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|. PazpaboTuuku:

3aBenyronMid  Kadeapod OHMOXMMHUHM C KypCcOM KIHMHHMYECKOW 1abopaTopHOi
JTUArHOCTUKH J.M.H., 1o1eHT EropoBa Enena HukonaesHa,

JOLIEHT Kadenpsl OMOXMMHUU C KYpCOM KIMHUYECKON 1ab0paToOpHOM JAMArHOCTHUKH
K.M.H., 7o1ieHT. B.B. 3aBapuH.

Buewnss peueHsus 1aHa
TJIaBHBIM ~ BHEIUTAaTHBIM cHenuamucToM Mun3apaBa TBepckodd oOnactd 1O
cnennansHocTu «Knmmanueckas naboparopnas auarnoctuka Habuesoit H.H.

PaGouas mporpamma paccMoTpeHa u 0100peHa Ha 3acenannu Kadeapbl OMOXUMUU C

KypcoM KIMHHYECKOHN J1abopaTOpHOM HuarHocTuku «23» mas 2025 r. (mpotokon Ne
10)

PaccmoTpena Ha 3acemanuu MeToIUYECKOro coBeTa MO OOYYEHHIO B OpJUHATYpE
(mpotoxoi Nel ot «26» aBrycra 2025 r.)

PekomeHnoBaHa K YTBEpXKICHHUIO Ha 3acelaHuu L[eHTpasbHOTO KOOpAWHAIIMOHHO-
MeToandeckoro coera (mpotokon Nel ot «27» aBrycrta 2025 r.)



I1. lTosicHnTEIbHAS 3aIUCKA

Paboyast mporpamMma JTUCHMITIMHBI TI0 BBIOOPY pa3paboTaHa B COOTBETCTBUU ¢ DenepabHbIM
rOCyJapCTBEHHBIM  00pa3oBaTelbHBIM CTaHAApTOM BhIciiero oOpazoBanuss (PI'OC  BO)
MOJArOTOBKA KaJIpOB BBICIICH KBaTU(UKAIMKU IO MPOrpaMMaM OpPIMHATYPhl MO CIEHUATbHOCTH
31.08.05 KNIMHUYECKAS JIABOPATOPHASA JTUATHOCTHUKA, yTBepKIEHHBIM IIPUKa30M
MuHucTepcTBa HayKH W BhICIIero oOpa3zoBanus Poccuiickoit denepanuu ot «2» depans 2022 .
Nelll, mpodeccronanbubiM cranmaproM «CHenuamucT B 00JacTH  KIMHUYECKOH J1labopaTopHOM
JIMAarHOCTUKWY, YTBEPXKAECHHBIM NpHKa3oM MHHHCTEpCTBA TpyJa M COLMAIBHOM 3ammuThl Poccuiickoit
®eneparmu ot 14 mapra 2018 roga Nel45H, ¢ yuéroM pekoMeHaalMii OCHOBHOM MpodeccHoHaIbHOM
oOpazosarenbHoii iporpammbl (OITOIN) Beiciiero o6pazoBaHusl.

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 (peiepabHbIM rOCYJapCTBEHHBIM 00pa30BaTEIbHBIM CTAaHIAPTOM.

3amauaMu OCBOCHUS IUCIUILTUHBI 10 BBIOOPY SIBJISIOTCS:

- IMarHoCTUKa 3a00JI€BaHUH U NATOJIOIMYECKUX COCTOSIHUN NAllMEHTOB HAa OCHOBE BIIa/ICHUS
71a00paTOPHBIMH METOAAMH MCCIICIOBAHNUS;

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

- OpraHu3aLus 1 METOJuUecKoe o0ecreuyeHre 1adopaTopHOro MpoLecca;

- OpraHu3anys JesITeIbHOCTH HAaXOJSIIETOCS B PACIOPSHKCHUN MEIUIIMHCKOTO MepcoHaa
71a0opaTOpUU U BeJleHHE MEIULIMHCKON JOKYMEHTALNH;

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

- OKa3aHWe MEAMIIMHCKOW MOMOIIH ITalluEHTaM B SKCTPEHHOH (opme.

- IPUMEHEHHME OCHOBHBIX NPHUHIMIIOB OPraHM3allMM OKa3aHUs MEAMLUHCKOW MOMOIIM B
MEIUIIUHCKUX OPTaHU3AIMIX U UX CTPYKTYPHBIX TOPa3IeIICHUIX;

- OpraHu3alus M YIOpaBJIE€HUE [JEATEIbHOCTHIO MEIUIMHCKUX OpraHu3aluid M uXx
CTPYKTYPHBIX ITOAPA3IACIICHNI;

- 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. [Inanupyemble pe3y/IbTaTbl 00y4eHHs 10 JUCHUILIMHE

IOCTH)KEHMI B 00JacTu
MEIUIMHBI U (apMaiuu
B IpodeCcCuOHATBHOM
KOHTEKCTE

KOMMYHHUKAIN B
00J1aCTH MEIUIIUHBl U
hapmanuu

dopmupyemble IInanupyemslie
KOMITIETECHIIMN pe3yabTaThl OOyYeHUs —
Nuaukaropsl B pesynbrate n3ydeHus AMCUUILIMHBI 00yJarOIIUIACs JOJDKEH:
JOCTHKCHUS
KOMIETECHIIMH
YK-1. Cnocoben | YK-1.1  Kputnuecku | 3HaTh:
KPUTHYECKU U CUCTEMHO | OLICHUBAECT - COBPEMEHHBIE JIOCTHKEHHS B METOAAX U TEXHOJIOTHMAX HAYYHOM KOMMYHHUKAIMY, B TOM YHCIIE U
aHaAJIN3UPOBATh, BO3MO>XHOCTH ucrosnb3oBanyeM IT-Texnonoruit
ONpPENEIATh IIPUMEHEHUS - METOJABl KPUTMYECKOIO aHAIM3a M OLICHKM COBPEMEHHBIX HAy4YHBIX JOCTHKCHUM, a TaKKe
BO3MO>XHOCTH U | JOCTH>KEHUM B METOJAaX | METOJIbl FTEHEpPUPOBAHNUS HOBBIX MJIEH ITPU PELICHUHU ITPAKTHYECKHX 3a/1a4
CIOCOOBl  TIPUMEHEHUs | M TEXHOJIOTUSAX HAYYHOH | YMeTh:

- AHAJIM3UPOBATb AJIBTCPHATHBHBLIC BApHWAHTbI PCHICHHA MCCICAOBATCIIbCKUX W IIPAKTHYCCKHUX
3aaa4

- OLOCHHUBATH IMMOTCHIUAIILHBIC BBIMIPBLIIM WK IIPOUIPBIIIN PCAIM3alliid BapHUAHTOB PCHICHUA
MPAKTUYCCKUX 3aaa4

Baagernb:
- HaBBIKAMH KpI/ITI/ILIGCKOl"O aHaJIM3a W OLCHKU COBpeMGHHI)]X HaquBIX JIOCTI/I)KGHI/Iﬁ nu

VYK-1.2 AHanusupyet

pazIuyHbIe  CIOCOOBI
MIPUMCHECHHSI
JOCTH>KEHHH B 00J1aCTH
METUIIUHBI "
hapmarun B
npodeccnoHaTbHOM
KOHTEKCTE

pE3yAbTaTOB  JEATETIbHOCTH MO  PEUICHHI0 TMPAaKTHYeCKHMX 337ad, B TOM UHCIe B
MEKIMCIUTITMHAPHBIX 00JIACTSIX

3HaTth:

- CrocoObl TNPUMEHEHWsI JIOCTIKEHMH B o0jacTh MeAuUMHbl M (apmanuu B

po(hecCHOHALHOM e TENbHOCTH

Ymern:
- aQHAJM3UPOBATh PA3JIMYHBIE BapUAHTHI MPUMEHEHHs B NMPO(EeCCHOHAIBHON AEATEIbHOCTH
JIOCTHKEHUH B 00JIaCTH METMIIMHBI U (hapMaluu

Baagern:

- HaBbIKAaMH pPa3pabOTKU pPa3IMYHBIX CIOCOOOB MPHMEHEHHUS JOCTIKEHUH B 00IacTu
MCECOUIIMHBI U q)apMaI_[I/II/I B HpO(i)eCCI/IOHaJ'II)HOM KOHTEKCTEC, B TOM 4YHCJIE HpI/I pemeHI/m
MCCJIEI0BATENbCKUX M MPAKTUUECKUX 3a/1a4




YK-3. Criocoben 3HATh:
PYKOBOJIUTH paboToii VK31 0 - KOMaHIHBII TMOAXOJ, B MEHEMKMEHTE, CHeuu(UKy TpYNIOBOM JUHAMUKK M IIpolecca
KOMaH/1bI Bpayeii, -+ UPratsyer u KOMaHI000pa30BaHust
CpeaHero W MIIAJLIEro KOPPEKTHPYET Ymern:
KOMaHAHYI0  paboTy .
MEIHUIMHCKOTO Bpaucii, CpemHero M - OPraHN30BbIBATH KOMAH/HOE B3AMMOJICHCTBHE /ISl PEILICHHS YIIPABIICHIECKNX 3ajia
IepcoHala, - KOPPEKTUPOBATh PabOTy KOMaH/bI, B TOM YHCJIe HA OCHOBE KOJUIETHAIbHBIX PEIICHUI
MJIJILLIEro IepcoHaia
OpraHu30BbIBATH Baanern:
mnponecc OKa3aHus - TEXHOJIOT'MSIMU ITOCTPOCHMSI KOMaHIHOTO MCHEI)KMCHTA B MEIULTNTHCKON opraHuzanuu
MEIMIIUHCKOW  TIOMOIIH - HaBbIKAMH KOPPEKTUPOBKHM KOMaHHOU pabOoThI Bpaueii, CPeAHEro U MIIaALIero nepcoHana
HAaCCICHUIO VYK-3.2 Ilnanupyer u | 3HATh:
OpraHu3yeT MPOUECC | - OCHOBbI KOMaHIHOIO B3aMMOJICHCTBHS MPU OpPraHU3alyy MPoLecca OKa3aHUsl MEAULUHCKON
OKa3aHHUs IIOMOIIY HACEJICHUIO
MEIUIMHCKOMN YmMmerh:
IIOMOILY HACEJIIEHUIO - aHAM3MPOBATh OPTraHU3ALMOHHBIE MPOLIECCHl B MEIUIIMHCKONW OpraHM3alliu U pa3pabaThIBaTh
MIPEIJIOKEHUST TIO0 TIOBBIIIEHUIO WX 3(P()EKTUBHOCTH TpU OKAa3aHWU MEIUIIMHCKOW ITOMOIIN
HACEJICHUIO
Biaagern:
- HaBbIKAMH IUUTAHUPOBAHUS M OpraHU3alMyd MpOIEecca OKa3aHWUs MEIMUIIMHCKON MOMOIIU
HACEJICHUIO
IK-1. Cnoco6en | [1K-1.1 Ocymectisier | 3HAaTh:
OCYILIECTBIISITh OpraHu3alMOHHO- - OpMBI OTYETOB B TaOOPATOPHH
OpraHU3aIIOHHO- METOINYECKOE - cocraB u 3Hauenne COI1
METOMUYECKOE obecrieueHre - KOOQ(PUIMEHT KPUTUUECKOW Pa3HUIIbI JJAOOPATOPHOTO TMOKa3aTesl, METOAMKA €ro pacyeTa
obecrieueHre J1a00paToOpHOrO - TIOPOTOBbIE 3HAYEHHUSI JTAOOPATOPHBIX MOKa3aTesnen
TabopaToOpHOTO Ipoliecca | mporecca - peepeHTHBIE MHTEPBAIBI, KPUTHUYECKUE 3HAYCHHUS JTaOOPaTOPHBIX TIOKa3aTesen

- QJITOPUTMBI BBIZIAYH PE3YJBTATOB KIIMHIYECKUX JJAOOPATOPHBIX MCCIIETOBAHMIA

Ymers:

- TOTOBUTH OTYCTEI IO YCTAHOBJICHHBIM (bOpMaM

- pa3pabaThiBaTh ATOPUTM M3BEIICHUS JICYaIlIUX Bpauel O KPUTUYECKUX 3HAYEHHSX JTab0PaTOPHBIX
MoKa3aresen y MalyueHToB

- pa3pabaThIBaTh ATOPUTM BBIIAYH PE3YJIBTATOB KIMHIYECKHX JTAO0PATOPHBIX UCCIESOBAHUIMA

- pazpabareiBaTh ()OPMBI OTYETOB B JTAOOPATOPUH




Baapers:

- HaBbIKamMu pa3paboTku u npuMeneHus: COIT mo sTanaM KITMHUKO-T1a00paTOPHOTO UCCIIEA0BAHKSA

- HaBBIKAMH COCTABJICHUSI PEKOMEHJAIMK [0 TpaBWwIaM cOOpa, JOCTABKA W XPaHCHHS
OMOJIOrMYecKoro MaTepraa

- HaBbIKaMM pa3pabOTKU 1 IPUMEHEHHUS AITOPUTMA U3BELIEHNS JICUAIlX Bpayel Py KPUTUUECKUX
3HAUCHUSIX JJa00PaTOPHBIX MOKa3aTesel y MalreHToB

- HaBBIKAMU pa3pabOTKH W TPUMEHEHHs alrOpuTMa IO BbIgade pe3yJbTaToB KIMHUYECKHX
T1a0OpaTOPHBIX UCCIIEIOBAHUI

- HaBBIKAMH COCTABJICHHS IEPHOJINYCCKUX OTYETOB O CBOEH padote, pabote srabopaTopuw, TO
BHYTPHIIA00paTOPHOMY KOHTPOITIO U BHEIITHEHN OIIEHKE KauecTBa UCCIIEIOBAHUI

[1K-1.2 Ocymectpisier

3HaTh:

KOHTPOJIb 3a | - BUJbI KOHTPOJIA Ka4eCTBa KIIMHUUECKUX JTa00paTOPHBIX UCCIIEIOBAHUI
OpraHU3aMOHHO- - TpeOOBAHUSI K MEMIIMHCKUM M3/ICIUSIM TSI IN VItrO TMarHoCTUKu
METOJMYECKUM YMmerb:
obecreueHreM - KOHTPOJIMPOBATh NPABMJIBHOCTh BEJICHHS! JJOKYMEHTAIMHU 1 COCTABJICHHUS OTYETOB
T1abopaTopHOTO Baapners:
nporiecca - HaBBIKAMH TIPOBE/ICHUS ay[liTa OpraHU3AMOHHO-METOIMYECKOro obecriedeHns 1abopaToOpHOTo
npouecca
[IK-2.1  TIInanupyer | 3HATh:
BBINOJIHEHHE - MEIMLIMHCKHE U3JIeIHS, TPUMEHSIEMbIE TS TMArHOCTHUKH in Vitro
KJIMHUYECKUX - METOJIbl KOHTPOJISI KauecTBAa KIMHUYECKUX JIA0OPATOPHBIX MCCIIENIOBaHUN YETBEPTOM KaTeropuu
1a00paTOPHBIX CJIO’KHOCTH U CIOCOOBI OLIEHKH €0 Pe3yJIbTaTOB
[K-2. CriocoGen UCCIIEIOBaHUI Ymern:

BBINIOJIHATH KIIMHUYECKHE

nabopaTopHbIe
UCCIIEIOBAHMS
YETBEPTOU KaTEropuun
CJIO’)KHOCTH

YETBEPTOM KaTeropuu
CJIOKHOCTH

- TPOU3BOJUTH BHYTPUJIAOOPAaTOPHBIM KOHTPOJb KauyecTBa KIMHUYECKUX
WCCIIEI0OBaHUI YETBEPTOM KaTErOPHH CII0’KHOCTH U OLIEHNBATH €0 PE3YJIbTaTh
- IUTAHUPOBATh y4acTHe JabopaTopuu BO BHETHEH cucTeMe oneHkU kadectBa (PCBOK)

J1a00paTOPHBIX

Baanern:

- HaBbIKAMHU BBITIOIHEHHS MPOLIEAYP BHYTPHIAOOPAaTOPHOTO KOHTPOJS KadecTBa METOJIOB
KJIMHAYECKUX J1a00PaTOPHBIX MCCIIEI0BAaHUN YETBEPTOM KaTerOprH CIOKHOCTH

- HaBbIKAMH Y4acTHsI JJAOOPaTOpUH BO BHEIIHEH CHCTEME OLIEHKU KauecTBa

- HaBblkamu paspaboTku U npumeHenus COIl mo KIMHUYECKUM J1abOpaTOPHBIM HCCIIEOBAHUSAM
YETBEPTOM KaTErOPUH CIIOKHOCTH




[IK-2.2  BemomnHsieT
KIIMHUYECKHE
nabopaTtopHbie
UCCIIeTIOBaHUS
YETBEPTOU KaTErOpHUH
CII0)KHOCTH

3HaTh:

- TPHUHIMUIBI JJAOOPATOPHBIX METOAOB YETBEPTOM KAaTErOPHU CIIOKHOCTH, NPUMEHSEMBIX B
J1abopaTopuu: XUMHKO-MHKPOCKOITNIECKUX, TEMAaTOJIOTMUECKUX, LIATOJIOTHYECKUX,
OMOXMMHYECKUX, KOAryJIOJOTHISCKUX, IMMYHOJIOTHYECKUX, UMMYHOTE€MATOJIOTMIECKIX, XUMHKO-
TOKCHKOJIOTUYECKHUX, JUIsI TPOBEACHHS TEPANCBTUUECKOrO JIGKAPCTBEHHOTO MOHUTOPHHIA,
MOJICKYJIIPHO-OMOJIOTUYECKNX,  TCHETHUYECKHUX,  MHKpPOOHMOJIOTHYECKUX, B  TOM  YHCJC
0aKTEepPUOIOTMUECKUX, TTAPA3UTOJIOTMUECKUX H BUPYCOJIOTMUECKUX HCCIICIOBAHMIA

- QHAJTMTUYIECKUE XapaKTEPUCTUKH JJa00OPATOPHBIX METOIOB YETBEPTOM KATETOPHH CIIOKHOCTH U UX
obecrieucHue

YMeTh:
= BBIIIOJIHATH KIIMHUYCCKHC J1a60paT0pHHe HCCIICIOBAHUS YCT] BCpTOfI KaTeFOpI/II/I CJIOKHOCTH
- COCTaBJISATh OTYETHI 110 HEOOXOAMMBIM (hopMam

Baanern:

- HaBBIKAMH BBINTOJHEHUS KIMHUYECKUX JIAOOPATOPHBIX HMCCIICAOBAHUI YETBEPTOM KaTEropuu
CJIO’KHOCTH, TPEOYIOIIMX CHEIMATbHON TOATOTOBKH (TIOBBIIICHHE KBATM(HUKAIINK), U COCTABICHHUE
KIIMHAKO-JTA00paTOPHOTO 3aK/IFOUCHUST 0 MPO(HIII0 MEAUIIMHCKON OpraHu3aiuy (3KCIEpTHBIC
KITMHAYECKUE J1a00paTOpHBIC HCCIICIOBAHUS): XUMHKO-MUKPOCKOITMUECKUX, TE€MaTOJIOTMYECKHX,
LIMTOJIOTUYECKHX, OMOXMMHYECKHUX, KOAryJIOJIOTHYECKUX, MMMYHOJIOTHYECKHX,
I/IMMYHOFeMaTOJ'IOFI/ILIeCKI/IX, XUMHUKO-TOKCUKOJIOTUYECKUX, I HpOBeI[eHI/ISI TepaHCBTI/ILICCKOFO
JIEKAPCTBEHHOTO MOHUTOPHHT A, MOJIEKYJISIPHO-OMOIOTHYECKHX, TEHETHYECKUX,
MHUKPOOMOJIOTUYECKMX, B TOM  4YHCIEe  OaKTepHOJIOTHYECKUX, TMapa3sUTOJIOTHUECKUX U
BUPYCOJIOTHYECKUX UCCIIEI0BAHUI

- HaBBIKAMH TIOATOTOBKM OTYETOB MO PE3yJbTaTaM KIMHWYECKHX Ja0OpaTOPHBIX HMCCIIETIOBAHHIA
YETBEPTOI KaTErOpUH CIOKHOCTH

IK-3. Crniocobex
¢bopmynupoBaTh
3aKITFOYCHHS
pe3yiabTatamMm
KITMHAYECKUX
1a00paTOPHBIX
HCCIIEN0BAHUMN
YETBEPTOU

1o

KaTCropmuun

[1K-3.1 ®opmymnupyet
3aKJIFOYEHHUS o
pe3yabpTaTam
KIIMHUYECKUX
1ab0paTOPHBIX
HCCIIEN0BAHUMI
YETBEPTONW KATETOPHUH
CII0KHOCTH

3HaTh:

- CTPYKTYpYy U (DYHKLHMH KJIETOK, OPTaHOB M CHUCTEM OpraHM3Ma 4YesioBeKa (OCHOBBI KIETOYHOU U
MOJIEKYJISIPHON OHOJIOTHH, aHATOMHH, HOPMAJIbHOM U MAaTOJIOrMuecKor (pr3noIorun)

- 1arto(M3HUOJIOTHIO, STHUOJIOTUIO, TMAaTOreHe3, KIMHUKY, MPUHLMIBI JEUYCHUs U MPOQHIAKTUKH
3a00JIEBAHNI JIBIXATEIbHOW, THIICBAPUTEIHHOM, MOYEBBIICITUTEILHON, CEePACUYHO-COCYTUCTOM,
HEPBHOM, IMMYHHOM, SHIOKPUHHOM, KPOBETBOPHOU, PETIPOAYKTUBHON CUCTEM

- BIMSIHUE OMOJIOTHYECKHUX (haKTOpoB (BO3PACT, TOJ, 00pa3 >KW3HU, ITUPKAIHBIC PUTMBI, XapaKTep
NIUTaHUs) Ha pe3yNbTaThl KIMHUYECKHUX J1A0OPAaTOPHBIX MCCIEIOBAHUM YETBEPTON KaTEropuu




CJIIOXKHOCTH

CII0’KHOCTH
- BIMsAHHUE (M3MYECKOM HArpys3KH, IHIIM, aIKOroJIs, JIEKAPCTBEHHBIX IPENapaToB, MEAUIIMHCKUX
BMEIIATENILCTB Ha Pe3y/IbTaThl KIMHUYECKUX JIA0OPATOPHBIX HCCIICOBAHUI YETBEPTOH KaTerOpHu
CIIO’KHOCTH

Ymersn:

- OLIEHMBAaTh M MHTEPIPETUPOBATh pPE3YJIbTaThl KIMHUYECKUX JIAOOPATOPHBIX HCCIIEA0BAHUI
YETBEPTOM KaTErOpUH CIIOKHOCTH

- OCYILECTBJIATh KIMHUYECKYIO BEPU(PUKALMIO pPE3YJIbTaTOB KIMHUYECKUX JIaOOpATOPHBIX
WCCIIEIOBAaHUI YETBEPTON KaTErOPHHU CJI0KHOCTH

- (GopMynMpoBaTh 3AKIIOYEHHE IO pe3ylbTaTaM KIMHUYECKUX JIaOOpaTOPHBIX HCCIEI0BaHUI
YETBEPTOM KaTErOpUH CIIOKHOCTH

Baanern:

- HaBbIKaMd (POPMYIMPOBAHMS 3aKIIOYEHHS] 1O pe3yJbTaTaM KIMHHUYECKUX JIaOOpaTOpHBIX
HCCIICIOBAaHHIA YE€TBEPTOM KATErOPUU CIIOKHOCTH

- HaBblKaMd O(OPMIICHUS 3aKIFOUCHUS TI0 pe3yiibTaTaM KIMHWYECKHX J1ab0paTOpHBIX
WCCIICIOBAHMIA YETBEPTON KATErOPUU CII0KHOCTH

I1K-3.2
KoncyneTupyer
Bpaueil W MNalUEHTOB
[0 3aKIYECHUSIM O
pe3yabpTaTax
KIIMHUYECKHUX
71a00paTOPHBIX
UCCIIE0BAHUI
YETBEPTOH KATETOPHUH
CJIO)KHOCTH

3HaTh:

- Bpa4eOHYIO 3THKY U ICOHTOJIOTHIO

- MpaBWia U CHOCOOBI MOTyYeHUs] OMOIOTMYECKOr0 MaTepuaia Julsl KIMHUYECKUX J1a00paTOPHBIX
UCCIIeJTOBAHUI YEeTBEPTON KaTeropuH CI0KHOCTH

- OmpezelieHne HEeOOXOIMMOCTH M TUIAHHUPOBAHMS IIPOTPAMMBI JIOTIOHUTENBHBIX KIMHAYECKHX
71a00PATOPHBIX UCCIECAOBAaHUH ISl MALMEHTa

YMmerhb:

- 00CyKHaTh pe3yibTaThl KIMHUYECKHX JIAa0OpaTOPHBIX MCCIEAOBAHHMI YETBEPTOM KaTeropuu
CIIO’KHOCTH | 3aKJIFOUEHHUS TI0 pe3yiibTaraM KIIMHUYECKUX JTa00paTOPHBIX UCCIICIOBAHUN YETBEPTOM
KaTerOpyu CI0KHOCTH Ha KOHCHIIMYMaX

- OmpeneNsiTh HEeOOXOIUMOCTh W TIpeAjiaraTh MPOrpamMMy JOTOJHUTEIBHBIX KIMHHYECKUX
J1a00paTOPHBIX UCCIIEIOBAHUH IS TTAIMEHTA

Baanern:

- OLIEHKOM MaTO(U3HOJIOTHUECKUX TPOIIECCOB B OpPraHU3Me MaleHTa Ha OCHOBAaHMH PE3yJIbTaToB
KITMHAYECKHUX JTA0OPATOPHBIX MCCIIEIOBAHHIA YETBEPTON KATErOPHH CJIOKHOCTH

- HABbIKAMH KOPPEKTHOM KOMMYHHKAIIMH C MAIUEHTaMH U BpayaMu




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

JuctunnuHa 1o BeIOOPY «MONEKyIspHO-TEHETUYECKHE HCCIIENOBaHU B  KIMHUYECKOM
7a00paTOPHOM MAarHOCTHKE» BXOMUT B YacTb, (OPMHUPYEMYIO YYaCTHHKAMH OOpa30BaTesIbHbBIX
otHouenuit bioka 1 OIIOII opauHaTyphl.

B nponecce wusyueHus gucUUIUIMHBL («(MOJEKYISPHO-TCHETUUECKHE HCCIEIOBAHUS B
KIMHUYECKON J1a00paTOpHOM IMAarHOCTUKE» (OPMHUPYIOTCS YHUBEpPCAIbHBIE M MPO(ecCHOHATbHBIC
KOMIIETEHIIUM II0 MpOrpamMMe OpIMHATYpbl Ul YCHNEHUIHOH NpoQecCHOHANbHON NEATEIbHOCTH B
Ka4yecTBe Bpaya KIMHUYECKON J1ab0paTOpHON AUAarHOCTUKH.

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

5. O6pa3oBaTesibHbIe TEXHOJIOTHH

B mpomecce 0OCBOGHHS AMCUMIUIMHBI HCIOJNB3YIOTCS CIEAYIOIIME 00pa3oBaTelbHBIC
TEXHOJIOTHH, CIIOCOOBI U METOAbI (POPMUPOBAHUS KOMITETEHITHI:
JEKIM-BU3YAITU3alINsl, MACTEP-KIIACC, TPEHHUHT, Pa300p KIMHUYECKHUX CITy4aeB.

6. CamocTosiTesibHAs padoTa 00y4aromerocst
Lenbto CaMOCTOSITETTbHOM paboThI oOyyaronmxcs SIBJISIETCS OBJIaJICHHE
npohecCHOHANBHBIMA ~ 3HAHUSMH, YMEHUSMH W HaBBIKAMU JCSITCIBLHOCTH,  Pa3BUTHIO
CaMOCTOSITENIbHOCTH, OTBETCTBEHHOCTH M OPraHU30BAaHHOCTH.
CamocrosiTenbHast paboTa 00y4aronierocs: BKIKOYaeT:
- IOATOTOBKY K KIIMHUKO-TIPAKTUYECKUM 3aHATHUSM;
- y4acTHe B KIIMHUYECKHUX pa300opax, KOHCYIbTALUAX CHEIHATICTOB;
- paboty ¢ MHTepHeT-pecypcamu;
- paboTy ¢ OTEYECTBEHHOM U 3apyOE’KHOM HayuHO-MEIULIMHCKOMN JIUTEpaTypoi;
- paboTy ¢ apXUBHBIMH MUKPOTpENapaTaMus;
- paboTy C apXMBHBIMU OJIAHKAMU PE3YJIHTATOB AHAJIU30B;
- IOAATOTOBKY K MTPOMEXYTOYHOMN aTTeCTaIluy;

7. ®opma NPOMEKYTOYHOMN aTTecTAlMu
3auér B 1 cemectpe.



1. YueOnas nporpaMma Ay CHUILIMHBI
1. Conepxanne TUCHMILIMHBI
«MoJ1eKyJISIPHO-TeHeTHYEeCKIEe UCCIIeJOBAHNA B KIIMHUYECKO J1a00pPaTOPHON TMATHOCTHKE)

MOJAYJIb 1. O61as reHeTuka

1.1 MonekynspHble OCHOBBI HACJIEICTBEHHOCTH

CrpykTypa u cBoiicTBa HyKJIeuHOBBIX KuciaoT. Mctopus otkpsitus JJHK. CtpoeHne HykI€03110B,
HYKJIEOTUAOB:  IPUPOJIHBIE, MHUHOPHBIE, HEKAHOHWYECKUE, XUMHYECKH-CUHTE3UPYEMBIE.
Conepxxkanue nykiaeotunoB B JIHK. Conepxanue nunykneotunoB B JHK. [lpunnun
KoMIuieMeHTapHocTu. Bropuunas crpykrypa JIHK. Hekanonmueckue gopmer JIHK. IlepBuunas,
BTOpUYHas, TpeTtuuHas cTpykrypa PHK. ®yHkiuonaneubie »3ieMeHTbl TreHoMa. Jloms
tpanckpudupyemoit [IHK. Mycopuas JIHK. Mudopmannonnas emkocts. Peanmuzanus JIHK kak
TreHEeTUYECKOro Marepuaina. AHanu3 nepBuuHoit cTpykTypsl JIHK u e€ dpynkiuu. I'enbr yenoBeka.
[IceBnorensl, ux kinaccudukanus. PerynstopHsle ydyacTku B reHome: npomotop, TATA-Ookc,
AHXaHcep, caineHcep, uHcysaTop. lloBropsronmecs nocnegosarenbHocty B JIHK. Tannemubie
HNOBTOPBL:  MHMKPOCAaTEUIMThI,  MHHHCATEJUIMTBI W caTeJUIuThl.  boje3Hu  sKcnaHcuu
TPUHYKJIEOTHIHBIX IIOBTOPOB. JucneprupoBaHHble HOBTOPBI: TPAHCIIO30HBI U
PETPOTPAHCIIO30HBI. OTKpbITHE MOOMITBHBIX 3JIEMEHTOB. [Monumopduzm JIHK.
dyHkunoHupoBanue BTopuuHoOil cTpykTyphl JIHK. G-kBanpymiekcbl B IpoMOTOpax U TEIOMepax.
JIHKa3umbl. XapakTepuCTUKU TPaHCKPUNITOMA. TpaHCKpUOUPYIOIIAsiCs 4YacTh TreHoMma, e&
pazHooOpa3ue u Bapuauuu. benok-konupyromue u OenokHexkoaupyroume PHK. Peanuzanms
koaupytomero norennuana PHK. Omucanue u ¢pyHkunn kopoTkux Oenokaekomupyromux PHK.
Mexanusm u poab PHK-untepdepennun. Onucanne siRNA u miRNA. Perynsuus skcnpeccun
IF€HOB Ha TPAHCKPUIIIMOHHOM M MOCTTPAHCKPUIILIMOHHOM YpoBHsX. [IpukiaaHoe ucnonb3oBaHue
PHK-unTepdepenunn. Ix3ocombl 1 miRNA. OyHKIIMOHAIBHOCTh BTOPUYHOH cTpyKTypsl PHK.
[Torenuman Bropuunoil cTpykrypsl PHK. Crpykrypa O6enkoB. CTpykTypa aMHHOKHCIOTBHI.
[Ipupoanbie U HempupoaHble «unnatural» amuHokucioThl. Kiaccudukanuss aMHHOKHCIOT.
CBoiicTBa aMHHOKHUCJIOT. YPOBHM OpraHM3allMiM CTPYKTYpbl O€JIKOB - OT MEpPBHUYHOW 10
yeTBepTUUHOU. CekBeHHpOBaHME OelKa Kak METOJ| YCTAaHOBJEHHs TEPBUYHOM CTPYKTYpBI.
['enetnyeckuii Koj, ero cBoicTBa. KoMmbroTepHoe OompeiesieHne MEepBUYHON CTPYKTYpPHI Oelka.
Jomennast ctpykrypa OenkoB. ®dynkumm OenkoB. CTpykTypHas mporeomuka. ba3a maHHBIX
CTpyKTyp OenkoB. DyHKIMOHaNbHOE pa3HOOOpazue OenkoB. Perymsiuus sKCIpeccuu T'€HOB.
Perynsuus akTUBHOCTH T'€HOB y 3YKapHOTOB U €€ 3Hau€Hue. DNUTCHETHKA. DIUTC€HETHUYECKHe
moaudukaruu. MertunupoBanue [IHK. MertunupoBanue muTo3nHa W ajeHUHA. MeXaHU3MBI
pernpeccuyd TPAaHCKPHIILIUK, OOYCIIOBIEHHOW MeETHIMpOoBaHHEeM. buonorudeckue ¢GyHKIUU
metmmpoBanHoid JIHK. Omurenom. Onumyranus. MccnenoBanue snureHoma. ONHUIE€HETHKA U
KJIOHUPOBAHUE. OnureHeTnKa U KaHLIEpOTeHE3. OnureHeTuka " CTapeHUE.
[TocTTpaHCKPUIILIMOHHAST PETYJIALMS 3KCIPECCUH T€HOB 3YKApUOT. AHTUCMBICIOBAs PETYJIALIMS.
TpaHcasuuOHHAS U TOCTTPAHCISUOHHAS PErYJISIUs IKCIIPECCUH T€HOB 3YKapHOT.

1.2 [uToorunyeckrue OCHOBBI HACIIEICTBEHHOCTH

CrpyKkTypHO-(YHKIMOHATIbHAS OpPraHU3allUs XpPOMOCOM dYenoBeka. OTeuecTBEHHBIE y4YEHbIE —
OCHOBOIIOJIO)KHUKM LUTOTeHETHKN B Poccuu. Mcroprnueckne acnekTbl pa3BUTHS LUTOTCHETHKU.
[Tonsitue o xapuorune. Yucno u Mmopdosioruss XxpoMocoM. MHUTO3 M KIETOUHBIA UK. Perymsmus
¢da3 xneroyHoro ukiaa. KoHTponbHBbIE TOYKM KIETOYHOTO MLHKIA. XpOMOCOMBI B Meradase.
['mnorernyeckass MoJieNlb OpraHU3alMyd KOMIUIeKca KoresuHa. CTpyKTypHO-Mopdooruyeckas
Pa3sHOPOAHOCTb XPOMOCOMBI. THIBI M pacnpeneneHue crnenupuUecKux MOocIeI0BaTeNbHOCTEN
JAHK. HykneocomHas CTpyKTypa XpoMaTHHA. Pojb HErHCTOHOBBIX OEJIKOB B CTPYKTYPHOM
OpraHM3alMl MUTOTUYECKUX XpOMocoM. IlleHTpomepHBI pailoH XpOMOCOMBI. DJIEMEHTHI




ueHTpoMmepsl. TenomepHsbiit paiioH XpoMocombl. CtpoeHue Tenomepbl. Crenuanu3upoBaHHbBIE
HYKJICOCOMBI TEJIOMEPHI: CTPOCHHE U (opMHUpOBaHUE TeocoMbl (mmentepuHa). KoHiesas
Hepoperukanus Tenomep. Temomepasa. bonesHu, accormupoBaHHbIe ¢ TUCHYHKIUEH TeroMep.
SAnpeiikooOpa3zyromue paiionbl XpoMocoM. JIokanu3aius B reHOMe.

1.3 T'ensl 1 npu3HaKu. MI3MEHUNBOCTh

3aKkoHbI Miepefaun HaclleICTBEHHBIX MPU3HAKOB. B3anMoeiicTBre HeamieabHbIX reHOB. [ eHbI-
MoudukaTopsl. DopmupoBaHue npuzHaka. Mexanu3Mel TepatoreHe3a. OCHOBHBIEC TEpaTOr€HHBIC
dakTopsl (pusnyeckue, XUMUIECKHE, OMOJIOTHYECKHE). MyTalilmoHHas K3MEHUYNBOCTD. THITBI
T€HOMHBIX U XPOMOCOMHBIX MyTaluii. MoJIeKyJIIpHO-IIUTOT€HETUYECKAs XapaKTEPUCTUKA
CUHPOMOB, CBSA3aHHBIX C AaHOMAJUSIMU XpOMOCOM. MyTareHe3 — ClIOHTaHHbIN, UHIYyLIUPOBAHHbIH,
paavanuOHHBIA, XUMUYECKUNA. PAKTOPBI, IPUBOAAIINAE K BOSHUKHOBEHHUIO CIIOHTAHHBIX MyTalluil y
yesioBeka. MeTobl onpesiesieHusl CHOHTaHHBIX MyTaluuid. AHTUMYyTareHsl. [IpoGiema
TEHETUYECKUX MOCIIEICTBUM AEUCTBUS pasivaliuy Ha yesoBeka. OneHKa TeHETHYECKUX
nociencteuil. Penmapanmst JIHK. PenapatuBubie cuctemsl. JleekThl CHCTEMBI periapauy 1
00JI€3HU CBSI3aHHBIE C HUMM.

MOAYJIb 2. ba3oBble MeTOABI MOJICKYJISPHON JUATHOCTHUKHU HACIEACTBEHHBIX
3a00J1eBaHMH

2.1 Metoabl SKCTPaKIMK HYKIEUMHOBBIX KMCIOT U3 OMOJIOTMYECKOr0 MaTepuaa

O6mue npunmunbel dkcrpakimu JJHK n PHK. Xumudeckue u (pu3mueckne METOMbI IKCTPAKITHH.
®eHon-x10poopMHast SKCTPAKIUsA. DKCTPAKIUSA HA COUH-KOJIOHKAX. DKCTPAKIMS HA MAarHUTHBIX
YacTHIAX. DKCTPAKITUS C UCIIOJIE30BAHNEM HOHOOOMEHHBIX CMOJL.

2.2 Metoapl aMIIM (UK HYKIEMHOBBIX KHCIOT

[Tomumepasznas nennas peakuus (I[IL[P) u ee Bapmamuu. Ludposas IILP. Jlurasnas uemnnas
peakuus (MLPA). IetneBas uzorepmudeckas amrunukaims (LAMP).

2.3 Metoapl 25ekTpodope3a HyKICHHOBBIX KUCIIOT

Araposnblii  renb-anekTpodopes. Onektpodopes B IIAAID. Kamwmispueiii  snektpodopes.
JleTekus pe3ynbTaToB IEKTpodopesa.

MOAYJIb 3. MeTo/bl ceKBeHMPOBAHNS HYKJEHHOBBIX KHCJIOT B JIA00PATOPHON reHeTHKe

3.1 CexBenupoBanue 1o CaHrepy

HpI/IHI_II/IH METOoJa. OTaImel HCCIICAOBaHUA METOAOM CECKBCHHUPOBAHUSA 10 C3Hrepy. HpeI/IMYH_IeCTBa u
OrpaHM4YCHUS METOJA.

3.2 BLICOKOHpOI/BBOI[I/ITeHBHOe CCKBCHUPOBAHMUC.

JlocToMHCTBa U HEJOCTAaTKU pa3ianuHbIX miargopm NGS cexBennpoBanusg. O6nacTu NpUMEHEHUS.
[TpuHuunBl co3nanus «OMOIMOTEK» AN cekBeHUpoBaHMA MeTogamMu NGS U uUX OCOOEHHOCTH.
[TpyHIMIIBI M BO3MOXHOCTH MCHOJIb30BaHUS TAHEJIbHOI0/9K30MHOI0/TEHOMHOT'O CEKBEHUPOBAHMSI.

3.3 O6paboTKa 1 aHATHM3 PE3YIIbTATOB CEKBEHUPOBAHHS C TPUMEHEHHUEM KOMITHIOTEPHBIX TIPOTPaAMM.

Knaccudukamst BapuaHToB HyKJIeoTHAHOW TmocnenoBarenbHoctd 1o HGVS. Ompenenenue
HAaTOT€HHOCTH W KIMHUYECKOH 3HAYMMOCTH BapUaHTOB HyKHeOTHI[HOﬁ II0CJICI0OBATCIIBHOCTH.
[TpaBuna MOATOTOBKH 3aKIIIOUEHHIA TIO PEe3y/IbTaTaM CEKBEHUPOBAHHSI TEHOMA.

MOJYJIb 4. Metoabl MOJIEKYJISIPHO-T€HETHYECKOH THATHOCTUKHM B OHKOTeHETHKeE

4.1 OCHOBBI OHKOT'€HETHKU

]_IGJ'IL n 3aga4u OHKOI'CHCTHKU. HCTOpI/I‘{CCKaH CITpaBKa. KOHTpOJ'IB KJICTOYHOI'O ITUKIJIA. OHKOI'eHBI:
OIpeaAcICHUEC, MEXaHU3MbI 06p330BaHI/I5[, POJIb B KaHICPOTCHE3EC. FeHBI-CYHpeCCOpBI OITYXOJICBOT'O
pocTta: OmpCACICHHUC, MCXAHU3Mbl HWHAKTHBAILIMHW B KIICTKC, POJIb B KAHIOCPOI'CHE3C. My'TaI_II/II/II
OIpPECACIICHUE, PA3JIMYHBIC BHUIbI KJ'IaCCI/I(i)I/IKaHI/II/I MyTaHI/II)'I, FCpMHUHAJIBHBIC W COMAaTHYCCKUEC
MyTalluu.

4.2 T'enermueckas jabopaTopHas JUArHOCTUKA HACJICICTBEHHBIX OHKOJIOTHUECKUX 3a00JI€BaHUMA

06111351 XAPaKTCPUCTHKA HaCJICICTBCHHBIX OHKOJOTHYCCKHUX CHUHJIPOMOB. I[I/IaFHOCTI/IKa




HACJIEICTBEHHOI'O pakKa MOJIOYHOM JKene3bl W SWYHUKOB. JluarHoctuka cunapoma JInHua.
JuarHoctuka cuHApoMa Xwunmens-JImHgay W ApyruxX HacHeACTBEHHBIX (OpM paka TOYKH.
Juarnoctuka cunapoma JIu-dpaymenu. /[uarHocTrka CUHAPOMA MHOXECTBEHHOM JHJIOKPUHHOMN
Heorutazuu. JIMarHoCcTWKa OIyXOJed JETCKOrO BO3pacTa, OOYCIOBIEHHBIX TIepMUHAIbHBIMH
MYTaLUSIMH.

4.3 I'eneTnyeckas na60paTopHaﬂ JUArHOCTHKaA IIPpH CIIOPATUICCKHX OITYXOJIAX

3HayeHHEe COMAaTHYECKUX MYTaL[I/Iﬁ AJI1 OLCHKKW IPOrHo3a M HA3HAYCHUA TapI‘eTHOI\/JI TCpaIunu.
MomnekynspHO-TEeHETHYECKOe TECTUPOBAHUE TIPH HEMEIKOKJIETOYHOM PaKe JIeTKoro. MoJieKysipHO-
TCHETHYECKOE TECTUPOBAHHE INPU MesaHoMe. MOJeKyIsIpHO-TEHETUYeCKOe TECTUPOBAaHUE NpHU
KOJIOPEKTATBHOM pake. MOoJIeKyIsIpHO-TEeHETHYECKOE TECTUPOBAaHUE IPHU TaCTPOMHTECTHHAIBHBIX
CTPOMAJIBHBIX  OMYXOJAX.  MOJEKYJISIPHO-TEHETUYECKOE  TECTUPOBAHUE  IIPU  OIYyXOJIsX,
acCOLMUPOBAaHHBIX C MyTanusiMu TeHoB HRR. AHanM3 3KCIPEecCHOHHBIX NPOrHOCTHYECKHX
MapkepoB. MonekynspHo-reHetnyeckue aHamusbl B cucteme OMC, RUSSCO; crpykrypa
3aKJIIOUEHHH 110 pe3yIbTaTaM TeCTOB Ha TePMUHAIbHBIE M COMATHYECKHUE MYTAIHH.

4.4 MonexynsipHasi TMarHOCTUKA C MCIOIh30BAaHUEM TEXHOJIOTUH JKUJIKOCTHON OUOTICHH

Bueknerounas mupkynupyromas JHK u cybmonmymsmus nupkynupyromein omyxosneBoit JIHK.
Beinenenune BHexsierounor [JHK u3 xpoBu m apyrux mMarepuanoB. MeToasl TOYHOIO OIPENEIICHUs
konnuectBa BHekinerouHod JIHK. Ilapamerpsl Tecta u KiroueBble (DaKTOPBI, OMPEICNAIOIINE
YyBCTBUTEJIBHOCTh JMArHOCTUKM C TIOMOIIbIO JKUIKOCTHOM Ouomncuu. PazmuuHble METObI
oOHapyKeHHs] MyTalluii IPU PYTUHHON TUAarHOCTUKE C IOMOIIBIO KUJIKOCTHOM Ouoncuu. [Ipenemns
obHapyxenust npu uccnenoannu cu/IHK. XKunkocTHas Oworicus Juisi TECTHPOBAHUS MYyTallul B
pPa3IMYHBIX JUArHOCTUYECKUX YyCIOBUAX. (OCOOEHHOCTH JAMAarHOCTUYECKHUX OTYETOB MpHU
HCI0JIb30BAaHUHU TEXHOJIOTUU KUAKOCTHOU Ouoricuu. bynyiee npuMeHeHune )KUIKOCTHOM Ouorcuu B
MIEPCOHAIM3UPOBAHHON TE€paNUU.




2. Y4eOHO-TeMaTHYeCKHA IJIaH TUCIUIUIUHEI (B aKaJIeMUYECKHIX Yacax)

KonTakTHas pabora

CamocTt

dopmupyemble
o0yyaromuxcs ¢ oATeNb
KOMIIETEHLINH
npernojiaBaTeaeM Hast
3 0 Bcero | pabora, Hcnomnbs3yembl
2 o % 4acoB | BKJIIOYA e
i S}
HoMepa pase/io < = > Ha S Hto o0OpazoBaresb DopMbI
. — 2 ZE KOHTa | IOArOT | IO HbIE TEKYILICTO
JUCLUIUIMHBL (MOIYJEH) U 2 s S 2w
TeM = = 5 o S8 ~ | KTHY | OBKy K | yaco TEXHOJIOTWH, KOHTPOJIS
2 B o S5 & 5| 10 | oxsame | B N § ~ CrIOCOOBI M | YCTIEBAEMOCTH
2 = = SE5 & 6 S
= o a. 22 padot HY Q METOIBbI
°© S = § y (3auery 00y4eHHsT
g g5 c
) o=
= R = OLIEHKO
= b2 I71)
1 2 3 4 5 6 7 8 9 10 11 12 13 14
Mopyas 1. O6masn
reHeTuKa 18 18 9 27
1.1 MonexynsipHble OCHOBBI YK-1 IK-1
HACJIEICTBEHHOCTHA 6 6 3 9 VK-3 TIK-2 KC T C Ilp
I1K-3
1.2 [uromoruyeckue VK-1 IK-1
OCHOBBI HACJIEICTBEHHOCTH 6 6 3 9 YK-3 I1K-2 KC T C Ilp
I1K-3
1.3 I'ensl 1 npu3HAKY. YK-1 IK-1
N3menunBocTh 6 6 3 9 YK-3 [1K-2 MK KC T C Ilp
I1K-3
Mopnyas 2. ba3ossble
METObI MOJICKYJJISIPHOM
AUATHOCTHKH 3 21 24 12 36
HAaCJIeCTBEHHBIX
3a00/1eBaHMH
2.1 MeTtoapl SKCTpaKIMH 6 6 3 9 YK-1 I1K-1 MK T T C Ilp




HYKJIEHHOBBIX KHUCJIOT U3 YK-3 [1K-2

OMOJIOTMYECKOr0 MaTepuasa I1K-3

2.2 Metoabl YVK-1 IK-1

aMILTU(DUKAITAN 6 6 3 9 YK-3 I1K-2 MK T IIp

HYKJIEHHOBBIX KHUCJIOT I1K-3

2.3 Mertoapl anekTpodopesa YK-1 IK-1

HYKJIEHHOBBIX KHUCJIOT 9 12 6 18 YK-3 I[IK-2 | IBMK T Ip
I1K-3

Mopnyas 3. Metoabt

CeKBEHMPOBAHUS 24 30 15 45

HYKJIEHHOBBIX KHCJIOT B

J1a00pPaTOPHOIi TeHeTHKe

3.1 CexBeHupoBaHuUe MO VK-1 IK-1

CoHrepy. 5 6 3 9 YK-3 [K-2 JIB MK IIp
I1K-3

3.2 YK-1 IK-1

Bricokonpou3BoauTenbHOE 10 12 6 18 YK-3 [1K-2 JIB MK Ip

CEKBEHHUPOBAHHE. I1K-3

3.3 O6paboTKa 1 aHaTu3 IK-1

pe3yIbTaToOB 9 YVK-1 IK-2

CEKBEHHUPOBAHMUS C 12 6 18 YK-3 I1K-3 JIB KC Ip

IPUMECHECHUEM

KOMIBIOTEPHBIX MPOTPAMM.

Monayas 4. MeToabl

MOJIeKYJISIPHO-

reHeTu4YecKoi 23 24 12 36

AUATHOCTHKH B

OHKOIeHeTHKe

4.1 OCHOBBI OHKOT€HETHKHU YK-1 IK-1

6 6 3 9 YK-3 [1K-2 KC Ip

I1K-3

4.2 I'eneTnyeckas IK-1

nabopaTopHasi AMarHOCTHKA YR [K-2

6 6 3 9 YK-3 KC Ip
HaCJIEICTBEHHBIX TIK-3

OHKOJIOTHYCCKHX




3a00JyieBaHU
4.3 I'eneTnyeckas IK-1
YK-1
naboparopHas JUarHOCTHKA 6 6 3 9 VK-3 IK-2 KC T C Ip
MIPU CIIOPATUYECKUX I1K-3
OITYXOJISIX
4.4 MonexynspHas IK-1
JIMAarHOCTHUKA C YVK-1 IK-2
HCITOJIb30BaHUEM 5 5 1 6 YK-3 I1K-3 MK T T C Ilp
TEXHOJIOTHH KUJIKOCTHON
ouoricumn
VK-1 IIK-1
3ayer 1 1 2 3 YK-3 [IK-2 ITp 3C
IK-3
UTOoro 9 86 1 96 48 144

Oo6pa3oBare/ibHbIE TEXHOJOTHH, CTIOCOOBLI M METO/IbI 00YUYeHHUsI (C COKpaLIEHUIMH ): JIeKIusa-Buzyanusauus (JIB), macrep-knacc (MK), tpenunr (T),
pa36op kinuHuueckux ciydaen (KC).

®opMblI TeKyLIero KOHTPOJIA ycneBaeMocTH (¢ cokpameHusimu): T — rectupoBanue, C — cobeceioBaHMe 110 KOHTPOJIbHBIM Bompocam, [Ip — ouenka
OCBOCHMS MIPAKTUYECKUX HABBIKOB, 3C — pelIeHne CUTYallMOHHBIX 3a/1a4.



IV. ®oHa OlEHOYHBIX CPEICTB /IS KOHTPOJS YPOBHSI CHOPMHMPOBAHHOCTH KOMIIETEHIHIA
(Ipnao:xenne 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) nmonuMepu3anus MOJIEKYI
b) paznnuHas ckOpoCTh JBUKEHUS MOJIEKYJ
B) B3aumozeiicTBue Mex a1y aHTUT€HOM U aHTUTEIIOM
I') BenmmumHa 3apsia MOJIEKYIIbI Oenka
J1) konupoBaHue CHEU(PUUECKUX YIACTKOB MOJIEKYJIbl HYKJICMHOBON 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 aHTHKOAryJIIHT CJIEAYeT MCIOIb30BaTh MPHU MPOBEICHUU MOJIECKYIAPHO-TCHETHUCCKHUX
UCCIIEJOBaHUI?

1) okcanar HaTpus

2) UMTpAT HATPUS

3) remapun

4) DITA

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 KOHTPOJILHBIX BONPOCOB /IJIs1 cOOece10BAHMA:
1. OcobeHHOCTH TIPEAHAIUTUYECKOTO, AHAIMUTHUYECKOTO W TOCTAHATUTUYECKOTO DITaloB
MIPOBEJICHUS MOJIEKYISIPHO-TEHETUYECKUX UCCIIeIOBAaHUI.
2. TTpUHIATIEI MOJEKYISPHO-TEHETHICCKUX METOJIOB.

3. YcnoBus, OCHalleHWE U TEeXHUKAa O€30MacHOCTH TMpH TMPOBEIECHUH MOJIEKYISIPHO-
TEHETUYECKNX UCCIIEIOBAHNMN.

4. TlonuMepasHas LenHast peaklys. DTarnbl BHITOTHEHUS.

5. ®parmentrsiid ananu3 JJHK. UaTepripetanus pe3ynpraToB.

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

7. MeTtozp! onpeeneHus Nocae10BaTeIbHOCTH HYKJIEMHOBBIX KHCIIOT.

8. I1/IP®-ananu3, GepMeHTHI pECTPUKIIUH.

9. XpOMOCOMHBIN MHUKPOMATPHYHBIN aHAJIH3.

10. [Tpuniuns! u cnocoOwl cekBenupoBanus JIHK. CekBeHnpoBaHue HOBOIO IOKOJIEHUS.

11. I'emoMHas DJaKTHIIOCKOITHSA.

12. Merto/ibl BBISIBIEHUS] TOYKOBBIX MYTaIUH.



13. IIpsimeie u kocBeHHBIE MeTOAbI JIHK-mrarnoctuku.

14. Crparernn kapTUpOBaHUS T€HOB YEJI0BEKA U METO/IbI IIOJTHOTEHOMHOT'O CKPUHMHTA.

15. MonekynsipHO-T€eHEeTHUECKUE UCCIIEJOBAHUS B OHKOJIOTHH.

16. MonekynsipHO-TEeHETHYECKUE HUCCIEIOBAHUS B (JapMaKOTCHETHKE.

17. OcHOBHBIE KOMIIBIOTEPHBIE CPEICTBA BHU3yaJlM3allud W aHaIU3a HYKJICOTHIHBIX
IIOCJIEI0OBATEIbHOCTEM, II0Jy4aeMbIX B pe3yibrare cekBeHuposanus JJHK.

18. Ilpunmuner 3amucu MosekyisspHoro kapuwortuma (ISCN). TepMUHONOTHS W CHMBOJIBI
0003Ha4YEeHNsI aHOMAJIUH.

19. Crpykrypa 1 cBOWCTBA HYKIEHHOBBIX KHCIIOT.

20. IHK u e€ pynkun. I'ensl yemoBeka.

21. TaHIeMHbIE TOBTOPBI: MUKPOCATEIIINTHI, MUHUCATEIJIUTHI U CATEJUINTHI.

22. Bone3Hu 3KCHaHCUU TPHUHYKJICOTUIHBIX TIOBTOPOB.

23. XapaKTepUCTUKU TPAHCKPUIITOMA.

24. Perynauus 35KCHpPECCHU TE€HOB HA TPAHCKPUIIITMOHHOM U IMOCTTPAHCKPUIIIIMOHHOM YPOBHSIX.

25. TI'eHeTHyecKUi KO, €ro CBOMCTBA.

26. Perymauus sxcrnpeccuu TeHOB. Perynsnus ak THBHOCTH I'€HOB.

27. DnureHeruka. DnureHerndeckue Moaudukauuu. MccnenoBanue snureHoma.

28. CrtpykTypHO-(YHKIMOHAIBHASI OPTraHU3aLUs XPOMOCOM YeJIOBEKa.

29. Ilonsarue o kapuoture. Yuciao 1 Mophosiorus XpoMocoM.

30. MuTO03 ¥ KIETOUYHBIN [TUKI.

Kpurepun onenkn npu codéece0BaHMHU N0 KOHTPOJIBHBIM BOIIPOCAM:

OLIEHKa «3a4YTeHo» - OOydJarouuiics MOJHO M MPAaBHWIIBHO OTBEYAET Ha KOHTPOJIbHBIM
BOIMIPOC, 3HAET KJIACCH(PHUKAINK, MPHUBOAUT TNPHUMEPHI, OOBACHSIET MEXaHU3MBl pEaKIUi |
IIPOLIECCOB, HCIOJIb3YET CBEACHHS M3 OCHOBHOW M JOIOJIHUTEIBHOW JIMTEPATYpbl; IIPABUIBHO
OTBEYAET Ha JIOIOJIHUTEJIBHBIE BOIPOCHI;, JOIYCKAET HE3HAYMTENIBHBIC ITOIPEIIHOCTH, KOTOPBIE
CaMOCTOSITEJIBHO MCIIPABJISIET.

oueHka «He 3auTreHo» - oOyuarouuiicss JaeT HENpaBWIbHBI OTBET, OTBET HE Ha
IIOCTaBJICHHBIA BOIIPOC; HE NIPAaBUIIBHO OTBEYAET HA JOIIOJIHUTEIbHBIE BOIIPOCHI.

ITepeyeHb NpaKTHYECKHUX HABBIKOB:

1. IlpuroroButh oOpa3zen IUIa3Mbl KpPOBU Ui TOCJEIYIOIIETO BBIACIECHUS CBOOOJHO
uupkynupytromei Bueknerounoit JJHK. Ouenuts pe3ynbratsl.

2. Brrenuts cBoOomHO mupKynupyromyo BHekinerounyoo JIHK u3 mnasmsl kpoBu. OneHUTH

pe3ynbTar.

Boigenuts renomuyro JIHK u3 crabmnnsupoBanHoi KpoBu. OLIEHUTH pe3yibTar.

Beienutes renomuyto JIHK u3 o6pasna OykkanbHoro snutenus. OLeHUTb pe3ysbTarT.

5. Beigenuts renomnayo JJHK u3 o6pasna ¢pukcupoBanHoi GopMaTuHOM 3aIUTON B mapaduH
TKaHHU. OLICHUTH pEe3yJIbTaT.

6. Omnpenenuts KoHIlEHTpanuio aByxmernodeyno JHK duyopomerpudeckum MeToI0M.
OueHuTh U HHTEPIPETUPOBATH PE3YNIbTAT.

7. OmnpenenuTh KOHIEHTpaluio 1 kadectBo reHoMHol JIHK meronom xonnyectsennoi T1LIP.
OueHuTh U HHTEPIPETUPOBATH PE3YNIbTAT.

8. OmpenenuTh aKTUBUPOBaHHOE BpeMms pekanbnupukanuu 1miasmsel (ABP). Ouenuts u
MHTEPIPETUPOBATH PE3YNIbTAT.

9. BBINOJIHUTH MPOCTPAHCTBEHHYIO KaJTMOPOBKY reHeTHueckoro anammsaropa 3500 Genetic
Analyzer. OueHUTh ¥ HHTEPIIPETUPOBATH PE3YIIbTAT.

10. BhINONHUTH CHEKTPAIbHYI0 KaJIMOPOBKY TeHeThdeckoro anaiamzaropa 3500 Genetic
Analyzer. OueHUTh ¥ HHTEPIIPETUPOBATH PE3YIIbTAT.

11. Boeimonnute snexktpodopes JAHK B arapoznom rene. OueHUTh U HUHTEPIPETUPOBATH
pe3ynbTar.

12. OcymecTBUTh TIOCTaHOBKY MynbThILiekcHOW [II[P ¢ duryopecneHTHO MedeHBIMU

Hw



npariMepamu. OLEHUTh pe3ysbTar.

13. Bemonnute  ¢parmeHTHed  aHanm3  [ILP-mpoaykToB ~ METOOOM  KanmMJUIAPHOTO
anexkTpodopesa. OUeHUTb U UHTEPIIPETUPOBATH PE3YIIbTAT.

14. Beimonnute uccnenoBanue npenapara reHoMHodl JIHK wmerogom MynbTumiekcHou
aMIuUKanuu JIMrasHo cBs3aHHeIX 1poO6 (MLPA).  HMaTepnpetupoBaTh pe3yiabTaT
UCCIIEI0BAHMS.

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 HMHAEKCOB U BEPOSITHOCTH OHOJOTMYECKOTO OTIIOBCTBA C YUETOM
BO3MOXKHBIX MyTallMii €  HCIOJB30BAHMEM  CHELHMAIM3UPOBAHHOIO  IIPOrPAMMHOIO
obecnieueHus. OUEHUTHh U UHTEPIPETUPOBATH PE3YNbTaT.

19. BeIMONHUTH pacyeT HMHIACKCOB M BEPOSTHOCTH OMOJIOTHYECKOTO OTI[OBCTBA C Y4YETOM
BO3MOJKHBIX MOJIYAIIUX AJUIEIEH ¢ UCIOJIb30BAaHUEM CIIELIMAIU3UPOBAHHOTO TPOrPaAMMHOTO
oOecnieueHus. OUEHUTh U HHTEPIPETUPOBATH PE3YIbTAT.

20. BbIMONHUTE pacyeT MHJEKCa U BEPOSTHOCTH OJM3KOro NaTpuiimHeHoro pojacrsa. OLEeHNTh
Y UHTEPIPETUPOBATH PE3YJIBTAT.

Kputepuu onieHKH BbINOJIHEHHS] PAKTHYECKUX HABBIKOB:

OlICHKa «3auTeH0» - OOydJaroIuiics 3HACT MPUHIUI METOIWKH, 3Tanbl €€ BBINOJIHEHUS,
CaMOCTOSITEIFHO W TPAaBWJIBHO JIEMOHCTPUPYET MaHyalbHbIE HaBBIKM, paboOTy Ha
0011e1a00paTOPHOM U CHEIHUATBHOM O0OPYJIOBaHWUH, YYUTHIBACT U AHAIUZHPYET PE3yJIbTAThI
7a00paTOPHOTO HCCIIEIOBAHUS, MHTEPIPETUPYET PE3yIbTaThl JTAOOPAaTOPHOTO HCCIEIOBAHHMSA,
npejyiaraeT aJeKBaTHbIC TECTHI JUISI YTOYHEHHs JUarfo3a. MOKeT JOMyCTHUTh HEKOTOPhIE
HETOYHOCTH (MaJIOCYIIECTBCHHBIE OITMOKH ), KOTOPBIE CAMOCTOSTEIIEHO OOHAPYKHUBAET U OBICTPO
UCTIPaBJISCT.

ounenka «He 3aureHo» - oOywaromuicss HE 3HAET NUPHUHIUI METOAWKH, JTambl e
BBIIOJIHEHUS; HE MOXKET CaMOCTOSATENIbHO M TPaBWJIBHO  BBINOJIHUTH paboTy Ha
o011en1adopaTOpHOM U CIIEIMAIbHOM OOOpPYNIOBAaHWHU, YUYECTh M aHAIM3UPOBATH PE3YNbTATHI
71a00paTOPHOTO UCCIEIOBaHMs, MHTEPIPETUPOBATh PE3YNIbTAThl Ja0OPATOPHOTO UCCIETOBAHMS,
NPEUIOKUTH aJIeKBAaTHBIE TECTHI JUIsl YTOUHEHHUS TuarHo3a JmOO jaenaer rpyOble OIMOKU Ha
yKa3aHHBIX BBIIIE 3Tanax JJabopaTOpHOIro UCCIeI0OBAHHUS.

2. OueHoYHbIe CpeACTBA /ISl MPOMEKYTOYHOW aTTECTAUMM IO HMTOraM OCBOEHHs
AUCHUILIMHBI (324€T)

[IpomexxyrouHas arrectanyst o AUCHUIUIMHE «MOJEKYIIpHO-TeHETUYECKUE UCCIIEIOBAHUS
B KJIMHUYECKOH J1a0OpaTOPHOM JMAarHOCTHKE» IMPOBOAUTCA B (OpMe 3auera, BKIIOYAIOIIETO JBa
JTamna: MpoBepKa OCBOSHUS ITPAKTUYECKUX HABBIKOB M COOECEJOBAHUE IO CUTYalIMOHHBIM 3a/1auaM.

Ilepeyenb NpakTHYeCKUX HABBIKOB:

1. Ilepeuncnuts Mmeronsl BeigeneHus JHK wu3 pasnuyHoro Ouonormyeckoro marepuana.
BemonuuTte mpoueaypy mo BblOOpy mnpenonaBarens. OIEHUTb U HHTEPIPETHPOBATH
pe3ynbTar.

2. Ilepeunciuts Metonsl BbiaeneHns PHK #3 pasmudHOro OHMONOTMYECKOro MaTrepuana.
Bremonaute mponenypy mo BbiOopy mnpenogaBarens. OUEHHTh W HUHTEPIPETUPOBATH
pe3yJIbTarT.

3. IlepeuncnuTh BapuaHThI MOJMMEPA3HON IeMHOM peakuuu. Beimomuute nocranosky ILIP mo
BbIOOpY npernonaasarens. OLEeHUTh U UHTEPIPETUPOBATH PE3YJIbTAT.



4. Tlepeuucnuth 3tanbl cekBeHupoBanus [IHK mo Canrepy. BeimomHuTe 3Tam mporeaypsl 1o
BbIOOpY npenofaBaTens. OLEeHUTh U HHTEPIPETUPOBATH PE3yIbTar.

5. IlepeuncnuTy MOJEKYISAPHO-TEHETUYECKUE TECThl, HH(POpPMATHUBHbIC [JIs  BBISBICHUS
TCPMUHAIBHBIX TOYKOBBIX MYTaLII/If/'I. BrimmonHuTh TECT OIIPCACIICHUA ITOKA3aTeCJIA 10 BbI60py
npenogasatens. OLEHUTb U UHTEPIIPETUPOBATH PE3YJIbTAT.

6. Hepe‘-H/IC.HI/ITB MOJICKYJISIPHO-TCHCTUUCCKHUE  TCCThI, I/IH(i)OpMaTI/IBHLIe IJIs1  BBIABJICHUSA
COMATUYECKUX TOYKOBBIX MYyTallMii. BBIMONHUTE TecT ompeneneHus mokaszaTelis Mo BbIOOpY
npenoaaBaTeiIAi. OLIGHI/ITB " UHTCPHIPCTUPOBATL PE3YJILTAT.

7. IlepeyncnuTh MOJEKYISAPHO-TEHETUYECKUE TECThl, WH(GOPMATUBHbIE i1 JAUATHOCTUKH
aHGYHJIOI/II[I/If/'I Yy HOpCUMIINIAHTAIUOHHBIX 3M6pI/IOHOB. Broimmonaute TectT OIIpCACIICHUA
nokasaress 1o BeIOopy npenojaBatesns. OUeHUTh U UHTEPIPETUPOBATH PE3YIbTaT.

8. IlepeuncnuTh BapHaHTHl IIOJHOTEHOMHOW aMIUTM(UKALWMU. BBIMOMIHUTE TpoUEaypy IO
BbIOOpY npernoaaBaress. OLEHUTh U UHTEPIPETUPOBATH PE3YJIbTAT.

9. IlepeuncnuTh METOIBI AIEKTPOGOpe3a HYKICHHOBBIX KHUCIOT. BBHIMONIHUTH mpoueaypy o
BbIOOpY npernoaaBarens. OLEeHUTh U UHTEPIIPETUPOBATH PE3YJIbTAT.

10.  IlepeuucnuTh METOABI TEHETUYECKOTO YCTAHOBIICHUS OHOJIOTUYECKOTO POICTBA.
BrimonHuTh TecT ompeaencHUs TMoKaszaTens Mo BbiOOpy mnpernoaaBarens. OLEHUTH U
WHTEPIPETUPOBATH PE3YIIHTAT.

Kputepuu onieHKH BbINOJIHEHHS] PAKTHYECKUX HABBIKOB:

OlICHKa «3auTeH0» - OOydJaroIuiicsd 3HACT MPUHLHUII METOAUKH, 3Talbl €€ BBINOJIHECHUS,
CaMOCTOSITEIFHO W TPAaBWJIBHO JEMOHCTPUPYET MaHyalbHblE HAaBBIKM, paboOTy Ha
0011e1a00paTOPHOM M CHEHUATBHOM O0OPYAOBAaHUM, YYUTHIBACT U aHAIU3UPYET PE3yJIbTaThl
7a00paTOPHOTO HCCIEIOBAHUS, MHTEPIPETUPYET PE3yJbTaThl JTAOOPAaTOPHOTO HCCIICAOBAHUS,
npejyiaraeT aJeKBaTHbIC TECTHI JUISI YTOYHEHHs JUarfo3a. MOKeT JOMyCTHUTh HEKOTOphIC
HETOYHOCTH (MaJIOCYIIECTBECHHBIE OITMOKH ), KOTOPBIE CAMOCTOSTEIIEHO OOHAPYKHUBAET U OBICTPO
UCTIPaBJISCT.

oueHka «He 3aureHo» - oOyyaromuiics HE 3HAET NPUHIMII METOIWKH, OTambl e€
BBIIOJIHCHHUS; HE MOXXET CaMOCTOSTENIbHO M MPAaBWIBLHO  BBINOJIHUTH paboOTy Ha
o0m1enadopaTOpHOM M CHEUAIBHOM O0OPYJOBaHHMM, YYECTb M AHAJIU3UPOBATH PE3YIbTAThI
71a00paTOPHOTO UCCIEI0BaHMs, MHTEPIPETUPOBATH PE3YNIbTAThl Ja00PATOPHOTO UCCIIETO0BaAHMS,
NPEUIOKUTh aJeKBAaTHBIE TECTHI JUIsl YTOYHEHHUS TUarHo3a JmOO jaenaeT rpyOble OIMOKU Ha
yKa3aHHBIX BbIIIE 3Tanax JJabopaToOpHOIro UCCIeI0BAHHUS.

IIpuMepsl CUTYaMOHHBIX 3a/1a4:

3agaua Ne 1

Kenmunua 31 rox, 6epemeHHocTh 12-13 Henenb, U3 aHaMHE3a — XPOMOCOMHBIE aHOMAJTUHU
y ioza. BeimosiHeHa Ouomicust BOPCUH XOpHOHA. Pe3ynbTaThl MOJIEKYISPHO-ITUTOT€HETUUECKOTO
UCCIIeIOBaHUSI (XpOMOCOMHBI MUKPOMATPUYHBIIN aHaTN3 IPEHATATbHBIN):

Monekynsapusiii kapuotu: arrfGRCh37] (4p16.3p15.1)x3,(5p15.33p14.1)x1

Ilox mnona: sxeHcKkui

Bonpocsr:

1.Ouenure pe3ynabTaThl J1a00OpPaTOPHBIX HcchenoBaHUM. Il KakMX MaTOJOrMYECKUX COCTOSIHUH
XapaKTepHbI yKa3aHHBIC BBIIIE KIMHHYECKHUE TPU3HAKA U JTabopaTopHble mokazarenu? Kako
MEXaHHU3M X BOSHUKHOBEHUsI?

2.Kakme mabopaTopHbBIE HCCIEIOBAaHUS CJIEAyeT PEKOMEHAOBAaTh IIPOBECTH C  IEJBIO
NOATBEPKICHUS AUarHos3a?

ITaNOHbI 0TBETOB HA CUTYallHOHHYI0 3a1a4y Ne 1



1

Wmeercst mymivKamms y4acTka KOPOTKOTO Ijieda 4 XpOMOCOMBI, 3aXBaThIBAIOIIAs PETHOHBI
4p16.3-p15.1. B 0aze mannbix Orphanet oOHapyxeHHas IYIUIMKALUs OMpEACICHAa Kak
npuunHa 4p16.3 microduplication syndrome (ORPHA: 96027). Umeercs nenenusi ydactka
KOpPOTKOTO  IUieda 5  XpOMOCOMBI,  3axBaThiBaromias — peruonHsl  5p15.33-pl4.1.
MUKpOAENeIMOHHbBIE W MHUKPOIYIUIMKAIIMOHHBIE  CHHAPOMBI,  aCCOIIMUPOBAaHHBIE €
nucbamancom (OMIM): Cri-du-chat syndrome (OMIM: 123450). YuurtbiBas codeTaHue
TEPMUHAILHOW IYIUIMKAIIMA YYaCcTKa KOPOTKOTO Iuieda 4 XPOMOCOMBI M TEPMHUHAIBHOU
JeNIEIMM  y4acTKa KOPOTKOTO Iieda 5 XPOMOCOMBI y IUIOJIa C BBICOKOW BEPOSITHOCTBHIO
uMeeTcsl HecOallaHCHPOBAaHHAS TPAHCIIOKAIINS MEKIY YKa3aHHBIMUA XPOMOCOMAaMH.

. C LOCJIBKO MOATBCPKACHUA OUArHo3a U ONPCACIICHUA IMPOrHo3a A ACTOPOXIACHUA CICAYCT

pexomenoBath mnpoBect FISH-uccrnegoBanme ¢ cyOrenomMepHbIMH 30HIAMH Ha 4 U 5
XPOMOCOMBI CYIIPYTaM.

3amaua Ne 2

B nabopatoputo Ui NpOBEAECHUS MOJEKYJISIPHOrO KapUOTHUIHPOBAHUS MOCTYIHIN

npoaykTsl 3adatus. [lanmentka N., 29 mer. Jluarno3: Hepa3BUBAromascs OEpeMEHHOCTH 7-8

HEACIIb. BepeMCHHOCTI) HacTynujia €CTCCTBCHHBIM ITYTCM. HpI/I IMPOBCACHUHN IMOJIHOI'CHOMHOT'O

CCKBCHHUPOBAHHA C HU3KOM FJIY6I/IHOI7I IMPpOYTCHUA TIIOJYUYCH PE3YyJIbTarT, COOTBGTCTBYIOH_II/Iﬁ

HOPMAJIbHOMY KCHCKOMY KapUOTHUITY.

Bonpocer:

1.

MosxeT PE3yiibTaT CCKBCHUPOBAHUS OBITH J'IO)KHOOTpI/II_IaTGJ'IBHBIM? Hepe‘II/ICHI/ITC BO3MOKHBIC
IMPUYUHBI JIO)KHOOTPpHIATCIIBHOI'O pe3yiibTara MOJICKYJIAPHOI'O KapuOTUITUPOBAHUA
TCHCTUYICCKOI'O Marcepuralia MpoAyKTOB 3a4aTsd MCTOAOM NGS.

. Kakme nonomauTenpHEIC MOJICKYJAPHO-TCHCTUYCCKUC UCCIICAOBAHUA CIICAYCT IPOBCCTU C LICIIBIO

HCKIIIOYUCHUA JIOKKHOOTPULIATCIIBHOI'O peBy.]'ILTaTa?

ITa0HbI OTBETOB HA CHTYallMOHHYIO 3a1a4y Ne 2

1.

Bo3MOXHBIE PUYKHBI JIOKHOOTPULIATEIBHOIO PE3YJbTaTa MCCIEIO0BAaHUS MPOAYKTOB 3a4aTus
MeronoM NGS:

- KOHTAMHUHALWs MaTEPUHCKUM IT'€HETHYECKUM MaTEpPHAIIOM;

- Tpurioniusg 69, XXX

- MOHOCTIEPMAaJIbHBIHN MOJHBIA My3bIpHBINA 3aH0C (46,XX)

. I[OHOJ'IHI/ITCJ'ILHO HCO6XO,Z[I/IMO MPOBECTU HUCCIICAOBAHUC IIpCliapaTa I[HK, BBIACICHHON U3

MarepHalia MpOJyKTOB 3auaTHsi, METOJIOM KOJIM4YeCTBeHHOH QuiyopecueHtHoil 1P (manens
BBICOKOTIOIMMOPGHBIX ayTocoMHBIX STR-mapkepoB n X-STR mapkepos). MccnenoBanne Tex
ke MapkepoB HeoOxonumo BeimodHuUTh U it JJHK Ouonormueckux pomuteneit. B cimydae
BBIPQKCHHONW KOHTaMUHAIlMM MATEPUHCKUM T'€HETHUYECKHM MaTepHalioM MPOAYKTOB 3a4aTHsl
Bce amwtenn JHK-npoduns marepu Oyayr mpucyrctBoBath B JIHK-mpodune npoaykros
3ayaThs, ajUIeM OTI[OBCKOTO IPOUCXOKJICHHUS MOTYT HE JETEKTUPOBAThCs, JIMOO OyayT
BU3YaAJIU3UPOBATHCS Ha 3JEKTpodoperpaMme B BHJE MUHOPHBIX NMUKOB. Ilpu Tpumionaun
69,XXX B 4acTu JOKYCOB OY/JyT BBISBISATHCS 3 ajuleisi BMECTO JIBYX; B YAaCTH JIOKYCOB OyJeT
HaOroAaThCs ArcOallaHC 1o MJIONIAAM U BBICOTE JBYX MHUKOB ajuienel (B cooTHomeHuu 2:1),
nyrem cpaBHeHus ¢ JJHK-npodunsvmu 6nonornueckux poauTeneid MOKHO Oy/ieT YCTaHOBUTD
POJUTENBCKOE MPOUCXOXKIEHHE TPEThEro ramiougHoro Habopa xpomocoM. [Ipu monHom
My3bIPHOM 3aHOCE BO BCEX JIOKyCax OyAeT OMpeNessiTbCs JHUIIb OJWUH MUK (TOMO3UTOTA),



MaTepUHCKHE ajuienau OyayT orcyrcrBoBath B JJHK-npoduie npoaykToB 3auatusi, HOCKOIbKY
aenu JIHK-mpoduns npoaykroB 3adatuss OyayT HMETh HMCKIIOYHTEIBHO OTILIOBCKOE
IIPOUCXOXKICHHUE.

KpnTepnn OIICHKH coﬁeceHOBaHm{ Mo CUTYAallUOHHBIM 3aJlavdaM:

OLICHKAa «3auteHo» - 06y‘121IOH.IPII>iC?I IIOJIHO W IIPpaBUJIBHO OTBCYACT Ha BOIIPOCHI
CHTyaHHOHHOﬁ 3aJa4u, 00BSICHIET MEXaHU3MBI MponecCoB u peaKum”I, HCIIOJIB3YCT CBCACHUA U3
OCHOBHOH H I[OHOJ'IHHTGJ'II)HOﬁ JIMTEPATYPhI; IPAaBUJIBHO OTBEYACT HA JOIIOJIHHUTCIBHBIC BOIIPOCHI;
A0IMYCKACT HE3HAYHUTCIIbHBIC ITOIPCITHOCTU, KOTOPBIC CAMOCTOATCIbHO UCITPABJIACT.

OLICHKAa «He 3aureno» - 06y‘121IOH.IPII>iC?I JacT HeraBI/IJ'IBHHﬁ OTBET Ha BOIIPOCHI
CHTyaHHOHHOﬁ 3aa4yv, OTBCT HC Ha IIOCTABJICHHBIC BOIIPOCHI; HC IMPABUJIBHO OTBCYACT HaA
JOIMOJIHUTECIIbHBIC BOITPOCHI.

Kpurepun BbicTaB/IeHUS UTOTOBOM OllEHKM:

Ilo pe3yiibTaTaM JBYX 3JTallOB HpOMG)KyTO‘IHOfI aTTeCTallii BBICTABIACTCA HNTOIOBasd
oueHka. IlomyueHne HEYHAOBIETBOPUTEILHOM OLEHKM Ha JIOOOM JTare MPOMEXYTOYHON
aTTECTAllUN PACLICHUBAETCS KaK HEYIOBICTBOPUTEIIBHBIN PE3yibTaT IPOMEKYTOYHON aTTECTALINH.
B caywae cmaum oOoumx »dTamoB 3adera (MpoOBEpKa OCBOCHHS MPAKTUYECKHMX HABBIKOB U
coOeceIOBaHME 0 CHTYAIIMOHHBIM 33[a4aM) C OLIEHKOH «3a4TEHO» BBICTABIISICTCS UTOTOBAs OICHKA
«3aUTEHO.

V. YueGHO-MeToAMYecKoe H HH(OPMAIIMOHHOE 00ecnedeHNe TN CIIUTLTHHbI

1. IlepeyeHb OCHOBHOW M IOMOJTHUTEIbHOMH y4eOHOM JIMTEPaTypPbl, HEOOXOMMOM /IJIs1 OCBOEHUS
AUCHUTIMHBI:

a) OcHoBHas1 IuTEpaTypa:

1. Kiunuyeckas naGopaTopHasi AMArHOCTHUKA : HAIIMOHAIBHOE PYKOBOJACTBO. B 2-x Tomax. T. 1/
pen. B. B. Jlonros, B. B. MensmukoB. — Mocksa : [D0OTAP-Meaua, 2013. — 923 c. : tabm. -
[Tpeam. ykas.: c. 918-923. — (HauuonaneHble pykoBojacTBa). - ISBN 978-5-9704-2467-4. -
Tekcr : HenmocpeACTBEHHBIM.

2. Knunuueckas nabopaTopHasi TMarHOCTHKA : HAallMOHAIbHOE PYKOBOACTBO. B 2-x Tomax. T. 2
/ pen. B. B. Jlonros, B. B. MensimukoB. — Mocksa : [DOTAP-Menua, 2013. — 805 c. : Tabu1.,
puc. - [Ipeam. ykas.: c. 801-805. - bubnuorp. B koHiie riaB. — (HanmoHansHble pyKOBOJICTBA).
- ISBN 978-5-9704-2468-1. - Tekct : HEMOCPEICTBEHHBIH.

3. HacnenctBennble Oone3Hu: HalMoHaIbHOE pykoBoAcTBO / oxa pen. H.IT. boukosa, E.K. I'unrepa,
B.IL Ily3eipeBa. — M.: I'DOTAP-Menua, 2013. — 936 c. - ISBN 978-5-9704-2469-8. — Tekcr:
HETIOCPEICTBEHHBIN.

DJIEKTPOHHBIE pecypchl:

1. Kiununyeckas naboparopHas nuarfoctuka. B 2 tomax. Tom 1: HanmoHaabHOE PyKOBOJCTBO
/ Tlom pen. B.B. J[Jomroa - M.: TIDOTAP-Memma, 2012. - URL:
https://www.rosmedlib.ru/book/ISBN9785970421291.html (nara oOpamenus: 20.05.2024).
— TekerT: 2NeKTPOHHBIH.

2. Kiununueckas aboparopHast AuarHoctrka. B 2 tomax. Tom 2: HallMOHAIBHOE PYKOBOJCTBO
/ Tox pen. B.B. Jomrosa - M.: 'D0TAP-Menua, 2012. - (Cepus "HauumonanbHble
pykoBozactBa"). - URL: https://www.rosmedlib.ru/book/ISBN9785970421314.html (mata
obpamienus: 20.05.2024). — TekcT: 37EKTPOHHBIHA.

0) JlonmosiHuTEILHAS JIMTEPATYypa:


http://192.168.16.5/OpacUnicode/index.php?url=/auteurs/view/6185/source:default
http://192.168.16.5/OpacUnicode/index.php?url=/auteurs/view/10921/source:default
http://192.168.16.5/OpacUnicode/index.php?url=/auteurs/view/6185/source:default
http://192.168.16.5/OpacUnicode/index.php?url=/auteurs/view/10921/source:default

1. JIxonc K. JI. Hacnencreennsie cunapomsl 1o J[puay Cmuty. Atnac-cripaBoynuk. Ilep. ¢ aHroL.
— M., «Ipaktuka», 2011. 1024 c. — ISBN 978-5-89816-086-9, 0-7216-0615-6. — Tekcr:
HEMOCPEICTBEHHBIM.

2. KamprmmaukoB B.C. Hopma B naGopatopnoii Memunuue [Tekcr]: crnpaBounuk / B.C.
KampriankoB. — Mocksa: ME/Inpecc-Uudopm, 2014. — 336 c. - ISBN 978-5-98322-
992-1. - TekcT : HEMOCPECTBEHHBIH.

3. Kumkyn, A. A. Knuanueckas nabopaTopHasi IMarHocTUKa : yueObHoe mocobue / A. A.
Kumkyn. — Mockga : [DOTAP-Menua, 2019. — 996 c. : puc., Tabin. - bubmmorp.: c. 985-
990. - ISBN 978-5-9704-4830-4. - Tekct : HEenmoCpeACTBCHHBIN.

4. KosaneB B.B. 'eHeTrueckne acneKkThl HEBBIHAIIMBAHUS OCPEMEHHOCTH: ydeOHOe mocooue /
B.B. Kopanes, E.B. Kynpsisiies a, HM. Mwunsiea, 1.B. JlaBpentseBa. — ExarepunOypr:
YI'MYV, 2022. — 104 c. —-978-5-89895-985-2. — TekcT: HerTOCPEACTBECHHBIH.

5. Kosnoa CM., JlemukoBa H.C. HacnencrtBeHHbIE CHHAPOMBI U MEIUKO-TEHETUYECKOE
KOHCYJIbTUpOBaHUE: ATiac-cripaBouHuk. M.: T-Bo Hayunbix m3nanuii KMK, 2007. — 448 c. —
ISBN 978-5-87317-387-7. — Tekcr: HEMOCPEICTBEHHBIN.

6. OOMeH HyKJIEMHOBBIX KUCIOT: YueOHoe rmocooue st By30B / @.K. AmmmoBsa, T.A. HeBzopoBa;
nox pex. T.A. Heszoposoii. — Kazanb: KI'Y, 2009. — 62 c. — Tekct: HenocpeacTBEeHHBIH.

7. Tlaccapr 3. Harmsaanas renetuka / O. [laccapr; nep. ¢ aHMMICKOro Mo pefl. 1-pa OHoll. HayK
J.B. PebpukoBa. — 2-¢ m3n. — M. : Jlaboparopus 3nanmii, 2020. — 508 c. — ISBN 978-5-
93208-309-3. — TekcT: HenmoCPeICTBEHHBIH.

DJIeKTPOHHBIE PecypcChI:

1. KiuHuyeckue peKOMEHIAaUWK 10 JabopatopHoit  memunuHe /[ Acconumarus
CIICLMATIMCTOB M OpraHu3aiuii jadopaTopHOM ciyxO0b1l «Denepamus 1adopaTOpHOU
MEIUITUHEDY [Odwur. cair]. — URL:
http://www.fedlab.ru/minzdrav/prof_com/klinicheskie-rekomendatsii-profilnoy-komissii
(mara obpamienus: 20.05.2024). — TekcT: 3JEKTPOHHBIIA.

2. IlepeyeHb y4eOHO-METOAMYECKOIO oO0ecledeHUsl VISl  CAMOCTOSITEILHOM — PadoThI
00yYaIOIIUXCS MO TUCHUTLIMHE
1. Menununckas nabopaTopHas AMAarHOCTHKA: MPOrpaMMbl M aIrOPUTMBI / TOJ pen.
AN. Kapnumenko - M.: I'DOTAP-Menua, 2014. — URL:
http://www.rosmedlib.ru/book/ISBN9785970429587.html (mata oOparieHus:
20.05.2024). — TekcT: 3IeKTPOHHBII.

2. Xawtos, P. M. UMMyHOTeHOMUKA U T€HOJMAarHOCTHKA YenoBeka / P. M. Xawnros, JI.
I1. Anexcees, /1. }O. Tpodumos - Mocksa : IDOTAP-Menua, 2017. - 256 c. - ISBN

978-5-9704-4139-8. - Texkcr : AIIEKTPOHHBIN // URL
https://www.rosmedlib.ru/book/ISBN9785970441398 . html ~ (mara  oOpameHus:
20.05.2024).

3. [Ilepeyenbr pecypcoB HHGPOPMANMOHHO-TEJIEKOMMYHHMKAIIMOHHOH ceTtH «HHTepHeT»,
HE00XOAUMBIX /1151 0CBOCHHS IMCIHMILIMHBI
IIpogeccnonaibublie 0a3bl JAHHBIX, HHPOPMALMOHHBIE CIIPABOYHbIE CUCTEMBbI U 3JIEKTPOHHbIE
o0pa3oBaTe/IbHbIC PeCypPChI:
ONeKTpOHHbIM  cnpaBoyHMK  «MHpoOpMuO»  nans  BbICHIMX  Y4eOHBIX  3aBEICHHI
(www.informio.ru);
ONeKTpOHHbIM  OuOnuoTeyHsld  aboHemeHT lleHTpanbHOW  HayyHOM  MEAMIIMHCKON
6ubmuorexku IlepBoro MoCKOBCKOTO rocyJapCTBEHHOIO MEIUIIMHCKOTO YHHBEPCHUTETA UM.
N.M. Ceuenosa // http://www.emll.ru/newlib/;


http://192.168.16.5/OpacUnicode/index.php?url=/auteurs/view/23008/source:default
http://192.168.16.5/OpacUnicode/index.php?url=/auteurs/view/23008/source:default
http://192.168.16.5/OpacUnicode/index.php?url=/auteurs/view/23008/source:default
http://www.fedlab.ru/minzdrav/prof_com/klinicheskie-rekomendatsii-profilnoy-komissii
http://www.rosmedlib.ru/book/ISBN9785970429587.html
http://www.emll.ru/newlib/

HNudopmanmonno-nouckosas 6aza Medline (http://www.ncbi.nlm.nin.gov/pubmed);
basza nanubix «Poccuiickas memuituaa» (http://www.scsml.rssi.ru/)

Odunmanpaplii  caiiT MuHHCTEpcTBa 3ApaBooXpaHeHus Poccuiickort ®Denepaunu  //
https://minzdrav.gov.ru/;

Poccuiickoe oOpazoBanue. denepanbHplii 00pa3oBaTeNbHbI mopTant. //http://www.edu.ru/;
Knuanyeckue pekomennanuu: http://cr.rosminzdrav.ru/;

DJeKTpOHHBIH 00pa3oBaTenbHbIil pecypc Web-menumuna (http://webmed.irkutsk.ru/);
Acconpanys CIEUMAIMCTOB M OpraHu3anuii  JabopaTtopHod ciayxkObl  «Denepanus
naboparoproit meaunuusDy (http://www.fedlab.ru);

Peructp  reHermyeckumx  TectroB u  Jabopatopuit  Genetic  Testing  Registry
(http://www.ncbi.nlm.nih.gov/gtr);

baza nmaHHBIX O TreHax dYeloBeKa M TeHeTwueckux 3abosieBanusx Online Mendelian
Inheritance in Man (OMIM) (http://www.ncbi.nlm.nih.gov/omim).

baza nanHbIxX 0 KopoTkux reHeTrueckux Bapuarpsx doSNP (https://ncbi.nlm.nih.gov/snp/)
baza fgaHHBIX O KIMHUYECKH 3HAYMMbIX reHeTHueckux  Bapuantax  ClinVar
(https://www.ncbi.nlm.nih.gov/clinvar/)

baza mammeix mo ¢apmakorenomuke Pharmacogenomics Knowledge Base (PharmGKB)
(https://www.pharmgkb.org/)

baza maHHBIX O MOJEKYJSPHBIX OMOMapkepax OHKoOJOrHueckux 3abosieBanuit My Cancer
Genome (https://www.mycancergenome.org/)

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

4. IlepeyeHbr HHGPOPMALMOHHBIX TEXHOJOTHH, MCIOJb3yeMbIX INPH OCYLIECTBJEHUH
o0pa3oBaTe/IbHOI0 Ipouecca IO JAUCHHUILVIMHE, BKJIIOYas IepedeHb MPOrPaMMHOIO
o0ecrneyeHUs1 M HHPOPMALMOHHBIX CIIPABOYHBIX CHCTEM

4.1. IlepeyeHb JINLIEH3MOHHOIO POTPAMMHOI0 00ecreYeHHs :

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 Menunuackas nHgopmarmonnas cuctema K-MUC

4 TIporpammHoOe obecrieueHue iisi TecTupoBanus odoydaromuxcs SUNRAV TestOfficePro

5. IlporpammHoe obecnieuenne «Cpena 31neKTpoHHoro ooydyenus 3KLy»

6. KomnprotepHast mporpamma Jijisi CTaTUCTUYECKONW 00paboTku qaHHbIX SPSS

7. OkcnepTHas cucteMa oOHapy>KeHHsI TEKCTOBBIX 3aMMCTBOBaHUI Ha 6ase

HCKYCCTBEHHOT'O MHTeIIeKTa «PyKOHTEKCT»

8. CripaBouHo-11paBoBast cucreMa Koncynprant I1ntoc

4.2. IlepeyeHb 2JIeKTPOHHO-0n01MOTeYHbIX cucTeM (IBC):
1. DnekTpoHHO-OMbIMOTeYHAs cucTeMa «KoHcynbranT crynenta» (Www.studmedlib.ru);
2. CnpaBouHo-uHpopmannonHas cucrema MedBaseGeotar (mbasegeotar.ru)
3. DnexkrponHnas oubmuoreunas cucrema «elibrary» (https://www.elibrary.ru/)
4. DnexTponHas oubimoreynas cucrema PubMed (https://pubmed.ncbi.nlm.nih.gov/)

5. MeToauyeckne yKazaHus il 00yYAOIIUXCS 110 OCBOCHHIO TUCIHUIIMHBI

eos.tvgmu.ru / xagenpa 6MOXUMHUH C KYpCOM KIMHUYECKON JTaOOpaTOPHOM JHMAarHOCTHKH
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/ opauHaTypa TO KIMHUYECKOW JabopaTtopHOi auarHoctuke / 4 cemectp / Marepuanbl ais
CaMOCTOSITENIbHOW  pa0bOThl OPJMHATOPOB 10 JUCHHUIUIMHE MO BbIOOpY "MoJekymspHo-
TCHETUYECKUE MCCIICIOBAHUS B KIIMHUYECKOH 1Ta00paTOPHOUM THarHocTuke".

VI. Onucanue MAaTepHaJIbHO-TEeXHHYECKOi 0a3ml, Heo0X0oIMMOo IS
oCylecTBJIeHHs 00Pa30BaTEILHOIO MpoLecca Mo AUCHUILINHE
[Tpunoxenue Ne 2.

VIl. HayuHo-uccieaoBaTe/ibckas padora

W3ydenne croeruanbHON JTEpaTyphl M JPYrod Hay4dHO-TEXHUYECKOW HH(POpMalUyd O
JOCTHXKEHHSIX COBPEMEHHOM 0TEUECTBEHHOM U 3apy0eHOM HAYKHU U TEXHUKH; YUacTHE B IPOBEICHUH
HAYYHBIX WCCIICMIOBAaHUI WM BBIIOJHEHUM TEXHUYECKUX pPa3pabOTOK; OCYIIECTBICHUE cOopa,
00pa0OTKH, aHAIM3a U CHCTEeMaTH3allui Hay4YHO-TEXHHMYECKOW MH(OpMALMK 10 TeME; COCTaBJICHHE
oryéra (pazzmena oTyéra) 1Mo Teme Wi e€ pasfely; MOJrOTOBKA M BBICTYIUIEHHE C JIOKJIAJIOM Ha
KOH()EpEHIINH; TTO/IT'OTOBKA K MYOJIMKAIU CTaThbH, TE3HUCOB.

VIlI. Ceenenusi 06 00HOBIEHHH Padoyeii MPOrpaMMbl AU CITATTHHBI
[pencrasnens! B [punoxennu 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, ONPeAeIsiTh BO3MOKHOCTH M
crnoco0bl MPUMEHEHHMs [JOCTHKEHHMH B 00JacTH MeAUIUHbBI M (dapManuu B
npogeccunoHAIbHOM KOHTEKCTe

1) TunoBble 3a1aHuS J1JI51 OLIECHUBAHUS Pe3YJbTATOB C(POPMUPOBAHHOCTH KOMIIETEHIIMH HA
ypoBHe «3HaTh» (BOCIPOU3BOAUTH M OOBSCHITH YU4eOHBIH MaTepuan ¢ TPeOyeMoil CTEIeHbIO
HAYYHON TOYHOCTH U MOJHOTHI):

Hucmpyxkyua. BoldepuTte 0MH NPAaBUWJIbHBIIA OTBET

1. Uto sydrie Bcero 0ObSCHSET, TOYEMY MBIIICYHBIC KIIETKU OTIIMYAOTCS OT KIJICTOK KPOBHU?

1) MyTanus mporuCXOUT BO BPEMsI PA3BUTHSI MBIIICYHBIX KJIETOK, HO HE B KJIETKaX KPOBU

2) HEKOTOpBIC KJIETKH KPOBU MOTYT ObITh MYJIbTHIIOTCHTHBIMHU

3) MBIIICYHBIC KJICTKH HCIIBITHIBAIOT PA3JIMYHBIC BO3JICHCTBUS OKPYKAIOIMIEH CPeIbl, 9YeM KIICTKH
KpPOBHU

4) B MBIIIICYHBIX KJIETKAX U KJICTKaX KPOBU aKTUBUPYIOTCS pa3HbIC TPAHCKPUIIITHOHHEIC
(bakTopsI

OrainoH oTeta — 4

2. K meronam kocBerno# JIHK-nmaranoctTuku oTHOCHTCS

1) cekBenupopanue JJHK

2) anekrpodopes

3) aHaIM3 MUKPOCATEIUIUTHOTO MOJIUMOphU3Ma

4) MeToJ1 OIHOHUTEBOTO KOH()OPMALIMOHHOTO MToJIMMOpdhu3ma

DTajoH OTBETA — 3

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

2) MEeXTyHApOIHOM

3) opraHM30BaHHON KOHKPETHOM (prupMOit

4) pernoHajbHOMI

5) mo06oi U3 MepeuncIeHHbIX

DrtanoH orBeTra — 5

4. OcHoBHas pyHKLHUS pUuOOCOM:
1) cunres JHK

2) cunre3 PHK

3) cUHTE3 MOJUTICTITHIOB

4) cuHTE3 TJIMKOTeHa

5) Bce mepevrcIIeHHOe

JTaj0H OTBETA — 3

5. KimoueBsiM otnnarieM NGS oT cekBeHUpoBaHus 110 CaHrepy SIBISETCS BOZMOKHOCTh



1) omTHOBpEMEHHOTO CEKBEHUPOBaHUs MHOXecTBa (hparmenToB JJTHK
2) aHasIM3a re€HOB, JUISl KOTOPBIX CYHIECTBYIOT I1CEBOTE€HBI

3) nmpounTaTh NPOTSKEHHBIE ETCIIUH/ IYTUINKALIUY

4) orpezesieHHs Yuciia KON reHOB

Oranon orBera — 1

2) TunoBble 3aIaHUS JUISI OLEHUBAHHUS Pe3YJIbTATOB C()OPMHUPOBAHHOCTH KOMIIETEHIIMHU HA
YPOBHe «YMeTh» (peliath TUIIMYHBIC 337249l HA OCHOBE BOCIIPOU3BEICHHUS CTAHIapTHBIX
QITOPUTMOB PEIICHUS):

IlepeyeHb NPaKTHYECKUX HABBIKOB, BXOAAIINX B JAHHYI) KOMIIETEHIHIO:
1. BecTM OUCKYCCHHM U MOJIEMHUKY, IMYOJWYHO BBICTYNaTh, apryMEHTHpPOBATh, aHAJIU3UPOBATH
JIOTUKY CBOUX PACCYXJICHHUH U OMIIOHEHTOB;
2. TIOJIb30BATHCSl MHOCTPAHHBIM SI3bIKOM B 00BbeMe, HEOOXOIMMOM JIJIs1 BO3MOKHOCTH TOTY4YEeHHUS
uHpOpMaLUHU U3 3apyOS)KHBIX HICTOUHUKOB,
MUCHbMEHHOTO M3JIaraTh U apryMEeHTUPOBATh COOCTBEHHYIO TOUKY 3pEHUS;
UCTIOB30BAaTh ~ METOJBI  CTAaTUCTHYECKOW  00pabOTKM  pe3ynbTaToB  JabOpaTOPHBIX
HCCIICIOBaHUM;
5. bopmynupoBaTh J1a0OpAaTOpPHBIE 3aKIIOUEHHS HA OCHOBE pE3YJIbTaTOB JIAOOPATOPHBIX
MCCJIEIOBAaHHM U MaTOreHe3a CHHAPOMOB U 3a00JICBaHUM.

> ow

3) TunoBsble 3a1aHUS 1715 OLleHHBAHUS Pe3yJbTaTOB ChOPMHPOBAHHOCTH KOMIIETEHIIMH HA

ypoBHe «Baaners» (pemiaTth ycia0)KHESHHbIC 3314l HA OCHOBE IIPUOOPETEHHBIX 3HAHUH U

YMEHHI, C UX IPUMEHCHUEM B HETUIIMYHBIX CUTYaIHsIX, (POPMHUPYETCS B IpoIiecce

NPaKTHYECKOM JICSITeTbHOCTH):

1. HaBbIKaMH TyONMYHOW peYW, apryMeHTAIlMM, BEICHHUS JUCKYCCUM U  TIOJIEMHKH,
NPaKTUYECKOTO aHATHM3a JIOTHKH Pa3IMYHOTO POJia PACCYKIICHHIA;

2. UHOCTPAHHBIM S3BIKOM B 00beMe, HEOOXOIUMOM JUTSI BOZMOXXHOCTHU HOTYYSHHS WH(POPMAIHN

13 3apyO0CKHBIX UCTOUHHUKOB;

HaBBIKAMU MMMCbMEHHOI'O apIyMEHTHPOBAHHOTO M3JI0KEHUSI COOCTBEHHOM TOUKH 3pEHMS;

METOJIJaMH CTaTUCTUYECKONH 00pabOTKU pe3yIbTaToB J1a00paTOPHBIX UCCIIETOBAHMI;

5. HaBbIKaMU  (HOPMYJIMPOBaHMS JITAOOPATOPHBIX 3aKIIOUYEHUI Ha OCHOBE pe3yJbTaToOB
71a00paTOPHBIX UCCIIEIOBAHMIA U TTATOTEHE3a CHHAPOMOB ¥ 3a00JICBaHHIA.

~ow

YK-3. Cnoco6eH pykoBOAUTH padoToii KOMaHAbl Bpauei, CpelHero u MJjaJiiero
MeIHIIHHCKOI0 MePCOHAJIa, OPraHU30BBLIBATH NMPOLIECC OKA3AHUS MeIHIIMHCKOI MOMOIIH
HaceJIeHHI0

1) TunoBsble 3a1aHus 1J151 OLEHMBAHUS Pe3yJIbTAaTOB c(DOPMUPOBAHHOCTH KOMIIETEHIIMH HA
ypoBHe «3HaTh» (BOCIIPOU3BOJNTH U OOBSICHSITH yUeOHBIH MaTepHa ¢ TpeOyeMoil CTeICHBIO
HAYYHOW TOYHOCTH U MOJHOTHI):

Hucmpykyusa. Boioepure 0AMH WM HECKOJIbKO NMPABUJIbLHBIX 0TBETOB

1. TpynoBas pyHKIHSI Bpaya KIMHUIECKOH JJa0OPaTOPHON TUarHOCTHKU
1) BBINOJHEHUE UCCIICIOBAHUMN TPEThEl KaTETOPHH CII0KHOCTH

2) BBINIOJHEHHE MCCIIEIOBAHNI YE€TBEPTONW KATETOPUH CIOKHOCTH

3) KOHCY/IBTHPOBaHHUE Bpauci U MaIl[MCHTOB

4) dopmymupoBaHue 1a00PATOPHOTO 3AKITIOUCHHS

5) PYKOBOJCTBO CPEAHUM U MJIAJIIIMM MEIUIUHCKUM ITEPCOHATIOM



OranoH orBeTta— 2, 3, 4,5

2. TpynoBas pyHK1Hs 6MOJI0Ta KIMHUKO-IHArHOCTUYECKO 1TabopaTopuu
1) BBINOJIHEHHUE UCCIICIOBAHMIA TPEThEH KATETOPUHU CIOKHOCTH

2) BBINOJHEHUE UCCIICIOBAHUI YETBEPTON KATETOPUH CIIOKHOCTH

3) KOHCY/IBTHPOBAaHHUE Bpauci v MAI[CHTOB

4) dopmymupoBaHue 1a00PATOPHOTO 3AKITIOUCHHS

5) PYKOBOJCTBO CPEAHMM U MJIAJILIMM MEAUIUHCKUAM ITEPCOHATIOM

OranoH orBeta— 1, 5

3. Jle3uH(exius MHOTOPa30BOr0 J1a00opaTopHOro 000py10BaHUs — (QYHKITHS
1) Bpaya KIMHUYECKOH JTaOOPATOPHOMN THATHOCTUKU

2) Owuoiiora KIIMHUKO-JMAarHOCTUYECKOM JTabopaTopuu

3) mabopaTOPHOro TEXHOJIOTa

4) nabopaTOPHOIO TEXHHUKA

5) canuTapku

DrtanoH orBera — 5

4. [TpuroroBiieHHE CBIBOPOTKH U TUIa3MbI U3 00pa3iia KpOBH — (PYHKIUS
1) Bpaua KIMHUYECKOI 1a00OPaTOPHOI THATHOCTUKU

2) Ouojora KIMHHUKO-AMArHOCTHYECKOMU JTabopaTopuu

3) nabopaTOpPHOro TEXHOJIOTA

4) 1abopaTOPHOIO TEXHHKA

5) caHuTapku

OranoH orBera — 3, 4

5. Hanmcanne COII (cTaHAapTHBIX ONEPAaMOHHBIX Mpolenyp) — QyHKIUs
1) Bpava KIMHUYECKOH Ta0OPATOPHOI TUATHOCTUKU

2) Owuosiora KIMHUKO-JMarHOCTUYECKOM J1Ta00paTopuu

3) mabopaTopHOro TEXHOJIOra

4) nabopaTOPHOIO TEXHHUKA

5) canuTapku

OranoH orBera — 1, 2

2) TunoBele 3aaHusl VIS OLCHUBAHMSA Pe3yJabTaTOB CGOPMHUPOBAHHOCTH KOMIICTCHIIUH HA
YPOBHe «YMeTh» (peliath TUITMYHBIC 337149l HA OCHOBE BOCIIPOU3BEICHHUS CTaHIaPTHBIX
AIITOPUTMOB PELICHHS):

Ilepeyenb NpaKTHYECKHUX HABBIKOB, BXOASIIMX B JAHHYI0O KOMIICTCHIHIO:

1. nnanupoBatk U pa3padaTbiBaTh MEAUKO-OMOIOTHYECKHIE SKCTIEPUMEHTHI;

2. SKCIIEPUMEHTAILHO HCCIeNoBaTh (U3MOJIIOTHUECKHE (DYHKIMM OpraHu3Ma B HOpPME H
MaTOJIOTUH;

3. paboTaTh B pa3lMYHBIX ONEPAIMOHHBIX CHUCTEMaxX, ¢ 0a3aMu JaHHBIX, C HKCHEPTHBIMHU
CUCTEMaMH;

4. BpIpa)kaTh CBOU MBICIH M MHEHHE B MEXJIMYHOCTHOM H JIEJIOBOM OOIIEHUH, B TOM YHCJe, Ha
MHOCTPAaHHOM SI3bIKE;

5. TONEepaHTHO B3aUMOJEHCTBOBaTh U KOMMYHHUIIMPOBATH HE 3aBUCHMO OT HAIlMOHAJIBHOCTH U
BEPOHCIIOBEIaHUS.



3) TunoBble 3aJaHUs /15 OLICHUBAHNS Pe3yJIbTATOB C()OPMHPOBAHHOCTH KOMIIETEHIIMH HA

ypoBHe «Biaanern» (pemiath yca0KHEHHbIC 331a4l HAa OCHOBE IIPUOOPETEHHBIX 3HAHUHN U

YMEHUH, ¢ UX TPUMEHEHUEM B HETUITMYHBIX CUTYAIHsIX, pOpMUpPYETCS B TIpoIiecce

NPAKTHYECKOH IEeSITEIbHOCTH):

1. meroauMkaMu IUIAHUPOBAHUA U Pa3pabOTKH MEAUKO-OMOIOTHYECKUX IKCIIEPUMEHTOB;

2. OSKCIEpUMEHTAIbHBIMU HaBBIKAMHM  JUISI  UCCIEAOBAHMUS  (PU3UOJIIOTUYECKUX  (PYHKIIMIA
OpraHu3Ma B HOPME U [1aTOJIOTUH;

3. Mmerogamu pabOThl B PAa3IMYHBIX OINEPALMOHHBIX CHCTEMax, ¢ 0a3aMH JaHHBIX, C
AKCIIEPTHBIMU CUCTEMAaMU;

4. ONIBITOM BBIPAXKEHUS CBOMX MBICIECH M MHEHHUS B MEXJIUYHOCTHOM U JI€JIOBOM OOILEHUH, B
TOM YHCJIE€, HA HHOCTPAHHOM SI3bIKE;

5. HaBBIKAMU  TOJICPAHTHOTO  B3aUMOJICHCTBUS W  KOMMYHMKAIlMM HE 3aBUCUMO  OT
HAIMOHAJIbHOCTH U BEPOUCIIOBEIAHUS.

ITK-1. Cnoco6eH ocymiecTBIsITH OPraHU3aHOHHO-METOANYecKoe odecnedeHue JJaopaTopHOro
npoiecca

1) TunoBble 3a1aHKsA 1JIs1 OlEHMBAHUS Pe3y/JIbTATOB ¢()OPMHUPOBAHHOCTH KOMIIETEHIIMH HA
ypoBHe «3HaTb» (BOCIPOU3BOIUTH H OOBSICHATH yUCOHBIN MaTepHai ¢ TpeOyeMOi CTENEeHbIO
HAYYHOW TOYHOCTH U MOJIHOTHI):

Hucmpykyuna: Bpibepurte oAUH WM HECKOJIBKO MPABUIIBHBIX OTBETOB

1. AETEKLIMS PE3YJIbTATOB IILIP [10 «KOHEYHOM TOYKE» [TPOMCXOUT I10
1) oxonuanuu ITL{P

2) okoHyaHuU Kaxaoro ukia [THP

3) OKOHYaHUH CTAJMH JIOHTAMK Kaxkaoro nukia [P

4) OKOHYAHUHU CTAUU TUTABJICHHS Kaxaoro mukia [1LP

2. TEHETUYECKUM BA3MCOM OCTPOI'O IIPOMUEJOILIUTAPHOI'O JIEMKO3A
SIBJIETCAA

1) myranuu rena RUNX1

2) PML-RARA

3) BCR-ABL1

4) mytanuu reHa CEBPA

3. TNPUMYMHOM 3ABOJIEBAHMSA BOJIBIIMHCTBA BOJIBHBIX C CHUHJIPOMOM
MAPTUHA-BEJUI ABJISAETCA 9KCITAHCHUA ITOBTOPA CGG, PACITIOJIO’)KEHHOI'O B
5’-HETPAHCJIMPYEMOU OBJIACTU T'EHA FMRI; JJIMHA TIOBTOPA CBBIIIE 200
KOITH TTIPEJICTABJISIET COBOM TIOJIHYIO MYTALIUIO, ACCOLIMMPOBAHHYIO C
AHOMAJIbHBIM

1) nemeTnnrpoBaHuEM NPOMOTOPHOI obstactu reHa FMR1

2) MeTWIMPOBaHUEM NMPOMOTOpHOM 001acTu rena FMR1

3) AeMEeTUIMPOBAHUEM MMPOMOTOPHOI o0acTu rena AR

4) MeTUIMpPOBaHUEM POMOTOPHOM 001acTu reHa AR

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

2) pubocoManbHbBIX OEITKOB

3) penapanyu JByXHUTEBBIX pa3pbIBOB

4) penapaluu HeCIIapeHHBIX HYKJICOTHU/IOB



5. ITPY TTPOBEJIEHUH ITPSIMOM JIHK-IMAT HOCTHKU OITPE/EJISIOT

1) rpynmsl cuerieHns

2) UHBEPCUH U TPAHCJIOKALIH

3) NaTOJIOTUYECKUH aJlieNb, ONPEISIISIONINM MPOSIBIICHUE HACIIEICTBEHHOTO 3a00JICBAHUS B CEMbE
4) MyTalMIO B T€HE, TPUBO/ISIIYIO K HACIEACTBEHHOMY 3a00JIEBAHUIO

6. HAMBOJIEE YYBCTBUTEJIbBHBIM METOZIOM JUTA AETEKIINM XPOMOCOMHOI'O
MO3AULNW3MA TIPU TTPEUMIUVIAHTAIIMOHHOM T'EHETUYECKOM TECTHMPOBAHUU
HA AHEVIUTOMANU ABJIAAETCA

1) XpOMOCOMHBIIT MUKPOMATPUYHBIN aHAIM3 OMONTaTa BHYTPEHHEH KIIETOYHOM MaCChI

2) XpOMOCOMHBI MUKPOMATPHYHBIN aHAIU3 OronTaTa Tpo(hIKTOAEPMBI

3) MaccoBoe napauielibHOe CEKBEHUPOBaHUE OromTaTa Tpo(hIKTOIEpMbI

4) MaccoBoe MapauIeNIbHOE CeKBEHNPOBaHNE OMONTaTa BHYTPEHHEH KJIETOYHOM Macc

7. TIPEJIEJI YYBCTBUTEJIBHOCTH CPABHUTEJILHOIN TEHOMHO# THBPUIM3ALIAN
HA JJHK-MUKPOUHMIIAX B AETEKLIMA XPOMOCOMHOT'O MO3AULIM3MA [TIPU
MTPEUMITIAHTAIIMOHHOM TEHETUYECKOM TECTUPOBAHWI AHEYIUIOUINNA
OLIEHUBAETCSI HA YPOBHE (B I[TPOLIEHTAX)

1) 40

2) 20

3) 10

4) 50

8.  TIPEAEJI  YYBCTBUTEJBHOCTM  MACCOBOIO  ITAPAJUIEJIBHOI'O
CEKBEHUPOBAHUS B JETEKIMM XPOMOCOMHOTO MO3AMIIM3MA TIPH
MPEUMITIAHTAILIMOHHOM TEHETMYECKOM TECTHUPOBAHUM AHEYIUIOWINIA
OLIEHMBAETCS HA YPOBHE (B I[TPOLIEHTAX)

1)5

2) 50

3) 10

4) 20

9. BITPOLECCE IIIP BBIJEJIAOT CTAANN

1) paspy1ieHue 30H]1a, IeHaTypanus, SJIOHTalHs

2) rubpuansansi, peCTpUKILIUA, AeHATypalus

3) nenaryparus, OTKUT IpaiiMepoB, paspylleHue mpaiMepa
4) neHatypauusi, OT)KUT MpaliMepoB, JTOHT AU

10. CTAJIY TP, BO BPEMSI KOTOPOM ITPOMCXOUT KOMITJIEMEHTAPHA I
TUBPUJIN3BALIMS ITPAMMEPOB C JHK-MATPHUILIEN, HASBIBAETC S

1) omxurom

2) SJOHTaUeH

3) mnaBiIeHUEM

4) ropssuMM cTapTOM

11. KAKME XPOMOCOMBI UMEIOT 'EHETUYECKW NWAEHTUYHBIE IJIEYN?
1) akpolLieHTpHUecKue

2) N30XpOMOCOMBI

3) MeTaleHTpUIEeCKre

4) cyOMeTaleHTpHUUecKue

12. ®OPMYJIA KAPUOTHUIIA 45,XY,der(14;21)(q10;q10) YKA3BIBAET HA HAJIMUUE



1) naceprun

2) neneuuu

3) aneyruonauu

4) PoOepTCOHOBCKOM TPaHCIOKAIUU
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10.

11.

12.

13.

14.

15.
16.

17.

3Ta.]10H]:.I OTBE€TOB:
1, 2-2;3-2:4-4;,5-4.6-3;7-1;8-4;9-4;10-1;11-2; 12— 4.

KonTposbHbIe BOIPOCHI 1151 cO0ece10BAHMS:
Oco0OeHHOCTH TPEeaHAIUTUYECKOTO, AHAJUTHYECKOIO U IOCTAaHAJIUTUYECKOIO 3TaloB
MIPOBEICHUS MOJIEKYJIIPHO-TEHETUYECKUX UCCIIET0BAHMIA.
I'enomuka. 3aauy U IPUMEHEHUE B KJIMHUYECKOMN MPAKTUKE.
TpanckpunTomMuka. 3a1a4u U BO3MOKHOCTH B KIIMHUYECKON ITPaKTHUKE.
Bunbl KOHTpOIIS KauecTBa MOJIEKYISIPHO-TEHETUYECKUX UCCIIEJOBaHUM.
[TnanupoBanue u obecreueHre KayecTBa MOJICKYIIPHO-TeHETUYECKUX HCCIIeI0BAaHUM.
[TpuamMBEl  OMOMH(DOPMATUYECKOTO  aHAIM3a JAaHHBIX  BBICOKOMPOHM3BOJUTEIHHOTO
CEKBEHUPOBAHUSI.
OcuHoBubie npuniune! [P, mocnenoBaTenbHbIe 3TANBl METO/1a, KOMIOHEHTBl PEAKIIMOHHOMN
cmecH, paznuunble moaudukanuu [IP, cmocoOsr gerexkmuu [P npomykToB. Obnactu
MIPUMEHEHUS METO/Ia.
TpebGoBaHusg K OpraHu3aly MOMELICHUH KIMHUYECKUX MOJEKYISIPHO-TeHETUYECKUX
nmabopaTopuil.
OCHOBHbIE TPUHLUIIBI CEKBEHUpOBaHUsl MO (C3Hrepy, MOCIEN0BaTeNIbHbIE 3Talbl METOAA.
O6nacTu MpUMEHEHHS METO/IA.
OCHOBHbIE TPUHLHUIIBI BBICOKOIIPOU3BOJUTEIBHOTO CEKBEHUPOBAHUS, I1OCIEI0BATEIbHbIE
sTamnel MeToga. O0JacTu MPUMEHEHUST METO/1A.
[IpuHuunel uHTEpHIpeTanuMu AaHHBIX nocienoBatenbHocTd [IHK uenoBeka, mosydeHHbIX
METOJaMH MacCOBOI'0 MapaJIeIbBHOTO CEKBEHUPOBAHUS.
OcHOBHBIE TPHUHLMUIIBI MYJIBTHIUIEKCHONH aMmIuiMUKalMU JTUTa3HO-CBSA3aHHBIX  MPo0
(MLPA-ananu3a), mocienoBarelibHbIe 3Tarbl MeToaa. O0MacTi NpUMEHEHHS METOIA.
AHanu3 PKCIPECCUU TeHOB, pa3InyHble MOAU(UKAIINY, TTOCIEA0BATEIbHBIE ITAMBI METOAA.
OO6nacTi MpUMEHEHHS METO/IA.
Meton cpaBHUTENIbHOW TeHOMHOW ruOpuam3aiuu Ha JIHK-mukpounnax (array-CGH).
[lpuntun  meTona, BO3MOKHOCTM W OrpaHMYCHHMs, TUIaTGOpMBI I aHAIN3a,
CPaBHHUTENBHBIM aHAIW3 W BBHIOOP UYWIIOB B 3aBHUCHMOCTH OT CTEMEHU pa3pelieHus
uccienoBanus. [IpuHIMNIBI aHATN3a PE3yIbTAaTOB.
[IpuHUMITBI HOMEHKIATYPhl TEHHBIX MyTallUi.
['eHom denoBeka: O€NOK KOAUPYIOIIME TE€HBI, TE€HBI PETYISATOPHBIX M CTPYKTYPHBIX
Hekoaupyromux PHK.
JucneprupoBaHHble U TaHIEMHBIE MOBTOPHI B Te€HOME uesioBeka. (OO0JacTH MpUMEHEHUs
METO/1a aHAIN3a JIOKYCOB MUKPOCATEJUIUTHBIX TIOBTOPOB.

2) TunoBele 3a1aHus VIS OLCHUBAHMA Pe3yJabTaTOB CGOPMHPOBAHHOCTH KOMIIETCHIINH HA
YPOBHe «YMeTh» (peliath TUIHYHbBIC 33][a4i HA OCHOBE BOCIIPOM3BEICHUS CTAaHIAPTHBIX
QIITOPUTMOB PELICHUS):

IlepeueHb NpPaKTHYECKUX HABBIKOB, BXOAAIIUX B JAHHYI0 KOMIIETEHIHIO:
CocTaBuTh TPOrpaMMy BHYTPHIA0OPATOPHOTO KOHTPOJS  KadecTBa  MOJICKYJISIPHO-
TeHETUUYECKUX MCCIIEIOBAaHUH 10 YCTAaHOBJICHUIO OMOIOTUYECKOTO POJICTBA.

Coznate (GopMy HANPaBUTEIBHOTO OJIAHKA JUIsI MPEUMILUTAHTAIMOHHOTO TEHETHYECKOTO
TeCTHUpOBaHus Ha aHeyruiouanu Mmertonom NGS.
Coznate GopMy OT4eTa MO pe3ysibTaTaM HEHHBA3WBHOTO MPEHATAILHOTO TECTUPOBAHUS HA



4acTO BCTPEYAIONIYIOCS XPOMOCOMHYIO MAaTOJIOTHIO.

4. BbINOIHUTH BHYTPHIIAOOPATOPHBIN KOHTPOJIb KauecTBa cekBeHupoBanus 6ubianorex JHK nHa
cexBenarope lllumina Miseq. OueHuTh U HHTEPIPETHPOBATH PE3YJIbTAT.

5. BbIMONHUTE BHYTPUIIA0OPATOPHBINM KOHTPOJIbh KayecTBa ()parMEHTHOTO aHAIW3a MPOJYKTOB
myabTHIiekcHoi TP Ha renermueckom ananmsarope Applied Biosystems 3500 Genetic
Analyzer. OueHHUTh 1 UHTEPIIPETUPOBATH PE3YIIbTAT.

6. BBIIOJHUTH BHYTPpUIIA0OPATOPHBIN KOHTPOJIh KauecTBa cekBeHUpoBanus ononuorek JJHK Ha
cexBeHarope MGl DNBSEQ-G50. OueHuTh U HHTEPIIPETUPOBATH PE3yIbTaT.

3) TunoBble 3a1aHus AJ151 OLEHUBAHUS Pe3yabTaTOB CPOPMUPOBAHHOCTH KOMIIETEHIINHN HA
ypoBHe «Biaagern» (periath yca0KHEHHbIC 33724l Ha OCHOBE PHOOPETEHHBIX 3HAHUN H
YMEHHI, C UX IPUMECHEHUEM B HETHITMYHBIX CUTYAIUsIX, (GOPMHUPYETCS B TIPOIECCE
NPAKTHYECKOH IEeSITEIbHOCTH):

3amaua 1. B nmpouecce BBINOJHEHUS  MOJEKYJISIPHO-TEHETHUYECKOrO  HCCIEIO0BaHUs
OMOJIOTUYECKOTO POJCTBA C MCIOJIh30BAaHUEM (PPAarMEHTHOTO aHAIM3a METOJIOM KAaIMJLISIPHOTO
aekTpodope3a yCTaHOBIEHO:

- OTCYTCTBHUE aMIUTH(DUIIMPOBAHHBIX (DPArMEHTOB B UCCIICAOBAHHBIX MapKEpax B OTPUIATESILHOM
KoHTpoJe Bbiaenenus JJHK;

- B OTPHIIATEILHOM KOHTPOJIE pEaKIWHd AaMIUTU(UKANUA  BU3YAIH3UPYIOTCS  ITHKU
dyopecuennun (He Oojee ABYX IHUKOB Ha MapKep, B TETEPO3UTOTHBIX MapKepax IMHKU
cOaJIaHCUPOBAHBI 110 IJIOIIAINA U BBICOTE).

Bonpoc: Kakum o0pa3om creayeT HHTEpPHpEeTUPOBaTh pe3yibTarhl? Bamma nganbHeimas
TakTuKa?

Dmanon omeema: pesynbrar uccienoanus [IJJAD-npoduiis oTpULIATENHHOTO KOHTPOIS
peaknuu amIuQHUKAIIKY yKa3biBaeT Ha koHTamuHanuo JJHK, 10HOpoM KOTOpO# SBISETCS OAMH
YeJIOBEK, MMEBIIYI0 MeCTO Ha 3Ttarne noaroroBku IILP-cmeceit. [l ycTaHOBIEHUS UCTOYHUKA
KOHTAMHUHAIIMA HEOOXOIUMO TpoBecTH cpaBHeHue mnomydeHHoro JHK-mpodpwmns ¢ JIHK-
npoduIsiMu COTPYJHUKOB U TOCeTUTeNel naboparopuu. Bompoc o BaauaHOCTH pe3yibTaToOB
HCCIIEIOBAHUSI COOTBETCTBYIOIIEH aHAIMTHYECKOM CEPUU PEIIAETCA MO PE3ybTaTaM CPaBHEHUS
JHK-nipoduns orpunareisbHoro KoHTpons peakiuu ammnupukanun ¢ JHK-npodunsamu
00pa3IoB, UCCIEOBABIIUXCS B JAHHOU CEpPHUU.

3agaya 2. Ouenure CNV-npoduns JIHK, BblieneHHOM U3 TOPOAYKTOB — 3adaTus
(Hepa3BHBaroIIascs OEPEeMEHHOCTb 7-8 HEZelb).

173813-1 59 L001_R1_001, o = 0.075757, nreads = 283450
~ + » ™ 9 © A L o B, A J

4.0

s
‘&
<
%
%o
%
2
g
+

»

35

3.0

25

15

copy number variation

1.0

0.5

0.0 - . . - - -
0 500 1000 1500 2000 2500 3000

mega base pairs (Mbp)

Omanon omeema: nanupiii CNV-mpoduiab MOXKET COOTBETCTBOBATH JHOO TPHUILIOHIHOMY
KapuOTHUITy TPOAYKTOB 3adatus (69,XXY), m100 MOXKET yKa3blBaTh Ha MPHUMECh MATEPUHCKOMN
JHK ¢ xapuotunom 46,XX (cootnomenue mexay JHK 46,XX(mart.)/46,XY (PoC) ~1/2). dus
YTOUHEHUS pe3ynbTara Heooxoaumo nposectd STR-npodummuposanue JJHK npoaykToB 3auaTtus



u resomuon JIHK nmamuenTku.

3agayua 3. B mpouecce BBINOJHEHHUS  MOJEKYISPHO-TEHETUYECKOIO  MCCIEIOBAHUsA
OMOJIOTHYECKOTO POJICTBA C MCHOJIB30BAHWEM (PPAarMEHTHOTO aHAIM3a METOAOM KalHUIIPHOTO
a5eKkTpodopesa yCTaHOBJIEHO:

- OTCYTCTBHE aMIUTH(PHUIMPOBAHHBIX (PParMEeHTOB B HCCIETOBAHHBIX MapKEPax B OTPULIATEIHLHOM
koHTpoJe Boiaenenus JJHK;

- OTCYTCTBHE aMIUTH(PUIMPOBAHHBIX (PPArMEHTOB B HCCIECTOBAHHBIX MapKePax B OTPULIATEIHLHOM
KOHTPOJIE PEAKIMU aMILUTU(UKALNH;

- mpoduiIb TOJIOKUTETBHOTO KOHTPOJS peakuuu aMIUIM(UKAMd HE COBHANAeT Co
CTaHJAPTHBIMU 3HAUEHUSIMHU, YKa3aHHBIMU IPOU3BOIUTEIIEM.

Bomnpoc: Kakum o0pa3oMm cremayer HMHTEpPHpPETUPOBATH pe3yibTarThl? Bamma nanpHemas
TakTukKa?

Omanon omeema: Heobxonmumo yOeaMThCS B TOM, YTO BCE NMUKUW BHYTPEHHETO Pa3MEpHOIO
CTaHJapTa IIOJIOKUTEIIBHOTO KOHTPOJs moamnucansl BepHo. Ilpu HeoOxomumoctn —
OTpelaKTUPOBaTh O0O3HAYEHHUSI MUKOB BHYTPEHHErO pa3MepHOro cranjaapra. Ecnu Bce muku
BHYTPEHHEI0 pasMEpHOr0 CTaHAApTa IOJIOKUTEIBHOTO KOHTPOJS MOJNHMCAaHbl BEpHO,
HE0OXOMMO HAaCTPOUTh MaHEb, UCIOIb3YIOILYIOCS /Ul aHaIu3a IPOoeKTa (M3MEHUTbh IPaHUIIbI
U CABMHYTb OWHBI JUISl JIOKYCa/JOKYCOB, 110 KOTOPBIM T'€HOTHUII MOJIOXKUTEIBHOTO KOHTPOJIS HE
COBIIQJIACT CO CTAHAAPTHBIMHU 3HAYCHUSAMH, YKa3aHHBIMH [TPOU3BOAMTENIEM). TOJBKO 1MOCIe TOrO,
KaK IOJIOKUTEIbHBI KOHTPOJIb OYyAET MPOAHAIU3MPOBAH KOPPEKTHO, MOXKHO MPUCTYNATh K
MHTEPIIPETALUU PE3YIBTATOB HCCIEeI0BaHUs TecTUpyeMbix oopasuos JIHK.

IMIK-2. Cnoco0eH BBINOJHATH KJINHUYECKHE J1a00paTOpHbIE HCCIETOBAHHS 4YeTBEPTOii
KATeropHuM CJI0KHOCTH

1) TunoBsble 3a1aHUs 111 OLLEHUBAHUSA Pe3yJbTATOB CpOPMHUPOBAHHOCTH KOMIIETEHIIMH HA
ypoBHe «3HaTh» (BOCIPOU3BOAUTH M OOBSACHITH Y4eOHBIH MaTepuayn ¢ TpeOyeMOH CTEIeHbBIO
HAyYHOH TOYHOCTHU H TIOJTHOTHI):

KonTpoJbHbIe BOpockI 1/ co0ece10BAHNS:

1. Metonst nonydyenus: JIHK u PHK u3 Ouonorudeckoro marepuana, KOHTPOJIb U HEOOXOANUMBIE
napameTpbl kaudectBa BbiaeneHHod JIHK m PHK mns nmocnenmyromiero ucnonb30BaHHs B
Pa3IMYHBIX METOIMKAX.

2. MeToapl HEMHBA3UBHOTO IPEHATAIBHOTO TECTUPOBAHUS HA aHEYIIJIOUTUU.

3. MeToapl  MPEUMIUIAHTAIMOHHOTO  TEHETHYECKOTr0  TECTUPOBAHWS HAa  MOHOTCHHBIC
3a00JIeBaHUs.

4. MeTtopl NPEUMITIAHTAIIMOHHOTO TeHETUUECKOT0 TECTUPOBAHUS HAa aHEYTUIOUTUH.

5. Metoas! nonHorenomHo amrnduxarmu JJHK.

6. CekBeHHpOBaHUE IK30Ma.

7. CexkBeHUpPOBAHUE MOJHOTO T€HOMA.

8. CekBeHMpOBAaHUE TAPTCTHHIX IMAHEJICH TEHOB B JUArHOCTHKE TEHETHYCCKH TETEPOTCHHBIX

HACJIC/ICTBEHHBIX 3a00JICBaHUH.

9. MeToapl MOJIEKYJISIPHOTO KapHOTHITMPOBAHUS IMPOAYKTOB 3a4aTHs TpPU HEPa3BUBAIOIICHCS
OepeMEeHHOCTH.

10. Anamu3 xuMepu3Ma Mocjie aJIOTeHHOM TPaHCIUTAHTAIIMA KOCTHOTO MO3Ta.

2) TunoBble 3aJaHNs JIUIsI OLIEHHBAHUS Pe3yJIbTAaTOB C()OPMUPOBAHHOCTH KOMIIETEHIIMH HA
YPOBHe «YMeTh» (peliath THITMYHbIC 331a4d HAa OCHOBE BOCIIPOM3BEICHUS CTaHIapTHBIX

QITOPUTMOB PEIICHHUS):

Hepeqeﬂb NPAKTUYCCKUX HABBIKOB, BXOAAIIHUX B TaHHYI0O KOMIICTCHIIUIO:
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8.

9.
10.

BbIOTHUTE MOCTaHOBKY 37eKTpodope3a HYyKJIEHHOBBIX KUCIOT. [IpoBecTu yuer pe3ynbpTaToB
aneKTpodopesa B arapo3HOM U MOTUAKPUIIAMUTHOM TeTIe.

Breinenuts renoMuyto JIHK u3 nienbHOM KpoBH (HeHOI-XTI0POPOPMHBIM METOIOM.

Beiaenuts renoMuyro JIHK 13 nenpHOM KpOBU € UCIOIB30BAHUEM CIIMH-KOJIOHOK.

Beinenuts renoMuyro JIHK U3 nienbHOM KpOBH € UCIIOIB30BAHUEM MATHUTHBIX YaCTHULL.
Beimonuuts ananus konnenTpanuu JTHK ciektpodyopuMeTpudecKuM METOIOM.
BBINOTHUTE  MOCTAaHOBKY  IOJIMMEPA3HOM IEMHOW peakuuh ¢ TUOpUIU3alMOHHO-
(bIyopecieHTHON ASTEKINEH B peKUMe peabHOro BpeMeHu. OICHUTh pe3ybTarT.
BBINTONHUTE ~ TIOCTAHOBKY ~ MYJBTHUIUIEKCHOW  MOJMMEpPAa3HOM  LEMHOM  peakuuu ¢
(hITyOpeclieHTHO MEYEHHBIMH MpaliMepaMHu.

Boeimonuute ounctky npoayktoB I[ILP s moarotoBku K cekBeHHpoBaHUO 1o CaHrepy.
OueHuTs pe3ynprar.

BBIITOIHUTE NOCTAHOBKY CEKBEHUPYIOLIEH peakIuu ¢ AU1E30KCUTEPMUHATOPAMH.

BrBINoaHUTE OYUCTKY MPOIYKTOB CEKBEHUPYIOIICH peakIuu.

3) TunoBble 3a1aHus AJ151 OLEHUBAHUS Pe3yabTaTOB CHPOPMUPOBAHHOCTH KOMIIETEHIINHM HA
ypoBHe «Biaanern» (pemiath yca0KHEHHbIE 331a4i HAa OCHOBE IIPUOOPETEHHBIX 3HAHUH U
YMEHH, C UX MPUMCHCHHEM B HETUITMYHBIX CUTYaIUsAX, GopMHpyeTcs B IIporiecce
HPAKTHYECKOHN IeSITEIbHOCTH):

3apnaua 1. ChopMmynupoBaTh 3aKIIFOYEHUE TI0 Pe3yJIbTaraM HCCICIOBAHUS XPOMOCOMHOrO Habopa
ambprona metoom NGS:

-+
T

+ + +

-+
T

Sample | CNV: 1 sigma | # aligned reads |
-4 + -+

|184393-2_S18_L00L_R1 001| 0.0870 | 369965 |

+

-+
T

+ + + + +

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

+ + + +

|
OOD | GOOD | GOOD| GOOD | GOOD |
|

. |
| 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 | chrl5| 1.8868 | 1.3006 |
| Normal | chrl6 | 2.1130 | 1.2990 |
| Normal | chrl7 | 2.0462 | 0.5310 |
| Normal | chr18| 2.1158 | 1.3313|

0
1
2
3
4 | Normal | chrl4 | 1.9613 | 0.4444 |
5
6
7
8



| 19 | Normal | chrl9| 2.0921 | 1.0586 |
| 20 |Normal | chr20 | 1.9629 | 0.4269 |
| 21 | Normal | chr21| 1.9917 | 0.0955 |
| 22 |Normal | chr22 | 2.2490 | 2.8621 |
| X |Normal | chrX| 2.0360 | 0.4135 |
S — + + + +

Omanon omeema: pe3ynbrar cekBeHuponanus - Se[GRCh37] (1-22,X)x2

3agaua 2. ChopMynupoBarh 3aKIFOUYCHHE IO pe3ysibTaTaM HMCCIICAOBAaHUS XPOMOCOMHOIO Habopa
ambpuona metogom NGS:

+ + + +

| Sample | CNV: 1 sigma | # aligned reads |
+ + + +
| 184395-1 S4 LO0O1 R1 001| 0.1130 | 231121 |

+ + +
+ + + + + +

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

+ + + + + +

L L

| GOOD | GOOD | GOOD| GOOD | GOOD |

. .
| Normal | chrl| 2.0729 | 0.6455 |
| Normal | chr2| 2.1043 | 0.9234 |
| Normal | chr3| 1.9029 | 0.8591 |
| Normal | chr4| 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 | chrl0| 2.0645 | 0.5711 |

1 |Normal | chrll| 1.9808 | 0.1697 |

2 |Normal | chrl2| 1.9757 | 0.2150 |

3 | Normal | chr13| 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: pe3ynprat cekBeHupoBanus - Seq[GRCh37] (1-22)x2,(X,Y)x1

3amaua 3. ChopMyIpoBaTh 3aKIFOUCHHUE MO0 Pe3ybTaTaM HCCIICIOBAHUS XPOMOCOMHOTO Habopa
ambpuona metogom NGS:

-+ -+ -+ +
T T T T




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

+ + + +
| 184397-1_S6 L001_R1 001| 0.0718 | 270770 |
+ + + +
S + + + +

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

S + + + +

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 |
|

o
| 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 | chrl2 | 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

| Normal | chrl6 | 1.9837 | 0.2271 |
| Normal | chrl7 | 1.9763 | 0.3304 |
| Normal | chr19 | 1.9025 | 1.3581 |
| Normal | chr20 | 1.9319 | 0.9482 |
| Normal | chr21 | 2.0333 | 0.4644 |
X | Normal | chrX| 1.0216 | 0.3006 |
Y |Normal| chrY | 1.0391 | 0.5441 |
. + + + + +
Omanon omeema: pe3ynprat cekBeHupoBanus - Seq[GRCh37] (15)x1,(18)x1,(22)x3,(X,Y)x1

IMK-3. Cnoco6en ¢opmyaupoBaTh 3aKJIWYEHUs] MO Ppe3yJibTaTaM KJIHHHYECKUX
JIA0OPATOPHBIX HCCJIEIOBAHNH YeTBEPTOH KATErOPHH CJIOKHOCTH

1) TunoBsblie 3agaHust A1 OLlCHUBAHNUS Pe3yJbTATOB C(POPMHUPOBAHHOCTH KOMIIETCHIIUH HA
ypoBHe «3HaTh» (BOCIPOU3BOAUTHh M OOBSACHITH YUeOHBIH MaTepHan ¢ TpeOyeMOW CTENeHbIO
HAaYYHOW TOYHOCTH U MOJIHOTHI):

KoHnTpoJibHbIe BONIPOCHI /151 co0eceJ0BaHNs:
1. VccnenoBanue HOCUTEILCTBA CIMHAIBLHON MbIlIedHOU aTpoduu metogom MLPA.
2. WccnenoBanue 4acThiX repMuHaibHbIX MyTanuii B reHax BRCA1 u BRCAZ.
3. Uccnenoanue comaTrueckux myrarui B rene EGFR.



&

YcranoBneHue oToBcTBa/MarepuHcTBa MetofoM [1JIAd-ananu3a.

YcranoBieHue OIM3KOro NaTPHIIMHEHHOTO poACTBa METOAOM aHanu3a Y-STR-mapkepos.

6. YcraHoBieHHe MaTPUIMHEHHOIO POJCTBA METOJIOM aHAJIN3a TUIepBapUadebHbIX CETMEHTOB
mt/IHK.

VYcraHoBIIEHHE POACTBA METOI0M aHAJIN3a OJTHOHYKJIEOTHIHBIX TOJTUMOP(PHU3MOB.

8. HennBaszuBHOE MpeHATAIbHOE YCTAaHOBJICHUE pe3yc-(hakTopa miona.

9. PacmmpeHHbIN CKPUHUHT HA HOCUTEJIBCTBO MOHOTE€HHBIX 3a00JI€BaHUH.

o

~

2) TunoBble 3a1aHus /151 OLIEHNBAHUSA Pe3yJIbTATOB COPMHUPOBAHHOCTH KOMIIETEHIIMH HA
ypoBHe «YMeTb» (peliaTh TUITMYHBIC 33]]a4l Ha OCHOBE BOCIIPOU3BEICHHUS CTAHIaPTHBIX
QJITOPUTMOB PEIICHHU):

IlepeyeHb NPAKTHYECKUX HABBIKOB, BXOASIIIUX B IAHHYI0 KOMIICTCHIHNIO:

1. BbINOMHUTE  MOJIEKYJIPHO-TEHETHMUECKOE  MCCIEAOBAaHUE C  LEJIbI0  YCTaHOBJICHUS
OMOJOrM4YecKoro  OTHOBCTBa.  MHTepmperupoBaTh  pe3yapTaT U cHopMyIHpoBaTh
71a00paTOPHOE 3aKIIOYECHHE.

2. BbBINONHUTE  MOJIEKYISIPHO-TEHETHYECKOE  HCCIEOBaHHE C  IIeNIbI0  HEWHBAa3HMBHOTO
IPEHATaIbHOTO OIpeneNieHusT pe3yc-pakropa mmiofa. VHTepnpeTHpoBaTh pe3ylnbTaT u
chopMynupoBaTh 1a00PATOPHOE 3AKIIOUYCHHE.

3. BbINOAHUTE  MOJEKYISIPHO-TEHETHYECKOE  HWCCIENIOBAaHME C  LENbI0  YCTAaHOBJIICHHS
MaTPUIMHEHHOTO POJICTBA METOJOM aHalu3a runepBapuadbensHbix cermenToB MT/IHK.
WuTepnpeTrpoBath pe3ynbTaT v c(hOPMYITHPOBATH JIAOOPATOPHOE 3aKITIOUCHHUE.

4. BBIMOTHUTH MOJEKYISAPHO-TEHETHUECKOE HCCIEIOBAaHUE C LENbI0 YCTAHOBICHHS OJIM3KOTO
NaTPUIMHEHHOTO pPOACTBA MeTonoM aHanmm3a Y-STR-mapkepo. UWHTepmnpeTupoBaTh
pe3ynbTaT U chopMyITHPOBATH JTA0OPATOPHOE 3aKITIOUECHHUE.

5. BbBINONHUTE  MOJIEKYJSIPHO-TEHETHYECKOE  HMCCIIEJJOBAHME €  LEJIbI0  YCTAHOBJICHUS
MPUHAJIEKHOCTH TUCTOJIOTMYECKOTO MaTepualia nauueHTy. IHTeprpeTupoBarb pe3yibTaT U
chopmynupoBaTh J1a0OPATOPHOE 3aKIIOUCHUE.

6. BBIMONHUTE  MONEKYISIPHO-TEHETHYECKOE  HCCIEAOBAHME C  IIENIbI0  OMpEeleIeHUs
HOCHUTEIbCTBA CHUHAIBHOM MbllIeyHOW artpoduu. HHTeprnpetupoBaTh pe3yiabTaT U
c(hopMyIHPOBATH JIAOOPATOPHOE 3aKITIOYECHUE.

7. BBINONHUTE  MOJIEKYJISIPHO-TEHETUYECKOE  HMCCIIEJJOBAaHME C  LENbl0  JAMAarHOCTUKU
MHUKpPOCATEUNIMTHON HEeCTaOMIBHOCTH B OIyXOJeBOW TKaHW. MIHTepnpeTHpoBaTh pe3ynbTaT U
chopmynupoBaTh J1a0OpPATOPHOE 3aKIIOUCHUE.

3) TunoBble 3aJaHus AJisl OlleHUBAHUSI pe3yjbTaToB C(l)OpMHpOBaHHOCTI/[ KOMIICTCHIIUM HA
YpoBHE «Baagerb» (pemaTL YCIOXKXHCHHBIC 3a/1a41 HA OCHOBC HpI/IO6peTCHHLIX 3HAHUM U
YMGHHfI, C UX IPUMCHCHUECM B HCTUITNYHBIX CUTyallUsIX, q)opMpreTcs[ B IIponecce
HpaKTI/I‘{CCKOﬁ HGHTCHBHOCTI/I):

3anava 1

VY nanueHTa BBIABIEHBI NpU3HakU yayiuHeHHoro uHtepBana QT na OKI, npyrux nmpusHakoB
cUCTeMHOro 3a0oJieBaHMs He BbIsiBIeHO. CeMelHbIil aHaMHEe3 BHE3aIHOM CMEpTH OTCYTCTBYET.
[Tpu reHeTHdyecKOM HCCIIEOBAHUU BBIABIIEH IeHeTHUYeCcKUi BapuaHT B reHe SCNSA, xoTopblit
omucaH B 6a3zax maHHBIX ClinVar u dbSNP B cBsi3u ¢ accornuaiyeil ¢ CHHIPOMOM BHE3AIMHOM
CMEpTH MIIaJIEHIIa U cuHIpoMoM bpyrana. Hacrora qanHoro BapuanTa B nomyssnuu 1:5000.
Bonpoc: Kakosa Baila TakTHKa IIpU TPAKTOBKE BBISIBJIEHHOI'O TEHETUYECKOT0 BapuaHTa?
JTaJIOH OTBeTa: TIOCKOJIbKY CEMEWHbII aHaMHe3 [0 BHE3alHOM CMepTH Yy NalueHTa
OTCYTCTBYET, BO3MOKHO, UYTO BBISBJICHHBIM Yy HETO TE€HETUUYECKHI BapUaHT SIBISETCS MyTaluein
de novo. Heo6xomumo o6ciietoBaHre Ha HOCUTEILCTBO JAHHOTO BapuaHTa 000X poauTeneii. B
cilyyae, eciii BapuaHT HU y OJHOTO M3 POJMTENEH HE BBIIBIEH, HEOOXOIUMO MOATBEPKIACHUE
KaK OTLIOBCTBA, TaK M MaTepuHCTBA. JIOHOPCTBO SIHIEKJIETOK, CyppOraTHOE€ MaTEpHUHCTBO,



OIIMOKY MpH MOJcaaKe SMOpPHOHA B MpOorpaMmax dKCTPaKOpIopabHOTO OIJIOIOTBOPEHUS U T.JI.
MOTYT IIPUBECTH K «JI0KHOMY» MaTEPUHCTBY.

3agaua 2.  OIIPEAEJIMTE  KJIIMHUYECKOE 3HAYEHUE  PE3VJIbTATA
JIABOPATOPHOI'O UCCJIEJOBAHMA:
B nmabopatoputo Uil NpOBEAECHUS MOJEKYJISIPHOIO KapUOTHUIMPOBAHUS MOCTYIWIN

nponyktel 3adatus. [lanmentka N., 29 ner. JluarHo3: Hepa3BuBawImascs OepeMeHHOCTh 7-8
Hezlenb. bepeMeHHOCTh HacTynuja €CTeCTBEHHBIM IyTeM. [Ipu mpoBeneHUU MOJIHOTEHOMHOTO
CEKBEHHUPOBAHMSI C HMU3KOM TINIyOMHON MpPOYTEHHs MOJIyY€H pe3yNbTaT, COOTBETCTBYIOLIUI
HOPMaJIbHOMY >KEHCKOMY KapUOTHILY.

ITAJIOH OTBETA:
1. TloMumMO HOPMAJIBHOTO YKEHCKOI'O KapHUOTHUIIA MPOAYKTOB 3a4aThsl PE3yJIbTAT MOXKET OBITh

JIOKHOOTPHULIATENbHBIM.  BO3MOXKHBIE NPUYMHBI  JIOKHOOTPULATEIBHOIO  pe3yJibTaTa
WCCIIEIOBaHMSI TPOAYKTOB 3auatust MeTogoM NGS:

- KOHTaMUHALUsl MaTEPUHCKUM T'€HETUUECKUM MaTepHaIOM;

- Tputioniusg 69, XXX

- MOHOCIIEpMaJIbHBIN MOJHBIN My3bIpHBIHI 3aHOC (46,XX)

2. JlomoiHWTETHEHO HEOOXOIUMO MPOBECTH HccienoBanue npenapara JJHK, BeinenenHoi u3
Marepuaia MPOAYKTOB 3adaTusi, METOJOM KoJU4YecTBeHHOU ¢yopecientHoi I[IL[P
(manens BbIcOKomonuMopdHbIX ayrocomHbix STR-mapkepoB u X-STR mapkepos).
HccnenoBanue Tex e MapkepoB HeoOXxoauMo BeIMoiHUTh U 11t JJHK Ononornueckux
ponuteneil. B ciyyae BBIpaKEHHOW KOHTaMUHALUMM MATEPUHCKUM T'€HETHYECKUM
MaTepuaioM HpoAykToB 3auatus Bce amwienu JHK-npodbuns wmarepu Oynyt
npucyrctBoBate B JIHK-mpodune npomykToB 3auaTHs, amieNd  OTIOBCKOTO
IPOMCXOXKACHUSI MOTYT HE JIETeKTHPOBAThCs, JHOO OyayT BU3YyalU3UPOBATHCS Ha
anekTpodoperpaMme B BUJIE MUHOPHBIX MUKOB. [Ipu Tpummonmuu 69,XXX B yactu
JIOKYCOB OYyAyT BBIABIATHCA 3 ajulenss BMECTO JIBYX; B 4YacTH JIOKYCOB OyIeT
HaOo1aThCs AUcOaNance Mo IMJIOAAN U BBICOTE JIBYX MHUKOB ajieiei (B COOTHOLIEHUU
2:1), nyrem cpaBHenust ¢ JIHK-npodunsimu Gronoruyeckux poauTesiell MOXKHO Oyner
YCTAaHOBUTBH POJUTEIBCKOE MPOUCXOXKJIEHUE TPEThEro rarulonIHOTO Habopa XpOMOCOM.
[Tpy moaHOM My3BIPHOM 3aHOCE BO BCEX JIOKYCax Oy/IeT ONpeneNsThCs JHUIIb OJUH MUK
(romo3uroTa), MatepuHckue amuienu Oyayt orcyrcrBoBath B JIHK-npodune npoaykros
3auatusi, nockonpky amwienn JIHK-npoduns npoaykroB 3auatus OyayT HMeETh
HCKIIFOYHUTENIEHO OTIIOBCKOE MPOUCXOKICHUE.

3apaua 3. XKenmmna 31 ron, 6epemenHocts 12-13 Henenb, U3 aHaMHE3a — XPOMOCOMHBIE
aHOMAaNWu y TMJoja. BeimonHeHa OWONCHS BOPCHH XOpHOHA. Pe3ynmbTaThl MOJNEKYISPHO-
UTOTEHETUYECKOT O HCCIeA0BaHUS (XPOMOCOMHBIN MUKPOMATPUUHBIM aHAIN3 PEeHATaJIbHBIHN):

Monekynsapusiii kapuotu: arrfGRCh37] (4p16.3p15.1)x3,(5p15.33p14.1)x1
Ilon miona: xeHckui

Bonpocsr:
1.0nenuTe pe3yabTaThl Ja0OPATOPHBIX UCCIEAOBAHUMA. J[J1s1 KaKUX TATOJIOTUYECKUX COCTOSHUMN
XapaKTEepHBl yKa3aHHBIC BBIINIE KIMHUYECKHE TPHU3HAKH W J1a0OpaTOpHBIE IMOKA3aTeNn?
KakoB MexaHN3M MX BO3HUKHOBCHUS ?
2.Kakne maOopaTopHbIC HCCIICJOBAaHMS CIIEAYeT PEKOMEHIOBaTh TIPOBECTH C  IIEJNIBIO
MOATBEPKICHUS TUarHo3a?
ITaJIOH OTBeETA:
1. Nmeercs AymiavKamus y4dacTKa KOPOTKOTO Iieda 4 XpPOMOCOMBI, 3aXBaThIBAIOIIAsS



pernonsl  4p16.3-p15.1. B 0aze pmamabix Orphanet oOHapykeHHas IyITHKALIHS
ompeneneHa kak mnpuunmHa 4pl16.3 microduplication syndrome (ORPHA: 96027).
Nmeercst genenusi ydacTka KOPOTKOTO Iieda 5 XPOMOCOMBI, 3aXBaThIBAIONIAS PETHOHBI
5p15.33-pl14.1.  MukpoAenenroHHbIE W  MHUKPOAYIUIMKAIIMOHHBIE  CHHAPOMBI,
accoruupoBannbie ¢ aucoamancom (OMIM): Cri-du-chat syndrome (OMIM: 123450).
YuauThiBas COYETaHWE TEPMUHAIBHON JYIUIMKAIMU Yy4YacTKa KOPOTKOro Iieda 4
XPOMOCOMBI U TEPMUHAIIBHOM JCIICIIMN y4acTKa KOPOTKOTO IJIeYa 5 XpOMOCOMBI Yy TUI0/1a
C BBICOKOH BEpOSTHOCTBIO HMMEETCS HecOaTaHCUPOBAaHHAS TPAHCIOKAIMS MEXIY
yKa3aHHBIMH XPOMOCOMaMH.

2. C 1enpl0 MOATBEPXKACHUS TUArHO3a W ONPEICIICHUS IPOTHO3a IS JIETOPOKICHUS
cnenyer pekomenaoBath nposectu FISH-uccnenosanue ¢ cydreroMepHbIMU 30HIaMHU Ha
4 1 5 XpOMOCOMBI CyMpyram.

3apaua 4. MeTo0M MOJTHOTEHOMHOTO CEKBEHHUPOBAHUsS B I'€HOME IMAIMEHTKU (Bo3pact — 12
net, auarHo3: KpumnrorenHas QokanbpHas SHuiencus. AYTHYHOE TIOBEACHHE. 3aJlepikKKa
MICUXOPEUEBOT0 pa3BUTHA. THUI HACIEJOBaHHS — ayTOCOMHO-PEIECCUBHBIN) BBIIBICH B
FE€TEPO3UTOTHOM COCTOSIHUM BAPUAHT HYKJICOTHUAHOM MOCIEA0OBATEIbHOCTA HEOINPEICICHHOTO
3HAYEHUS], UMEIOIINH BO3MOKHOE OTHOILIEHHE K (JEHOTHUITY.
Bonpoc: kakoBa nanpHelas TakTuka npu rnposeaeHuu npsimoit JJHK-auarnoctuku?

ITaJIOH 0TBETA: BapUaHT, BBIABJICHHBIN MIPU MOJHOI€HOMHOM CEKBEHUPOBAHUM, JTOJIKEH
OBITH MTOATBEPIKICH METOAOM IIPSMOT0 CeKBeHHpoBaHuUs 1o CaHrepy. JlaHHBIE MOJTHOTCHOMHOTO
CEKBEHUPOBAHUS PEKOMEHAYETCs IMepeaHanu3upoBath 1 pa3 B 12 MecsueB. KimHuyeckoe
3aKJIFOYCHHE TI0 pe3yibTaTaM JTaHHOTO HCCIICIOBAHUS MOXET OBITh JaHO TOJBKO BpPaYOM-
TEHETUKOM.

3agaua 5. Ilpu cpaBuenun [IHK-mpoduns nmo 19 runmepBapmabenbHbiM ayTocOMHBIM STR-
MapkepaMm peOeHka ¢ coorBerctByronM JIHK-mipodunem mpenmonaraeMoro OTiia BBISBICHO
HecoBmasieHue 1o jJokycy FGA (penotun pedenka — 21,24, ¢peHotun mpeamnoigaraeéMoro oTia
— 22).

Bomnpoc: kak cienyer MHTEPIPETUPOBATh PE3yNbTaT HccieaoBanusa? Kakue HOMONMHUTENbHBIE
UCCIIEIOBAaHHSI HEOOXOAUMO MTPOBECTH?

JTAJOH OTBETA: Pe3yJbTaT MCCIEIOBAHUS Ha MPEeaIMeT OMOJIOrMYECKOro poJICTBa CelyeT
CUMTATh HEONPEIETICHHBIM, MOCKONbKY HecooTBercTBHe JIHK-mpoduns peGerka TakoBomy
npeznonaraeMoro orua no 1 u3 19 uccnenoBaHHBIX MapKepoB MOXET ObITh 00YCIOBIEHO
MyTaluel (B JaHHOM ciiyyae MyTanuen ayuiens 22 B ayens 21), U, Kak cle/ICTBUE, HE SBISETCS
0€3yCIIOBHO HCKIIIOYAIOIIMM OTIOBCTBO IMpH3HakoM. HeoOXoauMo MmpoBecTH JOMOJHUTEIbHOE
uccinenoanue JJHK-npoduns 6uonornueckoit marepu pedeHka.

3agauya 6. [Ipu cpaBaenun JIHK-mpodwmns nmo 19 runepBapmabenbHbIM ayTOCOMHBIM STR-
MapkepaM pebeHka c¢ coorBercTByromuM JIHK-npodunem mpesmnonaraeMoro oria BbISBIECHO
HecoBnaaeHue 1o okycy SE33 (penorumn pedbenka — 20.2, heHOTHIT TPEIOTAraeMOTO OTIa —
29).

Bonpoc: kxak cienyer MHTEPIPETUPOBAaTh pe3yiabTaT HuccienoBaHusa? Kakue A0moIHUTETbHBIE
UCCIIEIOBaHHs HEOOXOAUMO MTPOBECTH?

JTaJIOH OTBeTa: PEe3yjbTaT HUCCIEJOBaHMS Ha MpeIMeT OHOJOTHYECKOTO pPOJICTBAa CIEIYET
CUMTaTh HEONpEeAETCHHBIM, MOCKOIbKY HecoorBercTBHe JHK-mpoduns peGenka TaxoBomy
npeanojaraemMoro otma mo 1 w3 19 wuccienoBaHHBIX MapKepOB MOXKET OBITh OOYCIOBICHO
yHAacJIeI0OBaHHEM peOEHKOM OT MCTUHHOTO OMOJIOTHYECKOTO OTIIa MOJYAIIEro aijens, W, Kak
CIIEJICTBUE, HE sBIsETCS O€3yCIOBHO MCKIIIOYAIOIIMM OTLOBCTBO MpHu3HakoM. HeoOxoaumo
NPOBECTH JONOJHHUTEIbHOE HcciefoBaHue Jokyca SE33c¢ mcmonb30BaHMeM anbTepHATHBHOW
napsl IpaiMepoB.



3agauya 7. B uukin OKO Bcrynuna cynpyxkeckas napa N. Kapuorun cynpyru 46,XX, kapuotun
cynpyra 45,XY,t(14;21)(q10;q10).

Bomnpocsr:

1. Kakue rameTsl MOTYT 00pa30BBIBaTHCS y Cympyra?

2. Kakoe wuccrienoBanue HEOOXOIUMO IMPOBECTH SMOPUOHY MJIsi NMPHUHATHS PEIICHHS O €ro
nepeHoce nauueHTke?

DTaJIOH 0TBeTa: 1) Cynpyr SBJISETCS HOCHUTEIEM COATTAaHCUPOBAHHON pOOEPTCOHOBCKOM
TPaHCIOKAMK MEXIy XpoMocomamu 14 m 21, y Hero Moryr oOpa3oBbIBATbCS TaMEThl C
HOpPMAaJIbHBIM TAIUIOMIHBIM HaOOpoM, TameTsl ¢ Hyumcomued no 14 mmbo 21 xpomocome,
rameTshl, B KApPUOTUIIE KOTOPHIX IPUCYTCTBYET JNOMOJIHUTENIbHAS KONU JJIMHHOTO 1ieda 14 nu6o
21 xpomMocoMbl; 2) B CBSI3U C BBICOKUM pHCKOM mnoiydeHuss B nukie DKO smOpuona c
JcOalaHCOM TeHeTHYecKoro matepuaina 14 u 21 XxpoMocoM i IPUHATHS PELLICHUs O IepeHOCce
SMOpHOHA  MAIMEHTKE HEOOXOJMMO  TPOBECTH  IMPEHMIUIAHTAIMOHHOE  TI'e€HETHYECKOe
TecTupoBaHue Ha aHeymionauu metonoM NGS (IIT'T-A).



[Tpunoxenue No 2

CnpaBka

0 MaTepHAIbHO-TEXHUYECKOM obecrieueHrH padoyeil mporpaMmbl TUCIUILINHBI 110 BBIOOPY

MoneKynﬂpﬂo-reHeanecRne HCCIeI0BAHUA B KIIMHUYECKOH naﬁopaTopHoﬁ JAUArHoCTHUKE

Ne HaumenoBanue .
N OcHalleHHOCTH CeUATbHBIX MIOMelleHu i

n/n | cnenMaJbHbIX MOMelleHHil

1. ®I'BOY BO Teepckoit IMY r. | TeneBusop ¢ nuaronansto 120 cm, HoyTOyk Lenovo;
Tsepb yin. CoBerckas 1. 4
Homeiii  kopmyc,  kadeapa | O6menaboparopHoe obopynoBaHnue JUTST
OMOXUMUHN C KypCOM | CUMYJISIIUOHHOTO ~ Kypca: Ha0Op aBTOMAaTHYECKUX
KJIMHUYECKOH  J1abopaToOpHOM | 103aTOpOB, LEHTpU(yra, BeChl aHATUTUYECKHE, BECHI
nuarHocTuku, kad. NeNe 217, | anekTpoHHBIE, BEChl TOPCHOHHBIE, TEPMOCTAT.
221

2. [Tonuknuuuk | MonekynspHo- | YueOHass KOMHaTa - MYJIbTUMEAMMHBIA MPOEKTOP,
a TI'MY, | reHeTH4eCKHE | KOMIIBIOTEP, IKPaH.
KITMHUKO- uccnenoBanus | ['enermyeckas nabopaTopusi B cOcTaBe OTIela
JUarHOCTHYE MEAMIMHCKOW T'€HOMUKM U OTJela MOJIEKYJISIPHO-
cKas TEeHETUYECKUX  JKCIepTH3 -  olmienaboparopHoe
nabopaTopus obopymoBanue, JabopaTopHOE OOOpYyIOBaHHUE IS
170036 T. [111P, anekTpodopesa  HYKIECHHOBBIX KHCJIOT,
TBeps, noarotoBku Oubmmorexk amst NGS, cexBeHUpOBaHHSA
Cankr- JIHK.
[TeTepOyprek
oe 1occe, .
115, kopm. 1
000
«Menukan
I'enoMUKC»
170100 r.
TBepb, YL
Kensbosa, 1.
48




[Tpunoxenue Ne 3
JIMCT perucTpauyuu M3MeHEeHU U J0MOJTHEeHU I
B padouyo NporpamMmy I CHUAIINHbBI
Ha YueOHbIi roj

(Ha3BaHME NUCUMILIUHBI, MOJYJIS, IPAKTUKH)
JUTst O0yJarOIIMXCsl,
CIICHATBHOCTB:

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

HN3menenus u JOITIOJIHCHHS B pa6oqy}0 InporpamMmy IUCHUILNIMHBI 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

Ilpumepni.

N




