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BBeneHue

HacneactBeHHble (hopMbl paka MO/IOYHON Xenesbl (PMXK) 1 paka
AnyHuKa (PA) oTHocATcA K 3aboneBaHWsM C ayTCOMHO-AOMUMHAHUTHIM
TWUMNOM HacnefoBaHWA 1 0bycnasnmMeatoTcs myTauuamm B reHax BRCAL u
BRCAZ2. PaHHsAs gnarHoctuka PMXX n PA npeactaBnseT co60li BaXKHYHO
npobseMy COBPEMEHHON OHKOFEHEeTMKM B CBA3M CO 3HAYUTE/NbHOM
4acTOTOI BbIABNEHNA OMYXO0/ei Ha NO34HUX cTagusax. MyTauum B reHax
BRCA1 wun BRCA2 wu4pes3BblyailHO pa3HOO6pas3Hbl, MNO3TOMYy [ANs
NpoBefeHNs LLeNIeBOro CKPUHMHIa LesiecoobpasHbiM MOAXOA0M ABMISETCA
npoBeAeHne MNOJSIHOTO CEKBEHMPOBaHUA KOAWMPYHOLUUX YYACTKOB rEHOB
BRCA1 h BRCA2./2 A

LLeﬂeBbIMI/I aHannTamu, onpegendembiMmn ¢ NPUMEHEHNEM Ha6opa \Y

peareHToB «Quasar-BRCAI/2», asnaoTca nocnegosatensHoct AHK
Kogupytowmx yyactkos reHos BRCAL n BRCAZ2 yenoseka.

MaTtepnanom And NpoBefeHUS WUCCefOBaHMUA CcyxxaT npoobbl
reHomHon AHK, BbigeneHHble M3 KAMHMYECKOro MaTepuana (LesbHas
KpoBb, TKaHb, (MKcupoBaHHas B 10% pacTBope dopmasiMHa W
3aK/MtoYéHHasA B napagmHoBbIl 610K (FFPE-6/10K)).

HayuyHass 060CHOBaHHOCTb LE/eBOr0 aHaiMTa 3ak/to4vaeTcs B
HaMuMM B HEM Pa3HOO6pasHbIX MyTauWil, accoLMMPOBaHHbIX C
HacneACTBEHHbLIMM (hOpMaMmM paka MOMIOYHOW XKene3sbl N paka AMYHNKA.

FeHbl BRCA1,2 OTHOCATCA K rpynne reHoB-CynpeccopoB, KOTopble
KOAUPYHOT 6efiky, BOB/IeYEHHblE B MPOLECC penapauun ABYXHUTEBbLIX
pa3pbiBoB AHK. Mpn BO3HMKHOBEHUN MyTauWii B 3TUX FeHax TepseTcs
(yHKUMA 6enKOB, BCNEACTBME YEro HapyLlaeTcs OCHOBHOM MeXaHW3m
penapaunn ABYXHUTEBbIX pa3pbisos JHK.

WccnepoBaHue Ans BbIABEHUA MyTauuii B reHax BRCAI U1 BRCA2
nomoraeT oOnpefenuTb NpeapacrnosioXeHHOCTb K Hac/fefCTBEHHbIM

KnuHnyeckumy pekomeHgauusaMm «Pak MOMOYHON >kenesbl». BospacTHas
rpynna - nauueHTbl cTapwe 18 neT, yTBePXAEHHbIMW  MUHUCTEPCTBOM
3[paBooxXpaHeHns Poccuitickoin degepaumn, 2018 T.

AN KAWMHWYECKUMW  peKkoMeHZauusmMn  «Pak  AWYHWMKOB/paK  MaTO4HOW
TPy6bI/NEPBUYHBIV pak GpoLIMHBI». Bo3pacTHas rpynna - nauyueHTbl cTaplie 18 ner,

M

ONyxoneBbIM CUHApPOMaM”. [laTOreHeTMYeCKUin MexaHu3M pas3BUTUSA
3ab0neBaHNA onocpefioBaH HapyLleHMeM B [aHHbIX FeHax penapauum
[e30KcupnboHyknemHoBoin  kucnotel  (AHK)  pasnuuHoii  cTeneHu
MEeHETPaHTHOCTU. BONLLUMHCTBO KNMHUYECKUX CNyYaeB HacNeCTBEHHOIO
paka accouMmpoBaHO C MyTauuAMW MMEHHO B 3TUX TeHax, KOTopble
obecrneunBaloT TaKXe 3aWuTy OpraHuama OT TPaHCHOPMUPOBAHHbIX
KNeTOK, NPOBOLMPYIOLMX NOSBNEHWE OMYyX0eBbIX HOBOOOPa30BaHNIA .

B HenoBpexaéHHOM cocTofHUM 06a reHa (BRCA1 U BRCA?2)
ABNAKOTCA KNacCMUYECKMMW OMyXO0NEBLIMU CynpeccopaMu, U Kogmpyemble
MMM 6efikyu  urpalT  BeAyllyl ponb B penapauuu  paspbiBOB
AByxuenoyeyHbix JHK nyTeM romonornyHoin pekomouHaumm”. Moteps
(YHKUMOHAbHON  aKTUBHOCTW  BCNEACTBME  BPOXAEHHBLIX WM
NPMOGPEeTEHHbIX MyTauuin B reHax BRCA1 M BRCA2 NpUBOAUT K
HapyLleHuto perynauunm K/NIeTOYHOrO0 uMKna, npoweccos
AnddepeHUMPOBKMA 1 anonTosa, a Takke K HapacTaHMt0 XPOMOCOMHOM
HecTabubHOCTU, NPUBOASLLEN K MOBBILEHWIO pUCKa pa3BuTus PMX,
paka rnpegcrarefibHOM Xenesbl, AMYHUKOB, a TaKXKe paka rpyaHbIX xenés
Y MY>XUYUH’.

WccnepoBaHue Ans BbISBNEHUA MyTauuid B reHax BRCAL n BRCA2
nomoraeT onpeAennTb Hanbonee aPPeKTUBHYIO CTPATETNIO NIEYeHNS Kak
TapreTHoiMn npenapamu (PARP-uHrnéutopammn) tak M pasinyHbIMU
peXxnumamy XumuoTtepanumn, a TakXke BO3MOXHOCTb CMPOrHO3MPOBaThb
TeyeHne 3ab0fieBaHMA paka MONOYHOM >Kenesbl, paka AWYHWKOB, paka
MOLXKeNyA0UYHOI Xenesbl, paka xenyaka.

Bbino nokasaHo, yto BRCAL-accounmpoBaHHblii PMXX B oTinume
OT CNOpajMyeckoro XapakTepusyeTcs /yudllen OTBe4aeMOCTbI0 Ha
Tepanuio  BMNOTb A0  MONAHOM  pPeMWUCCUW.  YCTaHOB/IEHO,  YTO
BbDKMBAEMOCTb 6O0/IbHbIX HAC/MEACTBEHHbIM PAakOM OPraHOB >KEHCKOW*

~Boiivyk C.B., PamasaHoB B.P. HapylieHne cuctems! penapaummn JHK — ponb B
OHKOTeHe3e 1 Tepanuu 3/10Ka4eCmbeHHbIX HOBO0OPa3oBaHUH // KazaHCKWA MegULMHCKIIA
XypHan. - 2014. - T.95.-Ne 3.- C. 307-314.

*maHuTos E.H. Brionorus onyxonesoro npouecca. // MNpakTnyeckas OHKOMOrus.
- 2017.- T. 18. - Ne4. - C. 307-315.

*NmsaHnToB E.H. Buonorus paka MonoYHoit xxenesbl M MpLicTiyeckas OHKONOT WS,
-2017. T. 18.. Ne3.-C. 221-231.

* NwvaHutoB E.H. OO6Wwe npeacTaBneHWs p HacnefCTBEHHbIX OMyX0NeBbiX
cuHapomax//MpakTuyeckas oHkonorna.-2014.-T. 15.-Ne 3.-C. 101-106.
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PenpoAyKTUBHOW CUCTEMbl 3HAYMTE/IbHO Bbllle, YemM B 06LWein rpynne
00/IbHbIX, HE3aBUCMMO OT CTaguMM U MPOBOAMMOIO fieYeHUs: 5-neTHAs
BbI>KMBAEMOCTb 60/1bHbIX HacneAacTBEHHbIM PMXK cocTaBnseT 58,9+6,3%,

B TO BpeMsA KaK npu cropaguyeckom pake — 39,7+4,6%. 3HaueHue
reHeTU4eckoro TeCTUPOBaHMA onpejenseTca Takxe TeM, 4to BRCA-
CTaTyC noTeHUWaNbHO MOXeT OblTb WUCMOMb30BaH B Ka4yecTse
NPesuKTUBHOrO Mapkepa npv MPOBEAEHUN XUMUOTepaneBTUYECKOro
neyeHusa. Hannuve paedeKTOB CUCTeMbl penapauuy  npegnosaraet
BbICOKYIO 3dheKTUBHOCTL [HK-noBpexalowmx areHToB, TakuMxX Kak
NOHM3NpYIOLWas paguauma W NleKkapcTBeHHble npenapartbl. [lokasaHa
BbICOKas 3PEKTUBHOCTb HEOA4bIOBAHTHOM Tepanuu aHTpauuKIMHaMu n _
TakcaHaMu y HocuTenein mytaumnin B reHax BRCAL1 n BRCA2. Knetku ¢ »
HapyLUEHHbIMU MeXaHu3IMamm rOMOIOrYHOW pekombuHaumm
OT/IMYAKOTCA BbICOKOW YyBCTBUTE/NIbHOCTHLIO K NPOU3BOAHBLIM MNaTWHbI. B
page  uccnefoBaHW  nokasaHo, 4T0 Yy  6onbHbIx  BRCAL-
accoummpoBaHHbiM  PMDK  albpekTMBHA HeoaAblOBaHTHad Tepanwus
«LUncnnatMHom», Bblpa)KeHHas peakuus Ha npenapar He3aBUCKUMO
CBA3aHa C TPUX/Abl HeratMBHbLIM (DEHOTUMOM W C Ha/IMUMEM MyTauun B
reHe BKCAT.

MokaszaHo, 4T0 BRCAI/2-ge@uunTHbIE ONYXOMNeBble  KNETKU
CENEeKTUBHO TUOHYT nNpu mcnonb3oBaHun PARP-uHruéutopos (PARP
(poly(ADP-ribose) polymerase) — epMeHTbI, KaTanusmpytoLine nonu-
ALd-pnbo3mnnposBaHmne; yyacTeytoT B penapauumn AHK). MNokasaHo, uTo
BRCA1/2-gethvunTHbIE ONYXOMeBble KNETKA CENEKTUBHO TMOHYT Mpw
ncrnonb3oBaHMm PARP-MHIMOGUTOPOB, B YacTHOCTM «Onanapnba»™.

B cooTBetcTBMM C pe3ynbTatamum uccnegosaHus OVATAR,
NMPOBOAMMOr0 COBMECTHO POCCMIACKMM  O6LLECTBOM  KIMHUYECKON
oHkonormn (RUSSCO) u (hapmalueBTUYeCKOM KomnaHueid AstraZeneca”
Russia, natoreHHble myTaumu B reHax BRCAL/2 BbisBnsaTca y 35%"*
(140/400) naumeHTOK, MO pe3yfbTaTaM napanie/lbHOro CeKBEHNPOBaHUSA
KPOBW 1 0NyX0/1eBoi TKaHW Y 400 60/1bHbIX MEPBMYHBIM PakOM SUUYHUKOB

A Gelmon K. et al. Targeting triple-negative breast cancer: optimising therapeutic
outcomes // Ann Oncol. — 2012. — Vol. 23. — Ne 9. — P. 2223-2234.
®0za A. M. et al. Olaparib combined with chemotherapy for recurrent platinum-

sensitive ovarian cancer: a randomised phase 2 trial //Lancet Oncol. — 2015. — Vol. 16.
—No i

. Db. 87-89
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B poccwuiickoli nonynsuun. Mpyu 3TOM 4YacTble 8 MyTauuii, KOTOpble
ouuymansHo  3apeructpuposaHbl B Poccum  gns naHenn  TMLP,
BbIABNAKTCS TONbKO B 49% cnyyaes (69/140). Bo Bcex ocTaBLumxcs 51%
(71/140) cny4yaax OblIM  BbISIBNEHbI pPefKWe MaToreHHble MyTauum
(scTpevaemocTb MeHee 2%) B reHax BRCAL/2 metogamu MosiHOro
cekBeHupoBaHus reHoB (NGS n MLPA). U3 Hux B 30,7% (43/140) B
POCCUIACKOM NONYNALMUW BbISBNAIOTCA peAKue repMnHanbHble MyTaumm, B
15% (21/140) onpefensinucb COMaTUYecKMe MyTauuu, a KpyrHble
nepecTpoviku - B 5% (7/140)."

O6nacTb npumeHeHUs Habopa peareHToOB -  K/MHUYECKas
nabopaTtopHas AnarHoCTUKa, OHKOOrUS.

lMoKa3aHMa U NPOTMBOMOKA3aHMA K NMPUMEHEHUIO

OnpegeneHne nocnegoBate/ibHOCTA KOAUPYIOLWNX YHACTKOB FeHOB
BRCA1 n BRCA2 MEeTOA0M BbICOKOMNPON3BOAUTE/NILHOTO
CEKBEHMPOBaHNA PEKOMEHAYETCH A/19 CKPUHUHIA HACNeACTBEHHbIX (OpM
paka MOJIOYHOMN >Xenesbl, paka ANYHWUKOB Y MOTEHUWaNbHO 340POBbIX
XEHLMH 1 nNpu o6cnefoBaHMN NaLWEHTOB C AMarHO30M pakK MOJIOYHOM
Xenesbl U paK ANYHUKOB AN18 C Lenblo onpeaeneHns 3hheKTUBHONM
cTpaTermm nevyeHns U NPOrHO3MPOBaHUA 3MPEKTUBHOCTU IeHEHUS.

MpumeHsiemblin  cnoco6  uccnegoBaHus JHK  oTHocuTca K
HENHBA3MBHbIM NpoLeaypam, He HECET yrpo3bl 340P0OBbI0 YE/I0BEKA U He
BbI3bIBAET OCMIOXKHEHWIA.

MpoTuBONOKasaHMA K  MNPUMEHEHUIO:  MpPU  UCNOJIb30BaHUU
cneumanbHO 06YYEHHbIM MEPCOHAIOM UM C Y4eTOM MNPUMEHEHUS MO
Ha3HaYeHMUIO He BbISIB/IEHDI.

Jemorpauyeckme n noNynsaLMOHHbIE aCNEKTbl NPUMEHEHUSA:

* B cootBetcTBUM C KAMHUYECKMMU peKOMeHZauuaMmn «Pak
MOJIOYHOI XXene3bl», Bo3pacTHas rpynna - nauueHTbl cTapuie 18 neT,
YyTBEPXXAEHHbIMW ~ MUHUCTEPCTBOM  34paBOOXPaHEHMs  POCCUICKOM
®epepaunn, 2018 r.:

«PekomeHayeTca onpegeneHve metogom [LUP B numdoumTax
KpOBW Hambonee 4acTbiX repMUHanbHbIX MyTauuin B reHax BRCAL/2 n

A Casey, B.B. [u gp.] ®uHanbHbIA aHann3 HEMHTEPBEHLMOHHOIO MUCCNeL0BaHNS
OVATAR: anarHoctuyeckme n nevebHble Noaxodbl K NIEYEHUIO paka SWMYHWKOB B
Poccuun. AHanus rpynnsl ¢ MyTaumamu BRCA // XKypHan «310KaveCTBEHHbIE OMyXO0/un».
- 2019. - T. 9. - Ne381. - C.90-91.
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KOHCYNbTaLWa Bpaya-reHeTUKa A9 OMNpefesnieHns TakKTUKW fleYeHUs B
CnefyoLWwmx cnyyaax:

- Y KEHWWH C nNOoATBEPXAEHHbIM PMXX npu OTArOLEHHOM
cemeliHOM aHamHe3e (Hanumuve PM)K y 6/1M3KMX POACTBEHHWKOB B
Bo3pacTe <50 fieT, paka SAWYHUKOB WM  MATOUHBLIX Tpyob, paka
NoaKenyaovHoin xenesbl, PMXX y My>X4YMHbI, METACTAaTMYECKOrO paka
npeacTaTeNbHON Xenesbl);

- Y XKeHLLUKH ¢ noaTeep>KaeHHbIM PMXK B Bo3pacTe <45 ner;

- Y XEHLMWH < 60 N1eT ¢ TPOMHbIM HeraTuBHbIM (heHoTUnom PMOXK;

- NpuM MepPBUYHO-MHOXECTBEHHOM PMMX (BKMtO4Yas, HO He
OrpaHN4YMBasCb YCTaHOB/IEHHbIM - AMAarHO30M paka KOHTpiaTepasibHOi
MOJIOYHOW >Kenesbl, paka SWYHWUKOB WM  MaTOYHbIX Tpy6, paka
NOMKENYLOYHOW Xenesbl);

- pu PMOXK Yy MY>XUUH.

KoMMeHTapuu: nauuveHTOoK, MMERLWMX NUYHbIA/HACNeLCTBEHHbIN
aHaMHe3, Y KOTOPbIX He BbIfB/IEHbl YacTble HAC/eACTBEHHble MyTauuw,
CneflyeT HampaBnATb Ha paclMpeHHOe WccnefoBaHWe repMUHabHbIX
n/innm COMaTUYeCKUX MyTauui c NCMONb30BaHNEM
BbICOKOMPOU3BOANTENBHOIO CekBeHNpPoBaHUA (NGS).»

e B COOTBETCTBUM C KIUHUYECKUMUN peKoMeHJauuamun «Pak
SAMYHUKOB/paK  MaTOYHOM  TPyObI/MEPBUYHBLIA  pak  OPHLINHBI»,
Bo3pacTtHas rpynna - nauuveHTbl cTapwe 18 net, yTBepXAeHHbIMU
MUHWCTEPCTBOM 34paBooxXpaHeHuns Poccuiickoih ®epepaumm, 2018 r.:

«BceM naumeHTKamMm C CEPO3HbIMM U 3HLOMETPUOMAHBIMU
KapLuMHOMamW BbICOKON CTeneHW 3/10Ka4eCTBEHHOCTU PEKOMeH0BaHO
MONeKyNspHO-reHeTnyeckoe nccnefoBaHne myTtaumnin B reHax BRCAL n
BRCA2 B KpoBM WM B3ATMEM COCKObGA CAU3UCTOA POTOBOW MNOMOCTM
n/vnn B 6GuoncuiiHoM (onepayyMoOHHOM) MaTepuane, Kak NpeanKTOpoB
ncxopa 3aboneBaHns 1 BbIbopa afiropuTMa fIeHeHns nayuneHTa.

KommeHTapuii: yactoTa MyTauuii reHoB BRCA1 u BRCA 2 npu
YKa3aHHbIX TMCTOMIOrMYECKNX TUMax ONyXonu cocTaBnfet okono 15 %.
WHdopmauns o Hannuumn myTtaumm BRCA nonesHa ¢ Lenbo onpeaeneHns
60nee BbICOKOW YyBCTBUTENILHOCTIN OMYX0/M K Tepanmm ankKuanpyoLwmmm
npenapaTamui, NPOU3BOAHbIMY NIaTUHbI U PARP-MHrnémutopamun.»
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1. HasHaueHue

Ha3sHauyeHwue: Habop peareHToB «Quasar-BRCA 1/2» npefHa3HayeH
A1 KayeCTBEHHOro onpefesnieHns cratyca MyTtauuii reHos BRCAL u
BRCAZ2, accounmnpoBaHHbIX C pUCKOM pa3BUTUA paka MOOYHOMN Xene3bl
MW pakoM  AWYHUKOB,  METOLOM  MacCoBOr0  MapasiiesibHoOro
CeKBeHMpoBaHWUsA B npobe reHomHoi AHK uenoseka, BblAeNeHHOW U3
K/MHNYECKOro mMatepumana (LefbHas KpoBb, TKaHb, PUKcMpoBaHHas B 10%
pacTBope (opmasMHa W 3akniYéHHas B napaguHoBblii 610K (FFPE-
6n0K)) ¢ npumeHeHnem nnatgopm  lllumina And  CKpWHMHra
HacneACTBEHHbIX (HOPM paka MOJIOYHOW Kenesbl, paka SWYHWUKOB Y
MOTEHLMANIbHO 3[0PO0BbIX XEHLWMH U Npy 06CMefoBaHMN MauueHToB C
AMarHo30M pakK MOOYHOW Xese3bl U pak SMYHUKOB C LieNbio onpeeneHmns
9(PMEKTUBHOW CTpaTErMn NEYeHMs U NPOrHO3NPOBAHUSA 3M(HEKTUBHOCTM
NeyeHuns.

®PyYHKUMOHANbHOE Ha3HayeHue. [laHHble, MONyYeHHble B
pe3ynbTate  BbICOKOMPOW3BOAMUTE/NILHOTO  CekBeHuWposaHua  JHK-
616mMoTeK, MOArOTOB/IEHHLIX C MPUMEHEHVEM Habopa peareHTOB
«Quasar-BRCAI/2», nocne nocnegyowero 61MonHHOOPMaTUYecKoro
aHannsa MoryT WUCNONb30BaTbCA ANA CKPUHWMHIA HaCMeACTBEHHbIX (hopMm
paka MONOYHOW >Xenesbl, paka SWYHWKOB Y MOTEHLMaNbHO 340POBbIX
XEHLWWH 1 npu o6cnefoBaHUK NaLWEHTOB C AMArHO30M paK MONOYHOM
Xenesbl U paK ANYHUKOB C LieNbio onpeaeneHus apeKTUBHON cTpaTernm
NEeYeHns 1 NPOrHO3MpPoBaHUA IPPEKTUBHOCTM NEYEHUS.

MoTeHuManbHble NOTPEOUTENN MEAULMHCKOTO U3AeNns

Habop npegHasHayeH A8 MNpPoO(ecCUOHANIbHOIO MPUMEHEHUs B
MefULNHCKNX yupexxaeHunax n KNVHWKO-[MarHoCTUYeCKnX
nabopatopuax  OHKO/OrM4yeckoro  npouns.  MpodeccmoHabHbI
YPOBeHb  MOTEHUMaIbHLIX NOMb30BaTeNlel — Bpad  KAVHUYECKOi
NnabopaTopHOW ANAarHOCTUKN, MELULUHCKUIA N1abopaTOPHbIA TEXHUK.
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2. MpuHUMN meToga
MeTog
MynbTuUNMeKcHas nonumepasHas LenHas peakuus B peasibHOM
BPEMEHM C nocnefytoleri nHAeKcaunein amnimkKoHOB W MOyYeHUEM

OHK-6nbnnotek, fans  BbICOKONPOW3BOAUTENbHOIO  Mapaisie/slbHoOro
CEeKBEHMPOBaHUS ¢ npumeHeHnem lllumina MiSeq.

WHCTpymeHTansHoe Bpems npoBejeHus npoToKosa
npobonoarotoskn  AHK-6ubnuotek o  3tana  CeKBeHVWPOBaHMSA

cocTaBfsieT 0Kono 3 4yacoB 6e3 yuyeTa BpemMeHM paboTbl orepaTopa.
WNHCTpyMeHTanbHOe Bpems MPOBeAeHMs 3Tana CEKBEHVWPOBaHUA Ha
Illumina MiSeq ¢ npyMeHeHnem Habopa peareHTOB AN CEKBEHVMPOBaHUA

Illumina MiSeq Reagent Kit v3 (600-cycles) MS-102-3003 B cboplvlaTe%

npoyTteHnsa 2x150 n.o. cocTaBnseT 0koao 30 4acos.

Twun aHanusMpyemoro obpasua

MaTepuanom Ans npoBefeHUs aHanmsa Cny>aTt npobbl reHOMHOM
OHK 4enoBeka, BblAeNeHHble N3 KAMHWYECKOro Matepuana (LefnbHas
KpOBb, TKaHb, (uKcupoBaHHas B 10% pacTBope QopmanvHa W
3aKntoYéHHasa B napauHoBsbli 610K (FFPE-6/10K)).

MpuvHunn meToAa

VccnefoBaHuve COCTOUT U3 CeLYHOLMX 3Tanos:

1. UeneBaa wmynbtunnekcHaa TUP-amnavgumkauma OHK ¢
BO3MOXXHOW (hNyopecueHTHOM JeTekunn NpoAyKTOB
aMmnangukauny B peXxxmMe peasbHOro BPeMEHU;

2. 0OuymucTKa LenesbIX amnanKoHOB;

3. VHpekcupoBaHue  amMnivMKOHOB € npumeHeHuem  MLP-

amnnuKauuy ¢ orpaHMyYeHHbIMU LUKNamu;
4. CwmelnBaHue 1 ounctka uenesbix AHK-616110TEK;

5. MaccoBoe napannesbHoe CeKBeHMpOBaHMEe C MNPUMeHeHuem”

Illumina MiSeq. A
6. WHTepnpeTtauusa pesynLTaTos
C npobamn [OHK npoBogatca peakuuv  MynbTUMAEKCHOMN

amnanuKaunum y4yacTKoB FeHOB NPy MOMOLUM CNeunpUUHbIX K 3TUM
yyacTkam [IHK npaiimepoB B peakuMOHHOM Gydepe.

B cocTas MLIP-0ydepa BXOAAT BCE OCHOBHbIE peareHTbl, BKIOYas
TepmocTabunbHyto AHK-nonumepasy ¢ «ropsumm cTtaptom», dNTP,
WHTePKaNNpyoLWWUA KpacuTeNnb Y ONTUMU3NPOBaHHbIV Bydep.
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B coctaBe npaiimep-muKca NpPUCYTCTBYHOT
npainmepb! AN NPOBeAEHNS MYNbTUNAEKCHOW MLIP.

MpofyKTbl creyugpunyeckor amnan@ukaumy nocne OYUCTKU C
MPMMEHEHNEM MarHWUTHbIX YacTWL, MPOXOAAT 3Tan WHAEKCMPOBaHWUA C
fo6aBneHVeM afanTepoB, CheungUUecknx [N CEKBEeHWPOBaHWUA Ha
nnargopme Hlumina.

MHaekcupoBaHHble  OHK-6M6nMOTEKM  nocne  OYUCTKM ¢
NMPUMEHEHNEM MarHUTHbIX YacTuL, SABASAKOTCA rOTOBbIMU 6UGAMOTEKaMM
NS cekBeHMpoBaHMa Ha nnatdopme lllumina.

OrpaHu4yeHns metofa

Bo3mOXHaa nprvynHa nofyyeHns Hecrneumpruyeckoro pesynorara -
KOHTamunHaumsa Ha aTane BblgeneHns OHK nub6o nposefeHus peakuunu
MyNbTUMNEKCHOW W uHAekcHoi TLP. Hecneunduyecknin pesynbTaTt
MOXET OblTb BbISIBIEH C MOMOLLLIO MOSIOXUTENBHOTO KOHTPONLHOIO
obpasua.

HapyLieHune 1efioCTHOCTM YNaKoBKW Npu TPaHCMOPTUPOBAHUMN.

Wcnonb3oBaHve Habopa C WCTEKIWIMM CPOKOM TOLHOCTM WK
HapyLLeHue YCNOBUI XpaHeHMs Habopa.

HapylieHne ycnoBuii  XpaHeHus  npwu
06pasLoB..

cneymngmyeckme

TPaHCMOPTUPOBAHNN

3. CocTtaB Habopa peareHToB
BapuaHTbl UCMOSTHEHHSA
Habop peareHToB «Quasar-BRCAI/2»
BapuaHTax UCNONHEHWNS:
- «Quasar-BRCAI/2-96 A»,
- «Quasar-BRCAI/2-96B»,
- «Quasar-BRCAI/2-48B».
KonnuecTBo aHann3npyembix Npoo

BbIMYCKaeTCca B Tpex

Ha6op peareHToB npeaHasHayeH ans 0/IHOPa30BOro
NCNOb30BaHMsl.
BapuaHTbl  ucnonHeHnss  «Quasar-BRCAI/2-96A»,  «Quasar-

BRCA1/2-96B» npeaHasHayeHbl Ans npoBeAeHUs 96 peakuuin Kaxaoro
mynbtunnekca BRCAL/2, u4TO CcOOTBeTCTBYeT onpegeneHuio 94
nccnegyembiM  obpasuam, OTpULATENbHOTO U MOMNOXWUTENbHOIr0
KOHTPO/bHbIX ~ 06pasyoB  NpuM  O4HOBPEMEHHOM  MOCTaHOBKe B
amnau@ukaTope n ogHOKpaTHOM 3anycke cekseHatopa lllumina MiSeq.
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BapunaHT ncnonHeHmnsa «Quasar-BRCAI/2-48B» npegHasHayeH ans
npoBefeHnsi 48 peakuuii Kaxgoro mynbtunnekca BRCAL/2, uTo

COOTBETCTBYET

onpegenieHnto 46

nccnefyembix

06pasL o8,

OTPULATENbHOrO U MOMIOXMTENbHOT0 KOHTPO/bHLIX 06pasuoB npu
OfHOBPEMEHHOI MOCTaHOBKe peakuuii aMangukauum u OLHOKPATHOM
3anycke cekeeHatopa lllumina MiSeq.

CocTaB Habopa

Tabnuua 1- CoctaB BapuaHTa ucnonHeHus «Ouasar-E RCA1/2-96A»

No Ha3BaHue
nn peareHTa
MLP-6ydep-1

2 MLP-6ydep-2

3 Mpaiimep-mukc-QB

4 NKO

5 OKO

MnaHweTt nHAekcoB A Ha
96 o6pasLos

| YacTtuubl-1

2 Yactuupl-2

3 Pacteoputenb-1

& 000 LHPMH (] INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU

OnucaHune

Ynakoska Nel
MpospayHas becLBeTHas
XWAKOCTb B Npobupke ¢
CUPEHEBOI KPbILLKOIA
Mpo3payHas 6ecLBeTHas
XWLKOCTb B Npobupke ¢
OPaHXXeBOMN KPbILLKOW
Mpo3payHas XWAKOCTb C
OTTEHKOM >XeNToro LBeTa B
npobupke ¢ 6ecLBeTHOM
KPbILLKOWA
MpospayHas becLBeTHas
XWAKOCTb B NPOBUpKe ¢
KPaCHOW KpbILLKOI
MpospayHas becupeTHas
XWAKOCTb B Npobupke ¢
CUHEN KPbILLIKOW
MonumepHbIA 96-Tn
NYHOYHbIA NNaHLWET ¢
npo3payHoii HecLBeTHON
XWUAKOCTbIO B KaXKA0W NyHKe
Ynakoska Ne2
CycneH3una KOpUYHeBOTO
LBeTa B 6eCLiBETHOM MaTOBOM
(bnakoHe C KpbILLIKOW
CyCneH3uns KOPUYHEBOro
LiBeTa B MPOGMpPKe C
KOPWYHEBOI KPbILLKOW
Mpo3payHas becLBeTHas
WUAKOCTb B GECLIBETHOM

KonnyecTtso,
00bEM

1 npobupka,
384 MKn

1 npo6upka,
960 mMKn

1 npobupka,
384 mkn

1 npobupka,
24 MKn

1 npobupka,
24 mKn

| nnaHLwer,

30 MKN B KaXXA0WA N

NyHKe

1 pnakoH,
3840 mKn

1 npobupka,
52 mKn

1 (hnakoH,
1920 mkn

4

MaToBOM (p/1akoHe ¢
KPbILLKOW
Mpo3payHas becLBeTHas
YXWAKOCTb B MPOBUPKeE C
XKEeNTOM KPbILLKOW

PactsopuTesb-2

| npobupka,
40 mKn

Tabnuua 2 - CocTaB BapmaHTa ucnonHeHms «Quasar-E RCAI/2-96E»

Ne
mn

HasBaHue OnvcaHme
peareHTa
Ynakoska Nel
Mpo3payHas GecLBeTHas
MupP-6ydep-1 YXWUAKOCTb B NPOBUpKe €
CUPEHEBOI KPbILLKOA
Mpo3payHas becLBeTHas
IMLIP-6ycep-2 XMWLKOCTb B MPo6upKe ¢

OpaHXXeBOW KPbILLKOi

Mpo3payHas X1LKOCTb C
OTTEHKOM XXENTOro LBeTa B
Npobupke ¢ BecLBETHOM
KPbILLIKOW

Mpaiivmep-Mukc-QB

Mpo3payHas 6ecLBeTHas
MKO XWAKOCTb B MPOBUpPKe C
KPacHOW KpbILLKOM

Mpo3payHas 6ecLiBeTHas
OKO YXMAKOCTb B Npobumpke ¢
CUHel KPbILLKOiA

MonumepHbIi 96-Tu

MnaHwer uHaekcoB b Ha ﬂyHOLIHbIVI NMaHLIEeT C

96 0bpasuos Npo3payHoii 6ecLiBETHOIA
YXMUAKOCTbIO B KaXK[0M NyHKe
YnakoBKa X2
YacTuigsi-1 CyCneH3ns KOPMYHEBOTO

LiBeTa B 6eCLiBETHOM
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KonnyecTtso,
00BbEM

1 npo6upka,
384 MKn

1 npo6upka,
960 MKn

1 npobupka,
384 mKkn

1 npobupka,
24 MKn

1 npobupka,
24 MKn

1 nnaHLwerT,
30 MK/ B KaXK0M
NyHKe

| thnakoH,
3840 mKn



MaTOBOM (p/1aKOHe C

MonnmepHsbIin 96-Tu
NYHOYHBIA NaHLLeT, B

KPbILLIKOV
P 6 lMnaHweT WMHAEKCOB B Ha  KoTOpoM 48 NyHOK cofepxar 30 ll\llzg?:gi’ oit
CyCreH3msi KOPUUHEBOTO L NDo6HDKA 48 o6pasLos npo3payuHyto 6eCLBETHYIO PyHKE A
2 YacTuupl-2 LiBeTa B NPOGMPKe C gz MK% ’ KNAKOCTb, a Aipyrue 48
KOPUYHEBO KPbILLKOWA NYHOK MyCTbI
Mpo3payHas 6ecLpeTHast YnakoBka Ne2
P 1 XNAKOCTb B 6ECLIBETHOM 1 (hnaKoH,
3 acTBOPUTENDL- MaToBOM (pN1akoHe C 1920 mKkn CycCrneH3us KOpUYHEBOro
KPbILLIKOM 1 Yactuisi-1 uBeTa B 6eCLIBETHOM I hnakoH,
MaTOBOM (PN1aKOHe ¢ 1920 mkn
Mpo3spayHas GecLBeTHas 1 npo6upKa, KPbILLKO#A
4 PacteopuTens-2 YKNAKOCTb B NPOGUpKe C 40 MKN
XKEeNTOW KPbILLKOM CycneH3ns KOpUYHEBOro 1 npo6uoKa
2 Yactuubl-2 LiBeTa B Npobupke ¢ 5p2 PKa,
KOPUYHEBOW KPbILLKOMA MK
Tabnuua 3 - CocTas BapuaHTa ucnonHenus «Quasar-E RCAL/2-48B»
No 1 KOMM4ecTBo, I‘IpospaqHaﬂ66ecuBeTHaﬂ
0 HassaHue Onucanme oGbem 3 PacTeOpUTENb-1 YXWAKOCTb B 6ECLIBETHOM I hnakoH,
nn 1 peareHTa . MaTOBOM (p/lakKOHe C 960 mMKn
imL . f KPBILLKO
¥nakoeka Nel npo3spayHas becLBeTHas
4  PacTtBOpUTENb-2 XUAKOCTb B MPOGUPKe C 1 npo6upia,
Mpo3spayHas 6ecLBeTHas 1 npo6upka KEMTTOM KOLILLKO 40 MKN
1 MLUP-6ycep-1 KWAKOCTb B MPOGUPKE C 190 wt P
CVYPEHEBOW KPbILLIKOI
Mpo3payHas BecugeTHas Lo I'ILI,P-6y(pep-V1 " I‘ILI,P-6y(_pep-2 roToBbl K WCMO/b30BAHUIO W
2 MILP-Gythep-2 ALKOCTb B NPOBUPKE C 228 l\:lsjl:a, npeacTasnsato cobort cmecb KTNmix-HS, npounssogctea 3A0 «EBUporeH».
OpaHXeBOW KPbILUKOWA MLUP-6yep-1 ncnonb3yeTca B 30He npurotosneHus MLUP cmecen, ML,P-
Oydep-2 ncnosnb3yeTcs B 30He paboThbl C aMMNIMKOHAMM.
pospaqHas Xuakocts ¢ Mpaiimep-MuKkc-QB  roTOB K WCMOMb30BAHWMIO U COAEPXUT
Mpaii B OTTEHKOM XXeNToro LseTa B 1 npobupka, o
3 paiimep-Mu1Ke-Q NPOGYPKE C 6eCLBETHOI 192 MKN MY/bTUMNEKCHYIO CMECh NMpaimepoB Ana amnamukKaLmm y4acTKoB reHoB
KPbILLKOW BRCAI nBKCAZ2.
MONOXMNTeNbHbIN KOHTPONbHLIA o06pasey (MKO) rotoB K
Mpo3pauitiad GecLBETHAA 1 npo6upKa, NCMONb30BAHWIO W MpPeACTaBASeT COBOM OUNLLEHHYIO FeHOMHy JHK
4 TIKO HKMAKOCTL B NpOGHpKe ¢ 24 mKn KneTouHol nnuHum Jurkat
KpacHOI KpbILLIKOI N .
OTpuuaTenbHblil  KOHTPONbHbLIA 06pasey, (OKO) rotoB K
Mpo3spayHast 6GCEBETHaﬂ 1 npo6upKa, 1CMONb30BaHMIO U NpeacTaBnseT coboi BOAY AEMOHN30BAHHYIO.
5 OKO KNOKOCTb B MPOOUPKE C 24 MK MnaHweTbl WHAEKCOB A, B, B rotoBbl K WCNO/Mb30BaHUIO U

CUHEN KpPbILLKOM

& 000 LHPMH (&7 INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU

coboli KOpOTKMe
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nocnegosaTenbHocT no 8 n.o. (i7/i5), ncnonb3yemble AN YHUKanbHOM
MapKUpoBKM  Kaxkgoro dparmeHta JAHK B NGS-6ubnuoteke [o
amnangukaumm. B nnaHweTtax wHAekcos A, b, B npumeHseTcs
KOMOVHATOpHas ABOMHAsA MHAEKCALMS - UHAEKCHI MOBTOPSAKTCA MO psgam
ncTonéuam (CMm. pucyHok 1,2). Kom6uHaumsa MHAEKCoB \LK i5 YHUKa/bHa
AN KaXAoro umcxogHoro ob6pasua OAHK. BeegeHue TakMX WHAEKCOB
Nno3BONsieT MNPOBOAMTL OfHOBPEMEHHOE CEKBEHMPOBAHME MHOXECTBA
06pa3LoB 3a 0fMH 3anyck npubopa.

Kdiii6 wHTapmH gaoiin 4 nmgmceaumns
MaMm bl ngatopmoTca nopiuM netonéuLl

erw ﬁBOAammﬂM rﬁa
®

0000000
0000000
0000000
00000000
00000000
00000000

PUCyHOK 2 - KOMOGMHaTOpHas
[BOWMHan nHAekcauus,
npumeHsemas B MNnaHwere
MHAEeKCoB B Ha 48 06pa3LioB

PucyHok 1- KombuHaTopHas
[BOMHas nHAekcauus,
npumeHsemas B MnaHLeTax
nHaexkcos A n b Ha 96 obpasLoB

MocnepoBaTeNbHOCTU  MHAEKCOB i7 M i5 npuBefeHbl B
MpunoxeHnn 1. Cxema pacrnonoXXeHns yYHUKanbHbIX nap MHAEKCOB B
nnaHwerax nHaekcos A, b n B npeacTaefeHbl B [NpunoxeHun 2.

Yactmubl-1 1 YacTuybl-2  aBAAKOTCS  4BYXKOMMOHEHTHOW
CyCneH3ueli MarHUTHbIX YacTul, B Oydepe 1 npefHa3HaveHa 415 0UYUCTKU
OHK 13 peakuuoOHHbIX cMeceil. BHMMaHMe: MarHWTHble 4YacTuubl
XPaHATCA B X0N04WUNbHOM OTAeneHun npn +4 ®C, HE samopakusatb!

PactBopuTenb-1 n PacTBopuTenb-2 ABAAKTCA PacTBOpPUTENEM
ona  npuMmeHenna Yactuu-1  wm YacTuuy-2  COOTBETCTBEHHO, M
npeacTaBnA0T coboi BoAy AenOHM30BaHHYO KadecTBa milliQ.

& 000 LUPMH (&7 INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU

Ly

B coctaBe Habopa OTCYTCTBYIOT NeKapCTBeHHble CpeAcTBa [/
MeJMLMHCKOro MPUMEHEHUS, BELLLECTBA Ye/IOBEYECKOrO WM XMBOTHOTO
MPOUCXOXAEHMS.

[ns npoBefjeHWs CEKBEHMPOBaHWA TpebyeTcs NpUMeHeHVe Habopa
Illumina MiSeq Reagent Kit v3 (600-cycles) MS-102-3003 (IUumina,
CLUA).
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4. XapakTepuncTukKn Habopa peareHToB
4.1 TexHN4YeckKne n PyHKLMNOHANbHbIE XapaKTepucTuKu

Tabnuua 4

HanmeHoBaHMe
nokasartens

XapakTepucTUKM N HOPMbI

1.1. TexHUYeCKMe XapaKTEPUCTUK

HavnmeHoBaHue peareHTa

BHeLwHWiA BUA

BapuaHT ncnonHeHmsa «Ouasar-BRCAI/2>96A»

YnakoBka Nel

MLP-6ydep-1

MLP-6ytep-2

ripaiiMep-M HKoQB

MKOo

OKO
MnaHLweT nHaekcos A Ha

96 06pasLoB

YnakoBKa Ne2

Yactuubl-1

Yactuupl-2

Pacteoputens-1

Mpo3payHas becLpeTHas
XXMIAKOCTb B NPOBUPKE €
CUPEHEBOI KPbILLIKOIA
Mpo3payHan 6ecLpeTHas
XMIKOCTb B MPOGMpPKE C
OpaH>XeBOW KPbILLKOW
[Mpo3payHas XnaKocTb ¢
OTTEHKOM >Xe/ITOro LjBeTa B
npobupke ¢ 6ecLBETHOM
KPbILLKO#
Mpo3payHan 6ecLpeTHas
XWNLKOCTb B NPO6UpKe €
KPacHOW KpbILLKOW
Mpo3payHas becLBeTHast
YMAKOCTb B MPOBUPKE C CUHEl
KPbILLKOW
96-TV NYHOYHBbIA NAaHLLET ¢
Npo3payHoii 6ecLiBETHON
XMAKOCTbH B KXK0W NyHKe

CycCrneH3uns KOpUYHEBOrO LiBeTa
B 6€CLiBETHOM MaTOBOM
(hnakoHe C KpPbILLKOi
CycneHsns KOp1YHEeBOro LpeTa
B NPOGMPKE C KOPUYHEBOIA
KPbILLIKOW
Mpo3payHas GecLBeTHas
XMWOKOCTb B 6ECLIBETHOM
MaTOBOM (h1laKOHE C KPbILLKOIA

& 000 LUPMH (&7 INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU

KonunyecTtso,
06bem, MK (£5%)

I npobupka,
384 MKn

1 npobupka,
960 MKn

I npobupka,
384 mkn

1 npo6upka,
24 MKn

1 npobupka,
24 mKn

1 nnaHLuer,
30 MKN B K&XA0iA
NyHKe

1 hnakoH,
3840 mkn

1 npo6upka,
52 mMKn

1 thnakoH,
1920 mkn

%

HanmeHoBaHue
nokasaTtens

Pacteoputesnb-2

XapaKTepuUCTUKN N HOPMbI

Mpo3payHas 6ecLeTHast

YXUAKOCTb B MPOGUPKE C XKeNTOM

KPbILLKO#

BapuaHT ncnonHeHmsa «Ouasar-BRCAI/2-96E»

YnakoBka Nel

MLP-6ydep-1

MLuP-6yep-2

Mparimep-mnkc-QB

NMKo

OKO

MnaHweT nHaekcos b Ha
96 0bpasLoB

YnakoBka Xg2

Yactuubl-1

YacTtuubl-2

PactsopuTens-1

Pacteoputesnb-2

Mpo3payHas 6ecLpeTHas
XWNAKOCTb B NMPo6Gumpke ¢
CUPEHEBOW KPbILLKOI
Mpo3pauHas becLBeTHas
XMIKOCTb B NPO6UpKe C
OPaHXXEBO KPbILLIKOW
Mpo3payHast XMUAKOCTb C
OTTEHKOM >XEeNTOoro LiBeTa B
npo6upke ¢ 6ecLBeTHON
KPbILLKO#
Mpo3payHas GecLBeTHas
XNLKOCTb B NPo6upKe ¢
KPaCHO KpbILLIKOW
Mpo3pauHas becuBeTHast
YMIKOCTb B NPOBUPKE C CUHEN
KPbILLKOA
MonumepHbIiA 96-TN NYHOUHbIN
MAaHLLET C NPO3payHoli
6€eCLIBETHOI XNAKOCTbHO B
KaXK A0 NyHKe

CycneH3us KOPUYHEBOTO LiBeTa
B 6eCLIBETHOM MaTOBOM
PnakoHe C KpbILLIKOIA
CycneHsns KopU4HeBOoro LeTa
B MPO6MPKeE C KOPUYHEBOI
KPbILLUKOW
Mpo3payHas 6ecLBeTHas
XXWAKOCTb B GECLIBETHOM
MaTOBOM (h/1aKOHE C KPbILLKOW
Mpo3spayHas 6ecLeTHas
XMIKOCTb B NPOBUPKE C XKENTol
KPbILLKO#

BapuaHT ucnonHenmsa «Quasar-BRCAI/2-48B»

YnakoBka Nel

19

1 npo6bupka,
40 MKN

| npobupka,
384 mKn

1 npobupka,
960 MKn

1 npobupka,
384 mKn

1 npobupka,
24 MKn

1 npobupka,
24 MKn

1 nnaHLwerT,
30 MK/ B KaXK0M
NyHKe

1 hnakoH,
3840 mKn

1 npobupka,
52 MKn

1 chnakoH,
1920 mkn

1 npobupka,
40 MKn



HanmeHoBaHue
nokasarens

MLUP-6ytep-1

MuP-6ygep-2

Mpaiimep-mukc-QB

MKo

OKO

MnaHweT nHaekcos B Ha
48 o6pasLos

YnakoBka Ne2

Yactuupl-1

YacTtuubl-2

PacTeoputens-1

PacTBopuTtC/b-2

1.2. KOMNNeKTHOCTb
13. MapknpoBKa
1.4. ¥YnakoBKa

XapakTepucTKn N HOPMbI

Mpo3payHas becLBeTHas
XWUAKOCTb B NPO6UPKe C
CUPEHEBOWA KPbILLKOW
Mpo3payHaa ~cuBeTHas
XWAKOCTb B NPO6UPKE C
OpaH>XeBOW KPbILLIKOW
Mpo3payHast XNAKOCTb C
OTTEHKOM XXeNToro LBeTa B
npo6upke ¢ 6ecLBETHON
KPbILLKOPA
Mpo3payHas 6ecLeTHas
XMAKOCTb B NPO6UpPKe C
KPaCHOM KpbILLKOWA
Mpo3payHas 6ecupeTHas
XWUAKOCTb B MPOBUPKe C CUHel
KPbILLKO#
MonMmepHbIA 96-TW NYHOUHbIIA
NAaHLLET, B KOTOPOM 48 nyHOK
COJlepXXar npo3pavHyto
6eCLBETHYIO XMAKOCTb, a
Lpyrue 48 JYHOK nycTbl

CyCneH3us KOPUYHEBOrO LBeTa
B 6ECLIBETHOM MaTOBOM
(hn1aKoHe C KPbILLKOi
CycneH3us KOpUYHEBOrO LiBeTa
B NPO6GUPKE C KOPUYHEBOWA
KPbILLKO#
Mpo3payHas 6ecLpeTHas
YKULKOCTb B BECLBETHOM
MaTOBOM (p/lakKOHe C KPbILLKOM
Mpo3payHas GecLBeTHas

XUAKOCTb B NPOGUPKE C XKENTON

KPbILLKOM

MyHKT 1.4 TY
MyHKT4 TY
MyHKTS5 TY

2. DYHKLUNOHANbHbIE XapaKTepUCTUKHN
B npobupkax 1-24 ¢ MKO: HapacTaHue
(hnyopeceHL MK, aMnInguKaLma He BbIXOLUT 3a
3KCMOHEeHUManbHYyo dasy. B npobupkax 25-28 ¢

KoHTponb sTana
amnanukaumn

& 000 LUPMH (&7 INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU

20

1 npobupka,
192 mkn

1 npobupka,
480 MKn

1 npobupka,
192 mKn

1 npobupka,
24 MKn

1 npobupka,
24 MKn

1 nnaHLwer,
30 MKN B KaXKf0i
NyHKe

1 thnakoH,
1920 mMkn

1 npobupka,
52 mMKn

I (hnakoH,
960 MKn

1 npobmpka,
40 mKn

HanmeHoBaHuMe
nokasarvens

XapakTepUCTUKN U HOPMbI

peaKLMOHHOM CMeCbto «[T-»: OTCYTCTBYET CUTHaN
thnyopeceHumn.

B npobupke 29 ¢ OKO: HapacTaHue (ayopeceHuuu,
amnanMUKaLma He BbIXOLUT 38 3KCMOHEHLMabHYO
(hasy.

B npo6upkax 1-192 ¢ MKO: HapacTaHue
(hniyopeceHuUMmn. XapaKTepHas BblMyK/ias
[yroo6pasHas Kpusas (yopecLeHLmn ¢
HaKOor/eHNeM.

B npobupke 193 ¢ OKO: HapacTaHue hilyopeceHumn.
XapakTepHas BbInyK/ias fyroobpasHas Kpvsas
(hNyOopecLEeHLMN C HaKOMNIEHNEM.
KoHueHTpayms ounweHHbix AHK-616nmoTek He
meHee 0,92 Hr/MKN 1 HapacTaHue (JiyopecLeHLMm BO
Bcex 4 obpasuyax amnanuKalmu.
thaiin VCF He cogep>XuT reHotunos ALT

KOHTponb Tana ouncTKu
W MHAEKCUPOBaHMS!

KOHTponb 3Tana 04yncTKm
OHK -6mbnunotek

KoHTposb 3Tana
cekBeHupoBaHna AHK-
61bnmoTek

B cnyyae HemcnpaBHOCTU MeAULIMHCKOTO M34eNnuns, OTKIOHEHUI B
ero (PYHKUMOHUPOBAHUWN, KOTOPble MOTYT BAMSATb Ha 6€30MacHOCTb,
M3MEHEHWUI aHaIMTUYECKUX XapaKTepUCTUK W3LeNns He3amed/IMTeNbHO
NpekpaTuTb  NPUMEHEHWe MeAWLMHCKOTOo  W3LenMs U coobWwmnTb
npounssoauTento (CM. pasgen 13 NHCTpyKuun).

MeTposiornyeckas npocieXxxmMBaemocTb KOHTPO/IbHOI0 obpasua
-MKO

MeTponorunyeckas NpociexmnsaemMocTb KOHTPONbHOrO obpasua -
MKO noateepXaeHa CNEKTPOPOTOMETPUYECKUM  METOLOM, MyTem
NnpoBefeHNs MNPOBEPKM KOHLEHTpauuyM CTOKOBOro pacteBopa Jurkat
(npoussoactea «Thermo Fisher Scientific», CLLIA), BXoaslero B cocTas
MKO B KOHUEHTpaUUN 1 Hr/MKA.

Mocnepytouiee npoBefeHUe LeneBoit MynbTunaekcHol TMLUP u
cekBeHupoBaHus OHK-6ubnmnotek ¢ npumeHeHnem Illumina MiSeq
MOATBEPAWNIO, UTO MOMOXUTENbHBIA KOHTPO/bHBIA 06pasey (MKO)
obecneynBaeT CcTabunbHyto paboTy Habopa peareHToB «Quasar-
BRCAL1/2» n npeactasnset coboii reHoMHyt [HK yenoBeka KneTo4YHol
AnHUK Jurkat ¢ KoHUeHTpaumein 1 Hr/mkn B TE-6ydepe (10 MM Tpuc, 1
MM 3A4TA).
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4.2 XapakTepucTUKM aHaIUTUYeCKOW 3 (heKTUBHOCTH

4.2.1 AHanuTu4yeckas cneymPuUHoOCTb

CrneumgpunyHOCTb NO OTHOLIEHUIO K MmyTauusMm B reHax BRCAI
(c.5266dupC, ¢.181T>G, ¢.52510T, c.4035delA, ¢.5161C>T.
C.46750A, c.68_69del, ¢.3700_3704del, c.1961delA, C.46890G,
€.3756_3759del), BRCA2 (c.3749dupA, €.961 962insAA,
€.2897_2898del, ¢.8754+IG>A, c.6174delT) 6blna [okKasaHa Ha
KNMHUYECKUX 06pasLiax, NONOXUTENbHbIX MO COLepXaHW MyTauuid B
reHax BRCA1l, BRCA2 (TKaHb, (ukcupoBaHHaa B 10% pactsope
thopmannHa 1 3aKkn4éHHasa B napauHoBbiii 610K (FFPE-610K), LienbHas
KpOBb), HecreLngpunyecknx peakLuii BoiSBNEHO He 6bIN0.

4.2.2 AHannTUYecKas YyBCTBUTENbHOCTb

300 konuin reHoB BRCA1, BRCA2 B 1 mkn pactBopa AHK

4.2.3 MUHManbHOe cogepxxaHune onyxonmn B obpasue TKaHn gna
nposefeHna Tecta - 20% no pesynbTaTam  MOP(OSIOrMYECKOro
nccnefoBaHns 0NyxoneBoro Marepuana BpauoM-rucTonorom.

424 CpefHAs rnybuHa nNpoyYTeHUs [N aHaIM3MpPyeMblX
. 06pasuoB u MKO cuuTaetcs [OCTaTOYHOM, €CAM OHa MpeBbllaeT
3HadeHue 150X Ans repMuHanbHbIX MyTauuid n 500X 4ng comatnyeckux
MyTauuii.

4.2.4 T1pey3N0OHHOCTbL B YCNOBUAX MOBTOPAEMOCTH

OueHKa Npeun3voHHOCTH B YC/IOBMAX MOBTOPAEMOCTY NPOBefeHa
Ha KAMHU4Yeckux obpasyax (TKaHu, ukcupoBaHHOW B 10% pacTBOpe
(hopmanuHa n 3akn4éHHoONM B napaduHoBbIN 610K (FFPE-6/10K) ©
LeNIbHOM KpOBW) MONOXMUTENbHbIX W OTpULATeNIbHbIX MO COAEPXKaHWUto
myTaumii B reHax BRCA1, BRCA2 Habopom peareHTOB «Quasar-
BRCA1/2» B Tpex BapnaHTax UCMOSHEHUS.

Ons  OueHKM nNpPeunsMoHHOCTM B YCNOBMAX MOBTOPAEMOCTU
KNMHUYecKne o6pasubl 6b11m nccnegosaHbl B 10 noBTopax.

[aHHble N0 NOBTOPAEMOCTY NONYYMIN Ha HAbopax OLHON Y TOW Xe
MPON3BOACTBEHHOW MapTUM B OLHMX W TeX Xe 3KCMepUMeHTaslbHbIX
ycnosuax. JIOXXHONOMOXUTENbHbIE U NOXHOOTPULATENIbHbIE Pe3y/ibTaThl
BbIfIB/IEHbl He Oblin. TpeunsnoHHOCTb B YC/IOBUAX MNOBTOPAEMOCTYU
cocTasnsaet 100%.

4.2.5 Mpeyn3snoHHOCTb B YC/IOBUAX BOCNPON3BOLNUMOCTM

OueHKa npeunsnMoHHOCTM B YCNOBMAX  BOCMPOU3BOAMMOCTH
NNNRANAHA HA KNUMHUURCKINY nﬁnaqu'ax (TKaHVI, (DVIKCI/IpOBaHHOVI B 10%
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pacTBope (hopmanimHa 1 3aKnUYEHHON B NapadmHoBbIN 610K (FFPE-6/10K)
N LEeNbHOW KPOBW) MOMIOXKMTENbHBLIX Y OTPULATENIbHbIX MO COAEPXKaHUIO
myTaunini B reHax BRCA1l, BRCA2 Habopom peareHToB «Quasar-
BRCA1/2» B Tpex BapMaHTax UCNOSTHEHUS.

OueHky BOCMPOU3BOAUMOCTM TECT-CUCTEMBbI NpoBOAVAN
aHa/IorMYyHO pPacyéty npeuusnmoHHOCTM B YC/IOBMAX MOBTOPAEMOCTH,
OfHaKO Ans TeCTUPOBAHUS MCMO/b30Ba/IM Pa3fIMyHble NapTum Habopa

peareHToB, peakuMn CTaBuUIM B pasHbIX JlabopaTopuax, pasHble
onepaTtopbl, B pasHble [AHW, C WCMONb30BaHMEM pasHbiX [1LIP-
aMnIngurkKaTopos (Bnok BOCMPON3BOANMOCTH 1, Bnok

BocnpoussoaMmocTh 2, Bnok  BocnpousBogumoctn 3,  Bnok

BOCMPOM3BOAUMOCTH 4).

Mpu nposegeHnn NpPeLm3noHHOCTH B YCNOBUAX
BOCMPOU3BOANUMOCTMN JIOXKHOMOMOXNTENIbHBLIE U JIOXKHOOTPULLATE/bHbIE
pe3ynbTatbl BbifBNEeHbl He 6blnn. T[MPeuu3noHHOCTb B YC/IOBUAX
BocnponssogumocTtu coctasnset 100%.

4.2.6 BnvaHne nHtepdepmpyownx BeLLecTs

Pe3ynbTathbl nccnefosaHus no OLleHKe BNINAHMNSA

MHTEpQEepUPYIOLLIMX BELLECTB NPeACTaBNeHbl B pasaene 8.3 NHCTpyKLuN.

4.3 XapaKTepUCTUKN KNNHNYECKON 3 PEKTUBHOCTH

B xofe npoBeaeHNs KNMHUYECKUX UCMbITaHWi 6b110 0TO6paHo 241
o6paseL, 13 KoTopbix 140 06pa3uoB LenbHoM KpoBu 1 101 obpasel, TKaHK,
tmkcmpoBaHHOW B 10% pacTBOpe (hopManvMHa W 3aK/IYEHHas B
napagmHoBbIii 610K (FFPE-6/10K) OT NOTEHLMANbHO 340P0BbIX XXEHLLVH,
VMEIOLLMX NNYHbIA/HACNeACTBEHHbI aHaMHe3 1 NaLWeHTOB C MarHo3om
paK MONOYHON XKenesbl N pak SMYHNKOB.

[na npoBefeHns LeneBol MynbTunaekcHoi MUP-amnangukaumum
OHK  6biiv  ncnonb3oBaHbl — aMNAUMUKATOPbl,  PEKOMEHAyeMmble
Npou3BOAUTENEM MCCIeAyeMOro Habopa peareHToB:

- AMnangukaTop getektupytowmnin ATnpaiim (OO0 «HIMO AHK-
TexHonorusa», Poccus, PermctpaymoHHoe yaoctosepeHne Ne dCP
2011/10229 ot 03.03.2011 r.);

- Amnandgukartop CFX 96 («Bio-Rad», CLUA, PeructpaunoHHoe
yaoctoBepeHne KRPC3 2008/03399 ot 21.06.2016 r.);

- Amnnugukarop Rotor-Gene Q («Qiagen», 'epmaHus,
PernctpaymoHHoe yaoctosepeHve No ®C3 2010/07595 o1 10.08.2010
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r.);

) - Amnaungukatop QuantStudio 5 («Thermo Fisher Scientific»,
CLUA, PeructpauunoHHoe yaoctoBepeHme Ne P3H 2019/8446 ot
06.06.2019 r.).

Bocnpon3BogmMMoCTb pe3ynbTatoB 1A BCEX WUCMO/b30BaHHbIX
amnaugurkaropos 100%.

Kaxablii 06pasel, 6bIn NPOTECTUPOBAH B ABYX CEPUAX C MOMOLLbO
nuccnegyemoro  Habopa peareHToB  «Quasar-BRCAI/2»  Kaxabim
BapmMaHTOM wucronHeHus, npomssogctsa OO0 «TecTleH», ANA OLEHKM
MEXCEPUnHO CXOANMOCTMN.

TakuMm  o6pa3om, npoBepka KayecTea, 6e30macHOCTM U
3(PeKTUBHOCTM WUCNbITYEMOr0 MeAWULMHCKOro Mn3fennsa Ha obpasuax
TKaHu, ukcupoBaHHoW B 10% pacTBope hopmannHa v 3aKNHUYEHHON B
napaguHoBbli 610K (FFPE-610K) 6bina nposepeHa B 202 onbiTax, Ha
obpasuax uensHou Kposu - 280 onbiTax.

B ycnoBusx  BOCMNPOM3BOAMMOCTM  Habnwofanacb  MosHas
BHYTPUMOCTaHOBOYHas, MeXMOoCTaHOBOYHas " MeXxcepuiiHas
BOCMPOU3BOANMOCTb

Tabnuua 5. lnarHocTnyeckme xapakTepucTMKn Habopa peareHToB
«Quasar-BRCAI/2» N0 OTHOWEHUIO K KaXAoMy wuccrefoBaHHOMY

Bug Konnuectso Konnuectso [JuarHoctuyeckas [JuarHoctnyeckas
nccresyemoro Hab/HoAeHWIA C HabkOfEHWI C YyBCTBUTE/bHOCTb CcreumntmyHoCTb
marepuana MOMOXWUTENbHLI  OTpULATE TbHbI C [lOBEpUTENBHON C [JOBEpUTENbHOM
MM npobamu MU npo6amut BEPOATHOCTLIO 9S % BEPOATHOCTLHO 95 %
LlenbHas kpoBb 206 74 100% 100%
(95% [A11:98,23%- (95%/1:95,14%-
100%) 100%)
TKaHb, 142 60
(hKCMPOBaHHO
i B 10%
pacTsope 100% 100%
thopmanmHa n (95%041;97,44%- (95% [AW1;94,04%-
3aK/IHO4EHHOIA B 100%) 100%)
napacgmHOBbI
610k (FFPE-
6710K)

Ta6nuua 6. AnarHoCTMYeCKMe XapakTepUCTUKN Habopa peareHToB
«Quasar-BRCAI/2» N0 OTHOWEHMIO K KaXAoMy aHaiu3Mpyemomy
aHanTV
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Bun
neccnegyemor
0 MaTepuana

TKaHb,
(hrKCMpoBaH
Hoii B 10%
pacTBope
thopmanvHa un
3aK/1H0UEHHO
nB
napagHHOBbI
11 6ok
(FFPE-6110K)

Viccnenyembl
7 aHamT

BRCAI
€.S266dupC

BRCAI
C.52510T

BRCAI
€.4035delA

BRCA2
C-3749dupA

BRCA2
Gl %2ins
AA

BRCAI
€.68_69del

BRCA2
C.8754+1G>
A

BRCAI

¢.3756_3759
del

BRCAI
c.isnxi

BRCAI
C.51610T

BRCAI
c.1%ldelA

BRCAI
C.4675G>A

BRCA2

Konnuectso
Hab/HofeHIA
c
MONOXKUTESNbH
bIMK
npo6amu

30

16

10

10

14

Konunyectso
HabnoaeHUiA
c
OTpULATENbH
bIMU
npo6amu

172

198

186

198

200

192

200

192

188

198

188

198

200
25

[JwuarHoctyyeckas
UyBCTBUTENbHOCT
b
C l0BEPUTENLHOM
BEPOATHOCTBIO 95
%

100%

(95%
[111:88,43%-
100%)

100%
(95% AV:
39,76%-100%6)

100%
(95% ;
79,41%-100%)

100%
(95% JU1;
39,76%-100%)

100%
(95% J1:
15,81%-100%)

100%
(95% A;
69,15%-100%)

100%
(95% A:
15.81%-100%)

100%
(95% AN
69,15%-100%)

100%
(95% [IVA:
59,04%-100%)

100%
(95% [IN1:
39,76%-100%)

100%
(95% [VA:
76,84%-100%)

100%
(95% A:
39,76%-100%)

100%

[JvnarHoctunyeckas
CcreunguryHoOCTb
C 0BEPUTESIbHOM
BEPOATHOCTbIO 95
%

100%
(95%
[11;97,88%-
100%)
100%
(95%
1;98,15%-
100%)
100%
(95%
[11:98,04%-
100%)
100%
(95%
[11;98,15%-
100%)
100%
(95%
NIV1:98,17%-
100%)
100%
(95%
1 98,10%-
100%)
100%
(95%
LI:98.17%-
100%)
100%
(95%
[11:98,H0%-
100%)
100%
(95%
[11:98,06%-
100%)
100%
(95%
[11;98,15%-
100%)
100%
(95%
[11:98,06%-
100%)
100%
(95%
[1:98,15%.
100%)
100%



€.2897_2898
del

B/IC4/
C.3700 3704
del

BRCAI
€.4689C>G

BRCA2
6174delT

BRCAI
¢.5266dupC

BRCAI
C.52510T

BRCAI
¢.4035delA

BRCA2
€.3749dupA

BRCA2
C.961 962ins

LlenbHas AA

KpoBb
BRCAI
€.68_69del

BRCA2
C.8754+IG>
A

BRCAI
C.3756 3759
del

BRCAI
c.I81T>G

BRCAI
€.5161C>T
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30

10

24

6

190

200

190

234

274

250

276

276

262

276

270

256

274

26

(95% JV1:
15,81%-100%)

100%
(95% JVA:
73,54%-100%)

100%
(95% At:
15,81%-100%)

100%
(95% JV1:
73,54%-100%)

100%
(95% OVA:
92,29%-100%6)

100%
(95% Ou;
54,07%-100%)

100%
(95%
[I1:88,43%.
100%)

100%
(95% AW:
39,76%-100%)

100%
(95% JMA:
39.76%-100%)

100%
(95%
[:81,47%-
100%)

100%
(95% AM:
39,76%-100%6)

100%
(95% [I:
69,15%-100%)

100%
(95%
[11:85,75%-
100%)
100%
(95% JV:
54,07%-! 00%)

(95%
[I:98.17%-
100%)
100%
(95%
[I1:98,08%-
100%)
100%
(95%
[J1:98.17%-
100%)
100%
(95%
[11:98,08%-
100%)
100%
(95%
[IV1:98 44%-
100%)
100%
(95%
[IV1:98,66%-
100%)
100%
(95%
Q198 54%-
100%)
100%
(95%
[I1:98,67%-
100%)
100%
(95%
[IN:98,67%-
100%)
100%
(95%
[11:98,60%-
100%)
100%
(95%
[I1:98,67%-
100%)
100%
(95%
[IV1:98,64%-
100%)
100%
(95%
[IN:98 57%-
100%)
100%
(95%
[IV1:98,66%-
100%)

n

100%

0
100% (95%

BRCAI
14 266 (95% A . o
. 1961delA 76,84%-100%) ,El,l/l.l%fcs),{%b
100%
100%
BRCAI 4 11b (95%,u?|/|: _(ggjg’o
C.46750A 39,76%-100%) ﬂm'loob/o; /o
100%
BRCA2 100% (950/;’
C.2897 2898 6 274 (95% Ant: [11:98,66%-
del 54,07%-100%) 1000 %)
100%
BRCAI 100% (950/;
€.3700_3704 14 266 (95% AW [111:98.62%-
del 76,84%-100%) '100'% )
0,
(9%
4 276 (95% AOnt: \ -
C.46890G 39,76%-100%) .ﬂ.l/ll%%o% %
100%
100%
BRCA2 (95%
12 268 (95% ON: . 0
6174delT 73,54%-100%) ,D,M.l%%os/gm

5. MepeyeHb PUCKOB, CBA3AHHbIX C NPUMeHeHNeM Habopa peareHToB
«Quasar-BRCAI/2»
B norpaHnyHyto 30HY prcKa BOLLIN ONacHOCTH:

1. noteps (YHKLMOHANbHbIX CBOMCTB peareHToB, BXOAALMX B
Habop, 13-3a TPAHCMOPTMPOBAHMNA, XPaHEHWUSA UW IKCNJyaTauum B
HEeCOOTBETCTBYHOLLMX YCNOBUSAX;

2. KOHTaMMHaLUMs peakLMOHHbIX CMEcei ¢ 0bpasLaMu nccneayemMoi
OHK cogepxumbim 13 npobupkn MKO mnnn npoagyktamm MLP;

3. nposefeHMe aHanu3a C Mcnonb3oBaHveM npobbl AHK Huskoro
KauyecTBa (HM3Kas KOHLEHTpauus u/mnm nioxas 04ncrka);

4. HeBbINO/HeHVe TpeboBaHMI NO NPO6ONOArOTOBKe, MPOBELEHUIO
aHa/iM30B M yTUAM3auUUW BCNeAcTBMe paboTbl € Habopom
HeKBaIMPULMPOBaHHbLIM MEePCOHANIOM;

5. MCNONb30BaHWe  HEMPUIOAHOTO  ANA  MPUMEHeHWs  Habopa
(ncnonb3oBaHWe MO  WCTEYEHWW CPOKa TOAHOCTU WU MpU
HapyLLEHUN YNakoBKH).

B 0651acTV HeONYCTUMOW 30HbI PUCKW HE BbISIBNEHDI.
COBOKYMHbIA  OCTaTOYHbIA PUCK MPUMEHEHUS MEAULMHCKOro
n3genna «Habop peareHTOB ANA ONpejeneHUs cTatyca MyTauuid reHoB
BRCA1 n BRCA2 meTO0M MaccoBOro napaniefsisHoro CeKBeH1poBaHua
2



B npobe reHomHon AHK uyenoseka «Quasar-BRCAI/2» no TY 21.20.23-
038-97638376-2020» aABnseTcd 4ONyCTUMbIM, MO/b3a OT €ro NPUMEHEHNSA
MPeBbILAaeT PUCK.

6. Mepbl NpesocTOPOXKHOCTM Npu paboTe c Habopom

Knacc B 3aBUCUMOCTY OT MOTEHLMAILHOTO pUCKa NpUMeHeHUs —26
- B COOTBETCTBMM C HOMEHKNATYPHON Knaccuukaumein MeguLnHCKUX
n3Lennin, yTeepxzaaeMoi npumkasoMm MUHUCTEPCTBA 3[paBOOXpPaHeHUs
Poccuiickoin ®epepauum ot 06.06.2012 N 4H.

Bce cocTaBHble YacTU W peareHTbl, BXOAsLiMe B cocTaB Habopa
peareHTOB «Quasar-BRCAI/2», oTHOcATCA K 4 Kfaccy O0nacHoOCTU
(BewecTtBa mManoonacHble) B cootBetcTBum ¢ FOCT 12.1.007-76 «CCBT.
BpegHble  BewlectBa.  Knaccudwmkauma o obwme  Tpe6osaHuMs
6e30nacHOCTU.

PeareHTbl, Bxogsuwne B Habop «Quasar-BRCAI/2», obnagatoT
HWU3KOW YNPYrocTbio napa v UCKYalT BO3MOXHOCTb UHIaNALMOHHOIO
0TpaBNeHuns.

PeareHTbl, BXogsaume B Habop «Quasar-BRCAI/2», He TOKCUYHBI,
MOCKONbKY TOTOBATCA MYyTEM CMeLMUBAHUA OTAE/IbHbIX HETOKCUYHbIX
KOMMOHEHTOB.

PaboTy c MaTepuanom, 3apaE&HHbIM WKW MOLO3PUTENbHBbIM Ha
3apaX&HHOCTb, MNpPOBOAAT B COOTBETCTBMM C TpeboBaHusimu CanluH
3.3686-21 "CaHnTapHo-3NnaemMmonormnyeckme TpeboBaHuA no
npounakTUKe MHHPEeKUNOHHbIX 6onesHeil”, MY «OpraHu3auuns paboTbl
nabopatopuii, WCMONb3YIObILX MeToAbl aMNAN(UKaLUN HYKEeNHOBbIX
KUCNOT Npu paboTe C MaTepuanom, CoiepXKalimm MUKpoopraHnsmsl 1-1V
rpynn natoreHHoctu» (MY 1.3.2569-09).

Heobxoanmo  OfHOBpPeMeHHO  obecreunTb M cobnOAATbH
nepcoHasioM npasuna 6MoNOrnMyeckoin 6esonacHoOCTU U TpeboBaHMA K
opraHusauuy 1 NpoBefeHN0 faHHbIX PaboT C Lenblo NpefoTBpaLleHus
KOHTaMWHaUUW HYK/JEMHOBbIMW KUcnotamnm u  (UAn) amnavKoHamu
nuccnegyembix Npo6 nomeLleHuii n 06opyLoBaHMS.

PaboTa [O/KHa MPOBOAMTLCA B 1a60paTtopun, BbINOMHAIOLLEN
mMonekynspHo-6uonoruyeckue (MLUP) uccnefoBaHWs  KIMHUYECKOro
maTepuana ¢ coboAeHNeM CaHUTapHO-3NMaeMnyeckux npasun CanlvH
2.1.3684-21 «CaHuTapHOo-3aNuaeMmnonornyeckme  TpeboBaHus K
CONEMKAHUKD TRNDUTONUIA rononcknx m CenbCKUX |'|OC6]'IEHVII7I, K BOqubIM
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00beKTaM, NWTbEBOM  BOAE WM MWUTLEBOMY  BOLOCHAOXEHUO,
aTMOC(epHOMY BO3AYyXY, MOYBaM, XWU/bIM MOMELLEHWAM, 3KCnyaTtaumm
MPOM3BOACTBEHHbIX, OOLLECTBEHHbIX MOMELLEHWUA, OpraHusauMmn u
NPOBEAEHUIO CaHUTapPHO-MPOTUBO3ANUAEMUYECKMX (NPOghnNaKkTUYecKux)
mMeponpuaTuii». CnefoBaTb PeKOMeHAAUMAM, U3N10XKeHHbIM B MY 287-
113, MY 1.3.2569-009.

Mpwv paboTe Bcerga cnefyeT BbINOMHATL CeaytoLne TpeboBaHWS:

l. yhoandaTb HEWCNOJSIb30BaHHbIE pPeaKTUBbI B COOTBETCTBUM C

CaHlunH 2.1.3684-21 «CaHWUTapHO-3NMUAEMUONOrMYeckme TpeboBaHms K
COLEPXKaHUIO TePPUTOPUIA TOPOLCKUX U CeIbCKUX MOCENIEHUI, K BOAHbIM
ob6bekTaM, NUTbLEBOW  BOAE M MNWUTLEBOMY  BOAOCHaGXEHWIO,
aTMOC(epHOMY BO34YyXY, NOYBaM, XXW/bIM MOMELLEHNAM, 3KCMyaTauum
NPOV3BOACTBEHHbIX, OOLECTBEHHbIX MOMELLEHUIA, oOpraHuM3aumm wu
MPOBeAEHMIO0 CaHUTAPHO-MPOTMBOANNAEMUYECKUX (MPODUIAKTUYECKUNX)
MeponpuATHA»;

BHUMAHWE! Mpun yganeHun OTXOAOB nocne amnangukalmm
(npobupok, cogepxawux npoayktbl TMLP) HegonycTMMo OTKpbiBaHMe
NMPoBGMpoK ¥ pas3bpbi3rMBaHWe COLEPXUMOr0, MOCKO/IbKY 3TO MOXET
NPUBECTU K KOHTaMuHauumu npogyktamu TLP nabopaToOpHOM 30HbI,
060pyL0BaHNA N peareHToB.

1. NpUMeHATb Habop CTPOro NO Ha3HAaYeHWI, COrNacHO [aHHOM
NHCTPYKLUNN;

2. Habop peareHToB MO UCTEYEHWN CPOKa MOAHOCTY UM MPU HapyLLIEHUN
YNaKOBKM MPUMEHEHWIO He MOLJIEXWT;

3. gonyckatb K paboTe ¢ HAbOPOM TO/LKO CMeLManbHO 06YYEHHbI
nepcoHan (cneymanucT ¢ BbICLUUM MeLULUHCKUM 06pa3oBaHueM, a Takxe
nabopaHT €O CpefHMM creyuanbHbIM - MeAUUMHCKAM  06pa3oBaHuemM,
NpoLIeALwnin 06yyeHre Ha NULIEH3MPOBaHHbIX Kypcax cneuuanmsayumn no
MLUP-gmarHocTuke, a Takke UMEOLMIA HaBbIK paboTbl C CEKBEHATOPOM
Illumina MiSeq (lllumina, CLLUA) c yCTaHOB/IEHHbIM MNPOrPaMMHbIM
moaynem GenerateFastq (perncrpayuoHHoe ygocTtoBepeHne Ne P3H
2014/1568 o1 29.04.2014));

4. He CNonb30BaTb Habop MO UCTEYEHUMN CPOKA FOLHOCTH;

5. n3beratb KOHTaKTa C KOXeR, rnasamm v Cim3nctoii 060/104KONA.
Mpy KOHTaKTe HemeLNeHHO MPOMbITb MOPaXEHHOE MECTO BOAON K
06paTUTLCA 332 MEAULIMHCKONM NOMOLLbHO.
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Heo6xo4MMbIX Mep NpefoCTOPOXHOCTA B OTHOLUEHUW BAWSIHUS
MarHuTHbIX ~ MONel,  BHELIHUX  3NEKTPUYECKUX  BO3LENCTBUIA,
3NEKTPOCTATUYECKNX pa3psafoB, AaBNeHWS WM NepenagoB [aBeHums,
neperpysku, WCTOYHUKOB  TEPMUYECKOrO  BOCMNAMEHEHMS  He

npeaycMOTPEHO.
B cocTaBe HaGopa OTCYTCTBYIOT BeLLECTBAa Ye/I0BEYECKOr0o WM
)KMBOTHOTO  MPOUCXOXAEHMS, o6nagatouiue MoTeHUMaNbHOVA

MH(EKLMOHHOW NPUPOoI, NO3TOMY Mepbl MPeAoCTOPOXHOCTM MPOTUB
Nto6bIX creunanbHbIX, HECBOWCTBEHHbBIX PUCKOB MPU UCMOMb30BAHUN UMK
peanmsauuy n3aenns He NpesycMOTPEHbI.

7. O6opypoBaHue 1 MaTepuanbl, Heo6xogMMble Npu paboTe ¢
Habopom

Pa6oTa ¢ Habopom peareHToB «Quasar-BRCAI/2» ocyuiecTenseTca
B IBYX paboumx 30Hax.

3tan «[poBeaeHne cneundudeckoii MLP» ocyuiecTBnseTcs B
paboueid 30He 3a. [Mocnegytowme 3Tanbl f0 3Tana «CMelunBaHue
616nnMoTeK» NPOBOAATCS B pabouein 30He 36.

B03mMOXHO npoBefeHne paboT B eMHOIN 30He 3 C MPUMEHEHNEM He
MeHee BYX O0TAeNbHbIX 60KCOB 6uonoruyeckor 6esonacHoctu Il unm 1l
KfaccoB: nepeoro 6okca A4 aTana nposefeHus crneyuguyeckor MLP,
BTOporo 6okca AN nocneayrowmx 3tanos npo6onoAroToBKY BK/KOYas
aTan «CMelmBaHna 61ubnnoTeo).

CekBeHUMpOBaHVe 6M6IMOTEK OCYLLECTBNSETCA B paboyeli 30He 4-2
(ans  yuyeTa pe3ynbTaTtoB (AeTeKuMu) NPOAYKTOB amnangukaumum
HYK/IEMHOBbIX KUCNOT METOAOM CeKBeHMpoBaHua) (MY 1.3.2569-09).

O6opypnoBaHue 4019 NPOBeAEHUSA aHanmn3a:

1. MLUP-60kc 6uonornyeckoi 6e3onacHoctTn M un Il knacca 3awuTsi;

2. LeHiirpiichyra-sopmeke, 60001 o6 Mme*

3. Habop  3M1EKTPOHHbLIX  WAM  aBTOMATUYECKUX  [03aTOPOB
nepeMeHHoro obbLema;

4.  XonogunbHuk oT 2 °C go 8 °C ¢ MOp0O3M/IbHOIN KamMepoii He Bbllle
MUHYyC 16 RC.

5. Amnaugukatop C (NYyOpecueHTHON [eTeKuumeld B pexume
peaslbHOro  BPEMEHM MO0  KaHanam,  COOTBETCTBYHOLLNM
tnyopothopy FAM/Green: CFX96 («Bio-Rad», CLUA,
PeructpaunoHHoe ypocTtoBepeHne Ne @C3 2008/03399 ot
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21.06.2016 r., «ATnpaim», («OAHK-TexHonorus», Poccus,
PeructpauunoHHoe ypoctoBepeHne Ne @CP  2011/10229 ot
03.03.2011 r.), Rotor-Gene Q («Qiagen», [epMaHus,
PeructpauunoHHoe ypoctoBepeHne Ne &C3 2010/07595 ot
10.08.2010 r.), QuantStudio 5 (Thermo Fisher Scientific, CLUA,
PernctpaunoHHoe ypoctoBepeHme Ne P3H 2019/8446 ot
06.06.2019 r.).

6. CekseHatop lllumina MiSeq (Illumina, CLLUA) ¢ ycTaHOB/IEHHbIM
nporpaMMHbIM  Mofynem  GenerateFastq (PerucTtpayuoHHoe
yaoctoBepeHme Ne P3H 2014/1568 o1 29.04.2014).

7. [Ona n3mepeHMs KOHUeHTpauuio uccnefyembix o6pasyos OHK
HernocpeACTBEHHO nepeg HayaoMm nccnefoBaHns
CnektpocgotomeTp NanoDrop 2000c (npomssofctea Thermo
Scientific, CLLA) ¢ gnanasoHom unsnyyenms 220-350 HM. BHecéH
B [OCyAapCTBEHHbIA peecTp CPeAcTB  W3MEPEHUR, umveet
CBMAETENbCTBO 06  YTBEPX/IEHWM  CPEACTB  M3MEPEHWI
US.C.31.004.A Ne53590.

MaTepuanbl 1 peareHTbl, He BXOAALLMe B COCTaB U3LeNna:

BHVMAHWE! Mpun pabote ¢ AHK Heo6xo4MMO MCMNOMb30BaTh
TOJIbKO OA4HOPAa30Bble CTEPUSIbHBIE MAaCTUKOBbLIE PACXOAHbIE MaTepuasbl,
MMeloLLMe creymanbHy0 MapkupoBky «DNase-free».

1 OpHopa3oBble HAKOHEYHUKM C a3po30/bHbIM 6apbepom Ao 1000
MKn, 200 mkn, 20 Mmkn 1 10 MKn;

2. OpHopasoBble NPoOGUpPKK TUNA «3ANNeHAopg» Ha 1,5 mn;

3. TOHKOCTEHHble 04HOPa30Bble NPOBUPKM C OMTUYECKM NMPO3PaYHOL
KpbILWKOW (B cnyvae AeTeKLMM Yepe3 KPbIWKY) WAN ONTUYECKM
npo3payHbiMM  CTEHKaMK (B Cnyyae [eTeKUUU uyepe3 CTeHKY
npo6upkn) ans MLUP: npobupkun gns MUP o6bemom 0,2 MA, nnn
npo6upkn ana MLUP o6bémom 0,2 mMn B CTpUNax, WUan nAaHLeTb
ana MUP ¢ onTuyeckn npo3pavyHoil NNEHKOW, COBMECTUMblE C
NCMOoJb3yeMbIM aMMIN(UKaTOPOM;

4. OTAenbHbI XanaT 1 04HOpa3oBble NepyaTkn 6e3 Tanbka;

EMKOCTb C A€3UH(MLMPYIOLLAM PACcTBOPOM;
6. LUTaTmBbl «paboyee mecTo» 18 NPO6MPOK 06bEMOM 0,2 Mn Unm

N8 CTPUMOBAHHLIX MNPobupok o6bémMom 0,2 mn wam TLP-

nnaHWeToB 06bEMOM NTYHOK 0,2 M,

o
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7. MarHuTHbIi WTatMB And npobupok 0,2 MA UM MarHWUTHbIA
LITATMB Ha 96 mecT gns paboTbl ¢ nnaHwetamu gns MLUP,

8. 3Tunosblit cnmpT 96%.

9. Habop gns cekseHnposarnua Illumina MiSeq Reagent Kit v3 (600-
cycles) MS-102-3003 (lllumina, CLUA), perucrtpaynoHHoe
yaoctoBepeHme Ne P3H 2020/13097 o1 30.12.2020.

10. PactBop 2M NaOH

11. flenoHmn3oBaHHas Boga mQ

12. Habop peareHTOB [N BblAe/IEHMNS
KNMHUYecKoro matepuana (cm. n. 8.2).

OHK 4enoBeka 13

8. AHanusupyemble 06pasubl

Tun aHanM3npyemoro oopasua

MartepvanoMm Ans npoBefeHUs aHanmsa ciyxaT npobbl FeHOMHON
OHK 4yenoBeka, BbleNeHHble U3 KAWHW4YECKOro Matepuana (UenbHas
KpOBb, TKaHb, (uKcupoBaHHas B 10% pacTBope (opmannHa W
3aK/Y€HHan B napagmHoBblil 610K (FFPE-6710K)).

8.1 MNpoueaypa noayvyeHns 6UoNornyecKkoro marepuana

BHUMAHWE! Mepea Havyanom paboTbl cnefyet 03HAaKOMUTLCS C
METOAMYECKMMIN  peKoMeHjaumamm  «B3ATue,  TpaHCNOPTMPOBKA,
XpaHeHWe  KAuMHuMYyeckoro  martepuana gna  [MLP-guarHocTukm»,
paspabotaHHbiMM ®BEYH LUIHNINS PocnoTtpebHaasopa, Mocksa, 2012.

8.1.1 3abop maTepunana Ha uccnegoBaHue

LlenbHaa KpoBb.

3a60p KpOBM OCYLLECTBAETCA HATOLAK UM Yepe3 TpK Yaca nocne
nprveMa numM U3 NOKTEBOM BEHbl OAHOPAa30BoOi Mrnoi (guametp 0,8-1,1
MM) B CreuuanbHYyH BaKyyMHYK CUCTEMY (CUpeHeBble KpbIlKN —6%
pactBop EDTA-K2) wnn ofHOpa3oBbIM LUNPULEM B MN/aCTUKOBbIE
npobupkn ¢ umtpatom Hatpusa (3,8% pactsBop uuTpaTa HaTpus B
cooTHoweHunn 1:9). MMpobUpKy 3aKpbiBAlOT KPbIWKOW W aKKypaTHO
nepeBopaynBatOT HECKO/IbKO pa3 BBEPX AHOM, YTOObl KPOBb B MPoOMpKe
TLWATeNbHO MepemMeLlanacb C aHTUKOArynsHTom (B MPOTUBHOM Cnydvae
KPOBb CBepHeTca U BblgeneHne JHK cTaHeT HEBO3MOXHbIM).

enapuH B KayecTBe KoarynsaHTa UCnosb30BaTh Henb3s!

Ycnosua TPaHCMOPTUPOBAHMA, XPaHeHUd W  yTunamsauuu
NCXOLHOr0 KNMHWYECKOro matepuana:

O6na3libl 1IENLHOW KNOBU
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- npu +2 ... +8°C - He 6osee 24 u.
-npn -18 ... -22°C - He 6onee 6 mecsLes.

[JlonyckaeTca OfHOKpaTHOe 3amopaXkuMBaHWe MaTepuana, npu
YCNOBMMN HEBO3MOXHOCTU €ro [OCTaBKM B 1abopaTopuio.
BHVUMAHWE! W36eraTb  MOBTOPHOrO  3aMOPaXWBaHUSA U

oTTamBaHus 06pasLioB.
8.1.2 BuoncuiiHbin 1 (MNKN) onepaunoHHbI MaTepuan.
Martepuan 3abupatoT U3 NaTONOrMYeCKN N3IMEHEHHOTO oYara: 13 ero
LLeHTpa/IbHOM 30Hbl W 30HbI, FpaHuyalleid ¢ HeM3MeHEHHbIMU TKaHAMM.
B3ATbIli MaTepuan NnoMeLlatoT BEMKOCTb ¢ 10% pacTBOPOM HEATpasibHOro
(hopmanuHa. TMocne ukcauum NpPOBOAAT Npoueaypy NnabopaTopHOi
06paboTKn 6ronoruyeckoro matepuana, Kotopas BKIOYaeT B Cebs
cnefytoume npoueaypbl - NpoBojka (06e3B0XMBaHME U NPONUTbIBAHNE
napaHoM); 3aiMBka B napaMH C W3roToB/IEHMEM MNapaf)MHOBbLIX
610koB - FFPE-6n0KOB); MWKPOTOMWUS (M3rOTOB/IEHWE MNapagMHOBbIX
Cpes3oB).
KpnTepuv npurogHoCcTW TUCTOMONMYECKUX MpenapaTos Ad
BblgeneHusa OAHK gnga nocnefyrowero MonekynspHoO-reHeTUYecKoro
aHasn3a onyxoJsieBbIX KMETOK:
1 Mo pesynbTaTam MOP(ONOrNYecKoro nccnefoBaHus
OMyXO0/1eBble 30HbI JO/MKHbI 3aHMMaTb He MeHee 60% nsowaan
TKaHK B cpese ¢ FFPE-610Ka;

2. o pesynbTatam MOPKOSIOrMYECKOro WUCCNeA0BAHUS  30HbI
HeKpo3a U KPOBOM3/IMAHUSA B COBOKYMHOCTU AO/MKHbI 3aHUMAThb
He 60nee 15% nnowaan TkaHu B cpese ¢ FFPE-6n0Ka;

B cnyuae, ecnv obpasel, He COOTBETCTBYET XOTA Obl OAHOMY U3
NepeYncneHHbIX KpUTEPUEB, PEKOMEHAYETCA WCNOoAb30BaTb APYroi
obpazel,.

Mpy NOArOTOBKE CPe30B C nNapauHOBLIX 6/10KOB He06X04MMO
MUHUMWU3NPOBATL PUCK KPOCC-KOHTaMMHauum 06pasuoB, A1 4ero
HeobxoAnMO:

- paboTaTb B 0HOPA30BbIX HEOMYAPEHHbIX NepyaTKax;

- NpoBOAUTL Npouenypy B MNLP-60kce nnv naMmHapHoOM LKady;

- MCnofb3oBaTh  OAHOPa30Bble fie3BMA  ANA  MUKPOTOMa U
CTepUbHbIE NMUHLETHI;



- MepBble [Ba Cpe3a C KaxAoro 6/50ka yTWAn3MpoBaTb, a A4
MOJNIEKYNIAPHOIO  MUCCNMefoBaHUA  UCMOMb30BaTb  CPe3bl, HaunHaa ¢
TPETLErO;

- He MoMeLLaTh Cpe3bl Ha BOAAHYHO 6GaHIo.

YcnoBusa TPaHCMOPTUPOBAHUA, XpPaHeHWa U yTunmsauum
MCXOLHOro 6MOM0rMYecKoro matepuana:

“Npu KOMHaTHOI TemnepaType - B Te4eHWe 6 4acos;

- npw Temnepartype oT 2 4o 8 °C - B TedyeHne 3 CyTOK;

- npu TemnepaType MuHyc 20 ®C- B TeyeHne 1Hegenu,

- npu Temnepatype MuHyc 70 ®C - gnnTenbHo.

BHVUMAHWE! W3beraTb NOBTOPHOrO  3amMOpaXuBaHus U
oTTamBaHua 06pasLoB.

YcnoBusa TpaHCNopTUpoBaHus, XxpaHeHns FFPE-6/10Kk0B:

- npu Temnepatype oT 15 go 25 °C - He 6onee 3-x NeT.

YTunusaums 61ONOrNYecKoro maTepuana (knacc B)
ocyllecTsnsetca B cootTeeTcTBUM ¢ CaHlnH 2.1.3684-21.

8.2 Mpoueaypa noay4vyeHns npobbl reHomHo AHK 4enoseka,

BbleNeHHOM U3 KIMHMYECKOro matepuana (uenbHas KpoBb, TKaHb,
(hmKcumpoBaHHas B 10% pacTBope opmannHa M 3aK/NoYéHHas B
napaguHoBblii 6510k (FFPE-610K))

Ona BblgeneHns npobbl reHomHon [OHK u4enoBeka M3 TKaHwu,
(mkcuposaHHas B 10% pacTtBope QopmManuHa W 3aKIYEHHas B
napaguHoBblin  6nok (FFPE-610K) pekoMeHAyeTCs UCMO/Mb30BaHMe
cnefyowWmnx KOMMIEKTOB peareHTos:

- Habop peareHTOB Ans BblieneHus reHomHol AHK yenoseka u3
(OMKCMPOBaHHbLIX B (OPManMHE W 3aKMOUYEHHbIX B MapaMH TKaHel
(QHK-TkaHb-M) no TY 21.20.23-012-97638376-2019, npou3BoACTBa
00O «TectleH», Poccusi (permcrpaymoHHoe yaocToBepeHne Ne P3H
2021/14273 o1 06.05.2021 r);

- Habop peareHTOB Ana BblgeneHus reHomHo AHK yenoseka u3
(PMKCMPOBaHHbLIX B (DOPMarMHE W 3aK/OYEHHbIX B napaduH TKaHel
(OHK-TkaHb-®) no TY 21.20.23-009-97638376-2016, npou3BoACTBa
00O «TectleH», Poccud. PeructpaunoHHoe ypoctosepeHne Ne P3H
2018/7772 ot 30.10.2018.

& 000 LUPMH (&7 INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU

34

Ona BblgeneHns npobbl reHoMmHo [AHK uenoBeka M3 KpoBwu
peKoMeHAyeTCA MCMOo/b30BaHWe CefyoLINX KOMMIEKTOB peareHToB:

- Habop peareHToB Ans BblgeneHns OHK/PHK 13 KAMHMYecKoro
matepnana "HK-3kctpa" no TY 21.20.23-013-97638376-2019,
npoussoactea OOO  «TecTleH», Poccna  (PernctpaumoHHoe
yaoctoBepeHne Ne P3H 2021/15428 ot 24.09.2021 r.).

Bo Bpems npouenypbl Bbigenedns AHK Heobxogmmo cTporo
cobnoaTb NPOTOKON M TPeboBaHNA MHCTPYKLUUWU NPUMEHAEMOro Habopa
peareHTOB.

YCcnoBus BO3MOXHOIO0 XpaHeHWs aHannm3nmpyembiX 06pasLoB
OHK

- npu +2 .. .+8°C - He 60nee cyTOK (24 v),
- npu -18...-22°C - He 6onee mecaua,
- npy MnHyc 80RC - AnUTeNbHO.

8.3 VHTepepupyrowme Bewectsa W OrpaHuYeHus
MCNONb30BaHNIO aHaNM3MPYyemMoro marepumana

BnusaHve noTeHUManbHO MHTEPEPUPYIOLWNX BeLlecTB Ha paboTy
Habopa peareHToB «Quasar-BRCAI/2» 6b110 NPOBEPEHO B OTHOLLEHUK
NOTEHUMA/IbHO  MHTep(epupyroWmnX  BellecTB,  KOTOpble  MOryT
MPOUCXOANTb OT CNEAYHLWMNX BHELUHNX N BHYTPEHHUX NCTOYHMKOB:

1) BellecTBa, MUCMNO/b3yeMble MPY NIeYEHUN MauueHTa (Hanpumep,
NeKapCTBEHHbIE CPeACTBa);

2) BellecTBa, BCTpeyarLwmecs B KOHKPeTHbIX BMAax 06pasLoB - B
[AaHHOM cfly4yae, 3arpsis3HeHMe K/MHMYeCcKoro obpasua remMorno6mHom
KpOBM MOXeT WHrmémposatb [LIP npu HegoCTaTOMHON O4YMCTKe Mnpw
nposeaeHUN npoLleaypsbl BbweneHna AHK;

3) BellecTBa, [100aBnseMble BO Bpemsi MOArOTOBKM 06pasua -
Hanpumep, aHTUKOArynsHTbl, UK napaguH, KOTOPbIA NCNONb3yeTCsa ANs
npuroToBnexHns FFPE-6510Ka.

Vccnefyemble  KOHUEHTpauum  MHTEP(EPUPYIOLWNX  BELLECTB,
KOTOpble, KakK oOXwugaetcs, OyayT BCTpeyatbCAd MNpY  HOPMaIbHOM
ncnonb3oBaHMM Habopa peareHToB «Quasar-BRCAI/2», npusegeHsb! B

Tabnuue 7.
Tabnuua 7
VHTepdepurpytowme BellecTsa MakcumarnbHas
KOHLebr rpauus

no



JHAOreHHbIE NHTep(epMpytoLLMe BeLLeCTBa
FemMorno6uH 260 MKr/mn
JK30reHHble MHTephepupytoLLme BewecTea

BeuyecTBa, 406aBnseMble BO BpeMsi NOArOTOBKM 06pasLia

"enapuH (aHTUKOArynsHT) 0,15 ME/mn
LinTpat HaTtpus (aHTUKOarynsHT) 0,1 mM/mn
EDTA-K2 (aHTUKOarynsHr) 0,5 MM/mn
MapagmH 1*10“*MKN/MKN
Mpenapatbl, Ha3Ha4yaeMble A/18 1e4eHNA OHKOOTUYECKUX
3aboneBaHui

PonueakanH (06e360/MBatoLLee CPeACTBO) 0,02 mr/mn
Besauusymab (npumensetca gns Ttepanuu 0,02 mr/mn
paka Av4HKKa, paka MOSIOYHOWA Xenesbl)

Maknutakcen (nNpogunaktuka w nedvyeHne 0,006 mr/mn
paka MOJIOYHOW Xene3sbl, paka sMYHUKOB)

KaneuynTtabuH (npenapat ans nedeHuns paka 0,03 mr/mn
MOJIOYHOI Xenesbl)

Ha ocHoBaHWM pe3ynbTaTOB UCCMefoBaHWUA K UHruéutopam MLP
npu TMpOBefeHUN aHann3a OTHeceH TrenapuH (aHTUKOArynsHT) B
KoHueHTpauun 0,15 ME/Mn. He gonyckaetcst ucnonb3oBaHue renapuHa B
KayecTBe aHTUKOarynsaHTa npu B3aTUn nepupepmyeckoit Kposu.

[N CHWXeHUs KonudectBa WHrnomutopos TLP Heob6xoanmo
cob6noaTh npasuia B3ATUS KIMHUYECKOro Matepuana.

OrpaHuyeHus no NCnosib30BaHuIo aHanM3npyemoro
maTepuana:

- MWHMMaNbHOE COJepXXaHue OonyxonuM B o6pasue TKaHW [ans
nposegeHnsa Tecta - 20% no pesynbtataM  MOPKONOrnM4ecKoro
nccnegoBaHMa 0NyxoneBoro Martepuana Bpayom-rucTosiorom.

- aHa/M3npyemblii MaTepuas He MOANEXUT MCNONb30BaHUIO MpU
HapyLeHUN YCNOBUIN XpaHeHWs W TPaHCMOPTUPOBKM (Temneparypa,
MPOLO/IKUTENIbHOCT);

- He [OMycKaeTcs WCMNOMb30BaHME 00pasyoB, 3arpA3HEHHbIX
MOCTOPOHHUM GMONOrNYECKUM MaTepUasiom

- He [onycKaeTcd WCMNOMb30BaHWe TrenapuMHa B  KayecTse
aHTUKoarynaHTa npu B3ATUN KPOBW.
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9. MoaroToBKa KOMMNOHEHTOB Habopa 4N1a UccnefoBaHNs

YCTaHOBKa, MOHTaX, HacTpoliKa, KaimbpoBKa MeLULMHCKOrO
n3genvs 4Nng BBOLA B 3KCMyatauuio He Tpebyetcs.

BHUMAHWE! Mpu pa6ote ¢ HK Heobxoammo MCnonb3oBatb
TO/IbKO OZHOPAa30Bble CTEPUSIbHbIE NNACTUKOBbIE PACXOAHbIE MaTepuaibl,
nverowme cneumnanbHyro MapkmpoBky «DNase-free». 06s53aTefibHO
MCMo/Mb30BaTb OTAE/IbHbIA HaKOHEYHWK C a3po30/ibHbIM 6GapbepoM Ans
KaXX[0ro KOMMNOHEeHTa peakLuuu.

1. Tepes NpPUroTOB/IEHMEM peakuuiAi Heob6XoAUMO MpPOU3BECTU
BNaXHy yb6opky [LP-60kca, a Takxe 060pyfoBaHWA U MaTepuanos,
Haxo4ALWMXCA B HEM, C MPUMEHEHWEM [Ae3MH(ULMPYIOLWNX CPeacTs,
NPUrofHbIX AN ncnonb3oBaHus B MLP-na6opatopusax, BKAKUUTL Y -
namny Ha 20-30 MuH.

2. TuiatenbHO NepemMeLLaTb COAEP>XKMMOE NMPOBUPOK C Bble/IEHHO
ana aHanusa AHK, MUP-6ydepom-1, TMLP-6ydepom-2, [Mpaiimep-
mukcoM-QB n MKO, nepeBopaumBas Kaxayt npobupky 10 pa3 wmm
rnepemMeLLMBas Ha BOPTEKCe Ha HU3KOW CKOPOCTY B TeyeHue 3-5 cek., 3aTem
0CafuUTb Kanu ¢ KpblWeK NPo6MPOK KOPOTKUM LIEHTPUDYTMPOBaHNEM.

3. Mepen Hayanom paboTbl AoCTaTh M3 XONOAUIbHMKA YacTuubl-1,
YacTtuubl-2, PactBoputens-1 n Pactsoputens-2. Yactuubl-1 1 Yactuubl-
2 nepemellatb [0 TOMOFEHHOro CoCTosHuA. VHKy6uposaTb (nakoHbI
okono 30 MWH. Npu  KOMHaTHOM Temnepatype. [leped KaxXAbiM
MCMo/Ib30BaHMEM TLLATE/IbHO NEepeMeLLaTh YacTULbI.

4. MN3MepuTb KOHUEHTpauuio uccnegyembix obpasuos [AHK
CNEeKTPOPOTOMETPMYECKAM METOLOM HENOCPeACTBEHHO Mepej Hayasom
nccnefosaHna.  poBepKy  KOHUeHTpauun [OHK  pekomeHayeTca
npoBoAWTL € nNomowblo  cnekTpootomeTpa NanoDrop  2000c
(npoussogcTtea Thermo Scientific, CLLIA) ¢ gnana3oHoM usnyyeHms 220-
350 HMm. CnekTtpootomeTp Nanodrop 2000c (npoussogcTBa Thermo
Scientific, CLUA) BHecéH B [0OCyaapCTBEHHbIi peecTp CpeacTs
n3mepeHnii, nmeet CBUAETENLCTBO 06 YTBEPXKAEHUN CPEACTB U3MepeHui
US.C.31.004.AX953590.

CpenaTtb passefeHne AHK unctoii gemoHnsoBaHHo BoAoli mQ Ao
KOHUeHTpaumn 1 Hr/mkn B obbeme 12 Mkn (utoro 12 Hr). ToyHO
M3MepeHne KOHLeHTpauuMm W pas3BefeHne obpasya BaXKHbl [Afd
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3(h(heKTUBHOCTUN MPOBELEHMA UCCNef0BaHNA. PeKOMeHAYyeTCA NMPOBOANTL
aHanun3 obpasuos AHK, Bbife/leHHbIX O4HUM METOL0M.

5. Mpurotoente 20 MmN cBexero passegeHne 70% 3TWMNOBOrO

cnupta. Ans atoro cmewarts 14,6 mn 96% atmnosoro cnvprta v 5,4 mn
[LenoHN30BaHHOM BoAbl MQ.

BHVMMAHWE! 3anpeweHo wu3MeHsTb 00bEM peakuuid. [Mpu
M3MeHeHMn 06bEMA YyBCTBUTENBHOCTL METOA PE3KO CHMXKaeTcs!

lMoaroToBKa peakTMBOB A/1 CEKBEHMPOBaHUSA

[na npoBefeHNs CEKBEHMPOBaHUS TpebyeTcs NpuMeHeHne Habopa
Illumina MiSeq Reagent Kit v3 (600-cycles) MS-102-3003 (lllumina,
CLUA) B pexxume uTeHuns 2x150 n.o.

1 V3BneknTe ynakoBKY C KapTpuAXem C peakTmsamum W
6ydepom HT1 13 MOpPO3UILHOI Kamepbl.
2. MMomecTnTe KapTpuiK C peakTvBamu B BOLAHYH 6aHio,

cofepXallyro  BoAy  KOMHaTHOM  TemnepaTypbl B KOJMYECTBE,
[A0CTAaTOYHOM /15 NMOTPY>KEHMS1 OCHOBAHMS KapTpuaKa ¢ peakTMBaMu o
NINHWK, YKa3aHHOW Ha ero yrnakoBKe.

3. Pasmopo3bTe npobupky 6ydepom HTL1 npu KOMHaTHO
Temnepartype.
4, OcTaBbTe KapTpUK C peakTuBamu pasmMopaxuBarbCcsi B

BOASAHONM 6aHe KOMHaTHOW TemnepaTtypbl 40 NOMHOro oTTanBaHus. OKono
60 MUHYT

5. N3BneknTe KapTpuiK W3 BOAAHOW 6aHW M OCTOPOXHO
NOCTy4MTe UM MO MOBEPXHOCTY CTONA, YTOObI YAannTb BOAY C OCHOBaHUA
KapTpuixa. BblTpuTe 0OCHOBaHWe KapTpuaka Hacyxo.

6. MepeBepHUTE KapTpUAX C peakTUBamMu [eCATb pa3 AN
NnepeMeLUnMBaHNA pacTasBLIMX PeakTMBOB, a 3aTeM BHUMaTe/IbHO
OCMOTPWTE ¥ NPOBEPbLTE, YTO BCE MO3ULMN OTTAANN.

7. lMpoBepbTe peakTMBbI B MNOMNOXEHUAX 1, 2 U 4 U
Y[,0CTOBEPbTECH B TOM, YTO OHM PABHOMEPHO NepemeLLaHbl 1 He cogepxxar
ocafKa.

8. MomecTUTe PasMOPOXXEHHbIN KapTpUK C peakTuBamu u
Npo6upky C pa3MOpPOXKeHHbIM Oydepom HT1 B XONOAUNLHUK C
TemnepaTypoi +4 °C fo Tex nop, Noka Bbl He MOArOTOBUTECH K 3arpyske
obpasua.

L Cpenaliite cBexee passegeHne 0,2M NaOH 13 CTOKOBOro

pacTBopa 2M NaOH. [1ns 3T0oro B 4ucToin npobmpke o6vemom 0.5-1.5 mn
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cmewaiite 5 Mkn 2M NaOH un 45 mKn genoHn3oBaHHOK Boabl mQ. Ans
cbpoca Kanesb CO CTEHOK OTLEeHTpMdyrnpyinTe npobmpky B TedeHue 1-3
CEKYH[, Ha LeHTpudyre-BopTekce.

10. lNpoBegeHMe aHanNu3a

VccnenoBaHue cOCTOMT U3 CNeayoLW X 3Tanos:
1 Uenesag wmynbtunnekcHasa MUP-amnangukaums AJHK ¢
BO3MOXKHOIA (hlyopecLeHTHOW LeTekumm NpoAyKTOB
amnIMrKaumm B peXxxmMme peasibHOro BpeMeHu;
OuncTka LenesbiX aMnaInKoHOB;
VHZeKcMpoBaHWe aMnMKOHOB ¢ nonyyeHnem AHK-6m6nmnotek ¢
npuMmeHeHnem pellLP ¢ orpaHMYeHHbIMU UUKIAMU;
4. CmMewmBaHne 1 o4yncTka uenesbix JHK-61M6110TeK;
5. MaccoBoe napannefibHoe CEKBEHMPOBaHWE C MPUMEHEHUEM

Illumina MiSeq.
6. WHTepnpeTtauuns pesynbTaToB

W N

10.1 LleneBasa mynbTunnekcHaa MUP-amnnngunkayma AHK c

BO3MOXXHOW (h/TyOpPecUeHTHON feTeKUMN NPoLYKTOB aMninduKaumnm
B PeXXMMe peasibHoro BpemMeHu

O6Lwmin 06beM peakuun - 20 MK

B aTtom pasgene nposogutca pabota ¢ o6bpasuamum  AHK
pa3BefleHHbIMU A0 KOHUeHTpauun 1 Hr/mkn (Pasgen 9)

2. MpomapkmpoBaTb NPOGUPKM MM NnaHweT Ha 0,2 mn ans
MLP 13 pacyeTa: KONM4YecTBO Uccneayembix o6pasuos + 1 o6pasel MKO
+ 1o6pasey OKO.

3. B oTgenbHO 0HOPa30BOW CTEPUbHOW NPO6MPKe TuMa
«3nneHgopd» o6bEMomM 15 nam 2,0 M NPUroTOBUTHL PEaKLMOHHYHO
cmeck: (N+3)x4 mkn MLUP-6ydepa-1 n (n+3)x4 mkn Mpaimep-mukca-QB,
rae n - KOAMYeCcTBO uUccnegyembix 06pasuos, Bknouas MNMKO n OKO.
TwartencHO nepemellaTb PeakuWOHHYH CMecb B TeyeHue 3-5 C Ha
LleHTpuyre-BopTeKCe.

4, BHecTn B Kaxaylo NpobupKy vnn NyHKY nnaduweTta no 4
MK/ peakLMOHHOW CMecH.
5. BHecTn no 4 mkn Mpaimep-mnkca-QB.
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6. BHecTM B COOTBETCTBYIOLLIME MPOBUPKU  WUAN NIYHKK
nnadweTa Ans uccnegyembix 06pasuos no 12 mkn passegeHHolr AHK. B
npobupkn ans NMKO n OKO AHK He BHOCKTCS.

7. BHecTn B COOTBETCTBYIOLLYIO MPOOUPKY WKW NYHKY
nnaHweta 12 mkn MKO.

8. BHecTn B COOTBETCTBYIOLLYIO MPOOUPKY  WAN NYHKY
nnadwerta 12 mkn OKO.

9. 3aKpbiTb KPbILWKXW NPO6GMPOK MM 3aKNenTb MNaHLIET
NNEHKOA.

10. [Ona c6poca Kanenb €O CTEHOK OTLEHTPUAYrnposatb
NPOBMPKN UK NNaHLWET B TeveHme 1-3 CeKyHJ Ha LLeHTpUdyre-BopTeKcCe.

n. YCTaHOBUTb MNPOOGUPKN WMAN MNaHLWeET B pPeakLMOHHbIN

moaynb npubopa ana TMLUP B peanbHOM BpeMeHW. PekomeHpyeTcs
yCTaHaB/MBaTb MPOOUPKM MO LEHTPY TepmobioKa A9 PaBHOMEPHOrO
npuxmnma npo6unpok HarpesaroLLein KPbILLKOW. Bo3moXxHoO
ncnonb3osaHve npubopa TILIP 6e3 pfeTekuuMn curHana B pexunme
peasibHOro BPEMEHMN.

12. 3anporpammunpoBaTb npuéop ansa BbIMNO/IHEHNA
COOTBETCTBYHOLLEN nporpaMmMbl  amnanuKauum n  geTekuun
(hnyopecLeHTHOro curHana, cobnoaas MHCTPYKLUUIO 415 UCMO0/b3yeMoro
npuéopa. Mpotokon MLP ykasaH B Tabnmue 8

13. YKasaTb KONMYECTBO U MAEHTU(MKaTOpbl 06pa3uos. B
Cnyyae WCMNONb3oBaHUA Ana nposegeHus T1LP npobupok, OTMeTUTb
pacnosioXxeHne Npobupok Ha maTpuLie TepMo6/I0Ka B COOTBETCTBUM C UX
YCTaHOBKOIA.

Tabnuua 8- Mpotokon MLP

Cragua  TemnepaTypa,’C MBMpf;“f;gk Aﬁ?:;ﬂ:h Lli?(?‘lrgB
1 95 05:00 - 1
95 01:00
2 58 02:00 - 5
61 02:00
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63 02:00
66 01:00
95 00:30 -
3 25
72 03:00 FAM/Green
4 8 NOCTOSIHHO - 1
14, B cnyyae mcnonb3oBaHWs amMnamukaTop € AeTekuuen

CD CUTHaNa B PEXUMEe peaNbHOr0 BPEMEHM, YAOCTOBEPUTLCH, UTO B

%)

napameTpax ONTUYECKUX W3MEPEHUI MporpaMMbl  amiAnQUKaLnm
3afeincTBoBaH KaHan pgetekumn FAM/Green 1 OTK/IOYEH PeXUM
aBTOMaTUYeCKOW 6a30BOI NMNHUN.

15. 3anycTuTb aMnInpuKaLuio.

16. Y [A0CTOBEPUTLCA B MPOBEAEeHUN peakuun No HapacTaHuio
YPOBHA (h/IyOpecueHUMM B KaHane aHanmsmpyembix obpasyos, MKO wu
OKO BcooTBeTcTBUM ¢ Tabnuueli 9. TUNUYHbIA BUA rpaduka HapacTaHms
(hnyopecueHUmMmn ana TecTupyembix 06pasyos, NMKO n OKO npueegeH Ha
PucyHke 1
Ta6bnuua 9 -

Pe3yanaTb| nccnepgoBaHnAa anda  MNoONOXKWUTENIbHOTO U

BHeceHHbIn MaTepuan ®nyopodop: FAM/Green

MKO HapacTaHue thiyopecueHUmn.
AMNINGUKALMA He BBIXOAMT 3a
3KCMOHEHLMabHYIO (hasy.
OKO HapacTaHue ¢iyopecLeHLmu.

AMMNGUKALMS He BBIXOAUT 3a
3KCMOHeHLUManbHyto dasy.
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PucyHok 1 - TunuuHbliA BUL rpaguka HapactaHus (nyopecueHum.
O6LymMin BUA KPMBOIA He OTANYaeTCsA 414 TeCTUpyembix 06pasuos, MKO u
OKO. BorHyTas ayroobpasHas Kpusas yopecLeHLmm 6e3 HakonaeHus.
AMNANPUKaLNA He BbIXOAUT 32 IKCMOHEHUNAbHYO (ha3y.

17. Mo OKOHYaHMK BbIMOMHEHMS NMPOrpamMMbl MPUCTYNUTL K

cnefytoliemy atany.

BHVUMAHWE! Mpn  HeobxoauMOCTW,  MONYYEHHbIE MO
pesynbTaTam MLP aMnIMKOHbI MOTYT XpaHUTLCA B TeYeHne 12 yacos npu
Temnepartype 4-10°C.

10.2 OumncTKa ueneBblX aMMIMKOHOB

B aTom pasgene nposogutcd paboTa ¢ aMnanMKoHamu (NPoAyKTbl
MUP n3 Pazgena 10.1) ¢ nofyyYeHNemM OYMLLEHHBLIX aMMNIMKOHOB.

L MepeHecTn Bce cofepXXumoe thakoHa ¢ Pacteoputenem-1
BO (h1akoH ¢ YacTmuamm-1 KOMHATHON TemnepaTypbl. 3aKpOWTE KPbILLKY
(bnakoHa W WHTEHCMBHO MepemellainTe. PacTBOPEHHbIe MarHUTHbIE
4acTMLbl LOCTAaTOYHO ObICTPO OCAXAAKTCA, B CNyyae HEO0OXOAUMOCTU
[JOMOMHUTENbHO  PeCcYCMneHAupyinTe  UX  HENOCPeACTBEHHO  nepef
npuMeHeHWeM. [0TOBas CYCMeH3Ws MarHWTHbIX YacTuL, XpaHWUTCA B
XONoaunbHOM oTtaeneHnn npu +4 °C He 6onee 7 AaHeid, HE
3amopaxunBsars!

2. B Kaxgyto nNpobuvpky WM NYHKY NNaHwerta ¢
amnankoHamn un3 Pasgena 10.1 BHecTM no 60 MKN MPUrOTOBMEHHOM
cycneHsuu 13 n.1, nepemMeLlars NUNeTUPOBAHMEM.
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3. NHKybupoBaTb NPOGUPKM WM NAAHLIET 2 MWH. Mpu
KOMHATHOM TemnepaType B LUTaTUBe «paboyee MecTo».

4, Ona  ocaxaeHWs  MarHWTHbIX  4YacTuy, MepecTaBuUTb
NPOBMPKN MW NNAHWET Ha MarHWTHbIN LWTATUB Y UHKY6UPOBaTb 2 MUH
npu KOMHaTHOM TemnepaType, MO0 NoKa CMeCb B NPO6GMpPKax Un NyHKax
NNaHLeTa He CTaHeT NPO3pPadHoiA.

5. AKKYpaTHO yJanuTb CynepHaTaHT, He 3a[eBas MarHUTHbIX
YyacTuy, OAHOPAa30BbIM HAKOHEYHUKOM W BblNTb €ro B EMKOCTb C
Le3NHpMLMPYIOLLUM pacTBOpOM. B cnydae, ecnu yactuubl 6b1iv 3a4eThbl
1 Nonasn B HAKOHEYHWK 03aTopa, BepHYTb 00bEM B MPOBMPKY UIN NTYHKY
naaHweTa 1 nosTopuThb M. 4-5

6. [06aBUTb B NPOGUPKM UAK NYHKKU NnaHweTa no 180 MKn
70% ataHona.
7. MomecTUTb MNPOBUPKM WAN MNNaHLWeT C peakLMOHHOWN

CMECbI0 Ha MarHWTHBbI LWTAaTUB 1 UHKY6MPOBaTb 1 MWH. NPWU KOMHATHOM
Temnepatype. AKKYpaTHO yAanuTb CyrnepHaTaHT, He 3a[eBasi MarHUTHbIX
4acTuL, OAHOPA30BbIM HAKOHEYHWKOM U BbIIUTb €ro B EMKOCTb C
AE3MHULMPYIOLLMM pacTBOPOM. B ciyyae ecnim yacTuupl 6binv 3a4eThl U
nonasm B HaKOHEYHWK [03aTopa, BepHYTb 06BbEM B NPOGUPKY MK TYHKY
nAaHLeTa 1 NOBTOPWTb 3TOT LUAr.

8. MoeToputb nNn. 5-6 ewe 1 pa3. Takum o06pas3om,
NMpPOBOAUTCA 2 MPOMbIBKW LieneBbIX amnauKoHoB 70% 3TaHOMOM.

0. Y [panuTb OCTaTKW 3TaH0/1a TOHKUM HaKOHEYHUKOM.

10. MpocywnTb MarHWTHble YacTuUbl NPU  KOMHATHOW

Temnepartype 2 MUH, He BbIH/Mas NPOBMPKY UIN NAAHLLET U3 MarHUTHOIo
WITaTUBA, 4N19 YAaleHUs 0CTaTOYHOro CcnupTa.

11, [o6aBnTb 100 MKN [eVMOHM30BAHHOM BOAbI MQ, XOPOLLO
rmepemMeLlaTb Ha BOpTeKCe [0 pacTBOpeHUs ocafka. CKUHYTb Kanau
LeHTpUQYrnpoBaHvem.

12. MHKybupoBatb MNpoGMPKN WAW MAAHLLIET 2 MWH. Npy
KOMHaTHOW TemnepaType B LUTaTUBe «paboyee MecTo».

13. Ona  ocaxAeHMA  MarHMTHbIX 4acTWl, NepectaBUTb
NPOOMPKN WX NAAHLLET HA MAarHUTHbIV WITATUMB U MHKYO6UPOBaTb 2 MUH
NPy KOMHATHOM TemnepaType, MO0 NOKa CMeCb B MPOBUPKAX NN yHKax
nnaHweTa He CTaHeT MNpo3payHoil. B cynepHaTaHTe cojepXarcs
OYMLLEHHbIE aMNIMKOHbI. Cpa3y neperTn K cnegytowemy atany!
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10.3 MHpekcpoBaHe amMninMKOHOB € nonyyeHuem [OHK-

6n6mnoTeK ¢ npuMeHeHnem pellLLP c orpaHMYeHHbIMU LUKNaMK

O6wmin 06bem peakymm - 50 MK,

B aTom pasgene npoBoAnTcs paboTa ¢ OYMLLEHHBIMW aMMnIMKOHaMM
13 Paszgena 10.2 ¢ nonyyYyeHnem UHAEKCMpPOBaHHbIX AHK-61M6n1moTeK.

L MpomapknpoBaTb NPOGUPKKM UK nnaHweTt Ha 0,2 ma ans
MLP 13 pacyeTa: KONM4YeCTBO Mccnefyembix o6pasuos + 1 o6pasey NMKO
+ 1 06pasey, OKO.

2. BHecTn B KaxKayto NpobupKy wunv NyHKy nnadHweta no 10
mkn MLUP-6ydepa-2.
3. YHuKabHasa KoMOUHaumus nHaekcos QR7 n QR5 3apaHee

BHeCeHa B MnaHwWeTbl nHaekcos A, b n B. BHecTn 30 MK BbI6GpaHHOM
CMEeCcU WHAEKCOB U3 JIYHOK MNaHLweTa B KaXAyl NPOOUPKY WM NYHKY
nnaHweta ana MUP. B ognH obpasel, BHOCUTCA 0fjHAa CMECb WHEKCOB.

BHumaHune! O693aTelbHO UCNONb30BaTh OTAE/bHbI HAKOHEYHUK C
a’p0o30/ibHbIM GapbepoM AN8 Kax4oW BblOpaHHOW CMeCcuM WHAEKCOB U3
NYHOK nnaHLuera.

Cxema pacronoXxeHus YHUKanbHbIX Nap WHAEKCOB B MaHLLIeTaxoB
A, b 1 B npefcTtasneHa B MNpunoxxeHun 2.

4. BHecTM B COOTBETCTBYHOLIME MNPOOMPKN WU JIYHKK
nnaHweta 10 MKN OYMLLEHHbIX aMMIMKOHOB M3 pasgena 10.2. OcTatok
pacTBopa ammnaMKoHa BMECTe C MArHUTHbIMKM YacTuuaMmy MOXeT
XpaHuTbCca npu Temnepatype -20 °C B TeuyeHue 30 AHeld. Mocne
3aMOpaXMBaHUA MarHUTHble YacTULbl TEPAIOT CBOM CBOMCTBA U He
MOTYT UCMONb30BaThCA ANA nepeocaxseHnsa JHK.

5. 3aKpbITb KPbILWKMA NPOOUPOK NN 3aKNENTb MAAHLIET NAEHKOMN.

6. Ons cbpoca Kanenb CO CTEHOK LEHTPUDYruposathb
NPOGVPKN WK NAaHWeET B TeueHMe 1-3 CeKyH/ Ha LeHTpudyre-BopTekce.
7. YCTaHOBUTb MPOGMPKM WM MNaHLLIET B PeaKLMOHHbI

moaynb npubopa ana [MUP B peanbHOM BpemeHW. PekomeHayeTcs
yCTaHaBNMBaTb NPOOMPKM NO LEHTPY TepMo6/10Ka AN paBHOMEPHOro
npuwxmMmMa npobumpok HarpeBaroLlen KPbILLKOIA. B0o3mMOXHO
ncnonb3oBaHve npuoopa [LP 6e3 pgeTekumm curHana B pPeXuUMme
peasibHOro BpeMeHM.

8. 3anporpamMmmmpoBatb
COOTBETCTBYIOLLEA  Mporpammsl

npuéop ans
aMmnandgpukaunm n

BbIMO/IHEHNS
AeTeKLnm
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(hNlyOpecLEeHTHOro cnrHana, cobagas MHCTPYKLMIO 415 UCMO/b3YEMOr0
npuoopa. Mpotokon MLP yka3aH B Tabnuue 10.

9. YKazaTb KOMMYECTBO U MAEHTU(MKATOPbI 06pasLoB.

cyyae wMcnonb3oBaHua Ana nposegeHus TMLP npobupok, OTMETUTH
pacnonoXeHne NpobUPOK Ha MaTpuLe TepMo6/10Ka B COOTBETCTBUN C KX
yCTaHOBKOIA.

Tabnuua 10- MpoTtokon nHaekcHoi MLP QB-1ND

Cragus TemnepaTypa, ‘C Bpe.MFI, KaHanbl Bcero
MWH:CeK fetekymn LUMKNoB
1 95 03:00 |
95 00:30
2 66 00:30 - 3
72 02:00
95 00:30 -
3 6
72 02:00 FAM/Green
4 72 05:00 - 1
5 8 NOCTOSIHHO - 1
10. B cnyyae ucnonb3oBaHWa amnangukaTop c AeTekuuen
CMrHana B pexXWMe PpeanbHOro BpPEMEHW, YOOCTOBEPUTLCH, YTO B
napamMmeTpax OMNTUYECKNX |/|3MepeH|/|V| nporpammel  amnauukayun

3afeicTBoBaH KaHan fgetekumn FAM/Green M OTKAKOUYEH PEXUM
aBTOMaTM4eCcKoi 6a30BOIN TMHUN.

11. 3anycTuTb amninukaLmio.

12, Y [0CTOBEPUTLCA B MPOBEAEHMU Peakunn rno HapacTaHuio
YPOBHSA (h/lyopecueHLMn B KaHane aHanmsnpyembix o6pasuoB MKO wu
OKO B cootBetcTBUM ¢ Tabnuuein 11. TunuuHblA BUA rpaduka
HapacTaHua (niyopecueHumMn Ans TecTupyembix o6pasyos u KO
npueeeH Ha PucyHke 2. MNocne nposeaeHns aMangukaunm B npobupkax
UM NyHKax nnadweTta cogepxarca AHK-6ubnmoteku.
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nccnegosaHuAa And NONOXKUTENBHOIO W”

Tabnuua 11 - PesynbTathbl

BHeceHHbIIi MaTepuran ®nyopodop: FAM/Green

NKO HapacTaHwue (nyopecueHumu.
XapakTepHasi BbIiNyK/as fyroobpasHas
KpvBas (hTyopecLeHLMy ¢ HaKonneHneMm

OKO HapacTaHue dnyopecueHLmn.

XapakTepHas BbINyKias ayroobpasHast
KpuBasi (hlyopecLieHLMM C HaKomMIeHNeM

PUCYyHOK 2 - TunuuHbll BUL rpaduka HapacTaHus (ayopecueHLm.
O6wKMiA BMA, KPMBOI He OTANYaeTcs Ans TecTUpyeMbix o6pasuos, MKO n
OKO. Bbinyknas gyroobpasHas Kpunsas pyopecLeHLMn C HaKOMEHNEM.

10.4 CwmelwmBaHMe 1 ouncTKa uenesblx JHK-6n6nmoTek

B atom pasgene npoeoauTcs paboTa ¢ MHAEKCMPOBaHHbIMKU JHK-
o6ubnmotekamu 13 Pasgena 10.3

1 MepeHecTn BCe CogepXXMMoe Npobupku ¢ PacTBopuTenem-
2 B npobupky ¢ YacTMuamm-2 KOMHATHOW TemnepaTypbl. 3akpolite

KPbILUKY W WHTEHCMBHO MepemellaiiTe. PacTBOPEHHbIi  YacTuupl
[OCTaTOYHO  6bICTPO  OCaXpalTcs, B  CAyd4ae  Heo6XOAMMOCTM
LOMONHUTENbHO  PecYCneHaupyiiTe  UX  HenocpeACTBEHHO  Mepef

NpMMeHeHneM. [OTOBYIHO CMeCb 4aCTUL, XPaHATCA B XONOAUIbHOM
otaeneHuun noum +4 °C He 60nee 7 aHeil, HE 3amopaxuBaTb!
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2. B HoBoil npobupke cmewatb Mo 10 MKN  KaxaoWn
NHAeKCcMpoBaHHaHHOM AHK-6u6nnotekn w3 Pasgena 10.3 (BKIoYas
MKO n OKO). Xopowo nepemMeLlaTb U KpaTKO LEHTPUPYIMpoBaTh.

3. B HoByl npobupky 0.2 mn oTobpatb annkeoTy 20 MK
cmecn AHK-616110TeK 13 n 2.

4. [06aBnTb K aIMKBOTe 46 MK PacTBOPEHHbIX YacTuL, U3 M
1

5. MHKy6upoBaTb NPOGUPKY 2 MWH. MNPU  KOMHATHOM
TemnepaType B LUTATVBE.

6. Ona  ocaXAeHWs  MarHUTHbIX 4YacTWL,  MepecTaBuUTb

NPO6GMPKY Ha MarHWTHBbINA WITATUB U MHKYBMPOBATb 2 MUH NPU KOMHATHOIA
TemnepaType, NMM60 NoKa CMeCb B MPOOMPKax He CTaHeT NMpo3padHoii.

7. AKKypaTHO  yAanuTb  CynepHataHT  OfHOpPa30BbIM
HaKOHEYHMKOM W BbIMTb €ro B EMKOCTb C [Ae3MH(ULMPYIOLWUM
pacTBopoOM.

8. [o6asutb B npobupky 180 wmkn 70% aTaHona.
NHKy6upoBaTb 1 MMH. Ha MarHUTHOM LUTATKBE.

9. AKKypaTHO  yjanuTb  CynepHaTtaHT  OAHOPa30BbIM
HaKOHEYHWKOM W BbIIUTb €ro B EMKOCTb C [e3UHOULMPYHOLW UM
pacTBOpOM.

10. MoeToputb nn. 5-6 ewe 1 pa3s. Takum o06pa3omM,

MPOBOAMNTCA 2 NPOMbIBKW LiefeBblX amniMKoHoB 70% 3TaHOMOM.

1. Y panntb 0CTaTky 3TaHO/1a TOHKUM HaKOHEYHUKOM.

12. MpocywnTb MarHWTHble YacTuUbl NPW  KOMHATHOM
Temnepartype 2 MVH, He BbIHUMas MPO6UPKY UK NAaHWET U3 MarHUTHOTO
LwiTaTtmea, 4Na yaaseHnus ocTaToO4HOro cnupTa.

13. [o6aBnTb 20 MKN [eVWOHM30BaHHONM BOAbI MQ, XOPOLLUO
nepemMellaTb Ha BOPTEKCE [0 pacTBOpeHus ocafka. CKUHYTb Kannu
KOPOTKUM LLeHTpUyrmpoBaHmeM.

14. NHKy6upoBaTb Mpo6GUPKY 2 MWH. NpU  KOMHATHOW
TemMrnepaType B LITaTMBE.
15. Ona  ocaxpeHWa  MarHUTHbIX  4acTwul, TepecTaBuTb

NMPOBMPKY Ha MarHWTHbIM LUTATUB U MHKYOMPOBaTb 2 MUH NPU KOMHATHOM
Temnepartype, M60 Noka CMecb B NPO6GUPKax He CTaHeT NPO3pPaYHoONA.

16. OT06patb 18 MKN cynepHaTaHTa B HOBYK MpoOGUpKY ans
MUP. B cynepHataHTe cofepXxuTcs ounweHHas OAHK-6ubnunoteka s
CeKBEHUPOBaHMA.
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17. N3mepuTb KoHUeHTpaunio AHK-6nbnnoTtekn B npobupkax
CNEKTPOHOTOMETPUYECKUM MeTo0M c 1CNoNb30BaHNEM
cnekTpodoTomeTpa NanoDrop 2000¢ (npomssoacTea Thermo Scientific,
CWA) c pgunanasoHoMm u3nydeHusa 220-350 HM. B COOTBETCTBUU C
WHCTPYKUWei npou3BoauTenNs. MpumeyaHue: peKoMeHayeTcs
MCMoNb30BaTh 2 MK/ 06pasya Ha U3MepeHue.

18. OTo6patb annMkeoTy 5 Mkn AHK-61M6nnoTekn U3 n. 16 u
[06aBnTb BOAbI MQ 40 KOHEYHOW KOHUeHTpauun 4 HM. Ona pacuérta
KonunyecTtBa J06aBnseMoi Bogbl mQ BOCMO/b3YyNTECh (HOPMYION HIXKeE.

vmQ —~ 5

VjnQ —o61bem gobaBnsiemori mQ
Gan " M3mMepeHHast KOHLUEeHTpauusa 6ubnmnoTtekn (B Hr/mkn)
KoHueHTpauusa 0,92 Hr/MKN COOTBETCTBYET MONAPHOCTU 4 HM.

105 MaccoBoe
npumMeHeHuem lllumina MiSeq.

B atom pasgene nposoautcs pabota ¢ ounweHHon [AHK-
616nmMoTeKol ¢ KoHUeHTpaumen 4 HM n3 Pasgena 10.4.

napannenbHoe CeKBEHMpOBaHMe

BHumaHune! Y6eautecb, uTOo Ha cekseHatope Illumina MiSeq
yCTaHOB/IEH NporpaMMHbIi - Mogynb  GenerateFastqg. B cnyuvae
Heo6X04MMOCTK, CKavainTe 1 yCTaHOBUTE ero ¢ carita komnaduu lllumina.

1 B npo6upke obbemom 1,5 mn cmewaiite 5 mkn OHK-
616nMoTeKN ¢ KOHUeHTpauned 4 HM un 5 mkn 0,2M NaOH.

2. [na cbpoca kanefb CO CTEHOK OTLEHTPURYrnMpoBaTb
NPoOGUPKX MW NAaHLWeT B TeveHne 1-3 CeKyHS Ha LeHTpudyre-BopTeKCe.

3. NHkybrpoBaTb CcMeCb 5 MWHYT 1Npu  KOMHaTHOM
Temneparype.

4, [06aBnTb B Npobupky 1100 MK OXNaXXAeHHOro Ao +4 °C

6ythepa HT1, Bxogdauwiero B coctaB Habopa ans cekeHmpoBaHus Illumina
MiSeq Reagent Kit v3 (600-cycles) MS-102-3003, npou3BoacTBa
Illumina, CLUA (perucTtpaunoHHoe yaoctosepeHne Ne P3H 2020/13097

ot 30.12.2020). WToroBbin  pactBop  AHK-6ubnuotekn  ans
CeKBEHMPOBaHNA NMeeT KOHLeHTpauuio 18 nM.

5. [anee cneposaTb WHCTPYKUUW MPOU3BOAUTENA  ANA
ravnauaTtnna  llliimina NiQan (|||umina’ CLUA) C YCTaHOBJ/IEHHbIM
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NPOrpaMmMHbIM mMoaynem GenerateFastq (PerncTtpaunoHHoe
yaoctoBepeHne Ne P3H 2014/1568 ot 29.04.2014) no 3arpyske
KapTpuaka v 3anycky CeKBeHUpPOBaHUS.

6. [na aHanusa TpebyeTcs NpoBefeHWs CeKBEHWPOBAHMUA B
(opmaTe 2x150 n.o. ¢ NpoYTeHVEM ABYX MHAEKCOB no 8 n.o. (i7/i5)

7. MocneposatensHocTM  mHAgekcoB QR7 wn QRS  pans
BK/OUYeHUs B Sample Sheet npueeaeHb! B MpunoxeHun 1

8. Mpumep 3anonHeHms Sample Sheet
MpunoxeHun 3.

npuBeeH B

10.6 WHTepnpeTayms pe3ynbTaTtos
MpoBepbTe rNYOWHY MNPOYTEHUS C MOMOLLbD NPOrpPaMMHOro
obecneyeHns Local Run Manager, NPYMEHSEMOrO0 COBMECTHO C

cekseHatopoM Illumina MiSeq (lllumina, CLUA). CpegHssi rnybuHa
npoyTeHNs Ans  aHaamsnpyembix o6pasuoB u  TKO  cuutaetcs
[OCTaTOYHOM, €CNM OHa MPeBbILWAET 3HavyeHne 150X ANns repMurHaIbHbIX
mMyTaumii n 500X [Ans comaTU4veckMx MyTauuin. CpegHss rnybuHa
npouteHus gna OKO He fo/mKHa npesblwaTs 3HavYeHne 10x.

MyTauun B reHax BRCAl1 n BRCA2 (BRCA1l c¢.5266dupC,
€.181T>G, C.52510 T, c.4035delA, c.51610 T, c.4675G>A, ¢.68_69del,
€.3700_3704del, c.1961delA, C.46890G, c¢.3756_3759del, BRCA2
€.3749dupA, c.961_962insAA, ¢.2897_2898del, c.8754+IG>A,
€.6174delT) cuutaroTca 06HapyXeHHbIMW, ecnn B (haitne VCF (cm.
NHCTPYKLMIO Npon3BoanTens cekeeHatopa lllumina MiSeq) cogepxuTtcs
X0TA 6bl 0fHa CTPOKa CleaytoLLero Buga:

CHROM ros ID REF ALT WHTepnpeTayms

chrl7 41209079 T TG BRCAI ¢.5266dupC

chrl7 41243512 CT C BRCAI c.4035delA

chrl7 41258504 A C BRCAI C.18MM}

chrl7 41245586 CT C BRCAI c.1961delA

chrl7 41215382 G A BRCAI C.51610T
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chrl7 41209095 C T BRCAI C.52510T
chrl7 41226348 C T BRCAI ¢.4675G>A
chrl7 41276044 ACT A BRCAI c.68_69del
chri7 41243843 GTTTAC G BRCAI ¢.3700_3704del
chri7 41223242 G C BRCAI C.46890G
chrl7 41243788 TAGAC T BRCAI ¢.3756_3759del
chri3 32914437 GT G BRCA2 c.6174delT
chrl3 32912240 G GA BRCAZ2 ¢.3749dupA
chrl3 32906576 C CAA BRCAZ2 ¢.961_962insAA
chri3 32911388 ACT A BRCAZ2 ¢.2897_2898del
chrl3 32950929 G A BRCAZ2 c.8754+IG>A

3HaueHue cTonbua ID MOXET 0T/IMYaTLCSA OT TabNNYHOTO.

Ecnm HW ofHOW CcTpokM u3 Tabnuubl 12 HeT, To B o06pasue
oTcyTcTBYHOT MyTauumn B reHax BRCAL1 n BRCA2 (BRCAL ¢.5266dupC,
c.I81T>G, ¢.5251C>T, ¢.4035delA, C.51610T, ¢c.4675G>A, ¢.68_69del,
c.3700_3704del, c.1961delA, C.46890G, c.3756J759del, BRCA2
c.3749dupA, ¢.961 962insAA, ¢.2897_2898del, c.8754+IG>A,
c.6174delT).

JuarHoctnyeckoe
nccnefoBaHUS:

[aHHble, Mo/lyYyeHHble B pe3y/ibTaTe BbICOKOMPOM3BOAUTENIbHOTO
cekBeHupoBaHus AHK-6M6110TEK, NOATOTOBAEHHbLIX C MPUMEHEHMEM
Habopa peakTmBoB «Quasar-BRCAI/2», nocne nocnegytoLlero
OVOUH(OpPMATUYECKOrO  aHaimM3a  MOryT  6bITb  UCMO/b30BaHbI
KBaM(MLUMPOBAHHbIM cneumnannucTom (BpavyomM-OHKO/MIOFOM), C YYETOM
[AAHHbIX K/VHUYECKOW KapTWHbl W APYrux BUAOB WCCNefOBaHWIA B
COBOKYMHOCTW, ANS onpefeneHns aPPeKTUBHON CTpaTerum nedveHus v
NMPOrHO3MPOBaHUS 3PMEKTUBHOCTN fIEYEHUS, a TakKxkKe AN CKPUHWHra
HacneACTBEHHbIX (OPM paka MOJSIOYHOW Kenesbl, paka SWYHUKOB Y
MOTEHUMANbHO 300DO0BbIX XXEHLWH B COOTBETCTBUU C KAMHUYECKUMU

3HaYeHMe  MO/yYeHHOro  pesy/bTaTta
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KOMeHfaumnaMm «Pak MONOYHOW kenesbl» (Bo3pacTHas rpynna -

Wil veHTel  cTapwe 18 ner, yTBEPXKAEHHbIMW  MUHUCTEPCTBOM

aBooxpaHeHus Poccuiickoin degepauun, 2018 r.) U KIMHUYECKUMU

KOMeHAaumnammn «Pak AM4YHMKOB/pak MaTOUYHOM TPYObI/MEePBUYHBIN pak

¢ 6ptownHbl»  (Bo3pacTHaa rpynna - nauueHTbl cTapwe 18 e,

AN YyTBEPXKAEHHBIMU  MUWUHUCTEPCTBOM  34paBOOXpaHeHUs  Poccuiickol
+/4>epepaupm, 2018 r.).

11. YcnoBus xpaHeHUs, TPAHCMOPTMPOBaHUA W IKCNyaTalumn
Habopa

XpaHeHue

Habop  «Quasar-BRCAI/2» B
N3roToBUTENIA COCTOUT U3 [1BYX YMaKOBOK.

Cogepxxnmoe ynakosku Nol xpaHuUTb nNpu TemnepaTtype ot -15
Jo -25 °C B TeyeHue BCEro Cpoka roAHocTM Habopa. JonyckaeTcs
3amMopo3ka/oTTamBaHme ynakosok Nel Habopa He 6onee 5 pas.

Cofiep>xmmoe ynakosku Ne2 xpaHuTb npu Temnepartype ot +2 °C fjo
+8 ®C B TeuyeHMe BCEro cpoka rofHocTM Habopa. He ponyckaetcs
XpaHeHVe 1 TPaHCNOPTMPOBKa Y NaKoBKW Ne2 npu Temnepartype HMxKe +2
°C.

ynakoBKe  MpeanpusTus-

Habop peareHToB, XpaHMBLLWIACS c HapyLleHnem
pernameHTMpPOBaHHOIO PEXMMa, NPUMEHEHUIO He MOLIEXNT.
TpaHcnopTnpoBaHune

TpaHcrnopTuposath Habop peareHToB «Quasar-BRCAI/2» cnepyet
TPaHCMNOPTOM BCEX BWAOB B KPbITbIX TPaHCMOPTHbLIX CPeacTBax B
COOTBETCTBUM C NpaBunamy NepeBo30K, AENCTBYIOWMMY Ha TpaHcnopTe
[aHHOT0 BMja.

Copepxumoe  ynakoBkn Nel Ha6opa «Quasar-BRCAI/2»
TpaHCNopTMpOoBaTh Npu Temnepartype oT -15 ®C 1o -25 °C B TeUeHune BCEro
cpoka TroAHOCTM  Habopa. JlonyckaeTcsi TpaHCMOPTUPOBKA  Mpw
Temnepartype ot +2 °C go +8 °C go 5 cyTok.

Copepxmmoe  ynakoBkn Ne2 Habopa «Quasar-BRCAI/2»
TpaHcnopTUpoBaTh Npu Temnepatype o1 +2 ®C o +8 ®C B TeUeHUe BCEro
cpoka rogHocTM Habopa. JlonyckaeTcsd  TpaHCMOPTMPOBKA  Mpw
TemnepaTtype OKpy>KatoLLeli cpefbl, HO He HuXe +2 °C 1 He Bbiwe +30 @C
He 60nee 5 CyTOK.
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ATMOC(epHOe faBfeHne He KOHTPO/MMpPYyeTcs, T.K. He BAUSAET Ha
KayecTBO M3genus.

[na obecneyeHns cobnOAeHNS YCNOBUIA TPAHCNOPTMPOBAaHUS Ha
MPOTSXKEHUWM BCEro CpPOKa TPaHCMopTMPOBaHMA Habop peareHTOB
MoMeLLLaeTcs B TEPMOKOHTEHEP MEHONONYpPeTaHOBbI MHOropa3oBoro
NCMoMb30BaHWA L1 BPEMEHHOr0 XpaHeHWs W TPaHCMOPTUPOBAHMUA C
MOArOTOBNEHHbIMW  XNaA03/IeMeHTaMn.  Twun, 06beM U  KO/MYECTBO
XNaf03/1EMEHTOB, 3aKnagblBaembIX B TEePMOKOHTeiHep c
TpaHCMopTMPYyeMbIMM  Habopamy  peareHToB, a Takke 06beMm
TEPMOKOHTelHepa NoA6upatoTCs B 3aBUCUMOCTU OT MPOLO/MKUTENIBHOCTY
1 YCNOBMWIA TPaHCNOPTUPOBAHUS.

Habopbl peareHTOB, TPaHCMOPTUPOBAHHbIE C  HapyLUEHUEeM
TEMMNEPaTypHOro pexunuma, NpYMEHEHNIO He MOAexar.

Cpok rogHoctu

CPOK TroAHOCTM Habopa peareHToB «Quasar-BRCAI/2» — 12
mecAueB co [AHA npuemkn OTK npeanpuATUA-U3rotoBuTens npu
CO6NI0LEHNMN BCEX YC/IOBMIN TPAHCMOPTUPOBAHUA U aKCnnyaTauuu. Habop
peareHToB C UCTEKLINM CPOKOM FOLHOCTU NPUMEHEHMNIO He NOANEXNT.

CpOK rofiHoCT! BCKPbITbIX KOMMNOHEHTOB Habopa

Habop peareHTOB npefHa3HayeH A1 0L4HOKPATHOro NPUMeHeHNS.
B cBA3M C 3TUM OLEeHKa CTabuIbHOCTM B NPOLLecce UCNo/b30BaHUA Habopa
peareHTOB He MPoBOAUIIACS.

CpoOK rofHOCTU MPUTOTOBJIEHHbIX AN PabOTbl KOMMOHEHTOB
Habopa

| yac npu cobnOLeHUN YCNOBUIA, MPENATCTBYIOWMX BbICbIXaHUIO
KOMMOHEHTOB, a TakXXe KOHTaMWHauuu MOCTOPOHHVUM GMONOrMyYecKum
mMaTepuanom.

12. Ytunnsauyms

Hab6opbl peareHTOB, NpuLiejline B HEMNPUIroLHOCTb, B TOM YuCne B
CBA3M C WCTEYeHMeM CpOKa TrOAHOCTW, nognexar yTuauMsauum B
coOTBETCTBUM C TpeboBaHusMu CanluH 2.1.3684-21 «CaHuTapHo-
anugemMmnonornyeckne  TpeboBaHMS K  COAepXaHul  TeppuTopuid
FOPOACKMX W CENbCKUX MOCENIEHNI, K BOLHbIM 00beKTaM, NMUTLEBON BOAe
1 NUTbEBOMY BOLOCHAGXEHWNIO, aTMOC(epHOMY BO3yXY, MOYBaM, XWU/bIM
MOMeLLeHNAM,  3KChayaTauuyv  NPOM3BOACTBEHHbIX,  OOLLECTBEHHbIX
MOMeLLEHNN, opraHusauuu n npoBefeHuto caHuTapHo-
MPOTUBO3NUAEMUYECKMNX (NPODUNAKTNYECKNX) MEPONPUATUAI».
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B coOTBETCTBMM C KacCUPUKaumeid MeLULMHCKUX OTXOL0B
Habopbl OTHOCATCA K knaccy A (anugemMmonoruyeckn 6esonacHble
OTXOAbl, MPUOAMKEHHbIE MO COCTaBy K TBepAblM ObITOBbIM OTXOZam).
Hencnosb3oBaHHble peakTWBbl B COOTBETCTBUMM ¢ n. 170 CaHluH
2.1.3684-21 «CaHUTapHO-3aNNAEMMNO/IOTNYeckne  TpeboBaHMA K
COAEPXKaHNIO TEPPUTOPUIA TOPOLCKMX U CENbCKMUX NOCENeHNI, K BOAHLIM
ob6bekTam, NWTbEBOM  BOGe WM MUTbEBOMY BOLOCHAOXEHMIO,
aTMocepHOMY BO34yXY, MOYBaM, XW/bIM MOMELLEHNAM, 3KCMyaTauun
MPOM3BOACTBEHHbIX, OOLLECTBEHHbIX MOMELLEHWA, OpraHu3auun u
MPOBELEHNIO CaHWUTAPHO-MPOTMBOANNAEMMYECKMX (NPOGUNIAKTUYECKNX)
MeponpuATMiA» cObUPaOTCA B MHOropasoBble EMKOCTU UM O4HOPa30BbIe
nakeTbl NHO60ro LBeTa (KPOMe XXENTOro 1 KPacHoro).

OcrTasLumneca nocsie BbIMOMHEHUA PaboT NPoGUPKM U Martepuassbl
YTUAN3MPYIOT B COOTBETCTBUM ¢ MY 287-113 (MeToguyeckune yKasaHus
no [fesvHgeKkunn, npeacTepun3aLMoOHHOM OYUCTKE W CTepumsauuu
U3L4eNIMI MeLULMHCKOrO Ha3HayeHus).

XXunpgkne KOMMNOHeHTbl (peareHTbl, pPeakTUBbI) YHWUUTOXAHOTCH
C/IMBOM B KaHa/nu3auuit C npefBapuTe/lbHbIM pa3baB/ieHnem peareHTa
BoAoNpoBoAHoin Bogoi 1:100 ¥ BbIBO30M OCTAaTKOB YMNakOBOK Kak
NMPOU3BO/CTBEHHbIA MK BbITOBOI MyCOp.

MoTpebutenbckasd ynakoBka Habopa peareHToB «BRCAL1,2 -
ONArHOCTMKa» MOANEeXUT MeXaHMUYeCKOMY paspyLUeHU0 C BblBO30OM
OCTaTKOB Kak MpPou3BOACTBEHHOI0 1Ay 6bITOBOrO Mycopa.

MepcoHan, OCYLLECTBAAOLWMNA YHUUTOXeHME Habopa peareHToB,
[O/MKeH cobntofaTh npasuia 6e30NacHOCTU NPOBEAEHUS TOFO WU UHOTO
cnocoba YHNYTOXEHWS.
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13. FapaHTUliHble 0693aTeNbCTBA, KOHTAKTbI
MpeanpuaTne-n3roToBUTesNb rapaHTumpyer KayecTBo 7

6e3onacHocTb Habopa peareHToB «Quasar-BRCAI/2» B TeyeHue cpoka
rogHocTM npu  cobniofeHnn TpeboBaHWA  TPaHCMNOPTUPOBaHUS U
XpaHeHUs NPOAYKLMK, a TaKXKe Npy COONI04eHUN NPaBua 3KCnayaTauumn.

Mpyv  BO3HWKHOBEHWW MpPeTeH3Wn N0  KayecTBy  Habopos,
HeXenaTeNnbHbIX COObITUIA NN MHUMAEHTOB HanpaBATb MH(HOPMAaLMIO MO
afipecy:

O6uectBo ¢ OrpaHn4eHHOW OTBETCTBEHHOCTLIO «TecTl eH»

(OO0 «TecTleH»),

432072 1. Y NbSIHOBCK, VIHXeHepHbIn 44-i4 npoe3d, gom 9, oguc 13

Ten.: +7 (499) 705-03-75

www.testgen.ru

Cnyxba TeXHNYECKON NOLAEPXKKMN:

Ten.:+7 927 981 58 81

E-mail: help@testgen.ru

WHCTpYKUMA N0  MPUMEHEHW0 COOTBETCTBYeT Tpeb6oBaHUAM
Mpukasa MuH3gpasa Poccum ot 19.01.2017Ne 11H, FOCT 51088-2013.
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MpunoxeHue 1

MocnepoBaTenbHOCTU MHAEKCOB i7 1 i5 Ana BKAOYeHns B Sample
Sheet.

HassaHue [MocnegosatensHoCTb  HasBaHue — [ocnefoBaTesibHOCTb
7 7 5 5
QR701 AACTGAGC QR501 GTGGAGCG
QR702 GGTCAGAT QR502 ACAAGATA
QR703 GTCTCATA QR503 TAGTAGCT
QR704 TTCCATAA QR504 CCTGGTGG
QR705 ACGAGATT QR505 ATTATCCT
QR706 ACATCGCG QR506 CCACTTGT
QR707 TAGTGCTC QR507 GAACAGTA
QR708 ATCAAGGC QR508 TTGTTAAT
QR709 ACTGAGTA QR509 TGATAGTG
QR710 GTCAGACG QR510 CAGCGACA
QR711 CGTATGTT QR511 TACACTGT
QR712 AGTCATAG QR512 GTGGCGCT
QR513 CACGAAGG
QR514 GCTCTACT
QR515  ATGCACGA
QR516 GACTATAG
5
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MpunoxeHwne 2 Tabnuua 3 - cxema pacnonoXeHns YH1KanbHbIX Nap UHAEKCOB
B nnaHwete B

Cxema pacnosfioXXeHna YHUKa/bHbIX Map WHAEKCOB B NaHLieTax
nHaekcos A, b n B. 10 1 12

QR701 QR702 QR703 QR704 QR705 QR706

. QR501 QR50L QRS0L_QRSOI QRS01 QRS501

Tab6numua 1 - cxema pacnosioXeHNs YHUKaNbHbIX Nap UHAEKCOB o GR03. QR0G o O Sa0s
B NnaHwete A QR502 QR502 QR502 QR502 QR502 QRS502
QR701 QR702 QR703 QR704 QR705 QR706

QR503 QR503 QR503 (03 QRS503 QR503

1 8 10 1 |12 QR701 QR702 QR703 QR704 QR705 QR706
QR701 QR702 QR703 QR704 QR705 QR7061QR707 QR708 QR709 QR7I0 QR71l QR712 QR504 QR504 QRS04 QRS04 QR504 QRS04
QR501 QR501 QR501 QR501 QR501 QR5011QR501 QR501 QR501 QRS501 JIR501 iQRSOI QR701 QR702 QR703 QR704 QR705 QR706
QR701 yR702'qR703 QR704 QR705 QR706iQRTO7 QR708 QR709 QR710 QR7tl iQR712 QR505 QR505 QR505 QR505 QRS505 QR505

B QR502 QR502 QR502 QR502 5 gR502 QR502 5R502 QR502 QR502 .QR502' QR701 QR702 QR703 QR704 QR705 QR706
8R701 QR702 QR703 QR704 QR705 QR706 QR707 QR708 QR709 QR710 QR711 QR7I2 QR506 QR506 QR506 QR506 QR506 QR506

3 iQR503 QR503 QR503 QR503 QR503 QR503 QR503 QRS503 QR503 QR5Q3 QR503 QR701 QR702 QR703 QR704 QR705 QR706

QR7oY QR702 QR703 QR704 QR705 QR706 QR707 QR708 QR709 QR710 QR71! QR7I2 QR507 QR507 QR507 QR507 QR507 QR507

D QRS04 QR504 QR504 QR504 QR504 QR504 QR504 QR504 QR504 QR504 QR504 QR701 QR702 QR703 QR704 QR705 QR706
QR701 QR702 QR703 QR704 QR705 QR706 QR707 QR708 QR709 QR710 QR7irQR712 QR508 QR508 QR508 QR508 QR508 QR508

E  QR505 QR505)qR505 QR505 QR505 QR505 QR505 QR505 QR505 QR505 QR505 QR505

QR701 QR702 QR703 QR704 QR705 QR706 QR707 QR708 QR709 QR710 QR71l .QR7I2
£ QR506 QR506 QR506 %% QR506 QR506 QR506 QR506 QR506 QR506 QR506"QR506
QR701 QR702 QR703 QR704 QR705 QR706 QR707 QR708 QR709 QR710 QR711 :QR712
QR507 QR507IQR507 QR507 QR507 QR507iQR507 QR507 QR507 QR507 QR507iQR507
QR701 QR702iQR703 QR704 QR705 QR706 QR707 QR708 QR709.QR710 QR7U iQR712
H  QR508 QR508 QR508 QR508 QR508 QR508 QR508 QR508 QRS08 pR508 QR508jQ708

Tabnuua 2 - cxema pacnosioKeHns YHUKabHbIX nap UHAEKCOB
B nnaHweTe b

1 8 9o 10 1 2
QR701 QR702 QR703 QR704 QR705 QR706 QR707 QR708 QR709 QR710 QR711 QR712
QR509 QR509;QR509 QR509 QR509 QR509 QR509 QRS09 QRS09 QRS09 QRS09 QRS09
QR701 QR702 QR703 QR704 QR705 QR706 QR707 QR708 QR709!qR710 QR711 QR712
B QR510 QR510 QR510 QR5I0 QR510 QR510 QR510 QR510 QRSIOIQRSIO IQRSIO
QR701 QR702 QR703 QR704 QR705 QR706 QR707 QR708 QR709|QR710 QR711 QR712
QR511 QR511;QR511 QR511 QRSII QRSII QRSII QRSII QRSII IgRSII QRSII QRSII
QR701 QR702iQR703 QR704 QR705 QR706 QR707 QR708 QR709 QR710 QR7I1 QR712
D  QR512 QR512]qR512 QR512 QR512 QR512 QRSI2 QRSI2 QR5I2 QRS12 QR512 QR512
QR70l QR702 IQR703 QR704 QR705 QR706 QR707 QR708 QR709 QR710 QR7il QR712
QR513 QR513|qR513 QR513 QR513 QRS5I3 QRS13 QR513 QRSI3 QRSI3 QR513 QR513
QR701 QR702:QR703 QR704 QR705 QR706 QR707 QR708 QR709 QR710 QR711 QR712
QR514 QR514 QR514 QR514 QR514 QR514 QR514 QRS14 QRS14;QR514 QRS14 QRSI4
QR701 QR702 QR703 QR704 QR705 QR706 QR707 QR708 QR709 QR710 QR711 QR712
G  QR515 QR515 QR515 QR515 QR515 QR515 QR515 QRSIS QRSIS QRSIS QRSIS QRSIS
QR701 QR702 QR703 QR704 QR705 QR706 QR707 QR708 QR709 QR710 QR711 QR712
H  QR516 QR516 QR516 Q16 QR516 QR516 QR516 QR516 QRS16 QR516 QR516 QR516
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Mpumep 3anonHeHns Sample Sheet.

[Header]

IEMFileVersion,4
Experiment Name,QBI
Date,10/21/2021
Workflow.GenerateFASTQ
Application,FASTQ Only
Assay, TruSeq HT
Inscription,
Chemistry,Amplicon

[Reads]
15!
151

[Settings]
ReverseComplement,0

[Data]

MpunoxeHue 3

sample_id,Sample_Name,Sample_Plate,Sample_Well,17_Index_ID,Index,I5_Index_ID,Index2

T1,,QR703,GTCTCATA,QR513,CACGAAGG
T2,,QR704, TTCCATAA,QR516,GACTATAG
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