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|. PazpaGorumk: noueHT Kadeapbl OMOXUMHUH ¢ KYpCOM KIMHHUYECKOM jaboparop-
HOW TUArHOCTHKY K.M.H., IOIEHT 3aBapuH Bmagucnas Biagumuposud.

BHemHsis1 peueH3us q1aHa

IJIaBHBIM BHEIITATHBIM cieluaincToM MuH3apaBa

TBepckoit obnacTu no crenranbHOCcTH «KinHnueckas

nabopatopHas TMarHOCTHUKa Ha6uesoit H.H.

Pabouas nmporpamma paccMoTpeHa U 0100peHa Ha 3acelaHud Kadeapbl OMOXUMUU C
KYpCOM KJIMHHUYECKOW J1a0OpaTOpHOM IUArHOCTUKH « 23 » Masl 2024 .
(mportoxoi Ne 10)

PaGouast mporpamma paccMoTpeHa u oJjo0peHa Ha 3aceJaHuu MPOPUILHOTO METO/IH-
4eCKOro COBETa
«29» mas 2024 r. (mpoTtokos Ne 5)

PabGouass mporpamMmma yTBep:KJcHAa Ha 3aceJaHWUU IEHTPAIBLHOTO KOOPIMHAIIMOHHO-
METOIUYECKOro coBeTa « 10 » uions 2024 r. (mpotokou Ne 9)




Il. IlosicHuTEIbLHAS 3a1IHCKA

Pabouyast mporpamMma JTUCHMITIMHBI IO BBIOOPY pa3paboTaHa B COOTBETCTBUU ¢ DenepabHbIM
rocy/1apCTBEHHBIM 00pa30BaTelbHbIM cTaHAapTOM Bbiciiero oopazosanus (PI'OC BO) noaroros-
Ka KaJpoB BBICHICH KBaTu(UKAIMKW TIO MporpaMMaM OpJMHATypbl 1o crnenuanbHoctd 31.08.05
KIIMHUYECKAS JJABOPATOPHASA JUAT'HOCTUKA, yrBepx’AEHHBIM NpUKa30oM MUHU-
CTEpCTBA HAyKH M BbICIIETO 00pa3oBanus Poccuiickoit deneparuu ot «2» depans 2022 r. Nelll,
npoeccuoHaTBHBIM cTaHAapTOM «CIienuaiucT B 00JaCTH KIMHUYECKON JTab0paTOpHON THarHOCTHKI,
YTBEP)KJICHHBIM MPHUKa30M MHUHHUCTEPCTBA TpyJa U COLMAIbHOM 3ammuThl Poccuiickoit @enepanuu ot 14
Mmapta 2018 roma Nel45H, ¢ yuéroM pekoMeHIaluii OCHOBHOM MPOQeCCHOHATLHON 00pa3oBaTeIbHOM
nporpammsl (OITOIT) Beicmiero o6pa3oBaHus.

1. Heab u 3a1a4M AUCHMIIMHBI

[lenpr0 OCBOEGHUS TUCLMILIMHBI ABJsETCA (GOpMUPOBaHUE y 00yUarOIINUXCsl YHUBEPCATbHbIX
U Mpo(hecCHOHAIBHBIX KOMIETEHUMH IS OKa3aHWS BBICOKOKBAIM(UIIMPOBAHHOW MEIUITUHCKON
IIOMOILM B COOTBETCTBUHU C (peiepaibHbIM FOCYJapCTBEHHBIM 00pa30BaTeIbHBIM CTAaHIAPTOM.

3amauaMu OCBOCHUS IUCIUILTUHBI 10 BBIOODPY SIBJISFOTCS:

- TMarHoCTUKa 3a00JIeBaHUH U MAaTOJOTMYECKUX COCTOSIHUN NAllMeHTOB Ha OCHOBE BJIa/ICHUS
71a00paTOPHBIMH METOAAMH MCCIICIOBAHNUS;

- KOHCYJbTHUPOBAHUE MEIUIMHCKUX PAOOTHUKOB M MAIlMEHTOB 10 BOIIPOCAM KJIMHUYECKOM
1ab0paTOPHOM AUATHOCTUKH;

- OpraHu3aLus 1 METOJuUecKoe o0ecreuyeHre 1adopaTopHOro MpoLecca;

- OpraHu3anys JesITeIbHOCTH HAaXOJSIIETOCsS B PACIOPSHKCHUH MEIUIIMHCKOTO MepCcoHaja
71a0opaTOpUU U BeJleHHE MEIULIMHCKON JOKYMEHTALNH;

- TMpenynpexIcHne BO3HHUKHOBEHHUS 3a00JIEBaHWI Cpely HACEICHUs IMYTEM IPOBEICHHS
npopMIAKTHYECKUX U IPOTUBOANUIEMUYECKUX MEPOIIPUSTUH;

- OKa3aHWe MEJAUIIMHCKOW MOMOIIH ITallMEeHTaM B DKCTPEHHOH (opme.

- IPUMEHEHHE OCHOBHBIX MPHUHIMIIOB OPraHU3allMM OKa3aHUs MEAMLMHCKOW MOMOIIM B
MEIUIIUHCKUX OPTaHU3AIMIX U UX CTPYKTYPHBIX TOJPa3IeIICHUIX;

- OpraHu3alus M YyIpaBJIE€HUE [JEATEIbHOCTHIO MEIUIIMHCKUX OpraHu3aluid M ux
CTPYKTYPHBIX NOAPA3IACIICHHUI;

- OpraHM3alUs OLEHKH KauecTBa OKa3aHUs MEIUIMHCKOM MOMOIIY MallueHTaM;

- BEJICHHWE YYETHO-OTYETHOW JOKYMEHTAallMd B MEIUIIMHCKOH OpraHu3alud W ee
CTPYKTYPHBIX MOJpa3Ie/ICHUIX;

- CO3MaHME B MEOUIMHCKUX OpraHW3alisiX H WX CTPYKTYPHBIX MOJPa3/eIeHUsX
OJIaronpuATHBIX YCIOBHUM Ul MpeObIBaHUS MALMEHTOB U TPYJOBOH NEATEIBHOCTH MEIUIIMHCKOTO
NepcoHasa ¢ y4eTOM TpeOOBaHUI TEXHUKU OE€30MaCHOCTH U OXPaHbl TPY/Ia;

- co0IMI0/IeHNe OCHOBHBIX TpeOOBaHUN MH(POPMAITMOHHON 6€30MaCHOCTH.



2. IlnanupyemMble pe3y/ibTaThl 00yUeHUsl M0 TUCHHUILIHHE

dopmupyemble
KOMITIETECHIIMN

[InaHupyemsle pe3yib-
TaThl 00y4eHus — MH-
JTKATOPBI IOCTHKCHUS
KOMIIETEHIINI

B pesynbrate n3ydeHus AMCUUILIMHBI 00yJarOmuics: JOIKEH:

VYK-1. CnocobeH kputu-
YeCKd U CHCTEMHO aHa-
JTU3UPOBATh, OMPEACTIATH
BO3MOXXHOCTH U CIIOCO-
Obl MPUMEHEHUS JTOCTH-
KEHHUI B o01acTu Meau-
UMHbl U (apmanuu B
npodeccnoHanTbHOM
KOHTEKCTE

VYK-1.1  Kpurnuecku
OLICHUBAET BO3MOKHO-
CTH TIPUMEHEHHUs J0-
CTHKEHUH B METOJax U
TEXHOJIOTUSIX ~ HAYYHOU
KOMMYHHKaIMK B 00J1a-
CTH MEIMIIMHBI U (ap-
Maluu

3HaTh:

- COBPEMEHHBIE JIOCTHKEHHS B METOAAX M TEXHOJIOTUAX HAYYHOM KOMMYHHUKAIIUY, B TOM YUCIIE U
ncnoib3oBanneM I T-TexHosormit

- METO/bl KPUTUYECKOT'O aHAIN3a U OLICHKU COBPEMEHHBIX HaYUHBIX JIOCTHKEHHH, a TAKKE METO-
JIbl TECHEPUPOBAHNS HOBBIX MJIEH IIPY PEIICHUH PAKTUYECKUX 3a1a4

YMeTh:
- aHaJII/I?,I/IPOBaTI) aJII)TepHaTI/IBHI)Ie BapI/IaHTI)I pGHICHI/ISI HCCIICA0OBATCIIbCKUX U HpaKTI/I‘-IGCKI/IX 3a-

Jaqd
- OLCHUBATH MOTCHIMAIBHBIC BBIMTPBIIIW WM IPOUTPBIIIW pEAIM3allii BApUAHTOB PCIICHUA
MPAaKTUYICCKUX 3a1a4

Baagern:

- HaBbIKAMU KPUTHYECKOTO aHAIM3a U OLEHKU COBPEMEHHBIX HAyUHBIX JOCTMXKEHUH U PE3yJbTa-
TOB ACATCIIBHOCTH 110 pGIHGHI/IIO HpaKTI/I‘ICCKI/IX 3a/ia4, B TOM 4YHCJIC B MC)KI[I/ICHI/IHJ'II/IHapHBIX 06.]'[21-
CTSIX

VYK-1.2 Ananusupyert
pasNuYHbIE  CIIOCOOBI
MPUMEHEHHS JTOCTHIKE-
HUI B 00JIaCTH MeIH-
UMHB U ¢dapManuu B
npodeccnoHaTbHOM
KOHTEKCTE

3HATh:
- CMOcOOBI MPUMEHEHUSI TOCTIKEHUI B 00JIACTH MEIUIIMHBI U dapManuy B podheccuoHalb-
HOU NeATEeIbHOCTH

YMmern:
- QHAIM3UPOBATH Pa3NIUYHbIE BApUAHTHI MPUMEHEHUS B MPO(EeCcCHOHANBHON NesSTEIbHOCTH

JOCTHKEHHUH B obiactu MCIULIMHBI U (bapMaLlI/II/I

Baaners:

- HaBBIKAMHU Pa3pabOTKH Pa3IMUHBIX CIIOCOOOB MPUMEHEHHUSI TOCTHKEHUN B 00JACTH MEIUIN-
HBI U (hapMmaru B MpOoPECCHOHATHPHOM KOHTEKCTE, B TOM YHCJE MPHU PEIICHUH HCCIeI0Ba-
TEJIbCKUX U MPAKTHUUECKUX 3a7au

YK-3. CnocobeHn pyko-
BOJIUTH PabOTON KOMaH-
JIbl Bpauyel, CPEAHEr0 M

VYK-3.1 Opranusyer u
KOPPEKTHPYET KO-
MaHJIHYIO paboty

3HATh:
- KOMaHJHBIN MTOIX0/ B MEHEPKMEHTE, CIEM(HUKY TPYITIOBOM JMHAMUKU U TIPOIIECca KOMaH 1000-

pa3oBaHus




MjIaamero MEAUIMHCKO-
ro nepcoHaia, OpraHmu3o-
BbIBaThb IIPOLECC OKasa-
HHA MCHHHHHCKOﬁ I10-
MOIIHM HACCICHHUIO

Bpauei, CpEeaHEro Hu
MJIAJIIETO MepcoHana

YMerTh:
- OPraHMW30BBIBATH KOMAHTHOE B3aMMOJICHCTBHE JIJISI PEIIICHUSI YITPABICHUYECKHX 3a1a4
- KOPPEKTHPOBaTh pabOTy KOMaH/Ibl, B TOM YHCJI€ HA OCHOBE KOJJIETHATIBHBIX PELICHUIN

Baagern:
= TCXHOJIOTUAIMHN HOCTpOCHI/ISI KOMaHIHOI'O MCHC/[P)KMCHTA B MGHHHHHCKOﬁ OpFaHI/IBaLII/II/I
- HABBIKAMH KOPPEKTUPOBKH KOMaH/THOW pabOThI Bpaded, CPETHETO M MIIAJIIIETO ITIepCOoHAalIa

VYK-3.2 Ilnanupyer u
OpraHM3yeT MpoIecC
OKa3aHWsg  MEAMIIUH-
CKOH TIOMOIIM Hace-
JICHUIO

3HaTh:
- OCHOBBI KOMaH/IHOIO B3aMMOJICHCTBHS MPH OPraHU3aIldu IpoIlecca OKa3aHUs METUIIUHCKOM
IIOMOIIY HACEJIEHUIO

YMeTh:

- aHaJII/IBI/IpOBa’H) OpFaHI/ISaIII/IOHHI)Ie Hpoueccm B MGZ[I/ILII/IHCKOﬁ OpFaHI/ISaIII/II/I nu pa3pa6aTmBaTb
TIPEIJIOKEHUS 10 TOBBIIICHHUIO MX 3()(HEKTHBHOCTH MPU OKa3aHUKM MEIUIIMHCKOW TTOMOIIH Hacee-
HHUIO

Biaagern:
- HaBbIKaMHM HJ'IaHI/IPOBaHI/Ifl nu opraHmaum/I HpOHGCC& OKa3aHUuid MGI[HHHHCKOﬁ oMo
HAaCEeJICHUIO

IIK-1. Cmnocoben ocy-
IIECTBIISITH  OpTaHU3AIlH-
OHHO-METOJIUYEcKoe 0bec-
MEUeHUEe  J1abOpaTOPHOTrO
nporiecca

I1IK-1.1 Ocymectsisier
OpraHU3alOHHO-
METO/IMYECKoe obecrie-
YeHue J1abopaTopHOro
nporiecca

3HaTth:

- (hOpMBI OTYETOB B JIA0OpATOPUN

- cocra U 3Hauenue COIl

- KOOQPUIMEHT KPUTUUECKON pa3HULIbI JJAOOPATOPHOro MOKa3aTes, METOAMKA €ro pacyeTra
- TIOPOTOBbIE 3HAYEHHUSI TA0OOPATOPHBIX MTOKa3aTenen

- pedepeHTHBIEC MHTEPBATBI, KPUTHUYECKUE 3HAYCHHSI TAOOPATOPHBIX ITOKA3aTeIeH

- QITOPUTMBI BBIJIAYHU PE3yJIbTaTOB KIIMHUYECKUX JIAOOPATOPHBIX UCCIICHOBAHHI

YMmerb:

- TOTOBUTb OTYETHI 110 YCTAHOBJICHHBIM (popMam

- pa3pabaThIBaTh ATOPUTM M3BEICHHS JICHAIIINX Bpauel 0 KPUTUIECKUX 3HAYCHHSIX JIA0OpaTOPHBIX
TIOKa3aTeNel y MarueHToB

- pa3pabaThiBaTh AITOPUTM BBIIAUH PE3YIIHTATOB KITMHIYECKUX JJA00PAaTOPHBIX MCCIICTOBAHMIA

- pa3pabatbiBaTh ()OPMBI OTYETOB B JIAOOPATOPHH

Baagern:
- HaBbIKamMu pazpadboTku u npumMenerus: COIT mo sTarnaM KIMHUKO-TTa00paTOPHOTO UCCIICIOBAHS
- HaBBIKAMH COCTABJICHHsI PEKOMEHIAITMI 110 TipaBriiaM cOopa, TOCTaBKHM W XpaHEHUs] OMOJIoTHuye-




CKOI'0 MaTepuaa

- HaBbIKaMH Pa3pabOTKU U MPUMEHEHHUS ATTOPUTMA U3BELICHUSI JICUaIllX Bpade Mpyu KPUTUUECKUX
3HAYEHMSIX JJaOOPATOPHBIX MOKa3aTesel y MaeHToB

- HaBbIKaMU pa3paOOTKH U MPUMEHEHHS aJlTOPUTMA T10 BbIJauye pe3ybTaToB KIMHIUYECKHUX Jladopa-
TOPHBIX UCCIIEIOBAHUI

- HAaBBIKAMH COCTABIICHHS IEPHOIMUECKUX OTYETOB O CBOEH pabote, paboTe 1abopaTtopuu, O BHYT-
pHUIab0paTOPHOMY KOHTPOJIIO 1 BHEIITHEN OLIEHKE Ka4eCTBa UCCIIEI0OBAaHNI

I1IK-1.2 Ocymectsiser
KOHTPOJIb 32 OpraHH3a-
IIHOHHO-METOITICCKAM
oOecrieueHreM J1abopa-
TOPHOTO IIpoLecca

3HaTh:
- BU/Ibl KOHTPOJISI KAUE€CTBA KIIMHUYECKUX JIA0OPaTOPHBIX UCCIIEIOBAHNI
- TpeOOBaHMSI K MEIMIIMHCKIM H3CIHsIM ist iN VItr0 MarHoCTUKU

YMerh:
- KOHTPOJIUPOBATh MPABHIBHOCTH BeACHHS TIOKYMEHTALIMH M COCTABJICHHS OTYETOB

Baagern:
- HaBBIKAMH TIPOBEJICHUS ayAWTa OpraHU3aIMOHHO-METOMYECKOro o0ecnedeHus J1abopaTopHOro
rporiecca

[IK-2. Crioco0eH BBIIOII-
HATH KJIMHHYECKHUE J1a00-
paToOpHBIC UCCIICIOBAHHUS
YEeTBEpPTON KaTeropuu
CIIOKHOCTH

[1K-2.1  TInanupyet
BBITIOJIHCHHE  KJIMHH-
yeckux  Jiabopatop-
HBIX  HWCCIIEJOBaHUI
YeTBEpTON KaTeropuu
CIIO)KHOCTH

3HaTh:

- METUIIMHCKHE W3IENTUS, IPUMEHSIEMbIE JIsl TUArHOCTUKY 1N VItro

- METOJIbl KOHTPOJISI KauecTBa KIMHIMYECKUX JIAOOPATOPHBIX MCCIIEIOBaHUN YETBEPTOM KaTerophH
CIJIOYKHOCTH M CTIOCOOBI OTICHKH €r0 Pe3yJIbTaToB

YMmerb:

- IIPOM3BOJUTH BHYTPUJIA0OPATOPHBIM KOHTPOJb KAauyecTBa KIMHUYECKUX JIAOOpATOPHBIX HMCCIIENO-
BaHUI YETBEPTOI KaTeropuy CIOKHOCTH M OLIEHUBATH €70 PE3YJIbTaThI

- IUTAHUPOBATh y4acTHe JabopaTopru BO BHENTHEH cucteMe oneHku kadecta (PCBOK)

Baaners:

- HaBBIKAMH BBITIOJIHEHHS TIPOLIELYp BHYTPHIA00PATOPHOTO KOHTPOJIS Ka4ecTBa METO/IOB KIIMHUYE-
CKHX J1a00paTOPHBIX UCCIEOBAHUM YETBEPTOM KAaTETOPUH CIIOKHOCTH

- HaBbIKaMM y4JacTus JJabOpaTOpUH BO BHEIIHEH CHCTEME OLICHKH KayecTBa

- HaBbIKamMu pa3paboTku U npumeHeHuss COIl mo kivHUYeCKuM J1abopaTOpHBIM HCCIIEOBAHUSIM
YETBEPTOM KaTErOpUU CIIOKHOCTH

[IK-2.2  BrimonHser
KIMHUYeCcKHe Jabopa-
TOPHBIC  HCCIIEI0Ba-

3HaTh:
- TIPUHLIUIIBI JTAOOPATOPHBIX METOJOB YETBEPTOM KaTeropHy CIIOKHOCTH, PUMEHSEMBIX B J1abopa-
TOPHU: XUMHKO-MUKPOCKOITMUYECKUX, TEMATOJIOTMYECKUX, IIUTOJIOTUYECKHIX, OMOXUMHYECKUX, KOa-




HUsI 4YETBEpPTOM Karte-
TOPHUH CI0KHOCTH

T'YJIOJIOTHYECKUX, UMMYHOJIOTUYECKUX, NTMMYHOTE€MATOJIOTHIECKUX, XUMHKO-TOKCUKOJIOTUUECKUX,
JUIS TTPOBE/ICHHS TEPAIIEBTHIECKOrO JISKAPCTBEHHOIO MOHUTOPHHT A, MOJICKYJISIPHO-OHOJIOINYECKHX,
TEHETHYECKUX, MUKPOOHOIIOTHIECKHX, B TOM YHCIIe OAKTEPUOIOTHUYECKUX, TTAPA3UTOJIOTUUECKUX H
BUPYCOJIOTHYECKUX UCCIICIOBAHHI

- aHATUTHYECKHE XapaKTEPUCTUKH JTA0OPATOPHBIX METOJIOB YeTBEPTON KATETOPUU CIIOKHOCTH M HX
obecrieueHye

Ymersn:
- BBIIOJIHATH KIIMHUYECKHUE JJaO0PaTOPHBIE UCCIISOBAHMS YETBEPTON KaTEropuH CI0KHOCTH
- COCTaBJIATh OTYETHI 10 HEOOXOMMBIM (hopmam

Baanern:

- HaBBIKAMH BBINIOJHEHUS KIMHUYECKHUX JIAOOPaTOPHBIX HCCIICIOBAHUN YETBEPTOW KaTeropuu
CJIOKHOCTH, TPEOYIOIIMX CHEHaIbHON MOATOTOBKH (IIOBBIIICHUE KBATU(UKAIINKN), U COCTaBJICHUE
KITMHAKO-JIA00paTOPHOTO 3aKJIIOUEHUsSI 10 MPO(MIII0 MEAUIIMHCKON OpraHu3aiuy (3KCIEpTHBIC
KJIMHUYECKUE JIabOpaTOpHBIE HCCIIENOBAHUS): XUMUKO-MHUKPOCKOIIMYECKUX, TeMaTOJIOrHUeCKuX,
[UTOJIOTHYECKUX, OMOXMMHYECKHUX, KOATYJIOJOTMYECKUX, UMMYHOJIOTHUECKUX, UMMYHOTE€MAaTOIO-
TMUYECKUX, XUMUKO-TOKCUKOJIOTHUECKUX, JUIS ITPOBENCHUS TEPANIEBTUUYECKOTO JIEKAPCTBEHHOI'O MO-
HUTOPUHTA, MOJIEKYJSIPHO-OMOJIOTUYECKUX, TEHETUYECKHX, MUKPOOHOIOTHYECKHX, B TOM YHCIIE
0aKTEepPHUOIOTMUECKUX, TTAPA3UTOIIOTUUECKUX H BUPYCOJIOTUUECKUX HCCIEIOBAHMIA

- HaBBIKAMH TIOATOTOBKM OTYETOB MO PE3yJbTaTaM KIMHUYECKHX Ja0OpaTOPHBIX HMCCIIETIOBAHHIA
YETBEPTOU KaTETOPUH CII0KHOCTH

IIK-3. Cmnocoben ¢op-
MYJIMPOBAThH 3aKIIOYEHUS
0 pe3yJibTaraM KIIMHU-
YeCKUX  JIaDopaTOPHBIX
WCCIIEIOBAHUN  YETBEp-
TOM KaTeropuu CIOXKHO-
CTH

[1K-3.1 ®opmymnupyet
3aKJIFOYEHU 0  pe-
3yJapTataM  KJIWHUYe-
CKUX JabopaTOpHBIX
HCCIICAOBAHUI  YeT-
BEPTOU KaTeropuu
CIIOKHOCTH

3HaTh:

- CTPYKTYpY U (DYHKIMH KJIETOK, OPraHOB U CHCTEM OpraHM3Ma YeioBeKa (OCHOBBI KIIETOUYHON U MO-
JIEKYJISIPHOM OMOJIOTHH, aHATOMUH, HOPMAJTLHOM M ITaTOJIOTMYECKOH (DH3HOIOTUH)

- MaTo(U3UOIOTHIO, STHOJIOTHIO, TTATOTEHE3, KITMHUKY, IPUHLIUITBI JIEYCHUSI U TPOPUIAKTUKH 3a00-
JIEBAHUW JbIXaTEJIbHOM, MUIIEBAPUTEILHOM, MOYEBBIICIUTEILHOM, CEPIEYHO-COCYIMCTON, HEPB-
HOU, UMMYHHOM, 9HIOKPUHHOU, KPOBETBOPHO!, PENPOLYKTUBHOU CHUCTEM

- BIMSIHUE OMOJIOTHYECKHUX (haKTOpoB (BO3PACT, O, 00pa3 >KW3HU, ITUPKAIHBIC PUTMBI, XapaKTep
MIUTaHKA) Ha pe3ybTaThl KIMHUYECKHUX JJA00OPAaTOPHBIX UCCIEI0BAHMI YeTBEPTON KaTErOPHUH CIIOXK-
HOCTHU

- BIMsIHUE (DM3UYECKON HArpys3KH, MHIIM, AITKOTOJIs, JEKApCTBEHHBIX MPENapaToB, MEAUIIMHCKUX
BMEIIATENIbCTB HA PE3Y/IbTaThl KIMHUYECKUX JIA0OPATOPHBIX HCCIICIOBAHUI YETBEPTOM KaTeropuu
CJIOKHOCTHU




Ymersn:

- OLIGHUBATh U MHTEPIIPETUPOBATH PE3YJbTATHI KIMHUYECKHX JIAOOpaTOPHBIX MCCIEOBAHUN 4YeT-
BEPTOM KaTETOPHUHU CII0KHOCTH

- OCYIIECTBIIITh KIIMHUYECKYIO BEpH(PUKALIMIO PE3YJIbTaTOB KIMHUYECKUX JIa0OpaTOPHBIX MCCIIEN0-
BaHWW YETBEPTON KaTErOPUH CJI0KHOCTH

- (OpMyIMpOBaTh 3AKITIOUYEHUE TI0 Pe3yNbTaTaM KIMHUYECKUX J1a00paTOPHBIX MCCIEA0BAaHUM YeT-
BEPTOM KATETOPHUHU CII0KHOCTH

Baanern:

- HaBBIKaMH ()OPMYJTUPOBAHUS 3AKITFOUCHHUS 110 PE3YJIbTaTaM KIIMHUYECKHUX JTa00paTOPHBIX UCCIIe-
JIOBaHUI YETBEPTOM KaTETOPUH CIIOKHOCTH

- HaBbIKaMH O(OPMIICHUS 3aKITFOUYCHHS TI0 Pe3yJIbTaTaM KIIMHUYECKUX JTA00PATOPHBIX MCCIIEIOBa-
HUM YETBEPTOM KaTEropuM CI0KHOCTH

[1K-3.2 KoncynbTu-
pyeT Bpaueil u maru-
€HTOB IO 3aKJIIOYEHU-

M O pe3yibTarax
KJIIMHUYECKUX Jabopa-
TOPHBIX  HCCIIEI0Ba-

HUW 4YeTBEpTOM KaTe-
TOpUHU CII0KHOCTU

3HaTh:

- BpaueOHYIO ATUKY U JICOHTOIOTHIO

- TIpaBWJIa U CIIOCOOBI MOMYYEHHsI OMOJIOTMYECKOro Marepuaia il KIMHUYECKUX JIab0paTOpHBIX
WCCIIEIOBAaHUI YETBEPTON KaTErOPHH CII0KHOCTH

- onpeJieTieHIe HeOOXOIMMOCTH | TTAHMPOBAHUSI TIPOTPAMMBI JTOTIOTHUTEITLHBIX KIIMHIYECKHX JIa-
OOpaTOPHBIX MCCIIEIOBAHUI IS TaIleHTa

YMmerhb:

- 00CY>K/IaTh pe3yIbTaThl KITIMHUYECKUX JTAO0PATOPHBIX UCCIIEIOBAHUIN YETBEPTON KATErOPUH CIIOXK-
HOCTH ¥ 3aKJIFOUEHHUS 110 Pe3yJbTaTaM KIMHHUUYECKUX J1a0OpaTOPHBIX MCCIEIOBAaHMIN YETBEPTOM Ka-
TErOpPUH CIOKHOCTH Ha KOHCHITYMAaX

- OTIPENEISITh HEOOXOAUMOCTh M TIpeyIaraTth MPorpaMMy JOTOTHUTEIBHBIX KITMHUYECKUX Jiabopa-
TOPHBIX MCCIICIOBAHUM JIJIsI TAlMEHTa

Baanern:

- OLIEHKOM MaTO(U3HOJIOTHUECKUX TPOIIECCOB B OpPraHM3Me MalieHTa Ha OCHOBAaHWH PE3yJIbTaToB
KITMHAYECKHUX JTA0OPATOPHBIX MCCIIEIOBAHHIA YETBEPTON KATErOPHH CJIOKHOCTH

- HABbIKAMH KOPPEKTHOM KOMMYHHKAIIMH C MAIMEHTaMH U BpayaMu




3. MecTo AMCHUILIMHBI B CTPYKTYpe OCHOBHOI NMPO(eCCHOHAIBLHOI 00pa3oBaTe/LHOI
NPOrpamMMsblI

JuctuniHa o BeIOOpY «MOJNeKyIsipHO-TEHETUYECKHE MCCIIEIOBAHUS B KIIMHUYECKOH J1a0o-
PaTOPHOM AUArHOCTUKE» BXOIUT B YACTh, POPMHUPYEMYIO YUACTHUKAMU 00pa30BATEIbHBIX OTHOIICHUH
brnoxka 1 OIIOII opnuHatypsl.

B npouecce usyueHus aucuMiianHbl «MoIeKyIsIpHO-TEHETUUECKUE HCCIIEI0BaHNs B KIMHU-
4ecKOl J1abopaTOpHON AUArHOCTHKEY (POPMUPYIOTCS YHUBEpCAIbHBIE U TPOPECCUOHATBHBIC KOMIIE-
TEHIIMU I10 TPOrpamMMe OpPIMHATYpPbI JUI YCIEIIHONH NPOoeCCHOHAIBHOM AEATEIbHOCTH B KaYeCTBE
Bpaya KJIIMHUYECKOM J1a00paTOpHOI TMarHOCTUKY.

4. O0bEéM IUCHMIIIMHBI COCTaBIIAET 4 3aUeTHBHIX eIUMHUIBL, 144 akageMHUecKuX dJaca, B TOM
qucne 96 4acoB, BBIICICHHBIX Ha KOHTAaKTHYIO Pa0OTy OOYdaroImuxcs ¢ mpernojasarenieM, 1 48 Jacos
CaMOCTOSITEIIEHON paboThI 00yYarOIIIUXCSI.

5. Oopa3zoBaTe/ibHbIE TEXHOJIOTHH

B npouecce ocBoeHMs AMCUMITIIMHBI UCIIOJIB3YIOTCA CIEAYIOLIUE 00pa3oBaTeIbHbIE TEXHO-
JIOTUH, CTIOCOOBI U METO/IbI (POPMHUPOBAHUS KOMIIETEHIIUH:
JEKIM-BU3YATU3alINsl, MACTEP-KIIACC, TPEHHUHT, Pa300p KIMHUYECKHUX CIy4aeB.

6. CamocTosiTesibHAs padoTa 00y4aromerocst
Lenbto camocToATenbHOM paboThl 00yUAIOUIUXCS ABISETCS OBIAJCHHE MPOQPECCUOHANbHbI-
MU 3HAHUSIMH, YMEHUSIMU U HaBBIKAMU JICATEIBHOCTH, PA3BUTHIO CAMOCTOSITEIPHOCTH, OTBETCTBEH-
HOCTU U OPTaHU30BAHHOCTH.
CamocrosiTenbHast paboTa 00y4aronierocs: BKIKOYaeT:
- IOATOTOBKY K KIIMHUKO-TIPAKTUYECKUM 3aHATHUSM;
- yJacTHe B KIIMHUYECKHUX pa30opax, KOHCYIbTAIUAX CIEIHATICTOB;
- paboty ¢ HTepHeT-pecypcamu;
- paboTy ¢ OTEYECTBEHHOM U 3apyOe’KHOM HayuHO-MEIUIIMHCKOMN JIUTEpaTypoit;
- paboTy ¢ apXUBHBIMH MUKPOTpENapaTaMus;
- paboTy C apXWBHBIMU OJIAHKAMU PE3YJIHTATOB aHAJIU30B;
- IOAATOTOBKY K MTPOMEXYTOYHOMN aTTeCTaIluy;

7. ®opma NPOMEKYTOYHOM aTTecTauuu
3auér B 1 cemectpe.



1. YueOnas nporpaMma Ay CHUILIMHBI
1. Conepxanne TUCHMILIMHBI
«MoJ1eKyJISIpHO-TeHeTUYeCKUEe UCCIIeIOBAHNA B KIIMHUYECKOH J1a00pPaTOPHON IMATHOCTHKE)

MOJAYJIb 1. O61as reHeTuka

1.1 MonekynspHble OCHOBBI HACJIEICTBEHHOCTH

CrpykTypa u cBoiicTBa HyKJIeuHOBBIX KuciaoT. Mctopus otkpsitus JJHK. CtpoeHne HykI€03110B,
HYKJICOTHIOB: MPUPOJHBIC, MUHOPHbIC, HEKAHOHMYECKUE, XUMHUYECKU-CUHTe3upyembie. Comaep-
»kanue HykiaeotusioB B JJHK. Conepxxanue aunykieorunos B JJHK. [Ipunnun kommieMeHTapHO-
ctu. Bropuunas crpykrypa JIHK. Hekanonnueckue ¢opmsel JJHK. IlepBuunas, BropuyHas, Tpe-
truHas crpykrypa PHK. @ynknuonanbabie 31eMeHThl reHoMma. Jlonsa tpanckpudbupyemon JIHK.
Mycopnas JIHK. Uadopmannonnas emkocts. Peanuzamus JJHK kak renerndeckoro marepuana.
Anamu3 nepBuuHoit cTpykTypsl JIHK u e€é dynknuu. I'ensr yenoBeka. IlceBmorensl, nx KiaccH-
¢ukauus. Perynsaropubie ydacTku B reHome: npomotop, TATA-Ookc, 3HXaHcep, cailieHcep, UH-
cynstop. [loeropstomuecs nocnenoarenbHoctd B JJHK. TangeMubie mOBTOPBI: MUKpPOCATEILTH-
ThI, MUHUCATEITUTHI U CaTEeJUIUTHL. bOJIe3HM SKCITaHCUH TPUHYKJICOTHIHBIX MTOBTOPOB. Jucnepru-
pOBaHHBIC TMOBTOPHI: TPAHCIO30HBI M PETPOTPAHCHO30HBI. OTKPHITHE MOOWIIBHBIX JJIEMEHTOB.
[Tomumopduzm JJHK. dynkumonuposanue BTopuuHoi ctpykTypsl JHK. G-kBaapymiekcsl B
npoMoTopax u tenomepax. JJHKa3zumbl. Xapakrepuctuku Tpanckpuntoma. TpaHcKpubupyromas-
csl yacTb reHoma, e€ pa3HooOpasue W Bapuauuu. bemok-komupyronye U 0eJTOKHEKOAUPYIOIIHE
PHK. Peamuzamus komupytomiero mnotennuana PHK. Onucanme um dyHKuuu kKopoTkux Oe-
nokHekoaupyrommx PHK. Mexauusm u pons PHK-unTepdepenimnu. Onucanne siRNA u miRNA.
Perymsimus sxcnipeccuu T€HOB Ha TPAHCKPUIIIMOHHOM U TOCTTPAHCKPUIIIMOHHOM ypoBHsX. [Ipu-
kiagHoe ucrnonbzoBanne PHK-unTepdepentiun. Dx3ocompl 1 miRNA. OyHKIIMOHATBHOCTH BTO-
puunoit ctpyktypsl PHK. Ilotennuan sropuunoit crpykrypsl PHK. Crpykrypa 6enkxoB. CTtpyk-
Typa aMHHOKHCIOTHL. [IpupoaHbie u HempupoaHble «unnatural» aMmuHOKUCIOTHL. Knaccudukanus
aMUHOKHUCIOT. CBOMCTBa aMHUHOKHCIOT. YPOBHU OpTraHU3allUUd CTPYKTYpPHI OEITKOB - OT MEepBHUY-
HOM 110 ueTBepTUYHOU. CekBeHHpOBaHKe OelKka KaKk METOJI YCTAaHOBJICHHUS MEPBUYHOMU CTPYKTYPHI.
['enetnueckuii kox, ero cBoiictBa. KoMmbeloTepHoe omnpeaeneHne MepBUYHON CTPYKTYphI Oelka.
Jomennast ctpykrypa OenkoB. ®dynkumm OenkoB. CTpykTypHas mnporeomuka. baza maHHBIX
CTPYKTYyp OenkoB. OyHKIIMOHATEHOE pasHOoOOpa3ue O6enkoB. Perymsius sxcnpeccuu reHos. Pery-
JISIMAST AKTUBHOCTU T€HOB Y DYKAPUOTOB M €€ 3HaueHue. DNMUTCHETHKA. DNMUTCHETHYECKUE MOJIH-
¢ukannu. Metunuposanue JIHK. MerunupoBanue nuTo3nHa u ajieHuHa. MexXaHU3Mbl PENPeccuu
TPAHCKPHUIIINH, OOYCJIOBICHHOW MeTWJIMpoBaHueM. buomorundeckne QyHKIIMM METUIUPOBAHHOMN
JHK. Dnurenom. Dnumytanus. MccnenoBanue snureHomMa. JMUT€HETUKA U KIOHUPOBAHKE. DMH-
F€HEeTUKa U KaHIleporeHe3. DNUTreHeTuka u craperue. [locTTpaHCKpUNIIMOHHAS pPEryJisius 3KcC-
MIPECCUU T€HOB PYKAPUOT. AHTUCMBICIIOBAs peryysuus. TpaHCIsIIIMOHHAS U MOCTTPAHCISLUOHHAS
PEryJsiLus SKCIPECCUU TEHOB IYKAPHUOT.

1.2 [IuToornyeckue OCHOBBI HACIIEICTBEHHOCTH

CrpyKkTypHO-(YHKIMOHATIbHAS OpPraHU3allUs XpOMOCOM dYenoBeka. OTeuecTBEHHBIE y4YEHBIE —
OCHOBOIIOJIO)KHUKM LIUTOreHeTuku B Poccuu. Mctopuueckue acnekTbl pa3BUTHS LUTOTEHETHKH.
[Tousitue o xapuorune. Yucno u Mmopdosioruss XxpoMocoM. MHUTO3 M KIETOUHBIA UK. Perymsmus
¢a3 kierouHoro 1ukia. KoHTposbHbIE TOUKU KJIETOYHOTO IHKJIA. XpOMOCOMBI B MeTadase. ['umno-
TETHYECKasi MOJENb OpPraHU3allMM KOMIUIeKca KoresuHa. CTpyKTypHO-Mopdoioruyeckas pazHo-
POHOCTH XPOMOCOMBI. THIIBI M pacmpenenceHue crnenuduueckux mociemaoparenbHocterd JIHK.
Hyxiieocomnas cTpykrypa XxpoMaTHHa. Posib HETHCTOHOBBIX O€JIKOB B CTPYKTYPHOH OpraHu3aluu
MUTOTHYECKUX XPOMOCOM. LI[eHTpoMepHBI pailoH XpOMOCOMBI. DJIEMEHTHI LIEHTpOMEpbl. Teno-
MEpPHBIN pailoH XpoMocoMbl. CTpoeHue TenoMepsl. Criennaan3upoBaHHbIE HYKJIEOCOMBI TEIOMe-




pBl: cTpoeHue U (OPMHPOBAHUE TEIOCOMBI (mentepuHa). KoHueBas HeIoperuKanus Teiaomep.
Tenomepasa. bonesnn, accoruupoBaHHbie ¢ AUCHYHKIIUEH TeaoMep. SIphIIKooOpa3yoIme pai-
oHbI XpoMocoM. JIokanu3aiusi B FTeHOME.

1.3 I'enbl u npuszHaku. MI3MeHYMBOCTD

3aKoHBI Nepejauy HACJIeICTBEHHBIX MPU3HAKOB. B3auMoaeiicTBue HeamienbHbIX TeHOB. [ 'eHbI-
Moaudukatopel. DopMupoBaHue npru3Haka. Mexanu3Mbl TepatoreHe3a. OCHOBHBIE TEPATOTCHHBIC
dakrops! (pusndeckne, XumMuueckue, ononornueckue). MyrannoHHas H3MEHYUBOCTh. THITHI Te-
HOMHBIX U XpPOMOCOMHBIX MyTaluil. MOJIEKYJISIPHO-IIUTOT€HETHYECKAs! XapaKTepPUCTUKA CUHAPO-
MOB, CBSI3aHHBIX C aHOMAIHSIMU XpOMOCOM. MyTareHe3 — CHOHTaHHbIN, UHAYLIUPOBAHHBIN, paua-
IUOHHBIA, XUMHYECKUM. DAKTOPBI, MPUBOAAIIME K BOSBHUKHOBEHUIO CIIOHTAHHBIX MYyTallui y 4e-
noBeka. MeToibl onpe/iesieHUs: CIIOHTAaHHBIX MyTaluil. AHTUMYyTareHsl. [Ipo6iema reneTnyeckux
MOCJIEACTBUI ACHUCTBUS paaraliu Ha yenoBeka. OlieHKa FeHeTUYECKUX MOCIeACTBUM. Pemapanus
JHK. PenapatuBHble cuctembl. JleeKThl CHCTEMBI penapaiii U O0JIEe3HH CBSI3aHHBIC C HUMH.

MOAYJIb 2. ba3oBble MeTOABI MOJIEKYJISPHOM ANArHOCTUKHU HACJIEICTBEHHBIX 3200/1eBa-
HM

2.1 Metoapl 3KCTPaKIMK HYKIEUMHOBBIX KMCIOT U3 OMOJIOTMYECKOr0 MaTepuaa

O6mue npunmunbel dkcrpakimu JJHK n PHK. Xumudeckue u (pu3nueckue METOMbI IKCTPAKITHH.
®eHon-x10podopMHast SKCTPaAKIUsA. IKCTPAKIUSA HA COUH-KOJIOHKAX. DKCTPAKIMS HA MarHUTHBIX
JacTHIAX. DKCTPAKITUS C UCIIOJIE30BAHNEM HOHOOOMEHHBIX CMOJL.

2.2 Metoapl aMIIM(UKAIMH HYKIEMHOBBIX KHCIOT

[Tonmmepasnas nennas peakius (I1LP) u ee Bapuanuu. LHudposas I1LP. Jlurasnas nemnnas peak-
st (MLPA). TletneBas uzorepmuucckas ammmdukanus (LAMP).

2.3 Metoapl a5ekTpodope3a HyKICHHOBBIX KUCIIOT

AraposHblil rens-anekrpodopes. Dnekrpodopes B [TAAD. Kanmmnspusiit anextpodopes. Jlerek-
1IMs PE3YNHTATOB dJIEeKTpodopesa.

MOAYJIb 3. MeTobl ceKBeHMPOBAHNS HYKJIEHHOBBIX KHCJIOT B JIA00PATOPHON reHeTHKe

3.1 CexBenupoBanue 1o CaHrepy

HpI/IHI_II/IH METOoJaa. OTarmesl HUCCIICAOBaHUA METOAOM CCKBCHHUPOBAHUSA 10 C3Hrepy. HpeI/IMYH_IeCTBa u
OrpaHN4CHUS METOJA.

3.2 BLICOKOHpOI/BBOI[I/ITeHBHOe CCKBCHUPOBAHMUC.

JlocToMHCTBa U HEJOCTAaTKU pa3ianuHbIX miargopm NGS cexBennpoBanusg. O6nacTu NpUMEHEHUS.
[TpuHIMOBl co3nanus «OMOIMOTEK» AN cekBeHUpoBaHMs MeTogamMu NGS U UX OCOOEHHOCTH.
[TpyHIMIIBI M BO3MOXHOCTH MCHOJIb30BaHUS TAHEJIbHOI0/9K30MHOI0/TEHOMHOTI'O CEKBEHUPOBAHMSI.

3.3 O6paboTKa 1 aHAIHM3 PE3YIIbTATOB CEKBEHUPOBAHMS C TPUMEHEHUEM KOMITHIOTEPHBIX TIPOTPaMM.

Knaccudukanus BapuanToB Hyki1eoTUIHOM nocneaoBarenbHocTH o HGVS. Onpenenenve natorex-
HOCTU U KJIMHUYECKON 3HAYMMOCTH BapUaHTOB HYKJIEOTHJIHOW MocienoBareiabHOCTH. [IpaBumna mon-
TOTOBKH 3aKJIFOUEHUH IO Pe3ysibTaTaM CEKBEHUPOBAaHUS T€HOMaA.

MOAYJIb 4. MeToabl MOJIEKYJISIPHO-TEHETHYECKON TMATHOCTUKH B OHKOT€HETHKE

4.1 OCHOBBI OHKOT€HETUKHA

Llens u 3amaun oHkoreHeTHku. Mcropuueckas crnpaBka. KoHTposb KiieTo4HOTO IHKiIa. OHKOTEHBI:
ompeJielieHne, MEXaHN3Mbl 00pa30BaHUs, POJIb B KaHIEporeHe3e. ['eHbI-CyIpeccopsl OITyXOJICBOTO
pocTa: omnpeneneHne, MeXaHH3Mbl MHAKTUBAIIMU B KJIETKE, POJIb B KaHIeporeHese. Myramuu: omnpe-
ACJICHUE, pa3JINIHBIC BUbI KJ'IaCCI/I(i)I/IKaHI/II/I MYTaHHﬁ, TCPMHUHAJIBHBIC U COMAaTHYCCKHUEC MYyTalluN.

4.2 T'enernueckas 1abopaTopHasi TMarHOCTUKA HACJIEICTBEHHBIX OHKOJIOTHYECKUX 3a00JIeBaHHMA

OO6miast xapakTepuUCTHKa HACIEACTBEHHBIX OHKOJIOTHYECKUX CHHAPOMOB. J(MarHoCTHKa Hacien-
CTBEHHOT'O paKa MOJIOYHOM JKeJie3bl U SIMYHUKOB. JlmarHoctuka cunapoma JIunya. /lumarHocruka
cuHapoMa Xwurnrmens-JInHagay u Ipyrux HaclleCTBEHHBIX (PopM paka mouyku. JlmarHocTHKa CUHIPO-
Ma JIn-OpayMmeHnu. JIMarHocTUka CUHAPOMA MHOXKECTBEHHOM JHIOKPUHHOW Heoruiasuu. J(uarxo-




CTHUKa onyxoneﬁ JCTCKOI'0 BO3pacTa, O6yCJIOBJIeHHI>IX I'CPMUHAJIBHBIMH MYTAallUSAMU.

4.3 I'enetndeckas nabopaTopHas TUarHOCTHKA TIPH CIIOPAJAMYECKUX OMYXOJISIX

3HaueHne COMAaTHUYECKUX MYTaLII/Iﬁ AJIL OCHKHU IMPOrHO3a U HA3HAYCHUA TapFCTHOfI TCpaIruu. Moune-
KYJISIPHO-TEHETHYECKOE TECTHPOBAHUE IPH HEMEIKOKIETOYHOM pake JEerkoro. MOJeKyIspHO-
TCHETUYECKOE TECTUPOBAHHUE NIPU MellaHOME. MOJEKyIsIpHO-TCHETUYECKOEe TECTHPOBAHHUE TIPHU KO-
JIOPEKTAJIbHOM pake. MOJIEKYJIIPHO-TEHETHYECKOE TECTUPOBAHHE NPU TaCTPOMHTECTHHAIBHBIX
CTPOMAJIBHBIX OIYXOJsIX. MOJEKYISIPHO-TEHETUYECKOE TECTHPOBAHUE MPHU OMYXOJISAX, aCCOIMUPO-
BaHHBIX ¢ MyTarusiMu reHoB HRR. AHanu3 skcnpecCHOHHBIX MPOrHOCTHYECKUX MapKepoB. Moie-
KyJsipHo-reHeTnyeckue ananussl B cucteme OMC, RUSSCO; ctpykTypa 3akiItoueHuit o pe3ysbTa-
TaM TECTOB Ha FTepMUHAIIbHBIC U COMATUYCCKHE MYTAIIHH.

4.4 MonexynsipHasi TMarHOCTUKA C MCIOIh30BAaHNUEM TEXHOJIOTUH JKUJIKOCTHON OUOTICHH

Bueknerounas nupkynupyromas JJHK u cyononmynsmus mupkymupyromiei onyxosepoi JJHK. Bri-
nenenue BHekneTouHod JJHK u3 xpoBu u apyrux marepuanoB. MeTobl TOYHOIO OIPENEICHUs KO-
nuuectBa BHekinerounoi JIHK. [Tapamerpsl Tecta u kinroueBbie (haKTOPbI, OMPEACIISIOnne YyBCTBU-
TEJIBHOCTD JTUAarHOCTUKU C MOMOIIBIO JKUAKOCTHOM Owmoncuu. Pasnmuunbie MeTOIBl OOHApYKEHUS
MyTallui IpU PyTHHHON TUArHOCTHUKE C TOMOMIBIO KUIKOCTHOU O6uoncun. [lpenensr o6HapykeHus
nipu uccienaoannu cius/IHK. XKuakoctHas 6uorncust A TeCTUpOBAHUS MYTallUA B PA3IMYHbBIX JAHa-
THOCTUYECKHUX YCIOBUAX. OCOOEHHOCTH TUArHOCTHMYECKUX OTYETOB MPHU HCIOJIB30BAHUU TEXHOJIO-
MM KUJIKOCTHOM Ouoncuu. bynyiiee npuMeHeHHe KUIKOCTHON OMOICUU B IEPCOHATM3UPOBAHHON
Tepanuu.




2. YueOHO-TeMaTUYeCKH TUIaH AUCIUIUIMHBI (B aKaJJIeMUYECKHX Yacax)

Konrakrnas paborta 00y4aronmx-
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1 2 3 4 5 6 7 8 9 10 11 12 13 14
Moayas 1. O6mas rene-
THKA 18 18 9 27
1.1 MonexynspHble OCHOBBI YK-1 [K-1
HACJIE/ICTBEHHOCTH 6 6 3 9 YK-3 [1K-2 KC T C Ilp
I1K-3
1.2 [uTomornyeckue 0CHO- VK-1 IK-1
BBI HACJIECTBEHHOCTH 6 6 3 9 VK-3 TIK-2 KC T C Ilp
I1K-3
1.3 I'ensl 1 npHU3HAKY. YK-1 [K-1
N3meHunBOCTH 6 6 3 9 YK-3 IK-2 MK KC T C Ilp
I1K-3
Monayas 2. ba3zoBbie meTo-
AbI MOJICKYJISIPHOM 1A~ 3 21 o4 12 36
THOCTHKH HACJIeICTBEH-
HBIX 3200/1eBaHUH
2.1 MeToapl SKCTpaKIuK YVK-1 [1K-1
HYKJIEMHOBBIX KHUCJIOT U3 6 6 3 9 YK-3 I1K-2 MKT T C1p




OMOJIOrMYECKOr0 MaTepuana IK-3

2.2 Metoapl aMmIiuuKa- YK-1 [1K-1

LIUU HYKJIEMHOBBIX KUCIIOT 6 6 3 9 YK-3 [1K-2 MK T Ip
I1K-3

2.3 Meroasl anekTpodopesa YK-1 IK-1

HYKJICMHOBBIX KHCJIOT 9 12 6 18 YK-3 [IK-2 | IBMK T IIp
I1K-3

Moayasb 3. Metoasbl ce-

KBEHHPOBAHUS HYKJeH-

HOBBIX KHCJIOT B Jlabopa- 24 30 15 45

TOPHON reHeTHKe

3.1 CekBeHHupoOBaHUE 110 YK-1 [K-1

Courepy. 5 6 3 9 YK-3 IK-2 JIB MK Ip
I1K-3

3.2 BBICOKOTIPOU3BOIH- VK-1 IK-1

TEJIbHOE CEKBEHUPOBAHHUE. 10 12 6 18 YK-3 [K-2 JIB MK IIp
I1K-3

3.3 O6paboTKa 1 aHaIN3 VK-1 IK-1

pE3yJIBTaTOB CEKBEHUPOBA- 9 12 6 18 VK-3 [K-2 B KC TTp

HUS C IPUMEHEHHEM KOM- I1K-3

MBIOTEPHBIX MPOTPAMM.

Mopayas 4. Metoabl mo-

JICKYJIAPHO-TeHEeTHYECKOH 23 o4 12 36

JANATHOCTHKHU B OHKOTeHe-

THKE

4.1 OCHOBBI OHKOT€HETUKH YK-1 IK-1

6 6 3 9 YK-3 [K-2 KC Ip

I1K-3

4.2 T'enernyeckas nabopa- VK-1 [K-1

TOpHAs TUArHOCTUKA IK-2

HaCJIE/ICTBEHHBIX OHKOJIO- 6 6 3 9 VK3 IK-3 KC Hp

TMYECKHX 3a00JIeBaHUM

4.3 I'enerndeckas nabopa- VK-1 IK-1

TOpHAs TMArHOCTUKA MPHU 6 6 3 9 YK-3 [1K-2 KC IIp

CIOPAJAMUYECKUX OMYXO0JIAX I1K-3




4.4 MonexynspHas TAarHo- IK-1
e YK-1 ITK-2
CTHKA C UCIHOJB30BAHU l\f 5 5 1 6 VK-3 MK T T C Ip
TEXHOJIOTUU KUIKOCTHOH TIK-3
ouorcuu
VK-1 IIK-1
3auer 1] 1 2 3 | VK3 [IK-2 Tp 3C
TIK-3
HUTOIo 9 86 1 96 48 144

OO0pa3oBaTe/ibHbIE TEXHOJOTUH, CIIOCOOBLI U MeTOAbI 00yUeHHsl (C COKpalleHUsIMHU ): Jekuusi-suzyanusanus (JIB), mactep-knacc (MK), tpenunr (T),
pa36op kinnHnueckux ciydaen (KC).

®opMbl TeKyLIero KOHTPOJIsA ycrneBaeMocTH (¢ cokpameHusiMu): T — rectupoBanue, C — cobeceioBaHNe 110 KOHTPOJIbHBIM Bompocam, [Ip — ouenka
OCBOCHMS MIPAKTUYECKUX HABBIKOB, 3C — pelIeHne CUTYallMOHHBIX 3a/1a4.



V. ®oHj1 0LIeHOYHBIX CPEICTB ISl KOHTPOJIsI YPOBHS chopMupoBaHHOCTH KommeTeHuid (Ipu-
Jo:keHune Ne 1)

1. OneHo4HbIe CpeCTBA /ISl TEKYLIEr0, B T.4. py0e;KHOT0 KOHTPOJIS YCIIeBAeMOCTH
IIprmveps! 3a1aH1I B TeCTOBOI (hopme:
Hucmpykyus: Beidepute olMH NPaBUIbHBIA OTBET

1. B ocHOBe aHanM3a ¢ UCII0JIb30BAHUEM ITOJIMMEPAZHON LIETHOW PEAKIIUU JIEXKUT:
A) nonumepuzanus MOJIEKYI
b) paznnuHas ckOpoCTh JBUKEHUS MOJIEKYJ
B) B3aumozeiicTBue MeX /1y aHTUT€HOM U aHTUTEJIOM
I') BennunHa 3apsaa MoJIEKyIIbl Oeka
J1) xonupoBaHue crieUPUUECKUX YJACTKOB MOJIEKY/Ibl HyKJIEMHOBOM KHCIOTHI

2. CexBenupoBanue JIHK npezacrasnser co6oii:
1) OmnpeneneHue MOCIEI0BATEILHOCTH AMHUHOKHUCIIOT B TIPOIYKTE CTPYKTYPHOT'O reHa
2) Ompenenenue mociaenoBaTebHOCTH HykieotuaoB JJHK
3) MeToa «COPTHPOBKH» XPOMOCOM
4) MHccnenoBanue B3anmoaeiicTeus JJHK ¢ 6Genkamu

3. Kakoii aHTUKOATYJISIHT CJIeIyeT MCIOIb30BaTh NP MPOBEICHUN MOJICKYJISIPHO-TEHETHUECKHX
UCCIICIOBaHUN?

1) oxcamaT HaTpus

2) UMTpAT HATPUS

3) remapuH

4) DATA

ITAJIOHBbI OTBETOB:
1-5,2-2;3- 4.

Kpurepun olieHKH TeCTOBOr0 KOHTPOJIS:
OIICHKA «3a4TeH0» — MPaBWIbHBIX 0TBeTOB 71-100%);
orieHka «He 3a4TeH0» — MpaBUIIbHBIX OTBETOB MeHee 71%.

IIpumepbl KOHTPOJIBLHBIX BONPOCOB JIsl COOeCeI0BAHMA:
1. OcobeHHOCTH MpEeaHaTUTHYECKOr0, aHAIUTUYECKOTO0 M MOCTAaHAIUTUYECKOTO ATANoB MpOBe-
JIEHUS MOJIEKYJIIPHO-TEHETUYECKUX UCCIIEI0BAaHUI.
2. TIpuHIHIIBEI MOJIEKYISIPHO-TEHETUIECKUX METOJIOB.

3. YcnoBus, OCHAalleHWE U TEeXHUKAa O€30MacHOCTH TMpH TMPOBEIECHHUH MOJIEKYISIPHO-
T€HETUYECKUX UCCIIeJOBaHUN.

4. TlonuMepasHas LenHast peaklys. DTarnbl BHITOTHEHUS.

5. ©®parmentHsiii ananu3 JIHK. Matepnperanus pe3ynbTaToB.

6. MynpTumuiekcHas aMIiMQukanys JurasHo cBsizanHbix mpod (MLPA--ananus).

7. MeTtozp! onpeeneHus Nocae10BaTeIbHOCTH HYKJIEMHOBBIX KHCIIOT.

8. I1JIP®-ananus, GepMEeHTHI pECTPUKIIUH.

9. XpOMOCOMHBIN MUKPOMATPUYHBINA aHAJTH3.

10. [Tpuntuns! 1 cnocoOsl cekBeHupoBanus JIHK. CekBeHnpoBaHue HOBOrO IOKOJICHUSI.

11. I'eHOMHAsa DAKTHIIOCKOIIH.

12. Merto/ibI BBISIBICHUS] TOYKOBBIX MYyTaIUH.



13.
14.
15.
16.
17.

18.

19.
20.
21.
22.
23.
24,
25.
26.
217.
28.
29.
30.

[Ipsambie u kocBeHHbIe MeToAbl JJHK-nuarnoctukmu.

Crpareruu KapTUpOBaHUS T€HOB YEJIOBEKA U METO/Ibl TOJIHOTEHOMHOT'O CKPUHHUHTA.
MouekynapHO-T€HETUYECKHUE UCCIIEJOBAaHUS B OHKOJIOTHH.

MoutekynsipHO-TEHETHYECKHIE UCCIICIOBaHMS B (JapMaKOTCHETHKE.

OCHOBHBIE KOMIIBIOTEPHBIE CPEJICTBA BU3yaIU3allMU U aHAJIN3a HYKJIEOTUIHBIX MOCIIEI0BA-
TEJIbHOCTEH, M0Jy4aeMbIX B pe3yiabprare cekBeHuposanus JJHK.

[Tpunnumner 3amucu MosiekyisipHoro kapuotuna (ISCN). TepmuHomoruss u cUMBOJIBI 000-
3HAYEHUsI aHOMAJIUH.

CrpyKTypa U CBOWCTBA HYKJIEMHOBBIX KHUCJIOT.

JHK u e€ pynkun. ['ensl yenoseka.

TangemMHbIe TOBTOPBI: MUKPOCATEIIUThL, MUHUCATEIIUTHI U CATEJUIUTBHI.

bone3nu sxcnancuu TPUHYKJICOTUIHBIX IOBTOPOB.

XapakTepuCTUKU TPAHCKPUIITOMA.

Perynsiius sxcripeccuu TeHOB Ha TPAHCKPUIIIIMOHHOM U TOCTTPAHCKPUIIIIMOHHOM YPOBHSX.
I'eHeTHUYECKHIT KOJI, €TO CBOMCTBA.

Perynsiiust sxcnipeccuu reHoB. Peryssiius akTHBHOCTH T'€HOB.

OnureHeTnka. DnureHeTndeckue Mmoauduxanuu. MccnenoBanue smureHoMa.
CTpyKTYpHO-(OYHKITMOHATLHAS OPTAaHU3AIHS XPOMOCOM YETIOBEKA.

[Tonsitue o kapuotune. Yuciao u MOpHOIIOTUS XPOMOCOM.

MuTO3 ¥ KIETOYHBIN LIUKII.

KpnTeplm OLICHKH IIpHU coﬁece)lonamm IO KOHTPOJILHBIM BOIIpOCam:
OLICHKAa «3auTteHo» - 06yt1a}0111m71c;1 IIOJIHO ¥ IIPAaBHUJIbHO OTBCYACT HA KOHTpOJ'ILHBIfI BO-

IPOC, 3HAET KJIACCHU(HUKAINH, TIPUBOIUT MPUMEPHI, OOBICHIET MEXaHU3MbI PEaKIHii U TPOoIeC-
COB, UCIIOJIB3YET CBEIACHUSA U3 OCHOBHOU U JIOIOJHUTEIBLHOMN JIMTEPATYPhl; IPABUIBHO OTBEYAET
Ha JIONOJIHUTENIBHBIE BOIPOCHI; TOIYCKAET HE3HAYUTEIIbHBIE ITOIPEIIHOCTH, KOTOPBIE CaMOCTOsI-
TEJIbHO UCIIPABIISET.

orieHka «He 3a4TeH0» - 00yUarOIMMIiCS JaeT HEMPaBUIbHBIN OTBET, OTBET HE HA TTOCTAB-

JICHHBIN BOIIPOC; HC MPABUIIBHO OTBEYACT HA NOIMOJIHUTCIIBHBIC BOIIPOCHI.

Hepeqenb NMPAaKTUICCKHUX HABBIKOB:

1.

Hw

10.

11.

12.

[TpuroToBUTH 0Opa3ell IIa3Mbl KPOBU JJISl TIOCJIETYIOIIETO BIAEIEHNUS CBOOOAHO LIUPKYJIH-
pyromeit BHeknetouHor JIHK. OueHnuTs pe3ynpTaTsl.

Boigenute ¢cBoO60gHO nupKynupyroulyio BHekjaeTounyo JIHK u3 miasmsl kpoBu. OnieHUTH
pe3ynbTar.

Breinenuts renomuyto [JHK u3 ctabummsupoBanHoii kpoBH. OLIEHUTH pe3ysIbTarT.

Boinenuts renomuyto JJHK u3 o6pasua 6ykkanbHoro snutenusi. OLeHUTb pe3yibTarT.
Beinemuts renomayro JIHK u3 o6pasia ¢pukcupoBanHoi GhopMamTnHOM 3aMUTON B mapaduH
TKaHU. OLIEHUTH pe3yJIbTaT.

Onpenenuth kKoHIeHTpanuio aeyxmenodeynoi JJHK dbayopomerpuueckum metomom. Ore-
HUTb U UHTEPIPETUPOBATH PE3YNbTAT.

Onpenenuth KOHUEHTpao U kadyecTBo reHoMHor JIHK Meromom kommuectBennou I1T1IP.
OueHuTh U UHTEPNPETUPOBATH PE3YNIbTAT.

Onpenenuth akTUBHUpPOBaHHOE Bpems pekanbuupukanuu miaasmel (ABP). Onenuts u un-
TEPIPETUPOBATH PE3YNIbTAT.

BBIMOMHUTE MPOCTPAHCTBEHHYIO KaJIMOPOBKY reHeTHueckoro anamuzaropa 3500 Genetic
Analyzer. OueHUTh ¥ HHTEPIIPETUPOBATH PE3YIIbTAT.

BBIMONHUTE CIIEKTpalbHYI0 KalInOpOBKY reHeThdeckoro anammsaropa 3500 Genetic Ana-
lyzer. OuieHuTh M HHTEPIIPETUPOBATH PE3YJIbTAT.

BeimonauTs anexkrpodopes JITHK B arapoznom rene. OLeHUTh U HHTEPIPETHPOBATH PE3YJib-
Tar.

OcymiecTBUTh OCTAaHOBKY MynbTHIUIEKCHOU [IIIP ¢ duryopectieHTHO MedeHBIMU TTpaiimMe-



pamu. OIIEHUTH pe3yJIbTaT.

13. Boimonnuts pparmentHeiid ananu3 [TI[P-nmpoxykToB METOAOM KamMILIISPHOTO AJIEKTpodope-
3a. OLEHUTb U UHTEPIIPETUPOBATH PE3YINIbTAT.

14. BeinonHuTh uccienoanue npenapara reHomHoi JTHK metonoM MynbTUIIEKCHOW aMILIuU-
¢dbukanuu nurasHo ceszaHHbX pod (MLPA). HHTepnipeTupoBaTh pe3yiabTaT HCCIEIOBA-
HUSL.

15. BbINONHUTE pacyeT UHAECKCOB U BEPOSTHOCTU OMOJIOTMYECKOTO OTIOBCTBA B opMaTe y3T
C MCIIOJIb30BAaHUEM COOTBETCTBYIOUINX (hopMyit. OLEHUTh U HHTEPIPETUPOBATH PE3YIIbTAT.

16. BbIMONHUTE pacyeT MHAEKCOB M BEPOATHOCTH OMOJIOTHYECKOro OTIOBCTBA B (hopMare TpUO
C MCIIOJIb30BAaHUEM COOTBETCTBYIOUINX (hopMyit. OLEHUTh U HHTEPIPETUPOBATH PE3YIIbTAT.

17. BbINOJHUTH pacyeT UHJIEKCOB U BEPOSTHOCTHU MOIYCHOIMHIOBOIO POJCTBA B (hopMare 1y3T
C MCIIOJIb30BAaHUEM COOTBETCTBYIOUINX (hopMyit. OLEHUTh M HHTEPIPETUPOBATH PE3YIIbTAT.

18. BbINMoNHUTH pacyeT UHACKCOB U BEPOSITHOCTU OMOJIOTMYECKOTO OTIIOBCTBA C Y4YE€TOM BO3-
MO’KHBIX MYTallUi C MUCIIOIb30BAaHUEM CIIELIMATU3UPOBAHHOTO IPOIPAMMHOI0 00ECIIEUEHUSI.
OueHuTh U UHTEPIPETUPOBATH PE3YNbTaT.

19. BHIMONHUTE pacyeT MHAEKCOB M BEPOATHOCTH OMOJOTMYECKOTO OTI[OBCTBA C YYETOM BO3-
MOJKHBIX MOJIYAIIUX alljleNiedl C HCIOJIb30BaHUEM CIEHUATH3UPOBAHHOTO MPOTPAMMHOIO
oOecnieueHus. OUEHUTh U HHTEPIPETUPOBATH PE3YIbTAT.

20. BpImonHUTH pacyeT MHAEKCA U BEPOATHOCTH OJIU3KOr0 MaTPUIIMHEHHOTO poacTBa. OIEeHUTD
U MHTEpPIIPETUPOBATh PE3yJIbTaT.

Kputepuu onieHKH BbINOIHEHHS] PAKTHYECKUX HABBIKOB:

OLIEHKA «3a4YTeHo» - 00yJaromuiicst 3HaeT MPUHIUIT METOUKH, ITAIbl €€ BHIIIOJHEHUS, Ca-
MOCTOSITEJIBHO U NMPABUIIBHO IEMOHCTPUPYET MaHyaJbHbIE HaBBIKH, padoTy Ha o011enadbopaTop-
HOM U CIELHAIbHOM 00OpYIOBaHMM, YYUTHIBAET U AHAJIU3UPYET Pe3yJbTaThl JIAOOPATOPHOTO
UCCIIEIOBAHMS, HHTEPIPETHPYET PE3yNIbTAThl JIAOOPATOPHOTO MCCIIEAOBAHUS, MIpeIaraeT aieK-
BaTHBIC TECTHI Uil YTOUHEHHs JuarHo3a. MoxeT JOMyCcTUTh HEKOTOpbIe HETOUHOCTH (Majocy-
IIECTBEHHbIE OIIMOKH), KOTOPbIE CAMOCTOSITENIbHO OOHAPYKUBAET U OBICTPO UCTIPABIISET.

oueHka «He 3auTeHo» - oOyuaromuiics He 3HAeT MPUHLUI METOJUKH, ATAIbl €€ BbINOJIHE-
HUS, HE MOXKET CaMOCTOSITEJIbHO M TPAaBUJIHHO BBINOJIHUTH pabOTy Ha 0OIIeradopaTopHOM U
CHelMaibHOM 00O0PYIOBaHUM, YYECThb U aHAJIM3UPOBATh Pe3yJbTaThl J1a0OPATOPHOTO MCCIENO-
BaHUS, WHTEPIPETHPOBATH PE3yJIbTATHI JIAOOPATOPHOTO HMCCIEIOBAHNUS, MPEUIOKUTh aJeKBaT-
HbI€ TECTHI [ yTOUHEHMsI TUarso3a Ju0o JenaeT rpyOble OIMOKHM Ha yKa3aHHBIX BBIIIE dTarax
71a00paTOPHOTO UCCIIEIOBAHUSI.

2. OueHo4YHbIE CPeICTBA IS MPOMEKYTOYHOM aTTECTAIMM 10 UTOTaM OCBOCHMS TUCIH-
IVIMHBI (324€T)

[IpomerxyrouHas arrectauus no AUCHMIUIUHE «MOJIEKYIIPHO-TEHETUYECKUE HCCIIEIOBAHMUS
B KIIMHUYECKOM JTabOopaTopHON JUAarHOCTUKE» MPOBOAUTCS B (hopMe 3aueTa, BKIFOYAIOIIEro /IBa 3Ta-
Ta: MPOBEpPKa OCBOEHHMSI MMPAKTHUECKHUX HABBIKOB U COOECEIOBaHKE M0 CUTYAIIMOHHBIM 33/1a4aM.

IlepeyeHb NpakTHYECKHUX HABBIKOB:

1. Ilepeuncnuts Metonsl Boiaenenus [IHK wu3 pasnuunoro Gmonormyeckoro marepuaina. Bol-
HOJHUTB TPOLEYpY MO BeIOOpY npenoaBatesns. OLEeHUTh U HHTEPIPETUPOBATh PE3yIbTar.

2. Ilepeuncnuth Metoabl BeineneHuss PHK u3 pasmmyaoro Omonormyeckoro marepuana. Bui-
HOJIHUTB TPOLEYpY MO BeIOOpY npenoaBatesns. OLEHUTb U HHTEPIPETUPOBATH PE3yIbTar.

3. Tlepeuncnuth BapuaHTHl MTOJIMMEPA3HON LEMHON peakiuu. Beimomanuth noctanoBky [P mo
BbIOOpY npenoaBaTens. OLEeHUTh U HHTEPIPETUPOBATH PE3yIbTar.

4. Tlepeuncnuth 3tanbl cekBeHupoBanus IHK mo Canrepy. BeimomHuTe 3Tanm mporeaypsl 1o
BbIOOpY npenofaBaTens. OLEeHUTh U HHTEPIPETUPOBATH PE3yIbTar.

5. IlepeuncnuTh MONEKYISIPHO-TEHETUYECKUE TECThI, UH(OPMATUBHBIE JJISl BBISIBJICHHUS T'€pMU-



HaJIbHBIX TOYKOBBIX MyTallMi. BEIMOTHUTH TECT onpeenenns moka3aTes 1o BEIOOPY Mperno-
nasateid. OUeHUTb U HHTEPIIPETUPOBATH PE3YNbTaT.

6. IlepeuncnuTh MONEKYISIPHO-TEHETUYECKUE TECThl, UH(POPMATUBHBIE IS BBISBICHUS COMATH-
YECKUX TOYKOBBIX MyTalui. BBIMOIHUTH TECT ompeeneHus mokasaTess mo BeIOOpy Mpemno-
naBarens. OUEeHUTh U MHTEPIPETUPOBATH PE3YIIbTAT.

7. TlepeyncinuTh MOJEKYISIPHO-TEHETHYECKHE TECThl, HHPOPMATHUBHBIC JJIsI AUATHOCTUKH aHe-
VIUTOUUN y TPEUMILIAHTAIIMOHHBIX 3MOPHOHOB. BBIOTHUTE TECT OINpeneieHusl MoKa3aTess
1o BeIOOpy npernonaBatensi. OUEeHUTh U HHTEPIPETUPOBATH PE3YIIbTaT.

8. IlepeuncnuTh BapuaHThl MOJHOTEHOMHOM aMIuM(UKaK. BeIMOIHUTE npolieypy 1o BbIOO-
py npenoaasaresns. OLEHUTh U UHTEPIIPETUPOBATH PE3YJIBTAT.

9. Ilepeuncnutey METOABI MEKTpOodOpe3a HYKICHHOBBIX KHUCIOT. BBIMOIHUTH MpoLenypy Mo
BbIOOpY npenonaasarens. OLEHUTh U UHTEPIIPETUPOBATH PE3YJILTAT.

10. [lepeuncnuth METObI TEHETUYECKOTO YCTAHOBJICHHSI OMOJOTMYECKOro pojacTBa. Brimo-
HUTb TECT OIPEJIEICHUs [TOKa3aTeis 1o BbIOOpY npenoaasarens. OLEHUTh U UHTEPIPETUPO-
BaTh pe3yibTarT.

Kpurtepun oneHKkH BbIIOJTHEHHS IPAKTHYECKUX HABBIKOB:

OIICHKA «3a4TeHo» - O0yJaIOIIUICs 3HACT MPUHIIUAIT METOJIUKH, ITAnbl €€ BBHITOJIHEHUS, Ca-
MOCTOSITEJIbHO U MPABUJILHO IEMOHCTPUPYET MaHyalbHbIE HaBBIKH, paboTy Ha 001enadopaTop-
HOM W CIICIUAIHbHOM OOOPYIOBAHHWH, YYUTHIBACT M AHAIM3UPYET PE3yIbTaThl JTA0OPATOPHOTO
UCCJICIOBAHMSI, UHTEPIPETUPYET PE3yIbTaThl 1a0OPATOPHOTO HCCIEAOBaHUA, peiaraeT ajieK-
BaTHBIC TECTHI IJII YTOUHEHMs AMAarHo3a. MoxXeT JAOMYyCTUTh HEKOTOPbIE HETOYHOCTH (Majocy-
[IECTBEHHbIE OMIMOKH), KOTOPBIE CAMOCTOSITENIbHO OOHAPYKUBAET U OBICTPO HCTIPABIISIET.

orneHka «He 3a4uTeHo» - o0yyaromuiicss He 3HACT MPUHIIMI METOJIUKH, ITAIbl €€ BBITIOJIHE-
HUS; HE MOXKET CaMOCTOSITENIbHO M TPAaBUIBHO BBIMOIHUTH paboTy Ha oO0IIenabopaTopHOM U
CIelUaIbHOM O0OpPYAOBaHUH, YUECTh M aHATU3UPOBATH PE3YJbTATHI JJAOOPATOPHOTO HCCIEI0-
BaHUs, HHTEPIPETUPOBATH PE3YyIbTATHl Ja0OPATOPHOTO HMCCIENOBAHUS, MPEATIOKUThH aeKBAT-
HBIE TECTHI JUIsl YTOUHEHUS JUarHo3a J0o jenaeT rpyobie OMMOKY Ha YKa3aHHBIX BBIIIE dTArax
71a060pPaTOPHOTO UCCIIEOBAHMUS.

IIpuMepsl CUTYaMOHHBIX 3a/1a4:

3amaua Ne 1
XKenmmna 31 roa, 0epemeHHocTs 12-13 Henenb, U3 aHaMHE3a — XPOMOCOMHbBIE aHOMaJIHH

y 110/1a. BeimonHeHa OUoIcHst BOPCHH XOpHOHA. Pe3ybTaThl MOJIEKYIISIPHO-ITUTOT€HETHIECKOTO
ucclieIoBaHus (XpOMOCOMHBIN MUKPOMATPUYHBIN aHAJIN3 MTPEHATAILHBIN ):

Monexymsipusiii kapuoTwuir: arf[GRCh37] (4p16.3p15.1)x3,(5p15.33p14.1)x1

[Ton nnoxa: :KeHCKu

Bonpocsr:

1.Ouenure pe3ynbTaThl Ja0OPATOPHBIX UCCICAOBAHUM. JIJsi KaKMX MAaTOJOTHUYECKUX COCTOSHUM
XapaKTepHBI YKa3aHHbBIC BHIIIC KIMHHYSCKUE MMPU3HAKU H JabopaTopHbIe Mmoka3atenu? Kakor
MEXaHHM3M X BOZHUKHOBEHHS?

2. Kakue maboparopHbIe HCCIICOBaHUS CIIeIyeT PEKOMEHI0BATh MIPOBECTH C IIENTBIO TIOATBEPIKIC-
HUA quartosa’?

ITaJOHBI 0TBETOB HA CUTYallHOHHYI0 3a1a41y Ne 1
1 Mmeerca aymiukanus ydacTka KOPOTKOTO Iieda 4 XpOMOCOMBI, 3aXBaThIBAIONIAsl PETHOHBI

4p16.3-p15.1. B 6a3e nanubix Orphanet oOHapykeHHast TyIUTMKAIMS ONPEIe/ieHa KaK MPUYH-
Ha 4p16.3 microduplication syndrome (ORPHA: 96027). meeTcst neneiusi yqactka KOpOT-
KOTO IJIe4a 5 XpOMOCOMBI, 3aXBaThiBatomasi peruoHsl 5p15.33-pl4.1. MukpoaeneuoHHbIe U



MHUKPOAYIUTHKAIIMOHHBIE CHHIPOMBI, accouuupoBaHHbie ¢ aucOamancom (OMIM): Cri-du-
chat syndrome (OMIM: 123450). YuuTbIBasi coueTaHue TEPMUHAIBHON TYIUTUKAIIUN y4acTKa
KOPOTKOTO IjIe4a 4 XpOMOCOMBI ¥ TEPMHHAIBHOM SIS yYacTKa KOPOTKOTO Iieda 5 Xpo-
MOCOMBI y TUIOZa C BBICOKOW BEPOSITHOCTBIO MMEETCS HeCOAIaHCHPOBAaHHAS TPAHCIOKALHSI
MEXy YKA3aHHBIMH XPOMOCOMaMH.

. C 1enpo MOATBEPIKIACHUS TUAarHO3a M ONpPEIeNICHUs MPOrHOo3a IS JIETOPOXKACHUS CIICIYEeT

pexkoMeHioBaTh npoBectu FISH-uccienoBanue ¢ cy0TenoMepHbIMU 30HIaMU Ha 4 U 5 Xpo-
MOCOMBI CYIPYyTaM.

3agaua Ne 2

B J'Ia60paT0pI/II-O AJIsT TPOBCACHUST MOJICKYJIDHOI'O KApUOTHUIIMPOBAHUA ITOCTYIIUIINA IIPO-

nyktbl 3auatus. [lamuentka N., 29 ner. Jluarnos: Hepa3BUBaromasics 0EpeMeHHOCTh 7-8 Hellemb.

BepeMeHHOCTB HacTynunjia €CTECCTBCHHBIM ITYyTEM. HpI/I IIpOBCACHNUHU ITOJIHOI'CHOMHOI'O CCKBCHH-

pOBaHMs C HU3KOW IITyOMHON MPOUYTEHUS MOJIyUYEH PE3yJIbTaT, COOTBETCTBYIOIINNA HOPMAIbHOMY

JKEHCKOMY KapUOTHILY.

Bomnpocsr:

1.

MosKeT 71 pe3ysIbTaT CEeKBEHUPOBAHHS OBITh JIOKHOOTpHUIATENbHBIM? [lepedncinre BO3MOXKHBIE
HPHYMHBI JIO)KHOOTPHUIATEIIBEHOTO PE3yIIbTaTa MOJICKYJIIPHOTO KapHOTHITUPOBAHKS T'€HETUYECKO-
ro Marepuaia npoayKToB 3adarus merogom NGS.

. Kakwne JAOIIOJIHUTCIIBHBIC MOJICKYJIIPHO-TCHECTUYCCKUC UCCIICAOBAHUS CIICAYCT IIPOBECTU C LICJIBIO

HCKIIIOYUCHUA JIO KHOOTPULIATCIIBHOI'O pe3ynLTaTa?

JTaJ0HbI 0TBETOB HA CUTYALlHOHHYIO 3a1a4y Ne 2

1.

Bo3MOXHBIE IPUYHMHBI JIOKHOOTPULATENILHOTO pe3yibTaTa HUCCIEN0BAHUS MPOLYKTOB 3a4aTs
metozoM NGS:

- KOHTaMUHAIUs MAaTEPUHCKUM T€HETUYECKUM MaTEepHaIOM;

- Tpumtonng 69, XXX

- MOHOCIIEpMaJIbHBIN MOIHBIN My3bIpHBIHI 3aHOC (46,XX)

. JlomoaHUTENHFHO HEOOXOIMMO TIPOBECTH uccienoBanue npemnapara [JHK, Beinenennoit uz ma-

Tepuaa NpoAyKTOB 3a4aTus, METOJIOM KonuuecTBeHHOU QuiyopecuentHoil [1LP (nanensb BbI-
cokonoauMopdHbIx ayrocoMHbIXx STR-mapkepoB u X-STR mapkepoB). MccnenoBanue Tex xe
MapKepoB He00X0 MO BbIMoNHUTh U s JIHK 6uonornyeckux poaureneid. B ciydae Boipa-
JKEHHON KOHTaMHUHALlUM MATEPUHCKUM I'€HETMYECKUM MaTEpUalIOM IPOLYKTOB 3a4aTUs BCE
aenu J{HK-npoduns marepu 6yayt npucyrcrBoBatk B JJHK-npoduie npoaykToB 3auatus,
aJJIeNu OTLIOBCKOTO MPOMCXO0XKJIEHUSI MOTYT HE JIETEKTHPOBAThCS, TM00 OyIyT BU3YaIU3UPO-
BaThCsl Ha JIeKTpodoperpaMMme B BUE MUHOPHBIX THKOB. [Ipu Tpumionauu 69, XXX B yactu
JIOKYCOB OyIyT BBISBJISTHCS 3 ajuielisi BMECTO JIBYX; B HaCTH JIOKYCOB OyaeT HaOIoaaThCs
nucOanaHe Mo TUIOMIAM M BBICOTE JABYX MHUKOB ajijieniell (B cooTHomIeHuHu 2:1), myTem cpas-
Herus ¢ JIHK-npoduiasimu Ononorudeckux poauTeneil MO>XKHO OyAeT YCTaHOBUTH POAMTENb-
CKO€ IMPOUCXOXKJICHHE TPEThEro rarionHoro Habopa xpomocoM. [Ipu MOIHOM My3bIpHOM
3aHOCE BO BCEX JIOKycax OyIeT OmpeAemsThCs JHUIIb OAWH MUK (TOMO3UIOTa), MAaTePHHCKHE
ayenu Oynyt orcyrcrBoBarh B JIHK-mipoduine npoaykToB 3auarus, nockonsky amienu JJHK-
npoduis IPOAYKTOB 3a4aTus OyyT UMETh UCKIFOUUTEIBHO OTLIOBCKOE MPOUCXOXKACHUE.

Kputepun onenkn codeceqoBaHus Mo CATYallHOHHBIM 3a1a4aM:



olleHKa «3a4TeHo» - 00yJaroIHiics MOJIHO U MPaBWJIBHO OTBEYaeT Ha BOMPOCHI CUTYa-
[MOHHOM 3a71aud, OOBSICHSIECT MEXaHU3MBI MPOIECCOB U PEAKIUi, MCIOIb3yeT CBEICHUS U3 OC-
HOBHOW U JIOTIOJHUTEIBHON JIUTEPaTyphl; MPAaBUILHO OTBEYAET HA JIOMOJIHUTENIbHBIE BOIPOCHI;
JIOTYCKAeT HE3HAYUTEIbHBIC MOTPEIIHOCTH, KOTOPBIE CAMOCTOSITEILHO UCTIPABIISET.

oueHka «He 3auTeHo» - oOydaromuiics JaeT HENpPaBUIbHBIA OTBET HA BOMPOCHI CUTYa-
LIMOHHOM 3a/1au, OTBET HE Ha MOCTABJICHHBIC BOMPOCHI; HE MPABWIHBHO OTBEYAET HA JIOMOJHHU-
TeJIbHbIE BOMPOCHI.

Kpurepun BbicTaB/IeHUS HTOTOBOM OLlEHKM:

[To pe3ynbTaTam ABYX 3TaIoOB MPOMEKYTOYHOM aTTECTALIMU BBICTABISIETCA UTOTOBAasi OLIEH-
ka. [lonyueHne HEyJOBIETBOPUTENBHOM OLIEHKM Ha JIOOOM 3Tare MpPOMEKYTOUHOW aTTecTaluu
pacLiCHUBACTCA KAaK HEYyIOBJIECTBOPUTEIBHBIN PE3yJIbTaT NIPOMEKYTOYHOU arrectauuu. B ciyyae
ciayn 000MX 3TaroB 3auera (IPOBEpKa OCBOCHUSI MPAKTUYECKUX HABBIKOB M COOECEOBAHUE TI0 CH-
TYaIMOHHBIM 33J]a4aM) C OLIEHKOH «3aUTEHOY BBICTABIISIETCS HTOTOBAs OIICHKA «3aUTEHOY.

V. YueGHO-MeTOoAMYecKOe U HH(OPMAIIMOHHOE 00ecniedeHNe TN CIUTLTMHbI

1. IlepeyeHb OCHOBHON M JOTOJTHUTEIBLHON y4e0OHOI JIUTEpaTyphbl, HEOOXOAUMOM /151 0CBOEHMS
JAMCHUILINHBI:

a) OcHoBHas JiMTEpaTypAa:

1. Knmanyeckas nabopaTopHast TUarHOCTUKA : HAIIMOHAIBHOE pyKoBOACTBO. B 2-x Tomax. T. 1/
pen. B. B. Jlonros, B. B. MenpmmkoB. — Mocksa : [DOTAP-Menua, 2013. — 923 c. : Tab6mn. -
[Mpeam. ykas.: c. 918-923. — (Hammonaneusie pykoBojactsa). - ISBN 978-5-9704-2467-4. -
TekcT : HenoCpeACTBEHHBIN.

2. Knuanueckast mabopaTopHasi IMarHOCTHKA : HAllMOHAIBHOE PYKOBOACTBO. B 2-x Tomax. T. 2
/ pen. B. B. [lonros, B. B. MenbmkoB. — Mocksa : [ D0OTAP-Meaua, 2013. — 805 c. : Ta0mn.,
puc. - [Ipenm. ykas.: c. 801-805. - bubnmorp. B koHiie riaB. — (HanmoHabHBIE pyKOBOJICTBA).
- ISBN 978-5-9704-2468-1. - Tekct : HEMOCPEICTBEHHBIH.

3. HacnencreeHnbie 00JIe3HN: HaMoOHATBHOE pyKoBoACTBO / 1o pen. H.IT. boukosa, E.K. I'uaTepa,
B.IL Ily3eipeBa. — M.: [DOTAP-Menua, 2013. — 936 c. - ISBN 978-5-9704-2469-8. — Tekcr:
HETOCPEICTBECHHBIN.

DJIEKTPOHHBIE PeCypChI:

1. Knunanyeckas nabopatopHas nuarHoctuka. B 2 tomax. Tom 1: HalmoHAJIEHOE PYKOBOJICTBO
/ Tom pen. B.B. Jomroa - M.. IDOTAP-Memua, 2012. - URL:
https://www.rosmedlib.ru/book/ISBN9785970421291.html (nara o6pamenus: 20.05.2024).

— TekcT: 27eKTPOHHBIN.

2. Knunawmueckas nmaboparopHast AuarHocTrka. B 2 tomax. Tom 2: HanlmoHanbHOE PYKOBOJCTBO
/ Tlox pen. B.B. Jonrosa - M.: I'DOTAP-Meaua, 2012. - (Cepust "HanuoHalbHbIE pyKO-
BozacTBa"). - URL: https://www.rosmedlib.ru/book/ISBN9785970421314.html (mata obpa-
menust: 20.05.2024). — TekcT: 2neKTPOHHBIH.

0) JlonostHUTEIbHAS JIMTEPATypa:

1. JIxonc K. JI. Hacnencreenusle cunapomsl o JpBuny Cmuty. ATiac-cripaBousuk. [lep. ¢ aHro.
— M., «Ipaktuka», 2011. 1024 c. — ISBN 978-5-89816-086-9, 0-7216-0615-6. — Tekcr:
HEMOCPEICTBEHHBIM.

2. KamprmmaukoB B.C. Hopma B maboparoproii meaunune [Tekcr]: cnpaBounuk / B.C. Ka-
MbIITHUKOB. — MockBa: ME /Inpecc-Undopm, 2014. — 336 c. - ISBN 978-5-98322-992-1.
- Tekcr : HEMOCPEICTBEHHBIN.
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3. Kumkyn, A. A. Knununueckas nabopaTopHas JTUarHoCcTHKa : yueOHoe mocobue / A. A.
Kumkyn. — Mocksa : TDOTAP-Meaua, 2019. — 996 c. : puc., Tabmn. - bubmmorp.: c. 985-
990. - ISBN 978-5-9704-4830-4. - TekcT : HENOCPEICTBCHHBI.

4. KosareB B.B. I'eHeTrueckue acnekThl HEBBIHAIIMBAHUS OCPEMEHHOCTH: y4eOHOE mocodwe /
B.B. Kopanes, E.B. Kynpsiiies a, HM. Munsesa, 1.B. JlaBpentheBa. — ExatepunOypr: Y1-
MY, 2022. - 104 c. —978-5-89895-985-2. — TekcT: HENOCPEICTBEHHBIH.

5. Koznosa C.H., lemukoBa H.C. HacneacrBeHHbIC CHHAPOMBI M METUKO-TEHETUIECKOE KOHCYITh-
THUpoBaHue: ATnac-cnpaBouHuk. M.: T-Bo Hayunbix m3manuii KMK, 2007. — 448 c. — ISBN
978-5-87317-387-7. — TekcT: HEMOCPEICTBEHHBIH.

6. OOMeH HyKJICMHOBBIX KUCIOT: YueOHoe rmocooue st By30B / D.K. Ammmvoa, T.A. HeB3zopoga;
nont pen. T.A. He3oposoii. — Kazanb: KI'Y, 2009. — 62 c. — TekcT: HenocpeCTBEHHBIM.

7. Tlaccapr 3. Harmsnast rereruka / . Ilaccapr; mep. ¢ aHTIMICKOTO MO pell. I-pa OOl HayK
J.B. PebpukoBa. — 2-¢ u3n. — M. : JlaGoparopus 3nanwmii, 2020. — 508 c. — ISBN 978-5-
93208-309-3. — TekcT: HeroCPEICTBEHHBIH.

DJIeKTPOHHBIE PecypChl:

1. KimHudeckue peKoMeHIAalMH I10 J1abopaTopHO MemuiuHe // Accoumanus CIeluaim-
CTOB U OpraHu3anuii abopaTopHoil ciayxObl «Deneparus 1a00paTOPHON METUITUHBDY

[Opuu. caiir]. — URL: http://www.fedlab.ru/minzdrav/prof_com/klinicheskie-
rekomendatsii-profilnoy-komissii (mara o6pamenus: 20.05.2024). — Tekcrt: 3I€KTPOH-
HBIH.

2. IlepeyeHb yueOHO-METOIMYECKOT0 oOecniedeHus UIsi CAaMOCTOSITEIbHOI padoThl 00y4aroIMX-
sl M0 TUCIHUILTNHE
1. MenunuHcKas nabopaTOpHasl AMArHOCTUKA: MPOTPaMMbl U aJTOPUTMBI / TIOA pel.
AN. Kapnuienko - M.: I'SOTAP-Menua, 2014. — URL:
http://www.rosmedlib.ru/book/ISBN9785970429587.html (mata oOparieHus:
20.05.2024). — TekcT: 3IeKTPOHHBII.

2. Xautos, P. M. IMmmyHOreHoMIKa U TeHOANAarHocTuka yenoseka / P. M. Xauros, JI.
I1. Anekcees, J. 0. Tpopumon - Mocksa : [DOTAP-Meaua, 2017. - 256 c. - ISBN

978-5-9704-4139-8. - Tekcr : IIEKTPOHHBIN // URL :
https://www.rosmedlib.ru/book/ISBN9785970441398.html ~ (mata  oOparmeHus:
20.05.2024).

3. Ilepeyens pecypcoB MHGOPMALMOHHO-TEJIEKOMMYHUKAUMOHHOH ceTn «HTepHeT», HE00XO0-
JMMBIX /17151 OCBOEHHSI TUCIIUILTHHBI
IIpodeccnonanbHble 6a3bl JAHHBIX, HH(POPMALMOHHBIE CIPABOYHbIE CHCTEMBbI M 3JIEKTPOHHbIE
o0pa3oBaTe/ibHbIE PeCcypcChl:
OneKTpoHHbIH  cmpaBoyHUK  «MHQOpMHMO» I BBICIIMX  y4eOHBIX  3aBEACHUUN
(www.informio.ruy);
OneKTpOHHBINH OnbIMoTeuHbli aboHeMeHT LleHTpanbHON HayyHON MEAMIIMHCKOM Onbimore-
ku IlepBoro MOCKOBCKOro rocy1apCTBEHHOr0 MeAUIMHCKOro yHusepcurera um. .M. Ce-
yenoBa // http://www.emll.ru/newlib/;
HNudopmarnmonHo-nouckosas 6aza Medline (http://www.ncbi.nlm.nin.gov/pubmed);
baza mannbix «Poccuiickas meaumuaay (http://www.scsml.rssi.ru/)
Odunmanpaeiii  caiiT MuHHCTepcTBa 3ApaBooXpaHeHus Poccuiickort ®Denepanmu  //
https://minzdrav.gov.ru/;
Poccuiickoe oGpazoBanue. denepanbHblii 00pa3oBaTeNbHbIA mopTat. //http://www.edu.ru/;
Knuanyeckue pekomennanuu: http://cr.rosminzdrav.ru/;
DJeKTpOHHBIH 00pa3oBaTenbHbIil pecypc Web-menumuna (http://webmed.irkutsk.ru/);
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Acconyanus CeluaiuCTOB U OpraHu3aiuii aboparopHoil ciryxOb1 «Deneparus gadbopa-
topHoit MmenuiHbDy (http://www.fedlab.ru);

Peructp remermueckux — TectoB u  Jjaboparopmii  Genetic  Testing  Registry
(http://www.ncbi.nlm.nih.gov/gtr);

Basza pmaHHBIX O TeHax 4elioBeKka W reHernueckux 3zadonesanusx Online Mendelian Inher-
itance in Man (OMIM) (http://www.ncbi.nlm.nih.gov/omim).

basa manneix 0 kopotkux renernyeckux Bapuarusax dbSNP (https://ncbi.nlm.nih.gov/snp/)
baza gaHHBIX O KIMHMYECKM 3HAYMMbIX TeHeTwueckux  Bapuantax  ClinVar
(https://www.ncbi.nlm.nih.gov/clinvar/)

baza nmannbix mo (dapmakorenomuke Pharmacogenomics Knowledge Base (PharmGKB)
(https://www.pharmgkb.org/)

baza maHHBIX O MOJEKYISpHBIX OMOMapkepax OHKoiormueckux 3aboneBanuit My Cancer
Genome (https://www.mycancergenome.org/)

basa manubix 0 peakux 3adoneBanusx Orphanet (https:/www.orpha.net/)

4. Ilepevyenb MH(OPMALMOHHBIX TEXHOJIOTHI, UCIIOJb3yeMBbIX NPH OCYLIEeCTBJIEHUN 00pa-
30BaTeJLHOIO Mpolecca Mo TUCHUILINHE, BKJIOYAs NepevyeHb NPOrpaMMHOro odecrneyeHus
U HH(POPMAIMOHHBIX CIPABOYHBIX CHCTEM

4.1. llepeyeHnb JUIEH3MOHHOTO MPOTPAMMHOI0 00ecIeYeHus :

1. Microsoft Office 2016:

- Access 2016;

- Excel 2016;

- Outlook 2016;

- PowerPoint 2016;

- Word 2016;

- Publisher 2016;

- OneNote 2016.

2. ABBYY FineReader 11.0

3. Kapenbckast Menununckas nHpopmanuonsas cuctema K-MUC

4 TIporpamMmHOe obecriedeHre is TecTupoBanus odoyuaronmxcs SUNRAV TestOfficePro

5. [Iporpammuoe obecrnieuenue «Cpena snekTpoHHoro ooyuenus: 3KLy»

6. KommnbroTepHas mporpaMma Juist cTaTHCTH4eCKOi 00paboTku qaHHbIX SPSS

7. DKcriepTHas cucTeMa 0OHapyKeHHUsI TEKCTOBBIX 3aMMCTBOBaHMI Ha 06a3¢ HCKYCCTBEH-

HOTO UHTEJUIEKTa «PyKOHTEKCT»

8. CnpaBouno-npaBoBas cuctema Koncynerant [lmtoc

4.2. IlepeyeHnb 3J1eKTPOHHO-0MOIMOTEeYHbIX cucTeM (IBC):
1. DnekrpoHHO-0MOIMOTeUHast cucteMa «KoHCcynbTanT cryaeHTay (Www.studmedlib.ru);
2. CnpaBouno-uHpopmannonHas cucrema MedBaseGeotar (mbasegeotar.ru)
3. DnekrponHas Oubnuoreunas cucrema «elibrary» (https://www.elibrary.ru/)
4. Dnextponnas oubianoreunas cucrema PubMed (https://pubmed.ncbi.nim.nih.gov/)

5. Meroauyeckue yKa3aHus JJs 00y4al0IUXCHA 110 OCBOCHUIO TUCHHMILUIHHBI

eos.tvgmu.ru / kadeapa OMOXUMHH C KYPCOM KJIMHUYECKOHN JIaOOpaTOPHOU AUArHOCTUKH
/ opAMHATypa MO KIMHUYECKOU J1abopaTopHOi AuarHocTuke / 4 cemectp / Marepuansl A ca-
MOCTOSITEJIbBHOM  pabOThl OPAMHATOPOB MO JUCUUIUIMHE MO BbIOOpY "MosekynspHo-
TeHETUYECKUE HCCIIEeIOBAHUS B KIIMHUYECKOH Tab0paTOPHOM 1uarHoctuke".

VI. Onncanne mMarepHaJbHO-TeXHHMYECKON 0a3bl, HEOOXOAUMOH Il OCyLIeCTBJe-
HUs1 00pa30BaTEIbHOIO MPoLecca 10 JUCHUIIIMHE
[Tpunoxenne Ne 2.
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VII. Hayuno-uccienoBarejbckas padora

N3ydeHune crienuanbHOM JIUTepaTyphl U JPYroi HaydyHO-TEXHUYECKOH MH(pOpMALMU O JIOCTH-
KEHHMSIX COBPEMEHHOM OTEYECTBEHHOM M 3apyOeKHOM HAyKM M TEXHHKH; y4acTHE B IPOBEICHUH
HAy4HBIX MCCIICIOBAHUI WM BBIIOJHEHUH TEXHUYECKUX pa3padOTOK; OCyILEeCTBIEHHE cOopa, oOpa-
0O0TKH, aHaTIM3a M CUCTEMaTH3AllMK HAYYHO-TEXHUYECKOH MH(OPMALIUK TI0 TEME; COCTABIICHHE OTYETa
(pa3zmerna oTuéra) 1o TeMe WM e€ pasJielly; IOAr0TOBKA U BBICTYIUICHHUE C JIOKJIal0M Ha KOH(EPEHLIUH;
HOATOTOBKA K ITyOJIMKALMKU CTaTbU, TE3UCOB.

VIll. CBenenusi 00 00HOBJIeHNH padoyeil MPOrpaMMbl I CIHUTLIMHBI
IIpencrasnens B [Ipunoxenun Ne 3



[Tpunoxenue Ne 1

@oHAbI OLIEHOYHBIX CPEeICTB
1JIs1 IPOBEPKHU YPOBHSA COPMUPOBAHHOCTH KOMIIETEHIUI (YACTH KOMIIETEH M)
1151 IPOMEKYTOYHOM aTTeCTALMHU [0 UTOTaM OCBOEHUS AU CIMIIINHBI

YK-1. Cnioco0eH KpUTHYECKH M CHCTEMHO aHAJIM3MPOBATH, ONPeAesiTh BO3MOKHOCTH M
crnoco0bl MpUMEHeHHUs JOCTUKeHUIl B o0jacTu MeauuuHbI U (Gapmanuu B npodeccuo-
HAJbHOM KOHTEKCTe

1) TunoBble 3a1aHuS J1JI51 OLIECHUBAHUS Pe3YJbTATOB C(POPMUPOBAHHOCTH KOMIIETEHIIMH HA
ypoBHe «3HaTh» (BOCIPOU3BOAUTH M OOBSACHITH YUueOHBIH MaTepHan ¢ TPeOyeMOl CTEINeHBIO
HAYYHON TOYHOCTH U MOJHOTHI):

Hucmpykyus. Boioepure 01MH NPAaBUIbHBII 0TBET

1. Yto syu1ie Bcero 0ObACHAET, TOYEMY MBIIIEYHbIE KIIETKU OTIMYAIOTCS OT KJIETOK KpOBU?

1) MmyTanus npoucxXoJuT BO BPEMsI pa3BUTHSI MBIIIEYHBIX KJIETOK, HO HE B KJIETKaX KPOBU

2) HEKOTOpBIE KIETKH KPOBU MOTYT ObITh MYJIbTUIIOTEHTHBIMU

3) MblLIEUHbIE KJIETKHU UCIIBITHIBAIOT PA3JIMYHBIE BO3CHCTBUS OKPYKAIOLIEH Cpeibl, YeM KIIETKU
KpOBU

4) B MBIIICYHBIX KJIETKAX M KJIETKAaX KPOBH aKTUBUPYIOTCS Pa3HbIE TPAHCKPUIIIMOHHBIE (DaKTO-

phI
Oraion orBera — 4

2. K meronam kocBernoit JIHK-1maraoctTuku oTHOCHTCS

1) cexBenupoBanue JJTHK

2) sanextpodopes

3) aHaM3 MUKPOCATEIUIUTHOTO MOJIUMOphU3Ma

4) MeToJ1 OIHOHUTEBOTO KOH()OPMALIMOHHOTO MToJIMMOpdhu3ma

DTajoH OTBETa — 3

3. Cucrtema BHEITHEH OIIEHKHU Jab0paTOPHBIX UCCIEAOBAHUN MOXKET OBITh:
1) HaIMOHAIBHOM

2) MeXyHapOIHON

3) opraHu30BaHHON KOHKPETHOH (pupMoi

4) pernoHabHOMI

5) mo06oi U3 MepeuncIeHHbIX

DrtanoH orBera — 5

4. OcHOBHas GyHKIUS pUOOCOM:
1) cunres JHK

2) cunre3 PHK

3) cUHTE3 MOJUTICTITHIOB

4) cuHTE3 TJIMKOTeHa

5) Bce mepevrcIICHHOe

JTajgoH oTBETa — 3

5. KimroueBbiMm otiinuuem NGS ot cexkBeHupoBaHus o CaHrepy sIBISETCS BO3MOXKHOCTh



1) omTHOBpEMEHHOTO CEKBEHUPOBaHUs MHOXecTBa (hparmenToB JJTHK
2) aHaJIM3a Fe€HOB, /Ul KOTOPBIX CYHIECTBYIOT I1CEBIOIE€HBI

3) mpoYUTATh MPOTHKEHHBIC TSN/ TyTUTHKAIIAN

4) orpezesieHHs Yuciia KON reHOB

Oranon orBera — 1

2) TunoBble 3a1aHNs 1151 OLIEHUBAHUS Pe3yJIbTATOB C(POPMHPOBAHHOCTH KOMIIETEHIIMN HA
yYpoBHE «YMeTh» (periath TUIUYHBIC 331241 Ha OCHOBE BOCIIPOM3BEACHHS CTAaHIAPTHBIX Allr0-
PHUTMOB pEIICHHS):

IlepeyeHb NpaKTHYECKUX HABBIKOB, BXOASIIUX B JAHHYI0 KOMIIETEHIHIO:
1. BecTH AMCKYCCHU U MOJIEMHUKY, ITYOJIMYHO BBICTYIATh, apryMEHTHUPOBATh, aHAIM3UPOBATH JI0-
THKY CBOUX PACCYKICHHI U ONIIOHEHTOB;
2. TOJIb30BATHCSI MHOCTPAHHBIM A3BIKOM B 00beMe, He0OXOAUMOM [ BO3MOKHOCTH MOTY4EHUs
uH(pOopMaLnu U3 3apyO0eKHBIX HCTOUHUKOB;
HNUCbMEHHOTO U3J1araTh U apryMEHTUPOBATh COOCTBEHHYIO TOUKY 3PEHUS;
UCTIOJIb30BAaTh METOBI CTATUCTUYECKOH 00pabOTKHM pe3ynbTaToB J1IaOOPAaTOPHBIX HCCIIEIOBA-
HUH;
5. ¢opmynupoBaTh 1abOpaTOpHBIC 3aKIIOUYEHUS Ha OCHOBE Pe3yJIbTaTOB JTAOOPATOPHBIX HCCIIE-
JIOBaHUH U maTOreHe3a CUHIPOMOB U 3a00JIeBaHUI.

> ow

3) TunoBsble 3a1aHUS 1715 OLleHHBAHUS Pe3yJbTaTOB ChOPMHPOBAHHOCTH KOMIIETEHIIMH HA

ypoBHe «Baaners» (pemaTh ycia0)KHEHHBIC 33/1a4 Ha OCHOBE IPHOOPETEHHBIX 3HAHUI U yMe-

HUH, C X TPUMEHEHUEM B HETUIIUYHBIX CUTYalUsX, GOpMUpyeTcs B Mpolecce NpakTHUECKOi

JCSITETbHOCTH):

1. HaBbIKamMM IyONMYHOM pedH, apryMeHTAlluH, BEACHUS AMCKYCCHU U TIOJIEMHUKH, MpaKTHYe-
CKOT'0 aHAJIN3a JIOTUKH PA3TUIHOTO POJIa PACCYKICHUM;

2. MUHOCTPAHHBIM S3bIKOM B 00beMe, He0OOXOJMMOM JIJIs1 BO3MOXHOCTH MOIy4eHUs] HHPOpMaLUU

13 3apyO0CKHBIX UCTOUHHUKOB;

HaBBIKAMU MMMCbMEHHOI'O apIyMEHTHPOBAHHOTO M3JI0KEHUSI COOCTBEHHOM TOUKH 3pEHMS;

METOJIJaMH CTaTUCTUYECKONH 00pabOTKU pe3yIbTaToB J1a00paTOPHBIX UCCIIETOBAHMI;

5. HaBBIKaMU (OpPMYIHUpPOBaHUS Ja0OPATOPHBIX 3aKIIOUYEHUI HAa OCHOBE pe3yJbTaToB Jlabopa-
TOPHBIX UCCIIEAOBAHMUI 1 TTATOTE€HE3a CHHIAPOMOB U 32a00JIEBaHHIA.

~ow

YK-3. CnocoGeH pykoBOAUTH padoToil KOMaH/Ibl Bpaueii, cpeHero u MJajiiero MeJuiuH-
CKOro0 MepcoHasia, OPraHu30BbIBATH MPOLECC 0KA3AHUS MeIHMIMHCKONH MOMOIIM HACEJIEHUI0

1) Tunossble 3a5aHKUs 1JIs1 OLCHUMBAHUS Pe3yJbTaTOB ¢()OPMHUPOBAHHOCTH KOMIIETEHIIMH HA
ypoBHe «3HaTb» (BOCIPOU3BOIUTH M OOBSICHATH yUeOHBIN MaTepHai ¢ TpeOyeMOi CTENeHbIO
HAayYHOU TOYHOCTH U TOJTHOTHI):

Hucmpykyun. Boibepure 0UH WIN HECKOJIbKO NPABUJIBHBIX 0TBETOB

1. TpynoBas GyHKIIMS Bpadya KIMHUYECKON JTa0OpaTOPHOU TUATHOCTHKHU
1) BBINOJHEHHUE MCCIIEOBAHUIN TPEThEl KaTETOPHH CIIOKHOCTH

2) BBINIOJHEHUE UCCIICIOBAHUN YETBEPTOM KaTETOPUHU CIOKHOCTH

3) KOHCYJIBTHPOBAHUE BpaueH M MAIMEHTOB

4) dopmynupoBaHue J1a00PATOPHOTO 3AKITIOUCHHS

5) pYKOBOJCTBO CPEIHHM M MJIQIIINM METUIIMHCKHUM MEPCOHATIOM

OranoH orBeTta— 2, 3, 4,5



2. TpynoBas pyHKIHS OMOTIOTa KIMHUKO-TUATHOCTHYECKOH JIabopaTopuu
1) BBINIOJNIHEHHE HCCIICAOBAHUIN TPEThEH KATETOPUHU CII0KHOCTH

2) BBINOJHEHUE UCCIICIOBAHUN YETBEPTOM KATETOPUHU CIOKHOCTH

3) KOHCYJBTHPOBAHUE Bpaue U MAIMEHTOB

4) dopmynupoBaHue 1a00PATOPHOTO 3AKITIOUCHHS

5) pYKOBOJCTBO CPEIHHM M MIIAJIINM MEIUIIMHCKUM MIEPCOHATIOM

OranoH orBeta — 1, 5

3. Jle3uHdeKnsi MHOTOPa30BOTo J1a0OpaTOPHOTO 000pYAOBaHMS — (PYHKITUS
1) Bpaya KIMHUYECKOH JTAOOPATOPHON TUATHOCTUKU

2) Ouojora KIMHUKO-AMArHOCTHYECKOMU JTabopaTopuu

3) nabopaTOpPHOro TEXHOJIOTA

4) n1abopaTOPHOIO TEXHHUKA

5) caHuTapku

Drtajion oTBeTa — 5

4. IIpuroroBiicHHE CHIBOPOTKH U IUTa3MbI U3 00pa3iia KPOBU — PYHKIIMS
1) Bpaua KIMHUYECKO# 1a00PaTOPHOI THATHOCTUKU

2) Owuosiora KIMHUKO-MAarHOCTUYECKOM J1abopaTopuu

3) 1abopaTOPHOro TEXHOJIOTa

4) nabopaTOPHOIO TEXHHUKA

5) canuTapku

OranoH orsera — 3, 4

5. Hanmucanue COII (cTaHmapTHBIX ONEPalMOHHBIX MPOLEeaAyp) — GYHKIHS
1) Bpaua KIMHUYECKOI Ta00OPaTOPHOI THATHOCTUKU

2) Owuoora KIMHUKO-THArHOCTHYECKON T1ab0paTopuu

3) nmabopaTOpPHOro TEXHOJIOTA

4) 1mabopaToOpHOTrO TEXHHUKA

5) caHuTapku

OrtanoH orBera — 1, 2

2) TunoBble 3a1aHKs 1JI51 OLIEHUBAHUSA Pe3yJabTATOB C)OPMHUPOBAHHOCTH KOMIIETEHIIUM HA
ypoBHe «YMeTb» (peliath THIIMYHBIC 33]Ja4l Ha OCHOBE BOCIIPOM3BEICHUS CTAHIaPTHBIX aJlr0-
PHUTMOB peIICHHS):

IlepeyeHb NMPAKTHYECKUX HABBIKOB, BXOASIIIUX B JTAHHYI0 KOMIIETEHIIHIO:

1. nnanupoBath U pa3padaThIBaTh MEAUKO-OMOIOTHYECKIE SKCIIEPUMEHTHI;

2. DKCIEPUMEHTAIBHO HCCIIeIOBATh (DU3MOJIOTHIYECCKHE (DYHKIIMH OPTaHU3Ma B HOPME U ITaTOJIO-
TUU;

3. paboTaTh B pa3IMYHBIX OMEPAIIMOHHBIX CHCTEMaX, ¢ 0a3aMH JIAHHBIX, C SKCIIEPTHBIMU CHCTE-
MaMHu;

4. BbIpakaThb CBOM MBICIH U MHEHHE B MEKJIMYHOCTHOM U JIEJIOBOM OOILIEHUH, B TOM YHCJIE, Ha
WHOCTPAHHOM SI3BIKE;

5. TONEpaHTHO B3aMMOJEHCTBOBATh U KOMMYHHMIIMPOBATh HE 3aBUCHMO OT HAI[MOHAJIHHOCTU U
BEPOUCIIOBEAAHUS.



3) Tunosble 3a1aHNs 1JI51 OLlCHUBAHUS Pe3yJIbTATOB C()OPMHPOBAHHOCTH KOMIIETEHIIUN HA
ypoBHe «Biagerb» (pemiath yCI0KHEHHbBIE 3a/1a4l HA OCHOBE IPUOOPETEHHBIX 3HAHUI U yMe-
HUH, C UX IPUMEHEHHEM B HETUITUYHBIX CUTYalUsAX, POPMUpPYETCS B Mpoliecce MPaKTHUECKOM
JCSITeTIbHOCTH)
1. Meronukamu IJIaHUPOBAHUS U pa3pabOTKU MEAUKO-OMOIOTUYECKUX IKCIIEPUMEHTOB;
2. SKCIEpUMEHTAIBHBIMU HABBIKAMH JIJISI UCCIICIOBAHUS (DU3HOIOTHUECKUX (YHKIUI OpraHu3-
Ma B HOPME U MaTOJIOTUH;
3. METOA4aMU pa6OTbI B pa3JIMYHBIX ONCpAlMOHHBIX CUCTEMAX, C 68,38,MI/I JaHHBIX, C OKCIICPTHBI-
MU CUCTEMaMHU;
4. OompITOM BBIPpAXKXCHUA CBOUX MBICIIE U MHEHHUS B MEXKJIUYHOCTHOM H JACJIOBOM O6IJ.I€HI/II/I, B
TOM YHCJIe, HA HHOCTPAHHOM SI3bIKE;
5. HaBbIKaMH TOJICPAHTHOTO B3aI/IMOl[€I>'ICTBPI$I U KOMMYHUKAalUHU HEC 3aBUCMMO OT HAIMOHAJIbHO-
CTH U BEpOHCIIOBEJaHUSI.

IIK-1. Cnoco6eH ocyniecTB/IsIT> OPraHU3aHOHHO-METOANYecKoe odecnedeHue JadopaTopHOro
npoiecca

1) TunoBble 3a1aHus 1JIsl OLleHMBAHUS Pe3yJbTATOB C()OPMHUPOBAHHOCTH KOMIIETEHIIMU HA
ypoBHe «3HaTb» (BOCIIPOU3BOANTE M OOBICHITH yUCOHBIH MaTepHall ¢ TPeOyeMOii CTEIIEHbIO
HAYYHON TOYHOCTH U MOJHOTHI):

anmpykuu}l: BBI6CpI/ITe OJIMH HUJIM HECKOJIBKO IMPAaBUJIbHBIX OTBCTOB

1. AETEKLIA PE3YJIBTATOB IILIP IT0 «KOHEYHOM TOYKE» ITPOMCXOUT I10
1) oxonuanuu [TL{P

2) oxoHuaHuu Kaxaoro 1ukia [P

3) OKOHYAHUU CTaJNH dJIOHTANK Kaxkaoro nukia [P

4) OKOHUAHUH CTAJUU TUTABJICHHS KaxKaoro mukia [T1P

2. TEHETUYECKUM BA3MCOM OCTPOI'O ITPOMMEJIOLIMTAPHOI'O JIEMKO3A S$IB-
JISIETCS

1) myranuu rera RUNX1

2) PML-RARA

3) BCR-ABL1

4) myrauuu rena CEBPA

3. TIPUYMHOM 3ABOJIEBAHMS BOJIBIIMHCTBA BOJIBHBIX C CUHIPOMOM MAP-
THUHA-BEJUI ABJISAETCA OKCITAHCUSA [TIOBTOPA CGG, PACIIOJIOXKEHHOI'O B 5°-
HETPAHCJIMPYEMOM OBJIACTH I'EHA FMR1; JUIMHA ITOBTOPA CBBIIIE 200 KO-
MU MPEACTABJIIET COBOM IOJIHVIO MYTALIUIO, ACCOLIMMPOBAHHYIO C
AHOMAJIbHBIM

1) nemeTunupoBaHueM NPOMOTOpHOIT obnactu rena FMR1

2) MeTHIIMpOBaHUEM ITpoMoTopHOU obnactu reHa FMR1

3) nemeTUIMpPOBaHKUEM MPOMOTOPHOI 0O1acTu reHa AR

4) MeTuIMpoOBaHNEM NMPOMOTOPHOM obnacTu reHa AR

4. CUHAPOM JIMHYA ACCOLIMMPOBAH C MYTALIUSMU B TEHAX
1) EGFR-kackana

2) pubocoMaIbHBIX OEITKOB

3) penapauuu JByXHUTEBBIX Pa3pbIBOB

4) penapanuu HeCIapeHHBIX HYKJICOTH/IOB

5. IIPY TIPOBEJIEHUM TIPSIMOM JTHK-TUATHOCTHUKU OIIPEJIEJISIIOT



1) TpyIIIBI CLIETUTCHUS

2) UHBEPCUM U TPAHCJIOKALUH

3) maTonoruuecKuii ajenb, ONpeaesAIOINI MPOsBICHUE HACIIEICTBEHHOTO 3a00JIEBaHUs B CEMbE
4) MyTaluIO B T'eHe, IPUBO/ILIYIO K HACIEACTBEHHOMY 3a00JIEBAHUIO

6. HAUBOJIEE HYYBCTBUTEJIbHBIM METO/IOM JUIA JETEKLIMY XPOMOCOMHOI'O
MO3AHNLIU3ZMA TP [TPEUMITVIAHTALIMOHHOM T'EHETUYECKOM TECTHPOBAHWI
HA AHEVYIUIOWJIUU ABJIAETCA

1) XpOMOCOMHBII MUKPOMATpUUHbII aHan3 OMONTaTa BHYTPEHHEH KIETOYHON MacChl

2) XpOMOCOMHBIA MUKPOMATPUYHBIN aHaIN3 OuomnTaTa Tpo(hIKTOepMBbI

3) MaccoBoe nmapasieIbHOe CEKBEHUPOBAHUE OHONTaTa TPO(PIKTOAEPMBI

4) MaccoBoe NnapauiesIbHOE CEKBEHNPOBAaHNE OMONTaTa BHYTPEHHEH KJIETOYHOM Macc

7. IPEJIEJI YYBCTBUTEJILHOCTH CPABHUTEJILHON TEHOMHO# TUBPUIM3ALIN
HA JTHK-MUKPOUHMIIAX B JETEKIIMA XPOMOCOMHOI'O MO3AUIIA3MA TTPU
MPEUMILIAHTAILIMOHHOM I'EHETUYECKOM TECTUPOBAHUU AHEYIUIOUININ
OLIEHMBAETCS HA YPOBHE (B I[TPOLIEHTAX)

1) 40

2) 20

3) 10

4) 50

8. TIPEJIEJT YYBCTBUTEJBHOCTA MACCOBOT'O TTAPAJUIEJIbHOIO CEKBEHHPO-
BAHUS B JAETEKLIMA XPOMOCOMHOI'O MO3AULIM3MA ITPU TTPEUMITIAHTAILM-
OHHOM TEHETUYECKOM TECTUPOBAHWM AHEVIUIOWINN OLIEHMBAETCS HA
VPOBHE (B ITPOLIEHTAX)

1)5

2) 50

3) 10

4) 20

9. BITPOLECCE IIIP BbIJIEJIAOT CTAANA

1) pa3zpyuieHue 30H1a, JeHATypaLysl, HIOHTalHs

2) rubpuansanus, pecTpUKLUS, TeHATypalus

3) neHaryparusi, OTXKUT IIpaiiMepoB, pa3pylieHue npaiimepa
4) nenatypanus, OTXKUT paiiMepoB, JIOHTalUs

10. CTAJIMA I[P, BO BPEMS KOTOPOI ITPOUCXOJUT KOMIIJIEMEHTAPHA I
TUBPUN3ALIS IIPAUMEPOB C THK-MATPULIE!, HABBIBAETCS

1) oTxuUrom

2) sJoHTanuen

3) miaBieHUEM

4) ropsYMM cTapTOM

11. KAKME XPOMOCOMBI UMEIOT TEHETUYECKU WAEHTUYHBIE TTJIEYN?
1) akpoueHTprUecKue

2) U30XpOMOCOMBI

3) MeTaleHTpUYECKHE

4) cyOMeTaneHTpUIEeCKue

12. DOPMVJIA KAPUOTHUIIA 45,XY ,der(14;21)(q10;q10) YKASBIBAET HA HAJIMYNE
1) uncepuuun



2) nenenun
3) aneyrionauu
4) PoOGepTCOHOBCKOM TPaHCIIOKAIIH
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16.

17.

9TAJIOHBI OTBETOB:
1, 2-2,3-2,4-4,5-4,6-3;7-1;8-4,9-4;10-1;11-2;12 4.

KouTtpoJbHble BOpockl /151 codece10BaAHMS:
OC00CHHOCTH TPEAHATUTUYECKOTO, AHATUTUYECKOTO M MOCTAaHAIMTHYECKOTO ATAlloOB MPOBE-
JIEHUS MOJICKYJIIPHO-TEHETHUECKUX UCCIICJOBAaHUM.
I'eHoMuKa. 3a1auu ¥ IPUMEHEHUE B KIIMHUYECKOW MTPaKTHKE.
TpanckpuntomMuka. 3a1a4un U BO3MOXKHOCTH B KIIMHUYECKON MTPaKTHKE.
Buibl KOHTPOJIS KauecTBa MOJIEKYISIPHO-TEHETHYECKUX HCCIICIOBAHU.
[TnanupoBanue u o0ecredyeHne Ka4eCTBa MOJICKYJISIPHO-TEHETUYECKUX HCCIICIOBAHUN.
[TpuHIUIIBI OMOMHGOPMATHYECKOTO aHAIN3a JAHHBIX BBICOKOIIPOU3BOIUTEIIHHOTO CEKBEHH-
pOBaHUA.
OcHoBHuble puHIUnel [I1P, mocnenoBaTenbHbIe 3TANBI METO/1a, KOMIIOHCHTBl PEaKIIMOHHOMN
cmecH, paznununabie Mmogudukanuu [1LP, cnoco6sr nerexumu TP npoaykros. Ob6nactu mpu-
MEHEHHS METOA.
TpeOoBaHUs K OPraHU3alMN MTOMEIICHUH KIMHUYSCKUX MOJIEKYJISIPHO-TCHETHIECKHUX Jlabopa-
TOpUH.
OcHOBHbIE NPUHIUITBI CEKBEHUpOBaHUs 1o CaHTepy, MocienoBarelbHble 3Tanbl Metoga. O0-
JIACTH IPUMEHEHUS METO/1A.
OCHOBHBIE TIPUHIHUIIBI BBICOKOIIPOU3BOIUTEIHLHOTO CEKBEHUPOBAHUS, IOCIEI0BATEIbHbIC
sTanbl Metofa. O6iacTu MpUMEHEHHUsT METOoIa.
[IpuHIMIIBI UHTEpOpETAUUKU NaHHBIX TocienoBarenbHocT JIHK wenoBeka, mosryd4eHHBIX
METOaMH MacCOBOT'0 MapaJlIeIbHOTO CEKBEHUPOBAHUS.
OCHOBHBIE TIPUHIUIIBI  MYJIBTUIUIEKCHOW —aMIUTM(UKAIIMK  JTUTa3HO-CBS3aHHBIX MPOO
(MLPA-ananu3a), mocienoBarelbHbie 3Tanbl MeToaa. O01acTi NPUMEHEHHS METOIa.
AHaNM3 3KCMPECCUH T€HOB, Pa3InYHbIe MOAU(MUKAIINH, TIOCIEOBATEIbHBIC ITAIlbl METO/IA.
OO6nacTi mpuMeHEeHUsI MeTOA.
Meron cpaBHHTeNbHOW TeHOMHOW rubOpuamzaiuu Ha JIHK-mukpounnax (array-CGH).
[TpuHIMIT METOa, BOBMOKHOCTH U OTPaHUYEHUs, TIaT(GOpMBl AJsl aHATU3a, CPAaBHUTENb-
HBII aHAJIN3 U BHIOOP YMIIOB B 3aBUCHMOCTH OT CTEIICHU pa3peleHus ucciaenopanus. [Ipun-
LUIIbI aHAJIU3a PE3YJIbTATOB.
[TpuHIUTIEI HOMEHKJIATYPBI TEHHBIX MYTaIUH.
['eHOM yenoBeka: OENOK KOIUPYIOUINE TeHBI, TeHBl PErYISITOPHBIX U CTPYKTYPHBIX HEKOIU-
pytomux PHK.
JucnieprupoBaHHbIe W TaHAEMHBIE MMOBTOPHI B reHOME uenoBeka. (O0iacTu MpUMEHEHUs
METO/1a aHaJIN3a JIOKYCOB MUKPOCATEJNIUTHBIX TIOBTOPOB.

2) TunoBble 3a1aHKs 1JI51 OLIEHUBAHUSA Pe3yJbTATOB CGOPMHUPOBAHHOCTH KOMIIETEHIIMH HA
ypoBHe «YMeTb» (peliath THIIMYHBIC 33]Ja4l Ha OCHOBE BOCIIPOM3BEICHUS CTAHIaPTHBIX aJlr0-
PHUTMOB peIlICHHS):

Hepeqeﬂb ﬂpaKanecxnx HAaBbIKOB, BXOAS1IIIUX B }]aHHle KOMIIETCHIIMNIO:
CocTaBuTh MpOrpaMMy BHYTPUIAOOPATOPHOTO KOHTPOJS  KAadyecTBa  MOJIEKYISPHO-
TCHETHYECKUX MCCIICIOBAHUH 110 YCTAHOBJICHUIO OMOJIOTHYECKOTO POJICTBA.

COB,Z[aTI: q)OpMy HaHpaBI/ITCHBHOFO 6HaHKa JJIA HpeI/IMHJIaHTaI_[I/IOHHOFO TCHCTUUYCCKOI'O TC-
cTUpoBaHUs Ha aHeyrTouauu MeToioM NGS.

COB,Z[aTI: q)OpMy oTycTa 110 pe3yanaTaM HCHUHBA3UBHOI'O HpeHaTaanoro TeCTI/IpOBaHI/ISI Ha
4acTO BCTPEUAIOIIYIOCS XPOMOCOMHYIO ITaTOJIOTHIO.



4. BpITIOJHUTH BHYTPHIIA00PATOPHBIM KOHTPOJIL KayecTBa cekBeHupoBanus ouommorek JIHK Ha
cekBenatope lllumina Miseq. OuieHuTh U HHTEPIIPETUPOBATH PE3YJIbTAT.

5. BBIMONHATE BHYTPUIIA0OPATOPHBIM KOHTPOJb KauyecTBa ()ParMEHTHOTO aHAM3a MPOJYKTOB
mysbTuiiekcHoi TP Ha renetmueckom ananusarope Applied Biosystems 3500 Genetic
Analyzer. OuieHUTh ¥ HHTEPIIPETUPOBATH PE3YJIbTAT.

6. BpmonHuTs BHYTpHUIa00pAaTOPHBII KOHTPOJIb KauecTBa cekBeHupoBanus 6ubmmotek JJHK nHa
cekBeHatope MGl DNBSEQ-G50. OueHuTh 1 HHTEpIIPETUPOBATh PE3yJIbTaT.

3) Tunosble 3a1aHNs 1JI51 OLICHUBAHUS Pe3yJIbTATOB C()OPMHPOBAHHOCTH KOMIIETEHIIUN HA
ypoBHe «Bianerb» (pemiath yCI0KHEHHbBIE 3a/1a4l HA OCHOBE PUOOPETEHHBIX 3HAHUHN U yMe-
HUH, C UX IPUMEHEHHEM B HETUITUYHBIX CUTYallUsAX, POpMUpPYETCs B Mpoliecce MPaKTHUECKOM
JCSITeTIbHOCTH)

3anaya 1. B mporecce BBIMOJHEHHUS MOJIEKYJISIPHO-TEHETHYECKOTO MCCIIEIOBaHUA OHOIOTHYe-
CKOTO POJICTBA C UCHOJb30BaHUEM (PPArMEHTHOrO aHAIM3a METOJOM KamUJUISPHOTO 3IIEKTPO-
¢dopes3a yCTaHOBIICHO:

- OTCYTCTBUE aMIUTM(UIIMPOBAHHBIX (DPArMEHTOB B HCCIEAOBAHHBIX MapKepax B OTPUIATEILHOM
koHTpoJe Boiaenenus JHK;

- B OTPHULIATEIHHOM KOHTPOJE PEAKIMH aMIUIU(DUKAIIMK BU3YATU3UPYIOTCS MUKH (IyopecieH-
uu (He OoJiee IBYX NMHMKOB HA MAapKep, B T€TEPO3UTOTHBIX MapKepax MUKU cOaJaHCUPOBaHbI 110
IUIOMIA/IA U BBICOTE).

Bonpoc: Kakum 00pa3oMm cienyeT UHTEpIpeTUpoBaTh pe3yiabTaThl? Bama nanpHeiias TakTu-
Ka?

Omanon omeema: pesynprat uccienopanus [IJJAD-nipoduiis oTpUIIATEIEHOTO KOHTPOJIS peaK-
UM aMIUTMpUKaIKY yKa3biBaeT Ha kKoHTamMuHanuo JJHK, noHopoM koTopoit siBisieTcs oauH Ye-
JIOBEK, UMEBIIYI0 MecTO Ha 3tamne noarotoBku [II[P-cmeceit. [Ins ycTaHOBIEHUsS MCTOYHUKA
KOHTaMUHAIlUM HeoO0XoauMo mpoBecTH cpaBHeHue mnonydeHHoro JHK-mpoouns ¢ JIHK-
npoQWIsIMU COTPYAHUKOB U MoOceTuTenel jgabopatopun. Bompoc o BamugHOCTH pe3yiabTaTOB
MCCJIEIOBAHMSI COOTBETCTBYIOIIEH aHAIMTUYECKOW CEPUM PEIIAETCS 110 pe3yJIbTaTaM CPaBHEHUS
JHK-npo¢uns orpunatenbHOro KoHTposs peakuuu ammndukanuu ¢ JJHK-npodunsamu obpas-
1I0B, UCCJIEI0OBAaBUINXCS B JAHHON CEPUMU.

3agaua 2. Onennre CNV-npodwie JIHK, BeaeneHHOM U3 TIPOAYKTOB 3a4aTwsl (Hepa3BUBAOIIIA-
scsa OepeMeHHOCTh 7-8 Hellemb).

173813-1 59 L0001 R1 001, o= 0.075757, nreads = 283450
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Omanon omeema: nanupiii CNV-npoduiib MOKeT COOTBETCTBOBATH JINOO TPUTUIIOUTHOMY KapH-
oTuny npoayktoB 3adatus (69,XXY), 11060 MOXKeT yKa3piBaTh Ha nmpuMech matepurckoit JTHK ¢
kapuoTunom 46,XX (cootnomenue mexay JJHK 46,XX(mart.)/46,XY (PoC) ~1/2). nsa yrouHe-
HUA pe3ynbTaTa HeoOxoaumo nposectu STR-npodunuposanne [JHK npoxykroB 3avarus u re-
HoMHoi JIHK mamumenTku.



3agaua 3. B mporecce BBIMOTHEHHS MOJICKYISIPHO-TEHETUYECKOTO MCCIICOBAHMS OMONIOTHYC-
CKOTO POJICTBA C UCIOJb30BaHUEM (PPArMEHTHOrO aHAJIM3a METOJOM KamWJUISIPHOIO 3JIEKTPO-
¢dopesa yCTaHOBJICHO:

- OTCYTCTBHUE aMIUTU(UIIMPOBAHHBIX (DPAarMEHTOB B UCCIEAOBAHHBIX MapKepax B OTPUIATEILHOM
KoHTpoJe Bbiaenenus JHK;

- OTCYTCTBUE aMIUIM(DUIIMPOBAHHBIX (PPAarMEHTOB B UCCIIEJOBAHHBIX MapKepax B OTPULIATEIILHOM
KOHTPOJIC PEaKIIUU aMILTU(UKAIINN;

- IpodUIIb MOJIOXKUTEIHHOTO KOHTPOJIS peaklny aMITM(UKALUKA HE COBMAIaeT CO CTaHAapTHBI-
MU 3HAQYCHUSIMU, YKa3aHHBIMU MTPOU3BOIUTEIIEM.

Bonpoc: Kakum o6pazoM ciaeayeT MHTEPIIPETUPOBATh pe3ybTaThl? Bama nanpHedIas TakTH-
ka?

Omanon omeema: Heobxoaumo yOequThCS B TOM, YTO BCE NMHUKU BHYTPEHHErO pPa3MEpHOro
CTaHJapTa MOJOXKHUTEIBHOTO KOHTPOJIS MOANKUCAaHbl BepHO. [Ipn HE0OXOAMMOCTH — OTpEIaKTH-
poBaTh 0003HAYEHUS TUKOB BHYTPEHHETO pa3MEepHOro craniapra. Eciu Bce MUKH BHYTPEHHETO
pPa3MEpHOro CTaHAapTa MOJOKHUTEIBHOTO KOHTPOJIS MOIMCAHbI BEPHO, HEOOXOIUMO HACTPOUTH
MaHeNb, UCIOJIB3YIOIIYIOCS AJs aHalu3a MpoeKTa (M3MEHUTh TPAHUIIbl U CABUHYTH OWHBI IS
JIOKYCa/JI0OKYCOB, TI0O KOTOPBIM T€HOTHI MOJIOKUTEIFHOTO KOHTPOJIS HE COBIIAAAET CO CTaHIApT-
HBIMH 3HAYEHHUSIMH, YKa3aHHBIMHU MPOU3BOIUTENEM). TOIBKO MOCIE TOrO, KaK MOJOXKHUTEIbHBIH
KOHTPOJIb Oy/IeT MpOoaHaIu3uPOBaH KOPPEKTHO, MOKHO TPUCTYINATh K UHTEPIPETAIUN PE3YIIb-
TaTOB HCCIeI0BaHuUs TecTupyeMbix oopasuos JJHK.

IIK-2. Cnoco0eH BHINOJHATH KIUHHYECKHE J1a00paTOpHbIe HCCIeI0BAHUS YeTBEPTOH Ka-
TeropuM CJI0KHOCTH

1) Tunosble 3agaHus AJ1 OLIEHUBAHUS Pe3yJbTATOB C(POPMUPOBAHHOCTH KOMIIETEHIIUH HA
ypoBHe «3HaTh» (BOCHPOU3BOINTH M OOBSCHATH y4eOHBIH MaTepuan ¢ TpeOyeMoil CTerneHbIo
HAYYHOW TOYHOCTH U MOJTHOTHI):

KoHnTpoJibHbIe Bonpockl A5 codeceJ0BaHUs:

1. Metonas! nonydyenus JJHK u PHK u3 6uonoruueckoro marepuana, KOHTpOiIb U HEOOXOAUMBbIE
napametpbl kadecTBa BbiaeneHHor JJHK n PHK mns mocnenyromero ucnonab30BaHus B pas-
JIMYHBIX METOJUKAX.

2. MeTo/1pI HEHHBAa3MBHOTO NMPEHATAIBHOTO TECTHPOBAHUS HA AaHEYTUIOUTUH.

Metonbl NPEeUMITIAHTAIMOHHOTO T€HEeTHYECKOro TECTHMPOBAHUS Ha MOHOTE€HHBbIE 3a0oseBa-

HUSL.

Merozp! NPEUMITIIAHTAMOHHOIO T€HETUYECKOI0 TECTUPOBAHUS HAa aHEYIUIOUIUU.

Metop! nonHorenomMHol ammuinduxarmu JJHK.

CexBeHUpOBaHUE IK30Ma.

CeKxBEeHMpPOBaHUE MTOJHOIO FEHOMA.

CexkBeHUpPOBAaHUE TApreTHBIX IAHENEH T'€HOB B JMAarHOCTHUKE TI'€HETUYECKU T'€TEPOTre€HHBIX

HACJIEICTBEHHBIX 3a00JIeBaHUM.

9. MeToapl MOJEKYJISIPHOTO KapHOTHIIMPOBAHUS IMPOAYKTOB 3a4yaTHs NpU HEpa3BUBAIOIIEHCS
OEpEeMEHHOCTH.

10. Ananu3 xuMepu3Ma Nocie aJIOTeHHOM TpaHCIUTaHTallui KOCTHOTO MO3Ta.

w
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2) TunoBble 3aJaHNs VISl OLIEHHBAHUS Pe3yJIbTaTOB C(POPMUPOBAHHOCTH KOMIIETEHIIMH HA
YpoBHe «YMeTh» (peniath TUIHYHBIC 331241 Ha OCHOBE BOCITPOM3BEACHHS CTAaHIAPTHBIX allro-
PHUTMOB peIICHHS):

IlepeyeHb NPAKTH4YECKUX HABBIKOB, BXOISIIIUX B IAHHYK) KOMIIETEHUHNIO:
1. BbInogHUTE MOCTAHOBKY 3J1eKTpodope3a HYKIEHHOBBIX KUCIO0T. [IpoBecTu yuer pe3ynbTaTtoB
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8.

9.
10.

a51eKTpoopesa B arapo3HOM U MOJTHAKPHIIAMHUIHOM TeJIe.

Beigenuts renomuyro JIHK 13 nenbHOI KpoBU (eHOI-XTOPOPOPMHBIM METOJIOM.

Boeinenuts renoMuyro JIHK U3 nienbHOM KpOBH € UCIIONIB30BAHUEM CIIMH-KOJIOHOK.

Beiaenuts renomuyro JIHK 13 1ieiapHOM KpOBH € HCIIOJIB30BAHMEM MAarHUTHBIX YACTHII.
Beimonnute ananu3 konnentpauuu JHK cnextpodiayopumerpuyeckuM METoa0M.
BBIMONMHUTE  TOCTAaHOBKY MOJMMEpa3sHOW WEMHOM peakuud C TUOpUAN3alUuOHHO-
(iryopecleHTHOH IeTeKIMel B pexXUMe pealbHOro BpeMeHu. OLleHUTh pe3yibTar.
BBINONMHUTE MOCTAaHOBKY MYJIBTUIUIEKCHON MOJIMMEPA3HOH HEMHON peakunu ¢ QIyopecieHT-
HO MEUYCHHBIMU IIPaliMEpaMH.

Boinonnute ounctky npoayktoB IIIP ayis moaroroBku k cekBeHUpoBaHUIO 10 CaHrepy.
OueHuTs pe3ybrar.

BpINOIHUTE NOCTAHOBKY CEKBEHUPYIOLIEH PEAKLIUU C JUIE30KCUTEPMUHATOPAMM.

BBINOITHUTE OYMCTKY IPOAYKTOB CEKBEHUPYIOIIEH PEAKIIUH.

3) TunoBsble 3aJaHus 151 OLIEHUBAHUS Pe3yJIbTATOB C(POPMHPOBAHHOCTH KOMIIETEHIINN HA
ypoBHe «Baaners» (pemaTh ycia0)KHEHHBIC 33/1a4i HA OCHOBE IPHOOPETEHHBIX 3HAHUI U yMe-
HHU, C UX IPUMCHCHHEM B HETHUIUYHBIX CUTYaLUsIX, GOPMUPYETCsS B POLIECCe MPAKTHYSCKON
JIeSTEIIbHOCTH):

3agaua 1. ChopmynupoBarh 3aKIFOUEHHE IO PE3yJIbTaTaM HCCIIEIOBAHUS XPOMOCOMHOIO Habopa
smOpuona merogiom NGS:

+ + + +
| Sample | CNV: 1 sigma | # aligned reads |
+ + + +

|184393-2_S18 L001_R1 001| 0.0870 | 369965 |

+

-+
T

-+ -+ -+ 4 -+
T T T T T

| chrm | type | span | CNV mean | N sigma |

|
00D | GOOD | GOOD | GOOD | GOOD |
|

N
| Normal | chrl| 1.8175 | 2.0971 |

| Normal | chr2| 1.7986 | 2.3152 |
| Normal | chr3| 2.1278 | 1.4693 |
| Normal | chr4| 1.9014 | 1.1335|
| Normal | chr5| 2.0547 | 0.6285 |
| Normal | chr6| 2.0781 | 0.8976 |
| Normal | chr7| 1.8489 | 1.7370 |
| Normal | chr8| 1.9070 | 1.0688 |
| Normal | chr9| 2.0545 | 0.6269 |
| Normal | chr10| 1.8879 | 1.2881 |
| Normal | chrll| 2.0259 | 0.2978 |
| Normal | chr12| 1.9073 | 1.0651 |
| Normal | chr13| 2.0007 | 0.0078 |
| Normal | chrl4 | 1.9613 | 0.4444 |

| Normal | chrl6 | 2.1130 | 1.2990 |
| Normal | chrl7 | 2.0462 | 0.5310 |
| Normal | chrl8 | 2.1158 | 1.3313 |
| Normal | chr19 | 2.0921 | 1.0586 |

0
1
2
3
4
5 | Normal | chrl5| 1.8868 | 1.3006 |
6
7
8
9



| Normal | chr20 | 1.9629 | 0.42609 |
| Normal | chr21| 1.9917 | 0.0955 |
| Normal | chr22 | 2.2490 | 2.8621 |
| Normal | chrX | 2.0360 | 0.4135 |
+ + + + +
Omanon omeema: pe3ynprat cekBeHupoBaHus - Seq[GRCh37] (1-22,X)x2

20
21
22

|
|
|
| X

3anaua 2. ChopMynupoBaTh 3aKIIIOUYEHUE TIO Pe3ysbTaTaM HCCICJOBAHUS XPOMOCOMHOIO Habopa
smOpuona merosioM NGS:

+ + + +
| Sample | CNV: 1 sigma | # aligned reads |

+ + + +

| 184395-1 S4 L001_R1 001| 0.1130 | 231121 |
+ + + +

S + + + +

| chrm | type | span | CNV mean | N sigma |

S + + + +

T P
| GOOD | GOOD | GOOD| GOOD | GOOD |
I

| Normal | chrl| 2.0729 | 0.6455 |

| Normal | chr2| 2.1043 | 0.9234 |

| Normal | chr3| 1.9029 | 0.8591 |

| Normal | chrd| 1.9257 | 0.6575 |

| Normal | chr5] 1.9420 | 0.5136 |

| Normal | chr6| 1.9973 | 0.0240 |

| Normal | chr7| 1.9930 | 0.0620 |

| Normal | chr8| 1.9564 | 0.3856 |

| Normal | chr9| 2.0443 | 0.3919 |
0 | Normal | chr10 | 2.0645 | 0.5711 |
1 |Normal | chrll| 1.9808 | 0.1697 |
2 | Normal | chrl2 | 1.9757 | 0.2150 |
3 | Normal | chrl3| 2.0419 | 0.3709 |
4 |Normal | chrl4 | 1.9606 | 0.3487 |
5 | Normal | chrl5 | 2.0008 | 0.0072 |
6 | Normal | chrl6 | 2.0515 | 0.4560 |
7 |Normal | chrl7 | 2.0115 | 0.1021 |
8 | Normal | chrl8| 1.9574 | 0.3767 |
9 | Normal | chr19 | 2.0684 | 0.6050 |
0 | Normal | chr20 | 2.0535 | 0.4733 |
1 |Normal | chr21| 1.9736 | 0.2341 |
2 | Normal | chr22 | 2.1123 | 0.9937 |
X | Normal | chrX| 1.1054 | 0.9332 |
Y |Normal| chrY | 0.9306 | 0.6146 |

Omanon omeema: pe3ynbrar cekBenupoBanus - Seq[GRCh37] (1-22)x2,(X,Y)x1

3anaya 3. ChopMynupoBaTh 3aKIIIOUYEHUE TI0 Pe3ysbTaTaM MCCIEIOBAHUS XPOMOCOMHOro Habopa
smOpuona merogom NGS:
+ + + +

| Sample | CNV: 1 sigma | # aligned reads |




-+ -+ -+ =+

|184397-1_S6_LO01_R1 001| 0.0718 | 270770 |

+ +
+ + + + + +

| chrm | type | span | CNV mean | N sigma |

+ + + + + +

L

BAD | BAD | BAD | BAD | BAD |
I

Loss |chrl5| 1.0271 | 13.5468 |

Loss |chrl8| 1.0353 |13.4335 |

Gain |chr22| 2.9191 |12.7972 |
]

GOOD | GOOD | GOOD| GOOD | GOOD |
|

]
| Normal | chrl| 2.0140 | 0.1943 |
| Normal | chr2| 2.0020 | 0.0273 |
| Normal | chr3| 2.0282 | 0.3933 |
| Normal | chr4| 1.9921 | 0.1095 |
| Normal | chr5] 2.0143 | 0.1990 |
| Normal | chr6| 2.0133 | 0.1852 |
| Normal | chr7| 2.0104 | 0.1451 |
| Normal | chr8| 1.9403 | 0.8317 |
| Normal | chr9| 2.0094 | 0.1304 |
0 | Normal | chr10| 1.9889 | 0.1540 |
1 |Normal | chrll| 1.9667 | 0.4630 |
2 |Normal | chr12| 1.9909 | 0.1271 |
3 | Normal | chrl3 | 2.0249 | 0.3465 |
4 | Normal | chrl4 | 2.0254 | 0.3537 |
6
7
9
0
1

N
N 0o Ul

|

| 1
| 2
| 3
| 4
| 5
| 6
| 7
| 8
| 9
| 1
| 1
| 1
| 1
| 1
| 16 | Normal | chrl6 | 1.9837 | 0.2271 |
| 17 |Normal |chrl7 | 1.9763 | 0.3304 |
| 19 | Normal | chr19| 1.9025 | 1.3581 |
| 20 |Normal |chr20 | 1.9319 | 0.9482 |
| 21 | Normal | chr21| 2.0333 | 0.4644 |
| X |Normal | chrX| 1.0216 | 0.3006 |
| Y |Normal| chrY | 1.0391 | 0.5441 |

-+
T

Omanon omeema: pe3ynbrar cekBenuponanus - Seq[GRCh37] (15)x1,(18)x1,(22)x3,(X,Y)x1

IIK-3. Cnoco0eH (popMy/THpOBaTh 3aK/IIOYEHHS MO pe3yJbTAaTaM KJIMHMYECKHX Jadopa-
TOPHBIX HUCCJICI0BAHUI YeTBEPTON KaTErOPpUM CJI0KHOCTH

1) TunoBble 3a1aHus JJI51 OLICHUBAHUS Pe3YJbTATOB CPOPMUPOBAHHOCTH KOMIIETEHIIMH HA
ypoBHe «3HATh» (BOCIPOU3BOJIUTH M OOBSICHATH YUCOHBIN MaTepHall ¢ TPeOyeMOil CTEIeHbIO
HAYYHON TOYHOCTH M MOJHOTHI):

KoHTposbHbIe BOPOCHI 17151 cO0ece10BaAHMS:
1. UccnenoBaHne HOCUTEILCTBA CIIMHATILHOM MBIIeYHOU aTpoduu metogom MLPA.
2. UccnenoBanue yacThix repmMuHaibHbiXx MyTaruii B reHax BRCAL u BRCAZ2.
3. HccnenoBanne comaTnueckux myraiuii B rene EGFR.
4. YcraHoBieHHE OTIIOBCTBa/MaTepuHcTBa MeTozioM [1J]Ad-ananu3a.



o

VYcraHoBneHre OJIM3KOTO MaTPUIIMHEHHOTO POACTBA METOI0M aHanu3a Y-STR-mapkepos.

6. YcraHoBieHHe MAaTPUIMHEHHOTO POJCTBA METOJIOM aHAJINM3a TUIIEpPBAPUA0EITbHBIX CETMEHTOB
mt/IHK.

YcTaHOBIIEHUE POJCTBA METOAOM aHAIHM3a OJHOHYKJICOTHIHBIX MTOJIUMOP(HU3MOB.

8. HemnBa3zuBHOE MpeHaTaIbHOE YCTAaHOBJIEHUE pe3yc-paKkTopa Iioja.

9. PacumpeHHBIN CKPUHUHT Ha HOCUTEIIBCTBO MOHOTEHHBIX 3a00JICBaHUH.

~

2) TunoBble 3a1aHNs 1151 OLIEHUBAHUS Pe3yJIbTATOB C(POPMHPOBAHHOCTH KOMIIETEHIIMN HA
yYpoBHE «YMeTh» (periath TUIUYHBIC 331241 Ha OCHOBE BOCIIPOM3BEACHHS CTAaHIAPTHBIX Allr0-
PHUTMOB pEIICHHS):

Ilepeyenb NPAaKTHYECKUX HABBIKOB, BXOAAIIUX B JaHHYI0 KOMIIETEHIHIO:

1. BBINOJHUTE MOJIEKYISPHO-TEHETUYECKOE UCCIIEOBAHUE C LIEIbI0 YCTAHOBIICHUS OHOIOrnye-
CKOTO OTIOBCTBA. VIHTEpHIpeTUpOBaTh Pe3yabTaT U cHopMynnpoBaTh J1a00OPATOPHOE 3aAKIIIO-
YECHHUE.

2. BBHIMONMHATE MOJEKYISPHO-TEHETUYECKOE HCCIEJIOBAHUE C IEJIbI0 HEHMHBA3MBHOIO IpEHa-
TaJILHOTO OIpeneneHus pesyc-hakropa mioaa. HTepnperupoBarh pe3yasTaTr U chopmyiu-
POBaTh JIAOOPATOPHOE 3aKIIOYECHHUE.

3. BbINOAHUTE MOJIEKYISPHO-TEHETUYECKOE HMCCIIEIOBAaHUE C LEJIbI0 YCTAHOBJICHHUS MaTpHIIU-
HEMHOTO POJICTBA METOJIOM aHanu3a runepBapuadenpapix cermeHToB MTIHK. WHTepnipern-
pOBaTh pe3yabTaT U CPOpPMYJINPOBATh JaOOPATOPHOE 3aKIFOUEHHE.

4. BBINOIHUTH MOJIEKYJIIPHO-TEHETUUECKOE HCCIIEOBAHUE C LEIbI0 YCTAHOBJIEHUS OJIM3KOrO
HNaTpWIMHEHHOro poJcTBa MeToJ oM aHanu3a Y-STR-mapkepos. MHTepnpeTrpoBath pe3yib-
TaT ¥ c(hOpMyINpPOBATh JIAOOPATOPHOE 3aKITIOUCHHUE.

5. BbINOAHUTE MOJEKYISPHO-TEHETUYECKOE MCCIEIOBAHNUE C IIeJbI0 YCTAHOBJICHMS IPHHAJ-
JISKHOCTH THCTOJIOTUYECKOT0 MaTepuana nauueHty. MHrepnperupoBath pe3ynabTaT u chop-
MYJIMPOBATH J1a00OPATOPHOE 3aKIIOYECHHUE.

6. BBINOTHUTH MOJNEKYISPHO-TEHETHYECKOE HCCIIEOBAHNE C IIETbIO ONPEAETICHUS HOCHUTENb-
CTBa CHMHAJIBHOM MbIIIEYHOM aTpoduu. MHTEepnpeTupoBaTs pe3yabTaT U chOpMyIHMpOBAThH
1a00paTOPHOE 3aKIIIOUCHHE.

7. BBINOIHUTE MOJIEKYJISIPHO-TEHETUYECKOE UCCIIE0BAHUE C LENbI0 JMArHOCTUKH MUKpOcaTell-
JUTHOM HECTaOMJIBHOCTH B OIyXO0JIEBOM TKaHU. VIHTepnpeTupoBath pe3yabTaT U cHOopMyIin-
poBaTh 1aOOPaTOPHOE 3aKIFOUEHHE.

3) TunoBsbIe 3a1aHUS 1715 OLleHHBAHUS Pe3yJIbTaTOB ChOPMHPOBAHHOCTH KOMIIETEHIIMN HA
ypoBHe «Baaners» (pemiaTth ycia0KHEHHBIC 33141 HA OCHOBE MPHOOPETEHHBIX 3HAHUI U yMe-
HHI, C UX TPUMEHEHNEM B HETUITMYHBIX CHTYAIHIX, GOPMHPYETCS B IIPOIIECCE MPAKTUIECKON
JIeSTEIbHOCTH):

3apaua 1

VY nanueHTa BbISBIECHBI IpU3Haku yanuHeHHoro uHrepBana QT na OKI', qpyrux npusHakoB cu-
CTEMHOro 3a0ojieBaHUSI HE BbIsBICHO. CeMeWHbI aHaMHe3 BHE3alHON CMEpPTH OTCYTCTBYET.
ITpu reHeTH4ecKOM HMCCIIEIOBAHUU BBIABIEH I€HETHUECKUH BapuaHT B reHe SCNSA, KoTopbiil
onmucad B 0a3zax maHHbIXx ClinVar u dbSNP B cBsi3u ¢ acconmanueil ¢ CHHAPOMOM BHE3aIMHON
CMEPTHU MIIaJIeHIa U cuHApoMoM bpyrana. Hacrora nanHoro BapuanTa B nonyssauuu 1:5000.
Bonpoc: KakoBa Baiia TakTHKa ITPU TPAKTOBKE BBISBIIEHHOI'O T€HETUYECKOTO BapuaHTa?
ITAJIOH O0TBETA: TIOCKOJIBbKY CEMENHBIN aHaMHE3 10 BHE3AITHOW CMEPTH y NAI[MEHTa OTCYTCTBY-
€T, BO3MOXKHO, YTO BBISBIICHHBIH y HETO T€HETHYCCKUI BapUaHT SIBISICTCS MyTanuei de novo.
HeobxonuMo o6cnenoBanre Ha HOCHTEIBCTBO JAHHOTO BapHaHTa o0OMX poauTeneil. B ciydae,
€CJIM BapUaHT HU y OJTHOTO U3 POJUTENEH HE BBIABIECH, HEOOXOIMMO MOATBEPIKIEHHE KaK OTIOB-
CTBa, TaK U MaTepUHCTBA. /IOHOPCTBO SHIEKIETOK, CyppOraTHO€ MAaTepUHCTBO, OMIMOKU TPHU
nojcajake 3MOpHOHa B IPOrpaMMax KCTPAaKOPIOPAIbHOTO OIUIOAOTBOPEHUS U T.A. MOTYT IIpH-



BECTHU K «JIOKHOMY>» MaTCpHUHCTBY.

3agaua 2. OIIPEAEJIMTE KIIMHUYECKOE 3HAUEHUE PE3VJIbTATA JIABOPATOP-
HOI'O UCCJIEAOBAHUWA:
B naboparoputo asisi mpoBeieHUs MOJIEKYJISIPHOTO KapUOTUIIMPOBAHUS MMOCTYIUIM MPO-

nykTel 3auatus. [lammmentka N., 29 ner. Jlmarno3: Hepa3BUBarOMascs OCPEeMEHHOCTh 7-8 Hellemb.
EepeMeHHOCTb HacTynujia CCTCCTBCHHBIM ITYTCM. HpI/I MMPOBCACHUHN ITOJIHOTCHOMHOI'O CCKBCHMU-
POBaHMSI C HU3KOW ITYOMHOM MPOYTEHMSI IIOJYyYEH PE3YJIbTaT, COOTBETCTBYIOLIUN HOPMAJIbHOMY
KEHCKOMY KapHOTHITY.

ITAJIOH OTBETA:
1. TlomMMMO HOPMAIBHOTO >KEHCKOTO KapHOTHIA MPOIYKTOB 3a4aThsi PE3yJbTAaT MOXKET OBITh

JIOKHOOTPULIATENBHBIM. BO3MOXKHBIE ITPUYMHBI JIOKHOOTPULIATEIBHOIO pe3yJbTaTa Mccie-
JIOBaHUS POIYKTOB 3a4atust Mmetogom NGS:

- KOHTaAMUHAIUs MATEPUHCKUM T€HETUYECKUM MaTepHalioM;

- Tpuruionius 69, XXX

- MOHOCIIEPMAaJIbHBIH MOJHBIN My3bIpHBI 3aHO0C (46,XX)

2. JlomonHutensHO HEOOXOIUMO MpoBecTH uccienoBanue npenapara J{HK, Beinenennoit us
MaTepuaia MpoAYyKTOB 3a4aThsi, METOJIOM KolndecTBeHHOU (iayopecuentHoi [THP (ma-
HeNb BhICOKonoMMMOp(dHBIX ayrocoMHBIX STR-mapkepo u X-STR wmapkepos). Hccie-
JIOBaHME TEX K€ MapKepoB HeoOXoauMo BbIMoHUTH U Ans JIHK Onosnornueckux ponu-
Tenel. B cinyuyae BeIpakeHHON KOHTAMUHALIMKA MAaTEPUHCKUM I'€HETHYECKUM MaTepHaIoM
npoayktoB 3ayatus Bce auienu JHK-npoduns marepu 6yayr npucyrcrsoBats B JTHK-
npoduiie TPOAYKTOB 3ayaTHsl, ajlsIeId OTLIOBCKOTO MPOUCXOXKICHUS MOTYT HE JETEKTH-
poBaThCs, MO0 OyayT BU3YalIM3HpPOBATHCSA Ha 3JEKTpodoperpaMme B BHJI€ MUHOPHBIX
nukoB. [Ipu Tpumnonguu 69, XXX B 4acTH JIOKYCOB OyAyT BBISBIATHCA 3 ayljiensi BMECTO
JIBYX; B 4aCTHU JIOKYCOB OyJeT HaOmo1aThes AucOaaHC Mo IUIOMA N U BBICOTE JBYX MU-
KOB ayieneil (B coorHomenuu 2:1), myrem cpaBHenus ¢ JJHK-npodunsmu Guonoruue-
CKUX poJuTesiell MOKHO OyJIeT YCTAaHOBUTH POJIUTENIBCKOE MPOUCXO0KIEHUE TPETHEro ra-
IUIOUHOTO Habopa xpoMocoM. [Ipu mosHOM my3bIpHOM 3aHOCE BO BCEX JIOKycax OyaeT
ONpEAENAThCS JIUIIb OJUH MUK (FTOMO3WUIOTa), MAaTEPUHCKUE ajuleau OyayT OTCYTCTBO-
Bath B JIHK-mpodune nponykros 3auarus, nockonbky amienu JHK-npoduns npoayk-
TOB 3a4aTHs OyAyT UMETh UCKIIFOUUTEIBHO OTI[OBCKOE MTPOUCXO0XKICHHE.

3apaua 3. Xenmuna 31 rox, 6epemenHocts 12-13 Henenb, U3 aHAMHE3a — XPOMOCOMHBIE aHO-
MaluM Yy IUlofa. BreimonHeHa Ouorncus BOPCHMH XOpHOHA. Pe3ynbTaThl MOJNEKYJISPHO-
LIUTOTEHETUYECKOT O UCCIEA0BAaHNS (XPOMOCOMHBIN MUKPOMAaTPUUHBIN aHAJIN3 PEHATaJIbHBIN):
Monekynspubiii kapuotu: arrfGRCh37] (4p16.3p15.1)x3,(5p15.33p14.1)x1
Ilon miona: xeHckui

Bonpocer:
1.0Onenure pe3ynbTaThl JJAOOPATOPHBIX UCCIIEAOBAHUH. [[J1s1 KaKMX MaTOJIOTMYECKUX COCTOSTHUI
XapaKTepHBI YKa3aHHBIC BBINIC KIMHUYECKUE TIPU3HAKK U TabopaTopHble okazarenu? Ka-
KOB MEXAHHW3M MX BO3HUKHOBEHUS?
2.Kakue nmabopaTtopHbie UCCIEIOBAHUS CIEAYeT PEKOMEHI0BATh MPOBECTU C IIENBI0 MOATBEP-
JKIeHUs quargosa’?
JTaJIOH OTBeTA:
1. Nmeercs ayniaukaius y4acTka KOPOTKOToO Iuieda 4 XpoOMOCOMBI, 3aXBaThIBAIOIIAsl PETHO-

Hbl 4p16.3-p15.1. B 6a3e manneix Orphanet oOHapykeHHas TyIUTMKAILKS OTpeIeeHa KakK



npuuraa 4p16.3 microduplication syndrome (ORPHA: 96027). Mmeercs aenerms
ydJacTKa KOpPOTKOTO IUIeYa S5 XpOMOCOMBI, 3axBaThiBaromias peruonsl 5p15.33-pl4.1.
MI/IKpOI[CJICL[I/IOHHLIC U MUKPOAYIINIMKAIMOHHBIC CHMHAPOMBI, ACCONUMUPOBAHHBIC C AUC-
6anancom (OMIM): Cri-du-chat syndrome (OMIM: 123450). YuutbiBasi codeTaHue Tep-
MUHAJIBHON NYIUIMKALMKA y4acTKa KOPOTKOIO Ijiedya 4 XpoMOCOMBI M TEPMUHAJIBHOM Je-
JICIIMY y4acTKa KOPOTKOTO TIeYa 5 XPOMOCOMBI Y TIIOJIA C BBICOKOW BEPOSTHOCTBIO UMe-
eTcst HecOaTaHCUPOBAHHAS TPAHCIIOKAIHMS MEX/y YKa3aHHBIMH XPOMOCOMaMH.

2. C uenpio NOATBEPKICHUS IUAarHo3a M ONpeAeseHUs] IPOrHo3a JUIsl 1€TOPOKICHUS Clie-
nyeT pekoMeHaoBath nposectu FISH-uccrnenoanwue ¢ cy0TenoMepHbIME 30H1aMHU Ha 4 1
5 XpOMOCOMBI CYIIPYyTaM.

3agaya 4. MeTo0M MMOJIHOTEHOMHOTO CEKBEHHPOBAHMS B T€HOME MAalMEHTKH (Bo3pact — 12
net, nuarnos: Kpunrorennas ¢okanpHas smuiiencusi. AyTHYHOE MoBeeHue. 3aepKKa MCUxo-
pedeBoro pa3BuTHUs. TUI HAacIEI0BaHUS — AYyTOCOMHO-PELIECCUBHBIN) BBISIBJIEH B I'€TEPO3UTOT-
HOM COCTOSHUM BapHaHT HYKIJIEOTHJIHON MOCIEAOBATEIbHOCTU HEOMPEIECIIEHHOTO 3HAYeHUS,
MUMEIOIINI BO3MOKHOE OTHOIIIEHHE K (DEHOTHUITY.
Bonpoc: xakoBa ganpHelas TakTuka npu nposeaenuu npsimont JIHK-auarnoctuku?

ITaJIOH 0TBETA: BApUAHT, BHISIBIICHHBIN PU TIOJTHOTEHOMHOM CEKBEHUPOBAHHH, JOJDKEH
OBITH MTOATBEPKJIEH METOJIOM IPSIMOro cekBeHupoBaHus o Conrepy. J{aHHbIE TOJTHOTEHOMHOTO
CEKBECHUPOBAHUS PEKOMEHIYyETCs mepeananu3upoBarh 1 pa3 B 12 mecsueB. Knunudeckoe 3a-
KIIOYEHHE 10 pe3ysibTaTaM JJaHHOTO HCCIEAOBAHUA MOXET OBITh JaHO TOJBKO BpayOM-
TCHETUKOM.

3agaua S. Ilpu cpaBrenun JIHK-mpodwmis nmo 19 runepBapmabenbHbIM ayTOCOMHBIM STR-
MapkepaM pebeHka c¢ coorBercTByromuM JIHK-npodunem mpenmnonaraeMoro oria BbISBIECHO
HecoBmnaeHue mo okycy FGA (penotun pedenka — 21,24, ¢peHOTHIT TIpEAIIONaraeMoro OTia
— 22).

Bompoc: xak cienyer MHTEPIPETHPOBATh pe3yiabTaT uccienoBanus? Kakue IomonHuTeTbHbIE
UCCIIeI0BaHHsI HEOOXOAUMO MTPOBECTH?

ITAJOH O0TBETA: PE3yJIbTAT MCCICIOBAHUS HA MPEIMET OMOJIOTHYECKOTO POJICTBA CIEIYET
CUNTaTh HEONpeAETeHHbIM, MOCKOIbKy HecoorBercTBHe JIHK-npoduis peGenka TakoBomy
npeanoiaraeMoro otma mo 1 u3 19 uccienoBaHHBIX MapKEPOB MOXKET ObITh 00YCIOBIEHO MyTa-
e (B TaHHOM cilyyae MyTaluen amiens 22 B ajuiens 21), U, Kak cleicTBUe, He sBiseTcs 0e3-
YCIIOBHO MCKJIIOYAIOIIAM OTIIOBCTBO MpHU3HAKOM. HeoOX0auMO MpOBECTH OMOIHUTEIBHOE UC-
cienoBanue JIHK-npodumns Ouonornueckoit Matepu pedbeHka.

3agaua 6. IIpu cpaBaenun JIHK-mpodwmis no 19 runepBapuabenbHbIM ayTOCOMHBIM STR-
Mapkepam pebenka ¢ cooTtBercTBytomuM JIHK-mpodunem mpeamonmaraeMoro oTIia BBISBICHO
HecoBnaieHue no nokycy SE33 (penorun pedbenka — 20.2, peHOTHI peANOTaraeMoro oTia —
29).

Bonpoc: xak cieayeT MHTEPIPETHPOBATh pe3ylbTaT uccienoBanus? Kakue nomosHUTEIbHbIE
UCCIIEIOBAaHHSI HEOOXOAMMO MTPOBECTH?

ITaJIOH 0TBeTA: Pe3yJbTaT UCCIeI0OBaHUS HA MPEIMET OMOJIOTHMYECKOro PpOJCTBA CIEAYeT CUU-
TaTh HEONPEAEICHHBIM, MOCKOIbKY HecooTBeTcTBHEe JIHK-podmmns pebenka TakoBomy mpearo-
jaraemoro otua no 1 u3 19 uccneoBaHHBIX MapKEpOB MOXKET OBITH OOYCIIOBIIEHO YHACEI0Ba-
HUEM peOCHKOM OT HCTUHHOTO OMOJIOTMYECKOTO OTIIa MOJIYAIIEeTo ajuless, M, KaK CIEICTBHE, HE
ABJISIETCA 0€3yCIOBHO MCKITIOYAIOIIUM OTIIOBCTBO MpH3HaKoM. Heo6XoauMo mpoBecTH JTOTOJHU-
TeIBHOE HcclieoBaHue Jokyca SE33¢c ucnonp3oBanueM aabTepHATUBHOMN Mapbl IpaiiMepoB.

3apaua 7. B uuxn OKO Berynmia cynpysxkeckas napa N. Kapuotun cynpyru 46,XX, kapuoTun
cympyra 45,XY,t(14;21)(q10;q10).



Bonpocsr:

1. Kakue rameTsl MOTYT 00pa30BBIBaTHCS Y Cyrpyra?

2. Kakoe uccienoBanue He0OX0AUMO MPOBECTU IMOPUOHY JUIsl IPUHATHS PEILIEHUsI O ero nepe-
HOCE IalMeHTKe?

JTaJIOH OTBeTa: 1) Cynpyr sBISETCS HOCUTEIEM cOAlaHCHUPOBAHHON pOOEPTCOHOBCKOM
TPAHCIOKAIIMK MEXIy XpomMocoMaMu 14 u 21, y HEro MOTyT 0Opa30OBBIBATHCS TraMeThl C HOP-
MaJIbHBIM TaIUIOUAHBIM HA0OPOM, TaMEThI ¢ HyJmTucomuei mo 14 mu6o 21 xpomocome, ramMeThl, B
KapHOTHIIE KOTOPHIX MPUCYTCTBYET JAONOJHHUTENbHAS KOMHs JUIMHHOTO Tuiedya 14 mmubo 21 xpo-
MOCOMBI; 2) B CBSI3U C BBICOKUM PHCKOM moiydeHus B uukie DKO smOpuona ¢ nucbanancom
TeHeTHYeCKOTo Matepuana 14 u 21 XxpomMocom ajisi MPUHSATHS PELISHUS O TEepPeHoce IMOpPUOHA
MalUEHTKE HEOOXOAUMO MPOBECTH MPEUMILIAHTAIIMOHHOE FEHETHYECKOe TECTUPOBAHNE Ha aHe-
ymtonauu Metogom NGS (III'T-A).



[Tpunoxenue No 2

CnpaBka

0 MaTepHaAIbHO-TEXHUYECKOM obecrieueHrH paboyeil mporpaMmbl TUCIUILINHBI 10 BBIOOPY

MOJ'[eKyJ'[ﬂpHO-F eHeTHYeCKHe UCCIeI0BAHNS B KIIMHIYECKOI naﬁopaTopHoﬁ JAUArHoCTHUKE

nmukan I'eno-
MHKC)
170100 T.
TBeps, YL
Kensbosa, 1.
48

Ne HaumeHoBaHue cienuaib- .
. OcHalleHHOCTH CHeUATbHBIX MIOMeleHn i

n/n HBIX IOMEIeHH i

1. ®I'bOY BO Taepckoit IMYVY 1. | TeneBuzop ¢ nuaronansio 120 cm, HOyTOyK Lenovo;
Tsepb yin. CoBerckas 1. 4
Hogerii kopnyc, xadenpa 6uo- | O6menadboparopaoe o00pyaOBaHUE ISl CHMYJISITUOH-
XUMHUH C KYpCOM KJIMHUYECKOW | HOTO Kypca: HabOp aBTOMAaTHYECKHX J03aTOPOB, ILIEH-
7a00paTOPHOM  TMAarHOCTHUKH, | TpU(yra, BEChl AHAIUTUYECKHE, BECHI DJIEKTPOHHEIE,
ka0. NoNe 217, 221 BECBl TOPCUOHHBIE, TEPMOCTAT.

2. [Momuknuau- | MonekynsipHo- | Y4yeOHast KoMHaTa - MyJbTUMEAUUHBIA TPOCKTOP, KOM-
Ka TI'MY, | reHeTrdeckue | MbIOTEP, SKPaH.
KJIMHUKO- uccnenoBanusi | ['enermyeckas mabopaTopusi B COCTaBe OT/AENa MEIU-
JTUarHOCTH- IMHCKOM TeHOMHMKHM M  OTHAeJda  MOJIEKYJISIPHO-
yeckasi J1abo- TCeHETUYECKUX JKCIEePTU3 - o0mieradbopaTopHoe 000py-
paTtopus noBaHue, JabopaTopHoe obopynoBanue g 1P,
170036 r. anekTpodope3a HYKIEUHOBBIX KHCJIOT, MOATOTOBKU
TBepb, oubmmorex st NGS, cekBenupopanus JJHK.
Cankrt-
[TerepOypr-
CKOe IIocce,
a. 115, xopm.
1
000 «Me-




[Tpunoxenue Ne 3
JIMCT perucTpauuu M3MeHeHU U J10N0JTHEeHU I
B padouyo NporpamMmy I CHUAIINHbBI
Ha YueOHbIi roj

(Ha3BaHME NUCUMILIUHBI, MOJYJIS, IPAKTUKH)
JUTst 00yJaroImxcsl,
CIICHATBHOCTB:

(nassanue cneyuanvrnocmu)
dbopma 00yueHus: OUHAs)/3a0THAST

HM3MeHeHus 1 JONOJIHEHUS B pa6oqy}o nporpammy IUCHUIINIMHBI paCCMOTPCHEBI HA

3acenaHuu Kadeaphl « » 202 r. (mpoTtokomn No )

3aB. kadenpoii (®UO)
NnOONUCDH

Coneprxkanrie U3MEHEHUI U TOTIOJTHEHUH

No Pa3zpnen, nyHkt, Homep | Crapblil TEKCT Hogs1it TexkeT KommenTtapuit
n/n | cTpaHuIsl, ad3an

Ilpumepuwi:

N




