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YBaxaemble konnerun!

Mepen BamMm KaTamor HabopoB peareHTOB ANIA  MNPOBEOEHWS  MOJIEKYIAPHO-
ONarHOCTUYECKNX TEeCTOB B OHKOJIOFMYECKOW npaKTuKe. Vlcnonb3oBaHMe TaKuMxX TeCTOB
MOMOXET Bpady pPeWwunTb Lenblii pag MpUHLUNManbHO HOBbIX OJ1F KJVUHWUYECKON MPaKTUKK
BOMPOCOB, @ BO MHOIMX Cly4asX Npoa/iNTb ¥N3Hb OHKOJSIOM M4ECKOMY BONTbHOMY.

MoneKyanHo—reHequeCHme TECTbl B OHKOJIOrMn MO3BOJIAKOT pelaTb pAan KPUTUYECKWN
BaXHbIX BOMpPOCOB:

* BbIFBNATb OHKOJMOrMYecKne 3aboneBaHWA Ha [LOCUMATOMHOW CcTagum Mo  aHanmay
unpkynupytouwen JHK B nnasme kpoBuy;

¢ BbIABJIATb HACNeCTBEHHYHO NMPenpacrosioOEHHOCTb K OHKOJTOrMYECKIM 3aboneBaHNAM;

* NPOBOANTb 3PPEKTMBHYIO Tepanuio TapreTHbIMK MpernapaTtaMi C Y4ETOM MOJIEKYIAPHO-
rEHETUYECKUX XapPaKTEPUCTIMK OMyXOnu;

* n3beratb reHeTUYECKN 0B6YCNOBEHHON TOKCUYHOCTU NpenapaTa.

Ha cerogHAwWHMI OeHb MeAULIHA HE MOXET NPeaoTBPaTUTb FEHETUYECKN 06YCOBIIEHHbIE
OHKonorunyeckne sabonesaHusa. OgHaKo, 3HasA BbICOKYHO CTEMEHb NPEAPacrosiOEHHOCTI K
BO3HMKHOBEHNIO 3/IOKAYECTBEHHOW OMyXonu, BMOJIHE BO3MOMHO chOenaTb Bce [AafsA
OBHapYXEHMA OMyXOoNM Ha CaMblX paHHUX 3Tanax €€ pasBUTUA Y [EHETUYECKMU
OTArOWEHHOro nauueHTa pnnsa Toro, 4YToObl ypaneHne onyxonu 6bi1o MaKcuManbHO
3pDEKTUBHDBIM 1 WAOALLNM

MpenapaTtbl mocnegHero TMOKOMEHUA — T.e. TapreTHble nMpernapaTbl, MpPU JIeYeHUNn
OHKOJIOrMYecKux 3aboneBaHWii HanpaBfieHbl Ha KOHKPETHYK MOJIEKYIAPHYIO MULLEHb.
OPPEeKTMBHOCTb WMCMOSIb30BaHNA TaKUX MpPernapaToB 4YacTo 3aBUCUT OT CTPYKTYPHbIX
OCOBEHHOCTEN MULLEHW NI OT OCOBEHHOCTEN OKPYXAaIOLWLMX MULEeHb MoneKys. lNpoBepeHne
KOPPEKTHOIO MOJIEKYNAPHO- MEHETUYECKOrO aHalmn3a Onyxonu nepen, WUCMosib30BaHNEM
TapreTHoOro npenapaTta BO MHOMMX CllyYadx MO3BOJIAET MPOLJ/INTb WU3Hb MNauMeHTa Ha
HecKonbKo neT. Tak, ucrnonb3oBaHue Tapuesbl (dpnotuHmnba) n Npeccol (FedputnHmnba) npu
HEMENTKOK/IETOYHOM paKe Jerkoro o6ocHoBaHHO (M KpalHe addeKTMBHO!) ToNbKO AOnA
MaLneHTOB, Y KOTOPbIX B KJETKax OMyxonu ecTb crneundundeckne n3MeHeHUs reHa
anunpepManbHoro ¢aktopa pocta (EGFR) n HeT aKkTMBMpYylOWMX MyTauuin B reHe KRAS
VicnonbsoBaHue npenapaTtoB BeKTUBUKC n IpbUTyKC 060CHOBaHHO (M addeKTUBHO!) npun
paKke TOJSICTON KULWKW TOSbKO MPWU YCNOBUW OTCYTCTBUA aKTUBUPYIOLWUX MyTauWUA B reHe
KRAS Heo6xX04MMOCTb TaKOIro aHanmsa yKasaHa fax<e BO BKagblllax K npenapatam.

MOJ'IeKYJ'IﬂpHO-I'eHeTI/ILIeCI-(VIIh aHanma Heobxogum 1 npm mcnosib3oBaHUn Tpa,D,I/ILI,I/IOHHOIZ
XnMmoTepanunn.

Tak, Hepoporasa n 6bicTpasa nNpouenypa aHanusa Hanbonee pacnpocTpaHEHHO MyTauun B
reHe DPYD nepep, ncnonb3oBaHueM 5-pTopypauunia nnm KOMOUHaLMA, ero conepraLyux,
no3BonfaeT n3bexxaTb 3HAYNTENBHOM YaCTN OCTPbIX TOKCUYECKIMX pPeaKL Wil Ha 3TOT nMpenapaT

Hapeemcs, yTo noTpebutenn NpoayKun KoMnaHnm «broJTInHK» Mo LOCTOMHCTBY OLLEHAT ee
KayecTBO. A HOBblE TEXHOJIOMMN FEHETUYECKOrO aHaau3a MoMoryT BpayaMm 1 nauuneHTam B
N3J1IEYEHNN OHKOJIOrNYECKUX 3aboieBaHNiA.

C HaunyyLwmMm noxenaHnsamu,
coTpyaHuKy JlabopaTopun reHoamarHOCTUKIN
000 «BbuoJlnHK»



CopepxaHue

Habop peareHTOB OfiA paHHEN OMarHOCTUKN KONMOPEKTaNIbHOMO pakKa ............ 3
Habopbl peareHTOB 411 BbIABJIEHNA MyTaLuiA, CBA3aHHbIX C
HacNeOCTBEHHBIMUN QOPMAMUM PAKA .uvrrrrrreereiiiurrrenrereassesesssssssseeeersessessssssssseeeeeeeans 5
Habopbl peareHTOB 411 BbIABMEHNA COMATUYECKNX MYTALMMN .oooeeeeerieeeeeeeeenns 8
Habopbl peareHTOB 418 BbIABNEHNA MyTaLnii, KOPPETUPYIOLWMNX C
TOKCUYHOCTBIO MPEMAPATOB eivieiiiiiirrerrrrrrreererrreeeeertrerereerererrrrtereereererrr 19
Habopbl peareHToB oA BbigeneHNa OHK ... 22
Habop peareHToB O719 NpoBeOeHnNsa CeEKBeHNpoBaHua reHos BRCA1/2

[ LSl Y oY 1 [ 25
CeHeTnka penpoayKunm Habop ona HEMHBa3MBHOIMO MpPeHaTalIbHOro
TECTUIPOBEHVIF ..t veeeeeeeeeeeeeereeeeeseeeesseseesseseesseeseeeseeeeeeee e e e s eeseeese e e eeee e eeeeeseeeeseeensasnnnsnnnnnnn 27

Habop peareHTOB 1 nporpaMMHoe obecnevyeHne o9 BbIABEHNA
aHeynnowugun y nnopa no aHannasy KpoBu matepun (HeMHBa3nBHOE
npeHaTtanbHoe TectupoaHune, HAMT) MeTtogoM NGS........ccooocieeeiccieee e, 28

Habop peareHTOB /1A TUNNPOBaHNA FrEHOB FTMCTOCOBMECTUMOCTU
ST L) =1oY T = I LI 1O A L= oL or= T 29

Habopbl peareHTOB 4717 HAaYYHbIX UCCIELAOBAHMM ....uuvvrvueerrniiiininnninnnssnnannanans 31



Habop peareHToB gns

paHHen guarHoCTUKH
KOJIOpEeKTasZIbHOIMo paKa

MepBasn B Poccum cuctemMa paHHe OUarHOCTUKN KONMOPEKTaIbHOIO paka no
aHannsy KpoBW.

BHeknetouHaa [OHK KpoBu npenctaBnseTr cobonl ymobHbil MctodHnk [JHK onyxoneBoro
nponcxoxwaeHnsa. CocTaB UUPKYNVPYOLUX BHEKNETOYHbBIX HYKIEUHOBBIX KUCMIOT MOMET
oTpawaTb MPOLECChl, MNpoucxoaswme B KheTkax onyxonu. OpHuMu  un3  Hanbonee
NEPCNEKTUBHbBIX MAPKEPOB OHKOTPaHChOPMaLUM MOTYT CYXUTb SNUTrEHETUYECKNE NBMEHEHISA
B cocTaBe BHekseTodHol [OHK, K KOTOpbIM, B MEPBYIO 04Yepenb, OTHOCUTCA METUINPOBaHME
LMTO3NHOB Mo 5-My monoxeHuto B coctaBe CpG puHykneotnooB. lVlameHeHne npoouns
MeTunupBaHua [OHK aBnsetca ogHuM 13 Hambonee paHHWX CoBbITUIA KaHueporeHesa. B
OMYyXOSIEBbIX  K/IETKAX Habsopaetcs  HapylweHuse  MetunmpoBaHua  OHK,  Bkitodas
rMNEPMETUINPOBAHVIE  MPOMOTOPHbIX  ob6flacTell reHoB  OMyXOJIEBOW  Cyrmpeccunm u
LEMETUNVNPOBaHNE PErYNATOPHbBIX YHaCTKOB FEHOB, BOB/IEYEHHbIX B OHKOIMEHE3.

MeTtunnupoanHaa OHK SEPT9 nonamaeT B KPOBOTOK W3 OMyXONEW, JIOKann3oBaHHbIX B
KUWEYHNKE, B PE3y/SbTaTe€ HEKpO3a WX aronTo3a KAETOK OMyXOSW, W MOMET CIyHUTb
andodepeHLUanbHbIM BMOMaPKEPOM KOMTOPEKTaANIbHORO paKa.

FeH SEPT9 komupyeT [ Td-ceAsbiBaowmin bernok CentuH 9, dopMUPYOWWA GUIaMEHTDI,
3a0€eNCTBOBaHHbIE B LWTOKMHE3E, MNOOOEPWAaHWN CTPYKTYpPbl MeMbpaH W opraHusauunmn
BHYTPWKIETOYHOro npocTtpaHcTBa. MetunuposaHne OHK B obnactn npomoTopa reHa SEPT9
BeOET K OTKA4YeHuto reHa. OTkntoyeHne reHa SEPT9 cBA3aHO CO 3/I0OKAYECTBEHHOW
TpaHchopMaLVEN 1 PasBUTUEM KONMOPEKTaNIbHOrO pakKa.

AHanna KpoBWU ABAAETCA PachpPOCTPaHEHHbIM N OOLLEMPUHATBIM METOOAOM TECTUPOBAHUS,
obnagatoLLiM BbICOKOM MPUEMAEMOCTbIO. STOT TECT NOAXOONT ANA tOAEN, KOTOPbIE HE MOFYT
WA He XOTAT MPOXOoAUTb OOLWENPUHATBIE CKPUHWMHIoBble TecTbl Ha KPP, Takue Kak
KOJIOHOCKOMUA WAV aHann3 Kafa Ha CKPbITYD KPOBb. TaKXe B KadecTBE MPEVMYLLECTBA
anarHocTukn KPP no aHanuay KpoBM MOXXHO OTMETWTb HEWHBA3MBHOCTb METOOA, OTCYTCTBUE
HeobxoaMMocT KaKol 6bl TO HI BbINO0 NpeaBapUTENbHON NOAFOTOBKI K aHannsay.



Habop peareHTOB O/11 BbIABNEHNA
MEeTUINpPoBaHMA B obnacTtu
npoMmoTopa reHa SEPT9

Real-time-PCR-SEPT9-Met

Habop peareHTOB nMpegHasHayeH ONA BbloeneHus BHekneTto4yHon OHK n3 nnasmbl KpoBy,
oncynbdutHOm KoHBepcun OHK n BbiaeneHuna metnnmposanna JHK B obnactu npomoTopa
reHa SEPT9 metopom lNUP B peanbHOM BpeMeHwU.

CDYHKLI,I/IOHaJ'IbHoe Ha3Ha4YeHne — CKPUHWHI Ha KOJ'IOpeKTaJ'IbeII‘il pPaK gona nogen, KOTOpblE
HE MOrytT unm He XOTAT MNPpOoXOoOUTb TaKue O6LL|,eﬂpVIHF|TbIe CKPUHWNroBble TECTbl, KaK
KOJTOHOCKOMMA NN aHasin3 Kasia Ha CKPbITYHO KPOBb.

KnuHuyecknin maTepuran — naasma KpPOoBMW.

CoKpalleHHoe KonunyectBo

KaTt N2 HanmeHoBaHue Ha6bopa peareHTOB ”
HaMMeHoBaHUe  peaKuun

Habop peareHTOB O/1A BbIABNEHNA METUTNPOBAHUSA

22001 B ob6nactu npomoTtopa reHa SEPT9 metopom IMLLP B Real-time-PCR
pexunme peanbHOro BpeMeH SEPT9-Met
PY N° 2023/20778 ot 26.05.2025

48 ob6pasLoB

Habop peareHTOB O/19 OQHOBPEMEH-
HOIO BbIABNEHUNA METUTNPOBAHNA

B obnacTtum npomMoTopoB reHoB SEPT9
n SDC2 Bo BHekneTodHon JHK KpoBu®

B nabopatopun BunonuHk 6bin paspaboTaH, MOSEKYMSAPHbIA TECT, KOTOPbI MO3BONAET
BbIABAATb MeTunupoBaHne OHK B npomoTopax reHoB SEPT9 un SDC2. MeTununpoBaHHas
OHK SDC2 nonapaeT B KPOBOTOK W3 ageHOMAaTO3HbIX MOJSINMOB KULWIEYHUKA W MOXET
CNyXunTtb onoddepeHUnarbHbIM BMOMAapPKEPOM Ha caMOW paHHeW cTagun GopMUpPOBaHUA
npeapaxkoBbiX HoBoobpasoBaHu. MeTunuposaHHas JHK SEPT9 curHanmsnpyeT O BbICOKOWN
BEPOATHOCTU MOABMEHNA KapLMHOMbI KULWKW NN OPYroro HeonsacTuyecKkoro obpasoBaHus
(xonaHrnokapuunHoma, pak nerxkoro). HaGop peareHTOB npepHasHavyeH [/ BblOeneHuns
BHekneTouHol [OHK n3 nnasmbl KpoBu, 6ucynbdutHOM KoHBepcun OHK n BbiaeneHus
meTunmposaHua OHK B o6nactu npomoTopa reHa metonom lMNLLP B peanbHOM BpeMeHN.

CDYHKLI,VIOHaJ'IbHOE Ha3Ha4yeHme: pexomeHgoBaH BCEM nNaumeHTaM C Mnoao3peHMEM Ha
KOﬂOpeKTaﬂbeIVI PaK, a TaKe nrgAaM B BO3pacTe 50 net un CTaple, Yy KOTOPbIX OTCYTCTBYET
BO3MOXHOCTb NMPOXOXOEHNA CI-(pVIHVIHrOBOf/] KONTOHOCKOMnwn.

KnunHunyeckuin Martepunan - nia3Ma KpoBu.

CoKpalleHHoe KonunyectBo
HaMMeHoBaHue peaKkuumn

HaunmeHoBaHue Ha6opa peareHToOB

Habop peareHTOB A8 BbIABNEHNA METUPOBAHUA B

obnacTtu npomoTopa reHa SEPT9 n SDC2 meTtonom Real-time-PCR
22002 MLLP B pexunmMe peanbHOro BpeMeHu SEPT9-SDC2 48 obpasLios
PerncTpauoHHbIl HOMep MeOULUHCKOro N3genns Met

N2 F004-00110-00/04377170 ot 24.02.2026 1.




Habopbl peareHToB
O BbIABJIEHUSA

MyTaLuKn, CBA3aHHbIX
C Hac1eaACTBeHHbIMM
dopMaMm pakKa

Pak Mono4yHown wenesbl (PMMY) caMoe pacnpoCTpaHEHHOE N3 BCEX OHKO3aboneBaHWn vy
HeHLWWH. o cTaTucTKe, ofHa N3 OEBATU HEHLWMH 3aboneBaeT paKoM MOJSIOYHOW YKenesbl B
TeyeHne »umsHn. Okono 10% Bcex cnydaeB PMMX 3710 HacnenoctBeHHaa ¢opMa paka,
obycnoBfeHHanA HacneoyeMbiMy MyTaLaMy (HeobpaTMbIMA N3MEHEHNAMYI) B FEHAX.

Hanbonee un3yy4eHHbIMU W KIAWHWYECKW 3HAYUMbIMK ABAAOTCA MyTauuw B reHax BRCAL,
BRCA2 n CHEK2.



Habopbl peareHTOB A1 BbIABIEHUSA
MmyTauunm B reHax BRCA1, BRCAZ2

Ha ceropgHAWHMA oeHb N3BECTEH PAL reHOB, HacreyeMble MyTaLn B KOTOPbIX MPUBOOAT K
BO3HWKHOBEHUIO ceMelHbix ¢opM PMM 1 paka anyHukoB. Hanbonee nay4eHHbIMU cCpenu
Hux asnatTca reHbl BRCALI n BRCA2. B opraHname yenoBeKka 6esikun, KoOgupyeMble 3TUMU
reHamMu: BOCCTaHaBMMBalT LENOCTHOCTb MOBPEeXAeHHbIXx Monekyn [OHK, HopmanuaytoT
fanaHC 9CTPOreHoB, TOPMO3AT [efleHWEe  MOPaKEHHbIX KMETOK, MpPenATCTBYIOT
MeTacTtasupoBaHuo. B peaynbtate mMyTtauunn B reHax BRCAI wn BRCA2 npoucxogut
NOBPEXOEHNE KIEeTKW, BCMNEACTBME YEro aKTUBUIMPYKOTCA MNPOLEecChl BECKOHTPOsSIbHOro
OEeNEeHNs, YTO N NMPUBOOMT K BO3SHUKHOBEHUIO PaKOBOW onyxonu. Hanuyve mytauumin B aTUX
reHax He o3Ha4daeT, 4To 06A3aTenibHO BO3HMKaeT PMMK, HO 3TOT pUCK B TeYEHUE WN3HN NO
HEKOTOPbIM AaHHbIM npubnmxaetca K 90%.

BoiaeneHvne mytaumin B reHax BRCAIL, BRCA2 KpailHe BayHO W OJ1A Tex MayuneHToK, Y
KoTopbix anarHo3 PMX yxe ycTaHoBfeH. 3Haa ¢aKT Hannums MyTauun, MOXHO Bbi6paTb
onTUManbHOE JIEYEHNE Y)XKe B MEPBON JINHUU XUMMoTepanuu. ITOT aHanma nos3BosfsdeT
HasHauNTb 3PPEKTUBHDLIA MPOTUBOOMYXOSEBBIA NpenapaT: HOCUTENAM MyTauWiA MoKasaHa
Tepanua nHrnbutopammn pepmeHToB penapauun PARP (onanopu6, Benunapub, Hupanapub).

Real-time-PCR-BRCA1-5382insC
Real-time-PCR-BRCA1-T300G
Real-time-PCR-BRCA1-185delAG
Real-time-PCR-BRCA1-4153delA/BRCA2-6174delT

Ha6opb| peareHToB npegHasHa4eHbl ona BbIABJIEHNA MYTaLLMVI, CBA3aHHbIX C
HacnencTtBeHHbIMN d)OpMaMI/I PaKa MOJIOYHOWN Kenesbl W AWYHUKOB, a TaKxe paKa
no,u,meny,u,quon YENE3bl N paKa npep,CTaTeanon Henesbl.

DYHKLUNOHaNbHOE Ha3HayeHWe BbIfB/IEHNE MPenpacrnosioEeHHOCTN K CeEMeNHbIM dopMaM
PMX n PA, paka nogyenygoyHOn »enesbl N paka npeacTtaTesibHON eresbl; BbifBeHne
rnayuneHTOB, KOTOPbIM MOKasaHa Tepanua UHrubmutopamu d¢epmeHToB penapaunn PARP
(onanapwub, BENUNapub, HUpanapuob).

KnuHnyecknin maTepuran — LenbHaa KpoBb (aHTUKoarynantT 34TA).



Habop peareHTOB O/1A BbIABEHUS
MyTauunm B reHe CHEKZ2

e CHEK2 kopmpyeT NpPOTENHKMHa3y, aKTUBUPYIOWYKOCA B OTBET Ha MOBPEXAEHNE
Mmonekynbl OHK. JaHHbIA OnyxoneBbI Cynpeccop KOHTPOSMPYET BXOA KAETKN B MUTOS3,
penapaumto  OHK. HacnepcteBenHHas mMyTauma 1100delC  npuBoAMT K  CUHTE3Y
HEMOJTHOLLEHHOI0 YKOopo4eHHoro 6enka CHEK2 n K yBenUYEeHUIO pUCKa pas3BUTUA pakKa
MosioyHon enesdbl B 2-10 pa3. Mytauma CHEK2 1100delC Takye accouuupoBaHa cC
MOBBILLEHHbIM PUCKOM OMyXOonen Apyrux rnokanusaunii (AWYHUKa, MnpocTaTbl, TONCTOWN
KULLKW, YeyOKa) N MOXET BCTPEYaTbCH B «PAKOBbIX CEMbAX» C OTCYTCTBMEM FEHETUYECKINX
nedextoB reHos BRCA1un BRCA2.

Real-time-PCR-CHEK2-1100delC

Ha6op peareHToB npenHasHa4veH ona BblABJ1IEHUNA MYTaLI,VIVI, CBA3aHHbIX C
HacnencTtBeHHbIMN CI)OpMaMI/I PaKa MOJIOYHOW Yenesbl N ANYHUKOB.

®yHKUWOHanbHoe Ha3HaveHne PMX N PA BbisBneHne npenpacnoioMeHHOCTN K CEMENHbBIM
dopmam

KnuHnyecknin maTepuran — LenbHaa KpoBb (aHTUKoarynantT 34TA).

Cor(pau.l,eHHoe Konuuecteo
HauMeHoBaHue peaKkuumn

HanmeHoBaHue Ha6opa peareHTOB

Habop peareHToB gna BbiAaBneHna mytauyun BRCAL

20101 5382insC ¢ ncnonbsoBaHueM lNLP B pexxume Real-time PCR 50
peanbHOro BpeEMeHN BRCA1-5382insC
PY N2 ®CP 2012/13492 ot 25.12.2019
Habop peareHToB ansa BoiaenieHns myTtauun BRCAL

21201 T300G ¢ ncnonbsosaHunem lMNMLUP B pexunme Real-time PCR 50
peanibHOro BpEMeHM BRCA1-T300G
PY N2 ®CP 2012/13492 ot 25.12.2019
Habop peareHToB ons BbiAeneHna myTtauun BRCAL

21101 185delAG ¢ ucnonbzoBaHuem lNLP B pexxume Real-time PCR 50
peanbHOro BpeEMeHM BRCA1-185delAG

PY N2 ®CP 2012/13492 ot 25.12.2019

Habop peareHToB onsa BbiABieHns MmyTtauunin BRCAL

Real-time-PCR
23401 4153delA n BRCA2 6174delT ¢ ncnonb3oBaHnem BRCA1-4153delA/ 50

MUP B pexrMe peanbHOro BpeMeHun .
PY N2 P3H 2021/14241 ot 28.05.2025 BRCA2-6174delT

Habop peareHToB ons BbiaBneHus MyTtaumm CHEK2

1100delC ¢ ncnonbsoaHuem MLP B pexxume Real-time-PCR
peanbHOro BpEMeEHM CHEK2-1100delC
PY N2 ®CP 2012/13492 o1 25.12.2019

20301 50




Habopbl peareHTOB

0191 BbiiBJ/IEHUSA
COMaTU4YECKUX MyTaL U

[okazaTenbHas MeguLHa NpPO4EMOHCTPUpPOBana, 4TO TapreTHas Tepanus,
LeneHanpaBneHHO BO3OENCTBYOWAsA Ha OMyXoneBble «MULLEHU» (BeSKW, PeELLeNTopbl, reHbl),
Ha CerogHAWHNA OeHb ABAAETCA Haubonee 3QPEKTVMBHOW B JSIEYEHUN HOBOOOPa30BaHUA.
HanpaBneHHoe [QeNcTBME MpenapaToB YBEAWNYUBAET BbIKUBAEMOCTb OHKOJIOMNYECKUX
B0bHbIX.

Ananuna mytaumin reda KRAS, NRAS, EGFR, HER2/neu, BRAF, PIK3CA, JAK2, IDH1/IDH2 B
KNeTKax OmnyXxonu MO3BOJSIAET MONYYUTb [OOCTOBEPHYK WHbOpMaUUO ONA OnpeneneHuns
CTpaTerny neyeHNsa naumneHTa.



Habopbl peareHTOB AJ1F BbIABIEHUA
MyTauunm B reHe KRAS

Mpenapatbl  3pbutykc (UeTtykcnumab) un  Bektubukc ([MaHuTymyma6) Ha oOcHOBe
ryYMaHU3NpoOBaHHbIX MOHOKJIOHANIbHbIX aHTUTEN K PELENnTOpYy anuaepMasnbHoro d¢axktopa
pocta EGFR npuMeHstoTca s TapreTHOW Tepanuy MeTacTa3npyoLLEero KoNopeKTaabHOro
paka. 3PPEKTUBHOCTb JSIe4YEHUA ITUMU MpernapaTtaMmun 3aBUCUT OT psaga GaKToOpoB, B TOM
yucrne MyTtauun reHa KRAS. HepaBHO Obinn 000OpeH Ofs KAWHWYECKOro MpuMeHeHus
npenapat JTroMmukpac (CoTopacub), KOTOpPbIN addeKTMBEH ons ne4veHunn
HEMENTKOKIETOYHOI O paKa fierkoro npu Hanndmm mytaumm G12C B reHe KRAS.

Real-time-PCR-KRAS-7M

Habop peareHTOB NpefgHa3HaveH oasa aHanusa 7 myTtauui B 12 n 13 kogoHax reHa KRAS.

®YyHKLMOHaNbHOE Ha3HadeHue: BbIABMEHNE MaLVEeHTOB, KOTOPbIM [MOKa3aHa Tepanus
MOHOKJ/TOHanbHbIMN EGFR-aHTUTENaMn npu pake TONCTOM U MPAMOWN KULLKW, BbiBEHNE
nauMeHToB, KOTOPbIM NMoKasaH npenapat Jllomakpac (CoTopacub).

KnuHnyecknin  matepuan — oOnyxoneBble cpe3bl, QPUKCUPOBaHHble GOPManVHOM 1
3aKJItoYEHHbIe B NapaduH.

Real-time-PCR-KRAS-4R

Habop peareHTOoB npenHa3HayeH Assa aHanusa 22 coMaTUYeCKUX MyTaumm B 2, 3 u 4
ak30Hax (12, 13, 61 n 146 kopooHax) reHa KRAS.

OPdEKTUBHOCTb IEHYEHNA NpenapaTaMu Ha OCHOBE MOHOKJ/IOHAsIbHbIX aHTUTEN K peLLenTopy
anugepManbHoro ¢axktopa pocta EGFR (aHTn-EGFR), 3aBucuT oT psaga ¢aKTopoB, B TOM
yucne mytauumin reHa KRAS.

DYHKLUMOHaNbHOE Ha3Ha4vyeHue: BbIABMEHNE TMaLMEHTOB, KOTOPbIM MOKasaHa Tepanus
MOHOKJIOHanbHbIM  EGFR-aHTUTENnaMmm npu  pake TONCTOM U MNPAMON  KULLKW,
HEMEJTKOKIETOYHOM paKe JIErKuX.

KnuHunyecknin ™MaTepman — oOnyxoneBble cpe3bl, GUKCUPOBaHHble QOpMannHOM 1
3akKJIoYeHHble B NapaduH.

Real-time-PCR-KRAS-G12C

Habop peareHTOB mpepgHasHadeH ONA BbiABNEeHUA coMatuydeckonm myTtauum G12C B reHe
KRAS.

Mpn Hanuuunm comaTtmdeckon MyTtaumm G12C B reHe HKRAS y naumeHTOoB C
HEMESIKOK/IETOYHbIM  PaKOM  JIerkoro, FMoOKasaHo JiedyeHne npenapatoM JlloMuKpac
(CoTopacub).

DYHKLUMOHaNbHOE HasHadeHuWe: BbIABMEHWE TMaLWEHTOB, KOTOPbIM TOKasaHa Tepanus
npenapatom JlloMukpac (Cotopacunb) npu HEMENKOKIETOYHOM paKe NErKux.

KnuHunyecknin  mMaTepuan — onyxosneBble cpesbl, GUKCUPOBaHHble GOpManMHOM 1
3aKJIoYeHHble B NapaduH.



Habop peareHTOB 419 BbIABNEHUSA
MyTauunm B reHe NRAS

Hanunune myTtauuin B reHe NRAS accoummnpoBaHO C Pe3NUCTEHTHOCTbLIO K Tepanun aHTU-EGFR
aHTuTenamu (Letykcumab v MaHntymymab) y nauMeHToB ¢ MeTacTaTUYECKM PaKoOM NpPsMONi
KUWKW, TaknM naumeHTaM peKoMeHO0BaHO BbIMOSHATL aHanna Ha MyTauun reHa NRAS onsa
onpefeneHnsa panbHenwen TaKkTUKN neveHus. MNMayneHtam, nMmerowmm Mmytaumm B reHe NRAS
MPOTMBOMOKa3aHO Ha3HavyeHne MOHOKIOHasbHbIX aHT - EGFR aHTuTen.

Real-time-PCR-NRAS-3R

Habop peareHToB NpenHasHayeH 019 Ka4eCTBEHHOro onpegeneHna mytauui B 12-m, 13-m un
61-m KopoHax (G12X, G13X n Q61X) reHa NRAS.

®YHKLMOHaNbHOE Ha3HadeHue: BbIABNEHME MaLNEeHTOB, KOTOPbIM HE MOKa3aHa Tepanus
MOHO- KnoHanbHbiMn EGFR-aHTUTENaMn Npu MenaHOMe KOXW, paKe WUTOBUAHON Xenesbl,
ocTpoM NMMdoH61acTHOM fenko3e, OCTPOWM MUENONOHOW NENKEMUN, pake MPSMON KULLKN,
pake nerkoro.

KnnHuyeckuin MaTtepuan — OMyxofieBble cpesbl, PUKCUpOBaAHHble GOpPMasIMHOM U
3aK/ItoYeHHble B napaduH.

Habop peareHToOB A/11 BbIABNEHUS
MyTauum B reHe MET

eH MET kopoupyeT peuenTop TUPO3MHKMHAa3bl, KOTOPbIN aKTUBUPYET CUrHalbHble MNyTwW,
yyacTBylowme B rnponudepaumnmn, BbDKUBAHUU U pocTe KreToK. MyTtauum (Hanpumep,
VN3MEHEHMS, MPUBOAALLME K MPOMYCKY 9K30Ha 14), aMnnnduKaLmna reHa 1 runepakcrnpeccus
fenlka — BCe 3TO MOXET MNPUBOAUNTb K OHKOreHHoW akTmBauun MET-onocpenoBaHHOWN
nepepayn curHanos. MyTauun, npuBogfAuwme kK nponycky MET-ak3oHa 14, asnawTcA
Hanboree 4acTo PerncTpMpPyeMbiMn OHKOreHHbIMU MyTaumamMmmn MET.

KanMatnHn® wn TtenotuHm6 6blIn HepaBHO opobpeHbl FDA B KadecTBe cTaHOapTHbIX
METOLOB JIEYEHMSA MALMEHTOB C PAKOM JIEFKMX C MyTaLMelr no ak3oHy 14.

Real-time-PCR-MET-ex14skipping

Habop peareHToB NpegHasHaveH gs1a aHannsa BapmaHToB nponycka 14 sk3oHa B PHK.

®OyHKUMOHaNbHOEe HasHadeHue: BbifABAeHne nauneHtoB c¢ HMPJI, koTopbiM mnokasaHa
Tepanua KanMaTUHNOOM 1N TEMOTUHNOOM.

KnnHuyeckuin MaTtepuan — OnyxosieBble cpesbl, UKCUpOBaHHble ¢GOpMasMHOM U
3aKJ/toYeHHble B napaduH.
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Habopbl peareHTOB A4 BbIABEHUSA
MyTauunnm B reHe EGFR

len EGFR kogupyeT peuenTtop anugepmanbHoro ¢axktopa pocta EGFR (HER1), KoTopbliit
UrpaeT BaXHylO ponb B nponudepaunn  anuTenuanbHbiX KAeTok. [Mpu  nedveHun
nHrnémtopamm TK-EGFR ynyyweHune coctoaHma Habnopaetca y 80% naumeHToB C
MyTaLnaAMN.

Real-time-PCR-EGFR-8M

Habop peareHTOB npepHa3HadeH gna BbiABaeHuna MyTauum E709X n G719X B 18 3K30He,
neneunn B 19 sk3oHe, T790M, S768I n nHcepunm B 20 3K30He, L858R n L861 B 21 3K30HEe
reHa EGFR. 4 MynbTUN/EKCHblE peaKLum o6ecnednBatoT BO3MOXKHOCTb OBHapYyXeHne BCex
YNOMSIHYTbIX MyTaLiA.

MyTauum reHa EGFR KoTopble MOryT 6biTb AETEKTUPOBaHbI HabopoMm EGFR-8M:

‘ 3K30H ‘ MyTtauusa COSMIC Ne@ Tun myTauum
p.E709K 12988 MUNCCEHC
p.E709A 13427 MUNCCEHC

18 p.E709_T710delinsD 51525 neneuns
p.G719A 6239 MUCCEHC
p.G719C 6253 MUNCCEHC
p.G719S 6252 MUCCEHC
p.K745_E749delKELRE 26038 neneuuns
p.E746_T751>A 13549 KOMIMIEKC
p.E746_S752>V 85797 KOMIMIEKC
p.E746_T751delELREAT 24869 neneumns
p.E746_T751>1 13551 KOMMIeKC
p.E746_S752>1 12385 KOMMeKC
p.E746_T751>IP 13552 KOMIMIEKC
p.E746_A750>|P 13550 KOMIIEKC
p.E746_E749delELRE 28517 neneumns
p.E746_A750delELREA 6223 neneumns
p.E746_P753>IS 133191 KOMMNeKC
p.E746_T751>IP 51526 KOMMeKCc
p.E746_T751>| 26680 KOMIMIEKC
p.E746_S752>1 133190 KOMIMIEKC
p.E746_T751>S 26513 KOMIIEKC
p.E746_T751>Q 22999 KOMIIEKC

19 p.E746_T751>L 133187 KOMMMIEKC
p.E746_S752>I 133188 KOMIMIEKC
p.E746_P753>LS 13200 KOMIMIEKC
p.E746_S752delELREATS 133189 neneumns
p.E746_A750>RP 12413 KOMMJIEKC
p.E746_A750>QP 13557 KOMIIEKC
p.E746_T751delELREAT 12728 neneuns
p.E746_A750delELREA 6225 neneuuns
p.E746_T751>VP 18421 KOMIMIEKC
p.E746_A750>VP 28623 KOMIMIEKC
p.E746_P753>VQ 51524 KOMMJIEKC
p.E746_S752>V 674057 KOMMeKc
p.E746_T751>V 133192 KOMMIEKC
p.E746_T751>VA 53205 KOMIM/IEKC
p.E746_P753>VS 18427 KOMMJEKC
p.E746_T751>V 133193 KOMIIEKC
p.E746_S752>V 18426 KOMMJEKC
p.E746_T751>VP 52935 KOMMeKC
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p.E746_T751>V 12386 KOMMJEKC
p.E746_S752>V 133194 KOMMNEKC
p.E746_T751>VA 12416 KOMM/EKC
p.E746_S752>A 12367 neneuus
p.E746_T751>A 12678 neneuus
p.E746_S752>V 12384 KOMMJEKC
p.E746_A750>DP 18428 KOMMJEKC
p.L747_P753delLREATSP 255211 neneuus
p.L747_T751delLREAT 392194 neneuuns
p.L747_T751>P 22944 KOMMeKC
p.L747_S752>Q 26441 KOMMeKC
p.L747_S752>QH 12421 KOMMEeKC
p.L747_T751>Q 12419 KOMIIEKC
p.E746_S752>D 6220 neneuns
p.L747_A750>P 12422 KOMMJIEKC
p.L747_T751delLREAT 23571 neneuunn
p.L747_A750>P 133195 KOMMEKC
p.L747_T751>A 23572 KOMMeKC
p.L747_A755>AN 85891 KOMMIEKC
p.L747_T751>Q 51527 KOMMEKC
p.L747_S752>QH 133196 KOMMIEKC
p.L747_T751>Q 12420 KOMMIEKC
p.L747_S752>Q 12403 KOMMEKC
p.L747_K754delLREATSPK 24970 neneuusn
p.L747_P753>S 133197 KOMMeKc
p.L747_P753>Q 12387 KOMMMEKC
p.L747_E749delLRE 6218 neneuus
p.L747_T751>P 12383 KOMMIEKC
p.L747_T751delLREAT 6254 neneuns
p.L747_S752delLREATS 6255 neneuusn
p.L747_A750>P 12382 KOMMJEKC
p.L747_K754>ST 20883 KOMMEeKC
p.L747_T751>S 62100 neneuusn
p.L747_T751delLREAT 12369 neneuns
p.L747_P753>S 12370 neneuns
p.L747_R748>FP 18442 KOMIMJIEKC
p.S768lI 6241 MUCCEHC
p.T790M 6240 MUCCEHC
p.A767_\/769dup 12376 NHCcepunsa
20 p.H773dup 12377 MHCcepuns
p.D770_N771insG 12378 nHcepuma
p.A767_\/769dup 13558 NHCepLUma
p.S768_D770dup 13428 MHCcepuns
6224 MUCCEHC
21 p-LB5BR 12429 MUCCEHC
p.L861Q 6213 MNCCEHC
@yaeHTNdUKaLVNOHHBIN HoMeEp MyTauumn B base JaHHbIX COSMIC

(http://cancer.sanger.ac.uk/cancergenome/projects/cosmic/).

(DYHI-(LI,VIOHaJ'IbHOG Ha3Ha4YyeHme: BbliABJIEHNE NMaUMEHTOB OJ1A J1e4eHNA VIHI'V|6V|TOpaMVI
TNPO3NHKNHa3bI EGFR npm HEMEJIKOKJIETOYHOM paKe NerxKoro.

KnuHuyecknin MaTepuan — OnyxosieBble Cpesbl, OGUKCUPOBaHHbIE GopMannMHOM 1
3aK/toYeHHble B napaduH.

Real-time-PCR-EGFR-4R

Habop peareHToB npegHasHa4veH ga BbiaBneHna mytauum dell9, L858R n T790M B 19 n 21
9K30Hax reHa EGFR.

®OyHKLMOHaNbHOE HasHadeHVe: BbISBIEHVE MaUMEHTOB AN JIEYEHUR WUHIMbuTopaMmu
TUpPo3nHKMHa3bl EGFR npn HEMENKOKNETOYHOM paKe Nerkoro.

KnnHuyeckuin MaTepuan — OMyxofieBble cpesbl, UKCUpOBaHHble ¢GOpMasMHOM U
3aKJtoYeHHble B napaduH.



Real-time-PCR-EGFR-7R

Habop peareHTOB npegHasHadeH pAns BbiAeneHusa MyTtauum dell9, L858R, L861Q,
G719A/C/S. S768l, T790M B 18-21 ak30Hax reHa EGFR.

QDYHKLI,I/IOHaJ'IbHoe Ha3HadyeHne: BblABIEHNE NauMeHToOB [[OJ1Aa JiedeHuA I/IHFI/I6I/ITOpaMI/I
TNPO3NHKNHa3bI EGFR npn HEMEJIKOKNIETOYHOM paKe NerxKoro.

KnuHnyecknin  matepuan — oOnyxoneBble cpe3sbl, QGUKCUPOBaHHble ¢GOPManNVHOM 1
3aKJ/ItoYeHHble B napaduH.

Real-time-PCR-EGFR-3M-plasma

Habop peareHTOB npegHasHadeH 018 KavyecTBeHHOro onpepenerus mytauuin 19del, L858R n
T790M rena EGFR meToooM nonuMepasHol LEemnHOW peakunn B pexumMe peasnbHOro BPEMEHMW.

DyHKLNOHaNbHOE Ha3HadYeHWe: COMyTCTBYHOLWAA OMarHOCTMKA, OMNpenerieHue MnoKasaHun K
TapreTHOW Tepanuu NHrMbuTopamMn TUPo3uHKMHa3bl EGFR (redutnHnG, spnotnHmnb, apatmHné
WU OCMMEPTUHUNG) Yy MaLMeHTOB C HEMIOCKOK/IETOYHbIM HEMESTKOK/IETOUYHbIM PaKoM JErKoro.

MaTepranom ons NnpoBeLeHUA aHannsa aBnsaeTca ceobonHounpkynupytowaa OHK BbineneHHan
13 Nya3Mbl KPOBMW.

Habop peareHTOB 419 BbIABIEHUS
MyTauum B reHe BRAF

feH BRAF kopupyeT BHYTPUKNETOYHbIN OENOK, CEPUH-TPEOHMHOBYH MPOTEUHKUMHA3Y -—
KOMMOHEHT CcuUrHanbHbiX KackagoB RAS-MAPK un RAS-MEK-ERK, perynupytowmx
nponudepaumnio n guddpepeHUnaLmio KNeTOK B OTBET Ha BHELLHME CTUMY/IbI.

ComaTnyeckue axkTuBupylowme Mytauum B reHe BRAF yacTo BCTpedatoTcAa npu MenaHoMe
KOXW, paKe TOJICTON 1N NPAMOIN KUK, ONYXONAX WNTOBULOHON wene3bl. Hanbonee yactbiMun
akTmBupytlowmMun  Mytauuamu BRAF ¢ BannampoBaHHOW KAWHWYECKOW 3HaAYMMOCTbIO
asnaoTcAa V6OOE n V600K, 3tn mytauun B reHe BRAF npuBOAAT K aKTUBaLLUM CUFHabHOIO
nyTW, W, KakK CNeacTBMEe, K HEKOHTPOJSIMPYEMOMY POCTY U OefIeHU0 KNeTok. Hanuuve B
onyxonun akTmeupyowen mytaumnm B reHe BRAF B 600-1 no3nuunm aBnseTca NnoKasaHWEM K
MPUMEHEHNIO NHIMBNTOPOB NpoTenHKHa3bl BRAF.

Onyxonu menaHoMbl ¢ MyTauuamu VE600OE/K reHa BRAF 4yBCTBUTENbHbI K IEKAPCTBEHHBIM
npenapataM Ha OCHOBE WHIMOUTOPOB MPOTEVNHKUHAa3bl: BeMypadeHnd, KoOuMeTnHUNO,
pnabpadeHnd n TpameTnHnb. IPPeKTMBHOCTbL M 6Ge30MacHOCTb MpernapaToB Ha OCHOBE
nHrnémntTopoe BRAF y naumeHTOB, onyxonm KOTOpbiXx HecyT pepkue BRAF mytauwuw,
otnunyHble oT V600E n V600K, He 6bina ybeomnTenbHO gOKa3aHa.

Real-time-PCR-BRAF-VV600E

Habop peareHToB npegHa3sHaveH gna BoiaeneHnsa Mmytauum V600E B reHe BRAF.

®OyHKLMOHaNbHOE Ha3HavyeHue: BbiBAEHWE NaLUEHTOB AA fledeHnsa nHrnontopamm BRAF
npu MeTacTaTUYECKON MefiaHOMe, ManwiIAPHON KapuMHOME LWUTOBUOHOW Keresbl,
KOJIOpPEKTaNIbHOM paKe, paKe JIerkoro.

KnuHuyecknin  MaTepuan: oOnyxosieBble  Cpe3bl, GUKCMPOBaHHblE  dopManHOM U
3aK/ItoYeHHbIe B napaduH.



Real-time-PCR-BRAF-4M

Habop peareHToB nMpepHasHayeH 078 Ka4yecTBeEHHOro onpepeneHua mytauuin V600 reHa
BRAF metopom TMUP B pewume peanbHOro BpeMeHu (Mo3BosifeT obHapymBaTb, HO He
pasnu4daTb MyTauum V600E, V600K, V600R, V600D).

®OyHKLMOHaNbHOE Ha3Ha4vyeHue: BblSBAEHVE NaLNEHTOB O fedeHns nHrnbntopamm BRAF
npu MeTacTaTUYECKON MefnlaHoOMe, ManuIAPHON KapuuHOME LWUTOBUOHON IKene3bl,
KOJIOPEKTalIbHOM paKe, paKe Nerkoro.

KnuHunyecknin  mMaTepuan: oOnyxofieBble cpesbl, OGUKCUMpOBaHHble GOpManMHOM 1”
3aK/oYeHHble B NapaduH.

Habop peareHTOB 411 BbIABJIEHUSA
XmMmepHoro reHa EML4-ALK

AHannacTtunyeckaa nuMmdoMHaa KuHasa (ALK) aBnAetcAa peLenTopHOW TUPO3VMHKMHA3OM,
KOoTOpasa perynmpyeT pocT, BbhKUBaHWE N AnddepeHLNpPOBKY KIeTOK. [1pn obpasoBaHun
xuMepHoro reHa EML4 ALK kuHaszHaa pomeHa ALK cTaHOBUTCA KOHCTUTYTUBHO aKTUBHOWM,
YTO MPUBOAMNT K HEKOHTPOIMPYEMON MPosindpepaLLiv ONMyXoseBbIX KNETOK.

MepecTtpoinika EML4 ALK - ogunH N3 BaHeNLW X NaTOreHHbIX LpaliBEPHbIX FTEHOB HEMESIKOKIIe-
To4yHOro paka nérxkoro (HMPJT). OTa reHeTundecKas anbTepauuns BcTpedaetcs y 3—7%
naunentos ¢ HMPJ1, npenmywecTBeHHO Yy 60OMbHbIX C afeHOKapLWHOMOW, MOJIOAbIX,
HEKYPALLNX, HaLLLE EHLLUH.

Ha paHHbIn MOMEHT BbIABIEHO HECKOJIbKO BapuaHToB nepectponkun EML4 ALK; pasnunuua
Me}ny BapnaHTaMu B OCHOBHOM OMpPeneNsATCA pa3HbIMU caiTaMu pa3pbliBa B pasfiNyHbIX
9K30Hax reHa EMLA4.

[Ona nedenuna ALK-nosuntneHoro HMPJ1 paspaboTaHbl MHIM6UTOPbI TUPO3UHKNHa3bl ALK Tpéx
MOKOJIEHUI: KPU3OTUHNG (1-€ MOKOSEHMNE), aNEKTUHNG N LEPUTUHNG (2- MOKONEHNE), a TaKKe
nopnatuHnt (3-e nokoneHue).

Real-time-PCR-EML4-ALK

Habop peareHTOB npenHasHadeH gna obHapyxeHua 10 BapnaHToB nepecTtpoek EML4A-ALK:
vl (E13;A20), v2 (E20;A20), v2a (E20;ins18A20), v3 (E6;A20), v3a (E6ins18;A20),
v3b (E6ins33;A20), (E6ins11;A20), vba (E2;A20), v5 (E18;A20) n v6 (E13;ins69A20) meTogoM
KonuyecTtBeHHow [MLLP B peanbHOM BpeMeHU ¢ o6paTHOWM TpaHCKpunumen, nokpboiBas ~95%
n3BecTHbIX BapnaHToB EML4-ALK.

®PyHKUNOHaNbHOE Ha3Ha4YeHue: BbIABMEHNE MALMEHTOB OJ1IA JIEYEHUA MHrmbutopamm
TUPO3NHKMHa3bl ALK npn HEMETKOKIETO4YHOM paKe JIErKOoro.

KnuHnyecknin maTepuan - onyxosneBble cpesbl, PUKCMPoBaHHbIE GOPMaNMHOM 1 3aKITIOHYEHHbIE
B napaduH.



Habopbl peareHToB OJ18 BbIABIEHUS
MmyTauunin B reHe PIK3CA

AKTMBMpPYOLME COMaTU4YeCKMe MyTauunm reHa, Kogupywwero anbda-nsodopmy
KaTanuTu4eckon cybbeauHuubl dochatnannnHosnTon-3-kuHasel (PIK3CA), udacTto
BCTpeyatoTca B onyxonax npn PMX n KonopeKkTanbHOM pake. bonbwmnHCTBO MyTauuinin B
reHe PIK3CA nokanusoBaHbl B 3K30He 9 n B 3K30He 20. lNMauweHTaM c MyTauumen reHa
PIK3CA pekoMeHOo0BaHa TapreTHaa Tepanusa CENEKTUBHbIM UHIMBNTOPOM anbda-n3odopmbl
PIK3CA.

Real-time-PCR-PIK3CA-5R

Habop peareHToB npegHasHa4yeH O/ Ka4yeCTBEHHOrO OMpeneneHnus COMaTUYECKUMX
myTaumin E542K, E545K B 9 ak3oHe n H1047R n H1047L B 20 ak30He reHa PIK3CA.

DyHKLMOHaNbHOE Ha3HayeHne: COnyTCTBYOWaAn AnarHoCTKa, onpeneneHne nokasaHum K
TapreTHol Tepanun nHrnbutopom PIK3 (koMGuHaumm annenvcuba ¢ ¢GynBecTpaHTOM) Yy
MauneHToOB C pacrpocTpaHeHHbIM ropMoHo3aBucuMbiM HER-2-oTpuuaTtenbHbiM  pakoMm
MOJIOYHOW Keresbl.

KnnHnyeckuin m™maTepman — oOnyxoneBble cpe3bl, PUKCUMPOBaHHble GOpPMannHOM W
3aKJItoYeHHbIe B NapaduH.

Real-time-PCR-PIK3CA-8M

Habop peareHToB npegHasHayeH O/ Ka4yeCTBEHHOrO OMpeneneHna COoMaTUYECKUX
MyTauuin E542K, E545K v Q546K B 9 sk3oHe, H1047R, H1047L B 20 sk3oHe, R88Q B 1
aK30He, N345K B 4 ak3oHe n C420R B 7 ak30He reHa PIK3CA.

®yHKUMOHaIbHOE Ha3HayeHne: ConyTCTBYOWAn AnarHoCcTuKa, onpeneneHne rnokasaHnin K
TapreTHol Tepanun nHrnbutopom PIK3 (koMBuHauum annenucuba c bynBecTpaHTOM) Yy
nauMeHToOB C pPacnpoCTpaHeHHbIM ropMoHosaBucMbiM  HER-2-oTprnuaTtenbHbiM  pakom
MOJIOYHOW Kenesbl.

KnnHuyecknin ™MaTtepuan — oOnyxoneBble cpe3bl, UKCUpoBaHHble GoOpMainHOM 1
3aK/toYeHHble B napaduH.

Habop peareHTOB O/1A9 BbIABEHUS
MyTauunm B reHe JAKZ2

Benok JAK2 oOTHOCUTCA CEMEWCTBY HEPELLENTOPHbIX TUPO3UHKUHA3 (Janus-KunHas),
perynmpylowmx remonoas. ComaTtmyeckaa mytauma V617F B renHe JAK2 akTuBumpyet
CUrHanbHbIA  Kackag. YTO  NpuMBOAUT K  ycuneHuto  nponudepaunm  KNeToK-
NpenwecTBEHHNKOB MUENOMOHONO poCcTKa. Hanuume ™MyTauum B reHe Janus-KuHasbl 2
ABNAETCA MapKEPOM XPOHMYECKUX MuenonponudbepatnBHbix 3abonesanunin (XMM3). K
knaccn4yeckuMm Ph-HeratmBHbiM XMIM3 oTHOcATCA 3apuTpeMusa (MCTUHHAA MNOAULUTEMUSA),
acceHumanbHaa TpombounTemMuns (3T) n ngnonaTndecknin Mmmenodnbpos (MMO).

Real-time-PCR-JAK2-\V617F

Habop peareHTOB npegHa3HayeH [O58 Ka4YeCTBEHHOroO OnpefeneHns COoMaTUYeCKOW
myTauum V617F B 14 ak3oHe reHa JAKZ.



QDYHKLI,I/IOHaJ'IbHoe Ha3Ha4deHune:. OunarHoCtTukKa KhaCCU4YeCKnx MI/IeJ'IOI'IpOJ'II/ICbepaTVIBHbIX
HOBOOGpPa30BaHMIA.

KnuHunyecknin MaTepuran — LefnbHaa KpPoBb (aHTUKoarynaHT 34TA).

Habopbl peareHTOB AJ1F BbIABIEHUA
MyTauunm B reHax IDHI1, IDHZ2

eHbl IDH1/IDH2 kopupytoT depMeHT usouuTpaTaermgporeHasy (IDH). ®depmenTt IDH
yyqacTByeT B MeTabonumsMme riaytaMuHa, JuUroreHese, B Perynauunm  KNEeTOYHOro
OKUCNNTENIbHO- BOCCTaHOBUTENbHOro cTaTtyca. [IDHI1/IDH2 kaTanusnpyetr o6paTuMoe
OKUCNUTENbHOE fekapboKcuInpoBaHne nsounTpaTa 4o anbda-HeTornytapaTa

OnpepeneHne MyTauui B reHax IDH1/IDH2 pekoMeHO0OBaHO BCEM MaLMEHTaM C rMOMaMu
Ona Knaccuéoukaumm onyxonu cornacHo cucteme BO3 pna nocnepytowein BO3MOXKHOCTU
rnepcoHannsayun Tepanuun.

Hannune mytaumm B reHe IDH - NporHocTUYecKUin BroMapkep y nauneHTOB C rIMOMOWR,
CBA3aAHHbIA C 6naronpuATHbBIM MNPOrHO3oM. Hanuume w™yTtauunm B reHax [DH1/IDH2
accounmpoBaHo ¢ 3pEKTUBHOCTBIO NMPUMEHEHNA aNKUTNPYOWNX NpenapaToB, a TaKXe nx
MCMNONb30BaHMA B KOMBUHALLMW C Ty4EBON Tepanunen.

MyTauum B reHax IDHI1/2 Bctpedatotca B 10-20% xonaHruoKapuuHoM. KnunHuyeckue
ucnbliTaHua uHrnbmutopa IDH1/2 ViBocupeHun6 (lvosidenib) nokasann yBenudeHne
NPOOOMKUTENBHOCTU YN3HN NaLUEHTOB C XOJNI@aHMMOKapLUMHOMaMU, UMEKLWNX MyTauun B
reHax IDH1/2 B kneTKax ONyxonu.

B HacTofllee BpemMa 3aBeplleHbl KAWHUYECKME WCMbITaHMA npenapaTa BopacuaoeHnb
(Vorasidenib), npegHasHayeHHOro QA JIEYEHUA TNIMOM, B KJIETKAX KOTOPbIX BbIABMEHbI
MyTauuun B reHax IDH1/IDH2.

Real-time-PCR-IDH1-3R

Habop peareHTOB npegHasHayeH OJ19 KAYEeCTBEHHOro onpegenenns Mmytayuin R132H (c.395
G>A) n R132C (c.394 C>T) B reHe IDH1.

DyHKLMOHaNbHOE Has3Ha4YeHue: uccrnepoBaHve MyTauuin B reHax IDHI1/IDH2 Heo6xonumo
ONA ONarHOCTUKN N onpeneneHns TaKTUKW BeOEHUS MaLuUeHTOB C OMyXONIAMU FOSI0OBHOIMO
MO3ra rnvanbHOro MNPOUCXOXMOEHNA, BbiIABNIEHNE MALVMEHTOB C XOJlaHrMOKapLUHOMaMu,
KOTOpble OTBeYatoT Ha siedeHune ViBocugeHn6oM.

KnuHnyecknin m™matepuan — oOnyxoneBble cpesbl, PUKCUPOBaHHble GOPManNMHOM U
3aKJItoYeHHble B NapaduH.

Real-time-PCR-IDH2-3R

Habop peareHToB NpegHasHa4eH OJ1A Ka4eCcTBEHHOro onpeaeneHna mytauun R140Q (c.419
G>A) n R172K (c.515 G>A) reHa IDH2.

DYyHKUMOHANbHOE HasHadeHue: nccnepoBaHne mMyTtauuii B reHax IDH1/IDH2 Heobxogumo
ONA ONarHOCTUKN W onpeneneHns TakTUKW BeOEeHUA MaLWNeHTOB C OMyXOssaMU FOSIOBHOIO
MO3ra rvanbHOro MNPOUCXOXOEHNA, BbiBNEHNE MALMEHTOB C XOJlaHMMOKapLuHOMaMu,
KOTOpble OTBEYaloT Ha fedeHune ViBocuoeHno6omM.

KnuHnyeckuin MaTtepuman — OnNyxoneBble cpe3bl, OOUKCMPOBaHHble GOPMAasIMHOM U
3aKJItoYeHHbIE B NapaduH.



Habop peareHTOB O/19 onpeaesieHns
MeTunmnpoBaHuna reHa MGMT

e MGMT (O6-meTunryaHnH-AHK-mMeTnnTpaHcdepasa) KoanpyeT GepMeHT CUCTEMbI
penapauyun OHK, ycTpaHsaowmin noBpexneHnsa, Bbi3BaHHble anKWUINPYOWUMK areHTamMu.
MeTunupoBaHune NpoMoTopHon obactn reHa MGMT NpMBOAVT K CHUXEHWIO 9KCNpPeccun 6erKa
N yMEHbLIEHUO penapalnoHHON aKTUBHOCTU KneTok. OnpepneneHne MeTunnpoBaHusA
npomotopa MGMT aABnAeTCA BaXHbIM MOJIEKYAPHO-TEHETUYECKMM UCCMen0oBaHNEM npu
MepPBUYHbIX OMYXONAX LLeHTpasibHOW HEPBHOW cucTeMbl. Hanunyue mMetmnupoBaHUA
accounnpoBaHO C MOBbLIWEHHONW YYBCTBUTENIbHOCTbI OMYXOJSIM K anKUNupytowemn
XUMmMoTepanmm n NCNosib3yeTcA AR Bbibopa TaKTUKM JIeYeH s NaLneHTOB C FIInoMaMu.

Real-time-PCR-MGMT-Met

Habop peareHTOB npegHa3HayeH AN Ka4YeCTBEHHOro onpeneneHna MeTUIMPOBaHUsA
npoMoTopHon obnactn reHa MGMT mMeTOoOOM MONMMMEPA3HOWN LEMHOW peaKkuun B pexunme
peanbHOro BpeMeHu nocne bucynbdutHom koneepcum JHK.

qDYHI-(LI,VIOHaJ'IbHoe Ha3Ha4dYeHne: onpegeneHmne MetTunnmnpoBaHmMA nNpoMoTopa reHa MGMT
Yy nauyuneHToB C nNeEpBUMYHbIMU ONyXOoJsIAMUW TroZIOBHONO MO3ra pOnA NpPorHoO3mpoBaHWA
3¢¢eI-(TVIBHOCTVI TeEpanuUn anKNnmpyrwwmnMmm npenapartaMmn, BKo4aa TeMo3o0sioMna, n Bbl60pa
ONTUMaNbHON TaKTUKIN JIE4YEH A,

KnnHudecknin maTepuan — onyxosieBble Cpesbl, PUKCUPOBaHHbIE GOPManMHOM 1 3aKJTFOYEHHbIE
B napaduiH.

CoKpalleHHoe Kon-Bo

Kat N2 HaumMmeHoBaHue Habopa peareHToOB .
HanMeHoBaHue peakuui

Habop peareHToB ons BbiABAeHUA 7 MyTauuii B reHe KRAS
21501/ | c uncnonb3oBaHWeM annenb-cneunduyeckon MLP B Real-time-PCR 12/36
21502 peXumMe peanbHOro BPEMEHN KRAS-7M

PY N2 ®CP 2012/13492 ot 25.12.2019

Habop peareHToB A8 BbiABAeHUA MyTauui B 12,13, 61 n

146 kopoHax reHa KRAS mMeToooM nonvMepasHom LenHom T )
giggi/ peakuun (MLLP) B pexunme peanbHoro speMeHn "Real-time- ?;T‘Stirzs PCR 12/36

PCR-KRAS-4R" no TY 21.20.23-014-57201404-2023

PY N2 P3H 2024/24171 ot 09.12.2024

Habop peareHTOB AN BbIABMEHNA COMaATUYECKON MyTaLn
21505/ @ G12C B reHe KRAS c ncnonb3oBaHWEM asfefnb- Real-time-PCR- 12/36
21506 creunduyeckon MNLIP B pexxnme peanbHOro BpeMeHn KRAS-G12C

PY Ne P3H 2025/25325 ot 29.04.2025
21507/ Habop peareHToB AN BbiABAEHUA MyTauuii B 59 n 117 Real-time-PCR-

KogoHax reHa KRAS ¢ ncnonb3oBaHneM annenb- 12/36
21508 . KRAS-3M

cneumnduryeckon MNLP B pexxnMe peanbHOro BpeMeHu

Habop peareHTOB ANA BbIABNEHUA MyTaunii B 12-m, 13-M 1
21521/ @ 61-m kopmoHax reHa NRAS metogom MLUP B pexume Real-time-PCR- 12/36
21522 peanbHOro BPpEMeEHM NRAS-3R

PY Ne P3H 2022/16413 o1 22.05.2025

Habop peareHTOB A BbIABNEHNA METUINPOBaHNA
22601/ @ B obnacTtn npomoTtopa reHa MGMT meTtomom MLP Real-time-PCR- 8/48
22602 B peanbHoM BpeMeHu "Real-time-PCR-MGMT-Met" MGMT-Met

no TY 20.59.52-027-57201404-2025




23101/
23102

22101/
22102

21811/
21812

21814/
21815

22103/
22104

21701/
21702

21703/
21704

23201/
23202

22201/
22202

22203/
22204

22301/
22302

22401/
22402

22501/
22502

Habop peareHTOB ANA BbIABMEHNA MyTaunii B 14 ak3oHe
reHa MET metopom lLLP B pexxnMe peanbHOro BpeMeHun

Habop peareHToB A7 BbiABAeHUA MyTauui reHa EGFR
MeTOAOoM nonuMepasHon LenHon peakunm (MLP) B pexxume
peanibHOro BPEMEHMN

PY N2 P3H 2023/20059 o1 22.05.2025

Habop peareHToB A BbiABAeHUA MyTauuni 19-21 sk3oHoB
reHa EGFR c ncnonbsosanuem lNLP B pexunme peanbHoro
BpPEMEHWU

Habop peareHToB Ans BbiABAeHUs MyTtauunin E709X n G719X
B 18 ak30He, geneuunn B 19 ak3oHe, T790M, S768I n
nHcepuum B 20 ak3oHe, L858R 1 L861 B 21 aK30He reHa
EGFR meTomoM nonuMepasHoii LenHol peakuun (MLP) B
pexMe peanbHOro BpeMEHU

Habop peareHToB o8 BbiABNeHNA MyTauuii reHa EGFR

B Msla3Me KpPOBM METOL0M MONMMEPAa3HON LLEMHOW peaKkLumn
(MLLP) B pexmme peanbHoro BpemeHun "Real-time-PCR-EGFR
-3M-plasma" no TY 20.59.52-026-57201404-2025

Habop peareHTOB A8 AMAarHOCTUKN in vitro gois
BbiABneHua Mmytauum V600E B reHe BRAF metonom lMNLUP B
pexunme peanbHOro BpeMeHu

PY N2 P3H 2021/13521 ot 28.05.2025

Habop peareHToB onsa BoiaeneHus mytauuinn V600E, V600K,
V600OR n V600D reHa BRAF meTomoM nonmMepasHom
uenHoi peakumn (MLLP) B pexxume peanbHOro BpeMeHu
"Real-time-PCR-BRAF-4M" no TY 21.20.23-016-57201404-
2023

PY N2 P3H 2025/25145 ot 04 04 2025

Habop peareHTOB NpegHasHaveH O obHapyXeHun
nepectpoek EML4-ALK meTtopom MUP B pexunme
peanbHOro BpeMeHu

Habop peareHToB AN BbiABAeHUA MyTauui reHa PIK3CA
MeToLOM nonuMepasHol LenHoin peakuun (MLP) B pexxnme
peanbHOro BpeMeHN

PY N2 P3H 2023/19368 o1 22.05.2025

Habop peareHToB o1 BbiABNeHNA MyTauui reHa PIK3CA
MEeTOAOM MosMMepasHoli LenHol peakunu (MLP) B pexunme
peanbHoro BpemeHu rno TY 21.20.23-011-57201404-2022
PY N2 P3H 2025/24675 o1 06.02.2025

Habop peareHToB anA BbiABAeHVA MyTaunn V617F B reHe
JAK2 meTogom nonumepasHoi uenHon peakuuu (MLP) B
peXxrMe peasibHOro BpeMEHN

PY N2 P3H 2024/22385 o1 22.05.2025

Habop peareHTOB A8 BbiABNEHUA MyTaL i reHa IDH1
MEeTOAOM MosMMepasHol LenHol peakuum (MLP) B pexxnme
peanbHoro BpemeHu rno TY 21.2023-010-57201404-2021

PY N¢ P3H 2024/24052 ot 27.11.2024

Habop peareHTOB 415 BbIABAEHUA MyTauui reHa IDH2
MEeTOAOM MosiMMepasHol LenHol peakunn (MLP) B pexnme
peanbHoro BpeMenun no TY 21.20.23-012-57201404-2022
PY Ne P3H 2024/24051 ot 28.11.2024

Real-time-PCR-
MET-ex14skipping

Real-time-PCR-
EGFR-4R

Real-time-PCR-
EGFR-7R

Real-time-PCR-
EGFR-8M

Real-time-PCR-
EGFR-3M-plasma

Real-time-PCR
BRAF-V600E

Real-time-PCR-
BRAF-4M

Real-time-PCR-
EML4-ALK

Real-time-PCR-
PIK3CA-5R

Real-time-PCR-
PIK3CA-8M

Real-time-PCR-
JAK2-V617F

Real-time-PCR-
IDH1-3R

Real-time-PCR-
IDH2-3R

12/36

12/36

12/36

12/36

12/36

12/36

12/36

12/36

12/36

12/36

12/36

12/36

12/36




Habopbl peareHTOB
OJ191 BbIIBJIEHUA MyTaLU UM,

KOppeJ/IMpPYIOLLMX
C TOKCUYHOCTbIO
npenapaToB




Habop peareHTOB O/1A BbIABNEHUS
MmyTaunnm G/735A B reHe DPYD

OpuH 1n3 Hanborsee nMONyMAPHbIX MpPenapaTtoB, WCMOSb3yeMbIX B XuUMmMoTepanuu
OHKOJOTrMYeCKNX 3aboneBaHUn Pas3fNyHbIX JOKanmMsaunini (KenyaoyHO-KMLWEYHOro TpaKTa,
KON, MOJIOYHOW Kenesbl N T1.0.) 370 5-dTopypauwun. e DPYD kopupyeT depMeHT
OrMAPONVPUMNANHOETNAPOreHa3y, KOTOPbIA WUrpaeT KI4YEBYO posib B KaTabosmsme
5-pTopypauumna. o 90% npenapaTa npeBpawaeTca B OpraHU3Me B HEaKTUBHYKO GopMy
rnocpencTtesoM atoro pepmeHTa n nuwb 10% pocturaet muweHn. Mytauma DPYD G735A
Hanbonee 4yacTo BCcTpeyalwanaca mytauma B reHe DPYD 4enoseka. 3Ta MyTaumsa npuesogunT
K dopMumpoBaHuto 6enka DPYD ¢ nonHbiM oTcyTcTBMEM dEPMEHTATUBHOWN akTUBHOCTU. /13-
3a CHWMKEHHOW WHTEHCMBHOCTWM pAerpagauumn 5-pTopypaumna y naumneHToB, UMEKLWNX
JaHHyo MyTauuno, abdeKTBHAA [03a nMpenapata OKasbiBaeTcA Bbiwe oxwupaemon B 5-10
pas 1 Bbi3blBaeT MOABMEHNE PAa3/INYHbIX TOKCUYECKNX peaKuuin. AHanns MyTauuin B reHe
DPYD nepep, npuMeHeHneM 5-pTopypaumna rno3BOSINT, B Crlydyae OOHapyXeHus MyTauuu,
CHM3UTb [03y Mpenapata N YMEHbLUINTb ero TOKCUYECKU adPeKT nim nogobpaTb Opyromn
npenapar.

Real-time-PCR-DPYD-G735A

Habop peareHTOB nNpepgHasHadeH Ona BbiaBneHUs TodeyHon myTtaumm GGT->GCT B 735
KopgoHe reHa DPYD.

QDYHKLI,I/IOHaJ'IbHoe Ha3Ha4YeHue, BblABMEHUE MaULMEHTOB, KOTOPbIM HE TMOKa3aHa Tepanna
5-bTopypauuiom.

KnnHnyeckunin matepman — LenbHaa KpoBb (@HTUKoarynadtT SOTA).

Habop peareHTOB 419 BbIABIEHUSA
MyTauum B reHe TPMT

TuonypuH 5-MmetunTtpaHcdepasa (TPMT) uutonnasMaTM4eckuini GEepMeHT, KOTOpPbIN
KaTanuanpyeT S-MeTUNMPOBaHNE apOMaTUYECKNX N FETEPOLUKINYECKNX CYbGrnapubHbIX
COeOVHEHWIA, BKITIOYAIOLWUX NPON3BOgHbIE TUOMYPUHA.

HacnepcteeHHaa HepocTaTovyHOCTb depMeHTa TPMT, obycnoBneHHana MHaKTUBUPYHOWUMN
TOYEYHbIMN 3aMeHaMu B reHe TPMT, NnpnBogunT K NJOXON NMEPEeHOCUMOCTIN JIEKapPCTBEHHbIX
npenapaTtoB TUOMYPUHOBOW rpynnbl (6-MepKanTonMypuH, 6-TMOryaHWH K asaTuonpuH). B
3TOM Cllyyae CTaHOapTHble O03bl TaKMX JIeKapCTBEHHbIX MpenapaToB MOryT OKasaTbCA
BbICOKO TOKCUYHBIMU 1 Jae MpUBEeCTX neTanbHOMY ncxony. [1oaToMy KpaliHe BayHO nepep,
MPOBELEHNEM Kypca JIeYeHUA OMpenennTb YyBCTBUTENbHOCTb MalieHTa K 3TOW rpynne
rnpenapaToB AJ1 KOPPEKLUN UX L03bl.

TnonypuHbl COCTaBAAOT CYLLECTBEHHYIO [0S0 OT BCEX JIEKAPCTBEHHbIX CPEAcTB,
NCMOJb3YEMbIX OJ1A JIEYEHU OCTPbIX NMMPOBIACTHLIX M MUENOBNAcTHbIX J1eNKo30B, a
TaKKe MCMNoMb3yTCA KaK MMMYHOCYMPECCOpHbIe NpenapaThl MNPy NepecagKe opraHoB U B
KayecTBe BCMoOMOraTesibHbIX MPenapaToB AS1A Jie4eHUss MHOMUX XPOHNYEeCKMX 3a6oneBaHnii
(6onesHb KpoHa, A3BEeHHbIE KOMUTbI, PEBMATOULHbIN apTPUT, XPOHUYECKWIA renaTnT U T. 4.).
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Real-time-PCR-TPMT-2M

Habop peareHToB nNpegHasHa4deH Ois BoiaBieHUa MyTauuii p.Y240C (c.719 A>G, annenbHbli
BapuaHT TPMT*3C) u p.Al54T (c.460 G>A, annenbHbili BapuaHT TPMT*3B) B reHe
TronypuHMeTunTpaHchepasol (TPMT). AnnenbHble BapuaHtel TPMT 3C n TPMT*3B cBAsaHbI
C YMEHbLUEHNEM aKTMBHOCTUW TUOMNYPUHMETUNTPaHcdepasbl.

®YyHKLNOHANbHOE Ha3HayYeHWe: BbiAB/IEHME MALWNEHTOB, KOTOPbIM HEOBXOAUMO CHU3UTb
403bl TVO (MepKanTo) NYpPUHOB NP Ha3HaYeHNN 3TUX NpenapaTos.

KnuHunyecknin MaTepuran — LenbHaa KpoBb (aHTUKoarynaHT 34TA).

CokpaweHHoe KonuuectBo
HaumeHoBaHue Ha6opa peareHToOB

HauMeHOoBaHMe peaKLuui

Habop peareHToB Ans BbiABneHUs MyTtauum G735A B .
Real-time PCR
20801 reHe DPYD uncnonb3oBaHuem MNUP B pexume DPYD-G735A 50
peanbHOro BpeMeHU

Habop peareHToB ANA BbIABMEHNA MyTaLLWiA B reHe

TPMT MeTonOM nosMepasHol uenHon peakuuu (MLP) Real-time PCR 12/36
B PEXUME peanibHOro BPEMEH! TPMT-2

PY Ne P3H 2024/22367 ot 22.05.2025

20802/
20803




Habopbl peareHTOB

onAa sbipeneHna AHK




Habop peareHTOB A4 BblOeNeHUS
[INHHK n3 cpe3oB TKaHeWN, 3aKIHO4YEHHbIX
B napadunHoBble 6NOKU

FFPET DNA Extraction

Habop peareHTOB npepgHasHavyeH pgna  BblgeneHua reHomHon [OHK  un3  TkaHen,
duKcnpoBaHHbIX B dOpManvHe 1N 3ako4YeHHbIX B napaduHosbie 6noku (FFPET). Metop
obecneymBaeT BbicOKUI Bbixon [OHK, 4To 0cobeHHO Ba)HO O/A HeBOoNbLWUX OUOMCUN.
Mony4deHHaa OHK MoeT 6bITb cnonb3oBaHa ona MNLP B pexxrMe peanbHOro BpeMeHu.

PY N2 P3H 2025/25474 ot 20.05.2025

Habop peareHTOB O/11 BblOeNeHUS
JIHK Ha MarHMTHbIX YacTunuax n3
Cpe30B TKaHEWN, 3aKN0YEHHbIX B
napadunHoBble BNOKUN

FFPET Mag DNA Extraction

Habop peareHTOB npepgHa3HadeH [OAa BblgeneHusa reHomHon [OHK w3 TkaHen,
duKcnpoBaHHbiXx B GoOpManMHE 1N 3ak/to4YeHHbIX B napaduHoBbie 6noku (FFPET). Metopn
obecneymBaeT BbicOKM Bbixon OHK, 4yTo 0cobeHHO Ba)XHO ASiIA HeBOMbWMX 6UOMNCUIA.
Mony4deHHaa OHK MoxeT 6bITb cnonb3oBaHa ona MNLP B pexxrMe peanbHOro BpeMeHu.

TornbKo Ans nccnenoBaTeslbCKOro NMPUMEHEHUWA.

Habop peareHToOB O/11 BblOeNeHUS
BHeKSleTouyHon [JHK 13 nnasmbl KpoBu

Plasma DNA Extraction

Habop peareHTOB npenHasHadeH OfA BblaeneHna BHekneTodHon OHK n3 nnasmbl KpoBu
yenoBseka. ®OyHKUMOHaNbHOE Ha3HadeHVe BCMoOMoraTeslbHOE CPEACTBO Ha MNpeaHanuTu-
yecKOM 9aTane rabopaTopHbIX WCCredoBaHui (3Tane npo6onoaroToBKK), a MMEHHO
Habop peareHToB pnfA nonydeHus npenapata BKOHK udenoseka. lNMonydeHHaa BKOHK
MOMeT OblTb WCMoNb3oBaHa [AJ1F MOCHEenYHOWero aHanvsa MeTo4oM  MNoSUMepPasHoMn
uenHon peakuun (MLP)
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Habop peareHTOB O/18 BblgeneHnsa

INHK n3 uenbHon KpoBu C

npotenHason K

Blood DNA Extraction

Habop peareHToOB npegHa3HaveH Ons BbloeneHus reHoMmHon OHK w3 uenbHol KpoBw.
MeTop obecneymBaeT BbicoKknin Bbixoq OHK. MonyyeHHaa OHK mMoxeT 6biTb MCnonb3oBaHa

ona MNUP B pexxume peanbHOro BpeMeHN

TosbKo AnA NccnenoBaTesibCKOro NMPYMEHEHUA.

Habop peareHTOB A/19 BblOeSIEHUSA
INHK n3 cockoboB ByKKanbHOrro
ANNTENUS

Buccal Epithelium DNA Extraction

Habop peareHToOB

npegHasHadYeH On4a BblOeneHnA

MOXeT 6bITb ncnonb3oBaHa ana MNLUP B pexxnme peanbHOro BpeMeHwu.

TornbKo Ans nccnenoBaTesibCKOro NMPUMEHEHUA.

HanmeHoBaHue Ha6opa peareHToB

CoKpalleHHoe
HanMeHoBaHue

reHomHon [HK un3 cockobos
OykkanbHoro snutenua. Meton obecneudmBaeT Bbicokun Bbixon OHK. MNMonydennas OHK

KonunuectBo

peaxkuun

31901

32501

31601/
31602

32601/
32602

32701/
32702

Habop peareHToB ansa BbigeneHns OHK ns cpesos
TKaHEN, 3aKJTIIOYEHHbIX B NapadunHOBble 60K
PY N2 P3H 2025/25474 o1 20.05.2025

Habop peareHToB gns BbigenerHns OHK 13 cpesos
TKaHeW, 3aK4YeHHbIX B NnapadpuHoBbie 6110KM (Ha
MarHUTHbIX YacTuLax)

Habop peareHToB gnsa Boigenennsa OHK 13 uenbHom
KpOBU C NpoTenHason K

Habop peareHToB onqa BoigeneHns OHK n3
BGYKKaNbHOro aNuTenns

Habop peareHToB A8 BblgeneHns BHeKkneTo4Hon OHK
13 nfasMbl KPOBU

PerncrtpaunoHHbIi HOMep MeguLNHCKOro N3aenns

Ne 004-00110-00/04503537 ot 06.03.2026 T.

FFPET DNA
Extraction

FFPET Mag
DNA Extraction

Blood DNA
Extraction

Buccal
Epithelium DNA
Extraction

Plasma DNA
Extraction

50

12

50/100

50/100

10/50




Habop peareHToB pns
npoBseneHun

CEeKBEHNpPOBaHUA NreHOB
BRCA1/2 metoooMm NGS

Knaccundeckne MeTogbl nccnenoBaHua, Takue Kak [P, neTeKkTupytT TONMbKO HECKOSbKO
Hanbosiee 4YacTo BCTpedvalwumxca MyTauuin B reHax BRCAI/2, Torga Kak W3BECTHOE
KONMMYECTBO MNaTOreHHbIX MyTauWui WUCYUCAAETCA COTHAMW. Y OO0MblUMHCTBa MNauVEHTOB B
Poccun npeobnagaet Mytaums 5382insC, HO oA NpencTaBUTENEN pa3HbIX STHUYECKUX FPYMM
onucaHbl Apyrue MyTaLumm, YacToTa BCTPEYAEMOCTU KOTOPbIX Kak MpaBusio He YCTaHOBNEHA, U
NX HEBO3MOXHO OETEKTUPOBATL C moMoLbko MLLP.

MeTon, MaccoBoro napasnnenbHoro cekBeHnpoaHus (NGS) gaeT BO3MOXHOCTb MCCenoBaTh
BCE Koaupytoline yd4acTkn reHoe BRCAI/2 n OeTEKTUPOBaTb MPaKTUYECKN BCE BO3MOMHbIE
MyTauunun.
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Habop peareHTOoB gne
nposeneHuUn
CEKBEHNPOBaHUA reHOB
BRCA1/2 metonoMm NGS

NGS-BRCA1/BRCA2

Habop peareHTOB npenHasHadeH Onaa aMmrndbuKaunum rnoaHOM KOOUPYHOLWEA YacTu FreHoB
BRCA1 w BRCA2. JanbHenwwnn aHanuid nosly4YeHHbIX ¢parMeHTOB OO0JIKeH MpPOoBOLAUTbCA
metogoM NGS Ha nnatdopme lllumina ¢ ncnonb3oBaHMEM COOTBETCTBYHOLLMX HabopoB
peareHToB AJ11 CEKBEHVPOBAHMS.

®yHKLMOHaNbHOE Ha3Ha4yeHue: BbiB/EHME MPEeApacrnosiOMEHHOCTU K CeEMEHbIM dopMaM
PMX n P, paka nomwenyoo4yHOM Xenesbl U paka NpepctaTesibHON ernesbl; BbifBIeHMe
naLneHTOB, KOTOPbIM MOKasaHa Tepanua uHrubutopamu depmeHToB penapaunn PARP, y
KOTOpPbIX HE BbiAB/IEHbI YacTble MyTaLuun ¢ noMoubio MNMLP.

KnuHuyecknin  mMaTtepuan — oOnyxoneBble cpesbl, GUKCUPOBaHHblE GOPManMHOM 1
3aK/loYeHHble B napaduH, LuenbHasa KpoBb (@HTukoarynant OTA).

CokpalieHHoe KonunyecTtBo
Kat N¢ HawumeHoBaHue Ha6bopa peareHToB pai

HanMeHoBaHue peakuun

70024/ | Habop peareHToB A1 MPOBEOEHNA CEKBEHNPOBaH A NGS-BRCA1/ 24/96
70096 reHos BRCA1/2 metopom NGS BRCA2




feHeTUKa penpoaoyKLUUM

Habop pna HeMHBa3uBHOIO
rnpeHaTaJibHOro TeCTUupoBaHUSA

HUMT - 3To HeuHBasVIBHbI MpeHaTtasbHbli TECT, OJIA OLEHKW PUCKa Hanudus y niona
onpeneneHHbIX XPOMOCOMHbIX HapYLLUEHN.

KNMHVYECKN 3Ha4YMMblE XPOMOCOMHbIE @aHOManuu Maoga OBblYHO CBA3aHbl C M3BLITKOM WK
HexBaTKOW reHeTndeckoro matepuana. OHM MOryT OTNMYaTbCA MO pPa3MepPy - OT MOTEPU WN
NPMOBPETEHNA HEBOSbLINX CEFMEHTOB XPOMOCOM (MUKPOOENELA N MAKPOAYMANKALLAA) 1 00
N3MEHEHNSA KOMWYECTBA LIESbIX XPOMOcoM (aHeynnouowi). Hanbonee 4yacto BCTpedatoTcs
cuHgpom [ayHa (Tpucomusa 21), cuHpopom 3psapaca (Tpucomus 18) m cuHgpom [latay
(Tomcomus 13). BepoAaTHOCTb aHeynnonauii yBeEINYNBAETCA C BO3PACTOM MaTEPW.

[Npn 6epeMeHHOCTV B KpOBM OyOyllel MaTepysi MOMHO OOHapyXuWTb HE TOJIbKO €€
cobcTBeHHYO BHekneTouHyto OHK, Ho u BHeknetouHyto JHK nnopa. BreknetouHas [OHK
(cfDNA) cocTonT ©3 KOpOTKMX dparMeHToB [HK, KoTopble BblOenAlTCA B MjasMy B
pesyfibTaTe HOPMaNbHOrO KAETOYHOro OobMeHa © ObICTPO BLIBOOAATCA U3 KPOBOTOKa. [1ns
npoesegeHna HUWMT uwcnonbaytoT BHeknetouHyto [OHK nnoga (cfDNA) w3 KpoBu
MaTepun. KoHueHTpauuma nnogHon [JHK B KpoBM MaTepu 3aBUCUT OT CPOKa 6epeMeHHOCTI, HO
ywe ¢ 9-10 Hepenb coctaBnfeT ~10-15%.

C nomMollbto MeToma CEKBEHVPOBaHWA HoBoro mokoneHusa (mMetoma NGS) ¢ BbicoKon
ToyHoCcThbto (00  99%) oOLEeHMBAKTCA  PUCKM  HapyLlieHWs  4Yucna  XPOMOCOM U
BHYTPUXPOMOCOMHbIE aHOMaN.

OrpaHunyeHuna HAMT:

e bonee ogHoro nnopaa;

e CuvHOpPOM ncyesaroLero 6n3HeLa;

e [lepenvBaHune KpoBW B MocenHne 3 MeCALLE;

e TpaHcnnaHTaLmsa KOCTHOrO MO3ra/BHYTPEHHUX OPraHoB;

o Hanun4yne 3n10Ka4eCTBEHHbBIX OHKOMOIMYECKIX 3aboneBaHu;
o AHeynnounans/MosaunLn3m y MaTepu.

HUIMT He 3aMeHAeT Apyrue WCCremoBaHWA, HO CAYXXUT OOMOMHEHMEM K HUKM. [losBonsaer
NnoayyYnTb NHGOPMaLMIO O PUCKax W ONMPenenuTbCa C OarbHENLEN TakTUKOM HabnoaoeHus
6epeMeHHOCTN.



28

Habop peareHTOB U
nporpaMMHoe
obecneyeHue anf
BbIIBJIEHUA aHeyrnJionaun
y nsioga no aHasin3y KpoBu
MaTepu (HeMHBa3uBHOE
npeHaTtasibHoe
TectuposaHue, HAMT)
MmetogoM NGS

HUMT (HewHBa3snBHOE NpeHaTanbHOe TeCTUPOBaHMWE) MO3BONAET BbIABUTb aHeynaouguu
(HapyweHns 4Yncna XpoMOCOM) ryofda Mo aHanmay BHekseTovHo OHK KpoBu mMaTepwu.
MNpepnaraembin Habop peareHTOB obecrneunBaeT nonydeHne NGS-6ubnuoTekn pgnsa
nnatdopmbl lllumina (GeneMind) ns 1 Mn nnasmbel KpoBK MaTepu. JOCTynHbl HaGopbl ¢ 24 1
48 nHpexkcaMu.

Habop copepuT peakTmBbl /1A BblaeneHnsa cBobogHoupKynupytowen JHK.

[MporpaMmMHoe obecnedyeHne MO3BONAET BbIABAATL aHeyniougun no 13, 18, 21, X n Y
XpOMOCOMaM,.

DOYHKLUMOHANBbHOE Ha3Ha4YeHVe: BbIABMEHNE aHeyrionguin nnoga rno KpoBW MaTepu B
NnepBoM TpUMecTpe 6epeMeHHOCTU. TeCT He ABMAETCA ANAarHOCTUYECKUM, MPU BblABIEHUN
aHeynongnin no HUMT HeoBbxoammMo MNOAOTBEPXKOEHME pesysbTata C WUCMOJSIb30BaHUEM
aMHUOLIEHTE3a.

KnnHnyeckunii matepman — LenbHaa KpoBb (@HTUKoarynaHt — 3OTA).

Coupau.l,eHHoe KonunuectBo
HaunMeHoBaHue peakuun

HanmeHoBaHue Ha6bopa peareHToOB

60124/ « Habop peareHToB 1 NporpaMMHoe obecrnedeHve ansa | Extra-g-check-1/
. 24/24
60224 BbIAB/IEHNA aHEYNNoOVgNiA y nnoga no KpoBm Mmatepun Extra-g-check-2




Habop peareHToB Oone
TUNUPOBAHUA NEHOB

rmctocoBMecTMMOCTM
yenoBekKa ll knacca

eHbl HLA ot (Human Leukocyte Antigens, aHTUrEHbI TENKOLIMTOB YESTOBEKA) — KOMMIEKC
reHOB TKaHeBoW (FrMCTO-) COBMECTUMOCTM YenoBeKa. OHn 0671a0atl0T BbICOKMM
noanMopdn3MoM, KOTOPLIA ONpeaenaeT aHTUreHHYO NHAOVBUAYANbHOCTb KaX0ro YeroBeKa.
O6napas BbICOKUM YPOBHEM nMonnuMopdbHOCTH, reHbl HLA onpeaenatoT aHTUreHHbIA KOMMAEKC
Kaxooro nHAnBMAyansbHoro Yyenoseka. benkn HLA nogpas3genatoTca Ha aHTUreHbl knaccea |
(A, B, C), HeobxoaumMbl ANA pacro3HaBaHUA TPAaHCHOPMUMPOBAHHbBIX KIETOK LIMTOTOKCUYECKMUA
T-nuMdoumTamm, 1 aHTureHbl knacca Il (DP, DM, DQ, DR), obecneynBatolivie B3anMoOencTeme
Meway T-numdboumTamMmm n MakpodaraMmm B NpoL,ECCE UMMYHHOIO OTBETA.



Real-time-PCR-HLA

[aHHbI Habop peareHTOB NpegHa3HavyeH AJ1A TUNMPOBaHNA FTEHOB MMCTOCOBMECTUMOCTM 2
knacca (DRB1, DQAL, DQBL): onpenenenus 16 rpynn annenein reHa DRB1, 8 rpynn annenei
reHa DQALl n 8 rpynn annenenn reHa DQBLl rnaBHOro KoMmiexkca FMCTOCOBMECTUMOCTU
yenoseka metoaoM NLP B pexunme peasbHOro BpeMeHwU.

qDYHKLI,VIOHaJ'IbHOE Ha3Ha4deHune:

feHOTUNMpPOBaHME ONA TpaHCM/1aHTaLUnM OpPraHoB U TKaHeN.

FeHoTunNupoBaHue no nokycy DRB1 Ha ypoBHe rpynn annenei (low resolution, Hu3Koe
paspelleHne) ncnosnbayeTcsa Oaa nogbopa TKAHECOBMECTUMbBIX OOHOPA U PeLUneHTa npu
MEPBUYHbIX TPaHCMaHTaumAx opraHoB. [[eHoTunmnposaHmne no nokycam DRB1, DQA1, DQB1
Ha ypOBHe rpynn anfenein mcrnonb3yeTca AnA nonbopa MOTEHLMaNbHOrO LOHOpa Mnpwu
HEePOOCTBEHHbIX MepecagKax reMorno3TUYECKMX CTBOSIOBbIX KITETOK.

[narHoCTuKa NpeapacrnoOXEHHOCTN K ayTOUMMYHHbIM
3aboneBaHNaM.

Mpn onpepneneHnn pasnn4yHbiXx aHTUreHoB Komrsiekca HLA MOXHO paccumTbiBaTh
OTHOCUTESNbHbIA PUCK BO3HNKHOBEHUA LLENOro paga ayToOMMYHHbIX 3aboneBaHnii, TaknX Kak
— cuHppoMm PeinTepa, uennakma, peBMaTOUOHbIA apTPUT, CUCTEMHaA KpacHaa BOJlYaHKa
(CKB), runepToHun4yeckaa 605e3Hb, PaCCEAHHbIN CKNepos, 3aboneBaHna WUTOBUAOHON
¥enesbl, U MHOrve gpyrue. Hanpumep, puck passutua caxapHoro gnabeta 1 tuna B 10 pas
BbILLE MNPV BbIABIEHN B reHOTUrne Nobbix OBYX annesnbHbix BapnaHToB reHa DRB1 13 uncna
cnepytowmx: *01, *03, *04, *08, *09, *10.

OnpepeneHune BepoaTHocTn HLA-oncpepoBaHHOro 6ecnnogua

Pasnnune cynpyros no BapuaHTaMm reHoB HLA aABnAeTcA OOHVMM U3 BaHbIX YCITOBUIA
YCMELWHOro HacTynjeHna n BblHawmBaHWA 6epeMeHHoCTU. CXOACTBO CynpyroB Mexnay
cobon no reHoTunam HLA BefeT K yBENNYEHNIO BEPOATHOCTY MOABNEHUA NoLa C OBONHbIM
HaboOpPOM OOMHAKOBbLIX BapuaHTOB reHOB (FOMO3UrOT) 4YTO ABMAETCA HebGnaronpuATHbIM
daKToOpOM, CnepcTBMEM KOTOPOro MOryT ObiTb penponyKTuBHble moTepu. [losTomy pgnsa
ONarHOCTUKN NPUYNH PENPOLAYKTUBHbBIX Heyaay ncnonb3ytT HLA-TunupoBaHue cyrnpyros
ONA YCTaHOBEHUA UX TMCTOCOBMECTUMOCTN.

KnuHunyecknin matepuan — nepudepuryeckasn KpoBb (@HTUKoarynsHT - SLOTA).

Matepunan pna npoeegeHua [LUP B pexume peanbHoro BpeMeHun - reHomHaa [OHK,
BbloefNleHHas N3 nepnudepruyecKon KpoBW nawmneHTa.

CoKpalleHHoe Kon-Bo
HaMMeHoBaHue peaxuui

HanmeHoBaHue Ha6bopa peareHTOB

Habop peareHTOB ANA TUNMPOBaHUA FEHOB
60001/ @ ructocoBmMecTUMOCTU 4enoseKka |l knacca
60002 MeTOOOM MOJIMMEPAasHON LENHOW peakuunn
(MLLP) B pexnmMe peanbHOro BpeMeHMN

Real-time-PCR-HLA 12/36




Habopbl peareHToB pSif

Hay4HbIX UccrneaoBaHUA




Habop peareHToB an1a 6nucynbpuUTHON
KoHBepcun OHK

Mpouenypa 6ucynbdnTHom KoHBepcun OHK ncnonb3yetca onsa aHanmsa MeTUIMPOBaHUA
reHomHon [OHK. B xopme o6paboTkm reHomHown [OHK consamMum 6ucynbduta npoucxoguT
0e3aMNHNPOBaHE HEMETUNMPOBAHHbLIX LNTO3MHOB C 06pa3oBaHVEM ypauunia, B TO BPeMA
KaK MEeTWIMPOBaHHbIE LMTO3MHbI OCTalOTCA HeunsMeHHbiMu. [locnepyowmin  aHanmsa
MOsTyYEeHHbIX OHK-bparmeHTOB MeTogamMu nup, BbICOKOMPOUN3BOANTESIBHOI O
CEKBEHMPOBaHNA N AP. MO3BOJIAET YCTAHOBUTb NMaTTEPH METUNPOBaHNA reHoMHon JHK.

Habop peareHToB oA 6ucynbdUTHON KOHBEPCUN
DNA Bisulfite Conversion
Habop peareHToB npepgHa3HadyeH ANA npoBedeHUA O6ucynbdpuTHOM KoHuBepcun [OHK wn

ounctkn OHK-pparmeHToB. B KavecTtBe ™MaTepuana pna o6paboTkn paHHbIM Habopom
ncnonb3ytoT npenapatbl OHK.

CokpauweHHoe KonuyecTtBo
Kat N® HaumeHoBaHue Habopa peareHToOB pa

HaMMeHOoBaHUe peaKuun

Habop peareHToB AnA 6UCynbPUTHON KOHBEPCUN DNA Bisulfite 50

22004 no TY 21.20.23-ONN-57201404-2022 Conversion

Habop peareHToB A1
NOJIHOreEHOMHOWN aMMINPUKaunn

MonHoreHoMHana amnnaudukaumsa [OHK wWupoko wncnonb3yetca Kak  Oaa  Hay4dHbIX
nccnepoBaHnii (M3yyYeHne reHeTUYECKOro MO3auL3Ma UKW FeHOMHbBIA aHann3 KNeTOYHbIX
cybrnonynsAunii  paKoBblIX OMyXosel, naneoreHeTnka, KpUMUHaNMUCTUKAa), TaKk U B
KJIMHWNYECKOW reHeTUYeCKO aAnarHocTuke ana nposenenuna MIT B umkne IKO.

WGA Display v2 ona paboTbl ¢ reHoMmHon OHK

SC WGA Display v2 gna paboTbl C egUHNYHbIMN KNeTKaMun

Habop peareHTOB npepgHasHadyeH [gna  amMmnnandukaumm MOJSIHOrO reHoMa  KIeToK
MnexkonuTtarwmx. MeToooM NonHOreHOMHON aMnndnKaunum ABASETCA yayylleHHaa BepCcus
nereHepaTtueHon onuro-NUP (DOP-PCR). KniouyeBoli KOMMNOHEHT Habopa YHUKasbHbIN
MHHOBaLUMOHHbIA pepmeHT SD JHK-nonnmepasa.

Habop obecrieynBaeT BbICOKOKAYECTBEHHYIO MOJIHOFEHOMHYO aMnanduKaLunlo Masoro
konnyectBa OHK (o1 10 nr) c BbixogoMm 1-2 MKr npopaykTa. [MonyYyeHHble aMMnVKOHbI B
JanbHenweM M™MoryT ObiTb MpoaHann3npoBaHbl MeTOOaMV MacCOBOro napasiiesibHOro
cekBeHnpoBaHna (NGS), cpaBHUTenbHOW reHoMHon rubpuamnsaumm (CGH) Ha 4umnax,
BbICOKOYYBCTBUTENbHbIX MNLP-nccnepgosanunm.

Habop peareHtoB SC WGA Display cooeput B cocTaBe 6ydep O/is M3nca KIeTokK.



Habopbl peareHToB 419 Mo4rOTOBKN
NGS bnbnuoTtek ania nnatpopmsl
lllumina

HekoTopble COBpEMEHHble FeHeTUYeCcKme TEXHONOrmu, B  4YacCTHOCTW, MacCOBOE
napannenbHoe cekBeHupoBaHne (NGS) npepnonaratoT WCMOJSIb30BaHUE CPaBHUTENbHO
Hebonbwux dparmeHToB OHK (100-600 n.H.). MNepcneKkTMBHbIM cnocoboM dparmMeHTaumm
OHK saBnaetca pepmeHTaTMBHAA dparMeHTaLUs MOSTEKY/I.

HanbHenwasa npobononrotoka gna NGS TpebyeT noaroToBKM 6MBMNOTEK COBOKYMHOCTU
dparmeHTOB obpasua ncecnenyemonm OHK 3aJaHHoOro JuranasoHa OJIVH,
MOOAVNPUUNPOBAHHBIX COOTBETCTBYIOWMM o0b6pa3oM. Habopbl peareHToB «[ucrnen»
obecneymBatoT NMoNHbIN LMKN npodonoarotoBku ona NGS.

Habop peareHToB ona ¢pepmeHTaTuBHOM dparmeHTaunm OHK
FTP Display

Habop obecneunBaeT depMeHTaTUBHYO dparMeHTauuo aByxuenodedHon OHK, npu atom
no3BosAeT [[OCTaTOYHO TMpPOCTO BapbuMpoBaTb pa3Mep MnoJjlydyaeMblx ¢dparMeHTOB B
onanasoHe 100-800 n.H. CyTb MeToga 3aKk/jto4vaeTca B UCMOSb30BaHUN  OBYX
depMEHTATUBHbBIX peakuuit: co3pgaHne paspe3oB (HukoB) B [OHK ¢ nomouwbto
Hecneunduyeckon [JHKazbl 1 w©n panbHelwas noaMMepusauna C  BbITECHEHMEM
KoMnnemeHTapHon uenn [OHK ¢ nomowpbto TepmoctabunbHom SD OHK-nonumepasbl.
Mony4yeHHble dparMeHTbl He TPeOYOT OOMOSHUTENbHOrO BOCCTAHOBMEHUA KOHLOB (KaK B
cnyyae p[pyrux MeTomoB dparMeHTauumm) M Moryt ObiTb Cpasy MWCMosb30oBaHbl [Ofis
npucoeanHeHNs cry»ebHbiXx NocrnegoBaTenbHoOCTel (aganTepoB, UHAEKCOB).

[Mpouenypa dparmeHTaLV NPOBOAUTCA B OOHOW MPOOMPKe, YTO CYLLECTBEHHO COKpaliaeT
BpeMsa paboTbl 1 obecreymBaeT BbICOKUM MNPaKTUYECKMA BbIXOL, peaKkuun. Bbicokoe
KayecTBO nony4vaeMbix o¢parmeHtoB [OHK rapaHTupyeTr B [panbHenwem co3paHue
KayeCTBEHHbIX BUBINOTEK AJ1IA MacCOBOro napasienbHoro cekseHupoaHua (NGS).

Habop apantepoB gna noarotoBkn NGS 6ubnunortek
ADP Display

Habop apantepoB gona mogrotoBku NGS 6ubnnoTek npegHasHadeH OJ1F NpUroTOBMEHUA
onbnmnotek OHK pna panbHenwero cekBeHupoBaHuAa ™MeTogoM NGS Ha nnatdopmax
[llumina. Vicnonb3oBaHne aganTepoB obecneynBaeT CBA3bIBaHNE NCCIIEQYEMbIX PparMeHTOB
onOHK ¢ noBepxHOCTbO MNPOTOYHOM KIOBETbl CEKBEHaTopa W WX uaeHTuduKauumio.
IlurvupoBaHne apanTepoB, COAEPXALLMX YHMKaNbHble MOCNeAoBaTeNbHOCTU (MHOEKCHI), U
dparmeHTam uccrnegyemon pudHK nossonseT ogHO3HaYHO MapKMpOBaTb MCCNedyeMble
obpasubl 1M NPOBOAUTb CEKBEHWPOBaHWE HECKONbKMX 06pa3uoB B OOHOW MPOTOYHOW
KloBeTe.

JlnrnpoeaHne apanTepoB W pOarnbHenwee oboraweHne 6unbnnoTeK pPeEKOMeHOYyeTCs
MPOBOAUTb C MOMOLLbIO Habopa ansa nogrotoBkn NGS 6ubnmnotek LIB Display.



Habop peareHToB gna noarotosku NGS 6nbnunoTtek gns
nnatdopmsbl lllumina
LIB Display

MpurotoBneHne 6ubnmnotexk ¢ nomouwbio Habopa LIB Display coctont ns gByx stanos. B
xoge nepBoro 3artana npoucxoout T-A nurmpoBaHve Y-apantepoB c ¢dparMmeHTamu
nccnepnyemon JHK.

Ha BTOpoM sTane npoBogAT oboraweHne NpoayKToB peakunn metogoMm MNUP. NanbHenwunin
aHanns nosiydyeHHonm 6mbnunotekn nposopgutca metogoM NGS Ha nnatdopmax lllumina ¢
NCMONb30BaHNEM COOTBETCTBYHOLNX PeareHToB.

Habop peareHToB ona nogrotoBkn NGS 6mnbnunotexk ns
ogoHouenoyve4vHon IHK ssDNA LibPrep

Habop peareHtoB «ssDNA LibPrep» mnossonaer 6bicTpo u 3dPeKTMBHO MonydaTb
enbnmotekn ona NGS n3 Manbix KOnmM4ecTB ¢parMeHTUPOBAHHOM ofHoLlernodyedHol (ou)
unu peyuenoveyvHon (ou) OAHK (1 — 10 Hr) Bcero 3a gBa aTana, 6e3 Heob6XoOMMOCTU B
BOCCTA@HOBJ/IEHUN W afeHWIMPOBaHMN KOHUOB. B yacTtHocTn, Habop mnopxogout pAnnsA
npurotoBneHma 6ubnuotek w©n3 BHeknetodyHo [OHK nna3mbl kKpoBu. [lony4yeHHble
6nbnmnoTexkn coBMectuMbl ¢ cnctemamu lllumina n GeneMind.

Habop peareHTOB npepHa3Ha4YyeH TO/IbKO A1 UCCE40BaTEIbCKUX Liesiei

CokpaueHHoe KonuuectBo
HanMeHoBaHue Ha6opa peareHToB

HaMMeHOoBaHuMe peaKuun

13024/ .
13048/ Ha6op peareHT?B WGA Display v2 gns WGA Display v2 | 24/48/96
nosiHoreHoMHon amnnuéunkaumm AHK
13096
12024/ | Ha6op peareHtoe SC WGA Display v2 gnsa .
12048/ | nonHoreHomHol amnandukaummn OHK, BbioeneHHon ns SC WGAlespIay 24/48/96
12096 eOVHUNYHbIX KNeToK (c 6ydepom) v
20008/ . o
20024/ gagsseiizremH;(EHi(TP Display pnsa pepmeHTaTMBHON FTP Display 8/24/96
20096 P H
30008/ .
30024/ 2:225 e;,u,e:(mepos ADP Display gna nogrotoekn NGS ADP Display 32/96/384
30096 ore
40008/ .
40024/ Habop peareHTtos LIB Display ANA NOArOTOBKM NGS LIB Display 8/24/96
onbnmnoTek gna nnatpopmol lllumina
40096
Habop peareHtoB ssDNA LibPrep gna npurotoneHmsa
onbnnotek ona NGS ns manbix KonmyecTs
41024/ dparmeHTnpoBaHHo (80 — 350 HYKNEOTMO0B) OL, UK
42024 ou OHK (1 — 10 Hr), ona npurotosneHua 6ubnnotexk na | ssDNA LibPrep | 24/24
BHekneTo4yHon JHK nna3mbl kpoBu. MNony4eHHble
6r1bNnoTeKN coBMecTuMbl ¢ cucteMmamu lllumina un
GeneMind.
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Habop peareHToB onana
reHOTUNMPOBAaHNA

OOHOHYKIEOTUAOHbIX NOSIMOPPU3MOB
B reHax PPARG, FABP2, ADRB2,

ADRBS3

Real-time-PCR-SNP5
Habop peareHTOB mnpegHasHadyeH [O1A BbIABJIEHMA TOYEYHbIX MyTauuin B reHax FABP2,
PPARG, ADRB2 n ADRBS.

OyHKLUMOHaNbHOE HasHaYeHMe: Nosy4YeHHble pe3ysibTaTbl MO3BOIAIOT PEKOMEHAOBATbL OMETY
1N KOMMJIEeKC GUINYECKUX YIPaXKHEHWI O CHUXEHUA N30bITOYHOW Macchl Tena.

KnuHuyecknin MaTepuran — LenbHaa KpoBb (aHTUKoarynaHT 34TA), 6yKKabHbIA 3NUTENUIA.

CoKpalleHHoe KonuuyectBo

Kat N2 HaumeHoBaHue HaGopa peareHTOB o
HaMMeHoBaHMWe peaKLuui

Habop peareHTOB A/ FEHOTUMMPOBaHUSA
21901/ | ogHOHyKMeoTuAHbIX nonMopdunsmMos B reHax PPARG, Real-time-PCR- 8/24
21902 FABP2, ADRB2, ADRB3 metonom lNLP B pexxume SNP5

peanbHOro BpEMEHMU
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