;

a) BO BBEICHUU JIOTHUHBIM OyJ1eT 000CHOBATh aKTYyaJIbHOCTh TEMBI (IT0UeMyY BbIOpaHa JaHHas TeMa,
KakuM 00pa3oM OHa CBSi3aHa C COBPEMEHHOCTHIO M HAYyKOMW); 1eNb (JOJKHA COOTBETCTBOBATH TEME
pedepara); 3amaun (cocoObl JTOCTHMKEHHUs 3aJlaHHOM 1eNn), OToOpa)karoTcs B Ha3BaHUM maparpados
paboTHI;

0) B OCHOBHOM YacCTH JaeTCsl XapaKTepUCTHKA U aHAJIN3 TeMBI pedepaTa B LIEJIOM, U Jlajiee — CKaToe
U3JI0’KEHUE BHIOpAaHHOW MH(OpPMAIMK B COOTBETCTBUU C ITOCTaBJICHHBIMU 3a7jauaMu. B koH1e naparpada
JIOJDKEH JIeNIaThCsl BBIBOJ (IIOJBBIBOA), KOTOPBIA HaunHaeTcs cinoBamu: «Takum oOpaszom...», «Urtak...»,
«3HauuT...», «B 3akiodueHne oTMETHM...», «Bce ckazaHHOE ITO3BOJISICT CAEIaTh BBHIBOI...», «IlogBoms
UTOT...» U T.JI.

B) 3aKJIFOYEHHE COJICPKUT BBIBO/IBI 10 naparpadam (1-1,5 nmucra). YMecTHO BbICKa3aTh CBOO TOUKY
3pEHHsI HAa pacCMaTPUBAEMYIO MTPOOIIEMYy.

Pedepar MoxeT OBITH MpelCTaBlieH B BUJE NMPE3ECHTAINHU, MIPA 3TOM O00S3aTEILHO BBITOIHEHHE
OCHOBHBIX TpeOOBaHMI K pedepary, BKJItoUYas MPaBUIbHOCTh O)OPMIICHUS CIIUCKA JIUTEPATYPHI.

PackpeiTe Tembl pedepaTa TpearnoiaracT HaJWYHe HECKOJIBKUX — CIIeIHAIN3UPOBAHHBIX
MCTOYHUKOB (Kak MUHUMYM 8-10 myOnmukaruii, MoHorpaduii, CipaBOYHBIX W3JaHUH, YIeOHbBIX TOCOOUIT) B
KadecTBe MCTOYHWMKAa WHpopmanmu. llpeamodreHue oTmaercs MyONHMKAaNWsM B CHEIHATH3HUPOBAHHBIX
KypHaJIax M MOHOTpagusM MPHU3HAHHBIX CIEMUATUCTOB B COOTBETCTBYIOUIEH 007acTH 3HAHMM.
O0s13aTeNbHO HCIIONF30BAaHNE HHOCTPAHHOH JINTEPaTyPHI.

Tembl pedepatoB:
1. MOJ’IGKy.HHpHO-FeHGTI/I‘-IGCKI/IC ACIICKThI JUAarHOCTUKH HACJIICACTBCHHbBIX 336OHCBB_HI/II\/JI YCJIOBCKA.
2. CoBpeMeHHbIE MOIX0bI K JUArHOCTHKE, JICUCHUIO U TPO(UIAKTUKE HACIIECTBEHHON MaTOJIOTHH.
3. [Ipumenenne HHPOPMAITMOHHBIX TEXHOJIOTHH B IMarHOCTUKE HACIIEACTBEHHBIX 3a00JIEBAaHUH YeIIOBEKA.
Oco0eHHOCTH TOCTPOCHHUS CUCTEM TUATHOCTHKHU HACIEACTBEHHBIX 0OJIe3HEH.
4. TIpobaemMbl COBpEeMEHHBIX METOJJOB MOJICKYJISIPHO-TEHETUYECKON TMAarHOCTUKH.
5. Pazmmunsie maatdopmel NGS, Ux HEJOCTATKU U TIPEUMYIIIECTB



THUITOBBIE BOIIPOCHI K 3AYETY (1 cemecTtp)

33}13]—[1/16 AJIA NMOKa3aTeidd OUCHUBAHUA JCCKPpUIITOPA «3HaeT»

Buj 3aganus

Yemmuouii onpoc
1. MosekynsapHbIE OCHOBBI HACJIeI0BaHHUsI MOHOTCHHBIX 3a00JI€BaHUIN U UX
0COOEHHOCTH.
2. Knaccudukarmus BappuaHTOB HYKJICOTHIHOM mocneaoBarenbHocTr o HGVS.
3. OmnpeneneHne MaTOTEHHOCTH M KIIMHUYECKOW 3HAUMMOCTH BapUAHTOB
HYKJICOTHIHOM TMTOCJIEI0BATEILHOCTH.
4. IlpuHIMIBI HOTUMEPA3HOM LIEMHON PEAKIUH.
5. JIocTOMHCTBA M HEOCTATKH pasnuyHbIX M1aTdhopm NGS cekBeHHMpOBaHMS.
O6nactu mpuMeHeHusl.
6. [IpuHIUIBI CO3MaHMs «OMOINOTEK» IS ceKBeHHpoBaHus MetoaamMu NGS u ux
0COOEHHOCTHU
7. IIpuHIUIIBI ¥ BO3MOXKHOCTH HCIIOJIb30BAHMS
MaHEIBHOT0/9K30MHOT0/TEHOMHOTO CEKBCHHPOBAHHUS.
8. IIpunHuuMMnbI pa3paboTKU MaHeNel TeHOB I MOCIEAYIOIEr0 UCCIIEIOBAHUS
MmeTongamu NGS.
9. O6paboTka 1 aHANIN3 PE3yJIbTATOB CEKBEHUPOBAHUSA C IPUMEHEHUEM
KOMITBIOTEPHBIX IPOTPAMM
10. TIpaBuia mOATrOTOBKH 3aKJIIOYESHHI MO pPe3yJIbTaTaM CEKBEHUPOBHHUSI T€HOMA.

TEOPETUYECKUI

3apanue AJ1s1 MOKa3aTessi OLeHUBAHUA JeCKPUIITOPa «YMeeT», «Biaaxeer»

Buj 3ananus

Tecmut (npumep)

No 1: Tlpu oOHapy eHUN HEONTMCAHHON HOHCEHC-3aMEHBI, TAKTUKA
Bpaya-reHeTUKa B MEAUKO-TEHETUUYECKON KOHCYIbTAllUU:

@) cuMTaTh JAHHYIO 3aMEHY MYyTallHeH;

b) cuutats maHHYIO 3aMEHY KIMHUYECKH HE 3HAUYUMOIA,

C) He cooOIIaTh MAIMEHTY O TAHHOW 3aMEHE JI0 YCTAaHOBJICHHS €€ MAaTOreHHOCTH;

No 2: Tlpu o6Hapy KE€HUU HEOTTUCAHHOM JeNeIUN/ IyTUTUKAIIUW, TTPUBOJISIICH K
CABUTY PAMKH CUUTHIBAHUS:

) cuMTaTh JAaHHOE M3MEHEHUE MYyTaIlUCH;

b) cuntaTh TaHHOE U3MEHEHHE KIIMHUYECKH HE 3HAUUMOM;

C) He coO0OIIaTh MAIMEHTY O TAHHOM U3MECHEHHH JI0 YCTAHOBJICHHSI €¢
MaTOT€HHOCTH;

Ne 3: TIpu HanMYUU ONMCAHHOW MYTAIlMH B T€TEPO3UTOTHOM COCTOSIHUH Y 000UX
poauTeNnel B OTHOM IeHe /ISl aHalli3a MaTepuaia I10/1a Ha Halln4ue JaHHBIX
MyTaIi He0OX0AUMO UCIIOIB30BATh METO/:

a) cekBeHUpoBaHue dk30Ma MeTo0M NGS;

b) cekBeHUpoBaHUE BCei MOCIIEAOBATEIBHOCTH TeHa METOJIOM MPSIMOTO
cekBeHupoBaHus no CeHrepy;

C) CeKBEHMPOBAHUE TOJIBKO YYACTKOB T'€Ha, B KOTOPBIX O0OHAPYKEHBI MYTAIINH Y
ponutenen

MIPaKTUYECKUI




