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CNEKTP METOAOB ANA NONCKA TEHETUYECKUX

HAPYLUEHAU
MPOCTbIE TEXHO/TOTUWU, HAMPABNEHHbIX METO/bI, MO3BONAKOLLME
HA OETEKLIMIO EAVMHUYHBIX TUNOB OXAPAKTEPW30OBATb BECb
MYTAL NI OMYXONEBOW FTEHOM

A4 A4

Haunbonee yacto ana meauKo-reHeTUYECKOro TeCTUPOBaHUA
UCNONDb3YIOTCA MEeTOAbl, OCHOBaHHbIe Ha:

 [UP;
* Pa3IMYHbIX TUMAX CEKBEHMPOBAHUA;
e ¢dayopecueHTHOM rMbpunamsaumnm.




KITUMHUNYECKOE NCIMOJ/1Ib3OBAHUE MOJTEKYTAPHO-TEHETUYECKUX
TECTOB B OHKOJ10TMWN (ocHOBHble HanpaBaeHus)

AnarHocTrKa HacnenCcTBeHHbIX onyxosiesblX
CUHAOPOMOB

AnddepeHumnanbHasa AUarHoCTUKa

MporHo3supoBaHuMe 3abosieBaHMA

[MporHo3MpoBaHMe OTBETA Ha TepPanuio

OnpeaeneHne napameTpos papMakoOKMHETUKM

MOHUTOPUHI OTBETA Ha Tepanuio

MOHUTOPWHT peungmBa 3abonesaHun

OnpepeneHne pucka pas3BUTUA OHKOJIOTMYECKOTO
3a601eBaHUMN

BbifABIEHWME OPraHHOTO NMPOUCXOXKAEHMS ONYXONewn, B
TOM YUC/Ie C HE BbIIBNEHHbIM NEPBUYHbIM O4arom

MporHo3npoBaHue TeyeHnsa 3abonesaHus

MpenckasaHme YyBCTBUTENbHOCTU/PE3UCTEHTHOCTH
ONYyX0/IN K KOHKPETHOMY BMAY Tepanum

OnpeneneHne A03UPOBKKU NpenapaTa B 3aBUCUMOCTH
OT reHeTU4YecKknx ocobeHHocTer nauneHTa n ero
meTabonunsma (onpeaeneHme papmakoreHeTUYeCcKoro
npodwuna)

OnpepeneHne sdPeKTMBHOCTM TEpanum

KoHTponb peunansa 3aboneBaHnsA y nauMeHTos,
Haxo4ALWMXCA B PEMUCCUN



®YOPECUEHTHAA TMBEPUAON3ALNA (IN SITU)

Mbpunaunsaums payopecLeHTHO-
Mme4veHHbIX AHK-npob Ha
LUTONOrMYECKOM MU
FMCTONOrMYECKOM Npenapare.
TexHONOrMA npumeHaeTca ANA
NEeTeKUUU N3MEHEHUA KOMUMHOCTU
OTAE/IbHbIX FEHOB M MOUCKa
CTPYKTYPHbIX aHOMaNUN
(TpaHCcnoKaumin)

MpoBeaeHMe aHanM3a Tpebyet
CMHTE3a Npobbi (30HAA),
KOMM/JIEMEHTAPHOWN MHTEpecyoLwemy
nccnenoBaTens y4acTKy XPOMOCOMbI.

OHK — npoba (30Ha meTnTCS
bNyopecueHTHbIM KpacuTesnem.
MeueHaa npoba n JHK-maTtpuua
noAgBepratoTca geHaTypauumn, nocne
sToro npoba no npuHuuny
KOMMNN1eMeHTapHOCTH
npucoeguHAeTcA K
cooTBeTcTBYyOWemMy ydactky [AHK

Xpomocomo-
cneunduyHble
30HAbI

PanoH-
cneuyndunyHble
30HAbI:

- UeHTpomepHbie
- TenomepHble

- OnpepeneHHsble
XPOMOCOMHbIE
JIOKYCblI

l

whole chromosome
paints

-

region specific
probes

Telomere

rDNA (NORs)

chromosome arm
paints

YACs, BACs,
Cosmids efc.

Centromere

IRS (interspersed
repeats)




®/TYOPECLUEHTHAA TMBEPUON3ALIMA (IN SITU)

MPEMMYLLIEECTBA

Bu3yanunsauma reHeTuyeckmx
N3MEHEHNIN B TKAHEBOM
OKPYKeHUM

3aKNOYEHHbIX B NapaduH
apXmnBHble 0bpa3ubl
MpnmeHeHne K meTadasHbIMm
N MHTEepda3HbIM AApPaM

PUCK BO3HMKHOBEHMA OLINOOK,
CBA3aHHbIX C CyObEKTUBHOM
OLEHKOM pe3y/ibTaTa
nccneaoBaHuA

30HApb! cneunduyHbl TONBKO K
onpeaeneHHoMy y4acTKy (3a
O[IHO UCCNea0BaHNE MOXKHO
onpeaenvTb Haanume myTaunm
NN YNCNa KOMUM TOSIbKO 3TOrO
y4yacTKa




MonekynapHo-reHeTU4YyecKkne TecTtbl, OCHoBaHHblIe Ha [TLIP

L -
i CyTb MeTofa 3aKN4aeTca B MHOTOKPaTHOM YBE/IMHEHUK KOMUKU OonpeaeneHHbIX deaFMEHTOB OHK.

YTO AOCTUraeTcA 3a CUET NOBTOPAIOWMXCA LMKI0B aMIAMbUKaLMK

i A,
R

et OpgHa u3 6a30BbIX MOJ EKYNAPHO-TEHETUYECKUX METOAMK, NO3BONINBLLAA B CBOE BPEMA
| Y. | |
\ By

3HaYMUTENIbHO YNPOCTUTD, YCKOPUTL W PacllMpUTb BO3MOMHOCTU aHanu3a AHK u PHK.

Kaxabii umkn MUP — amnanduKaLmm COCTOUT M3 TPEX 3TanoBs: AeHaTypauus,

OTXMI NPaiiMepoB W 3N0HraLMA.
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3. Cuntes uyenu JHK A
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lNpocToTa BbINOAHEHWA U
WHTEPNPETALUWN AdHHbIX;

BblcOKan YyBCTBUTE/NbHOCTb U
cneundUYHOCTb

ﬂ

Hepocratku
NnuP

MLUP TecTbl paccumTaHbl Ha

BO3MOMHOCTb aBTOMaTM3ALLMK
W CTaHAAPTM3aLMKN BCEX 3TAMOB
WUCCNEeA0BaHUA;

Hu3skue TpeGoBaHMA K
WCXOAHOMY KOAMYECTBY
6uomartepunana

. e

onpegeneHne orpaHM4YeHHOro
HYMCNd U3BECTHBIX MVTEII.I,HFI

a D
BbICOKMIA PUCK KOHTAMMHALWK;

BosmomHOCTb nony4YeHWA
NOMHOMONOMNTENBHbIX U

NIOMHOOTPULATENbHbBIX
pe3ynbLTaToB




TEXHOJIO'MU, UCNOJNDB3YEMbLIE AJNIA OBHAPYXEHMA
MYTALIUMU
CexkeBeHupoBaHue no CaHrepy — onpeageneHume

HYK/N1IenHoBowu nocnegosartenbHocTu AHK

BblaeneHne AHK NMNonnmepasHaa uenHaa peakyuuna CekBeHunposaHue [JHK
n 7 7 e ———
® PAMO NEZAMED CTCGACATATCATGAGTG

G>C
Asp-His

+

MocneaoraTENLHOCTL
reHa

y NaUUeHToB
CpaBHUBAIT
C 3TanoHHOW

X
O6paTtHbIi npaiimep MATO, oTTO, aLTD. ArTO
pasgeneHune nosyyYyeHHbIx GparmeHToB

OHK B aeHaTypupyowem rene

OCHOBaH Ha UCNONb30BaHUN XMMUYECKU MOANPULIMPOBAHHBIX aHANOrOB HYKNEOTUA0B —
Anae3oKcuHykneotnaTtpudocdatos, NpPenatcTBYOWUX NPU UX BCTPaUBAHUKN YAJIMHEHUIO BHOBb CUHTE3upyemoii uenu AHK

WPEMMMEA [Hl Eﬂ@@AT[K{Ml Xpomorpamma — rpadmyeckoe

n306paKkeHne HyK1eoTUAHOWM

BbICOKaA TOYHOCTb U I'IpOCTOTa nocnenoBatesibHOCTU, rae Ka)K,CI,be/'I
HEBbLICOKaA NpPonsBoanNTENbHOCTb HYKNeoTua, NpeacTaBieH B BUAe

(orpaHUYeHHbIN 06bEM U CKOPOCTb CEKBEHUPOBAHUA) fvIia COOTBETCTBYIOWETo UseTa




MeTtoabl MI'T, ocHoBaHHble Ha [1LP

\CyTb MeToAa 3aKNt04aeTca B MHOTOKPaTHOM YBe/IMYEHUN KONUA onpeaeneHHbiX pparmeHTos JHK.
YTO gOoCTMraeTca 3a CHET NOBTOPAIOLWMUXCA LUKA0B aMmnandUuKaumnum

OpgHa n3 6a30BbIX MONERYNAPHO-TEHETUYECKNX METOAUNK, MO3BOJ/IMBLLUAA B CBOE BPEMA

3HAYUTENbHO YNPOCTUTb, YCKOPUTb N PACLIMPUTb BO3MOXKHOCTU aHanunsa AHK n PHK.

Kaxabin umkn MUP — amnanpumkaumm coctouT n3 Tpex 3Tanos: AeHaTypauus,

OTHUT I'IpaﬁMGDOB U 310HIFaUnA.



PaKk nerkoro

ONATHOCTUKA METex14

I'enbl, aHATH3HPYEMBIE
JIJIA BBIAABJICHHSA
BapHaHTOB
HOCIe0BATEILHOCTH

AKT1, ALK, AR, BRAF,
CDK4, CTNNBI, DDR2,
EGFR, ERBB2, ERBB3,
ERBB4, ESR1, FGFR2,
FGFR3, GNAIL, GNAQ,
HRAS, IDHI, IDH2,
JAK1, JAK2, JAK3, KIT,
KRAS, MAP2K1,
MAP2K2, MET, MTOR,
NRAS, PDGFRA,

PIK3CA, RAF1, RET, *.

ROSI, SMO

I'ens1 BapHAIHi
KOJHYECTBA KOMHI

ALK, AR, BRAF,
CCND1, CDK4, CDK6,
EGFR, ERBB2, FGFR1,

FGFR2, FGFR3, FGFR4,
KIT, KRAS, MET, MYC,

MYCN, PDGFRA,
PIK3CA 5

1

Cansable rens! (fusion)

ALK, RET, ROSI,

NTRKI, NTRK2, NTRK3,

FGFR1, FGFR2, FGFR3,

MET, BRAF, RAFI, ERG,

ETVI, ETV4, ETV5,
ABLI, AKT3, AXL,

EGHR, ERBB2, PDGFRA,

PPARG

/

Mo oueHkam, MET ex14 scTtpevaeTtca npumepHo y 3—4%
nauneHtos c HMPJ1

Ecan mytaunn MET ex14 obHapyunsatotcs B 1abopatopum ¢
MeHbLUEN YaCTOTOMN, MOXKeT NoTpeboBaTbCA OLEHKA
MeTO40/10TMN TECTUPOBAHMA HA NpeaMeT CNOCOBHOCTH
obHapyxuneatb MET ex14 n Ha npegmeT TOro,
ONTUMM3UPOBAHA M OHa ANa 0bHapyxeHnsa MET ex14

N3-3a cnoxkHocTM MET ex14 HekoTOpble TUMNbl USMEHEHUN
y nauneHToB ¢ HMPJ1 moryT yckonb3aTb OT 0OHapyKeHMA Ha
pa3/inyHbIX Nnatpopmax NGS

[1ns yero ncnonb3yeTca nccnegosaHme?

i
l .
- /
\
\

O ana onpepeneHnsa nokasaHMM K NPUMEHEHUIO TapreTHOM Tepanunm
MHrmnbutopamm MET;

O ana onpegeneHnsa npuYmnHbI NPUOBPETEHHOMN PE3UCTEHTHOCTU K
nHrubmutopam EGFR npu HeMenKoKNEeTOYHOM paKe Nerkoro;

O ana nepcoHanunsaumm Tepanmm B pamkax KAMHUYECKOro
nccnenoBaHuA.



TEXHOJNO'mm, MCNOJIb3YEMBIE OnA
OBHAPY)XEHUSAl MYTALIUM

NGS

2. BUBJTMOTEKA IHK 3. CEKBEHWPOBAHWE AHK 4
MNPUrOTOBIEHWE HOBOIMO NMOKOINEHUA BWoWHOpPMaLIMOHHbIIA

1. U3BNEYEHWE OHK

TAK KaK Wﬁ He BBIABTATE Bee MyTaun B rede FLT3-ITD ny TKD

KpaTHmt Cibtjpbsaid 1 GLAT AL THpirem

O Qv Qe e e
o i u
Mpubop cunteieaeT [HK W — - o w - =
e— @ ] @ @ 2
BblgaeT = EEEBEEE N
NoCrnefoBaTensHOCTh v [ = ] = To] -
[rrre— K M @

OCHOBaHHWIA

Monb3a Mpobnemsl

»  OIHOBPEMEHHIA aHANN3 HECKONbKIX rEHOB » Hoporosu3xa (oTHOCUTEHES)
(Hanpumep, FLT3, NPM1, IDH1/2, CEBPA)

+ Bo3MOXHOCTb KONMYECTBEHHOW OLEHKW pe3ynbTaToB
(HO He coOoTHOLLEHWA CUrHanoB, Kak B uccnegoeaHun RATIFY)

= Bo3moxHoCTb 0DHapyKeHWs Bcex MyTauui B reHe FLT3-TKD

Stone RM, Mandrekar SJ, Sanford BL, et al. N Engl J Med. 2017;377(5):454-464.

Thiede C, Steudel C, Mohr B, et al. Blood. 2002;99(12):4326-4335

Dohner H, Estey E, Grimwade D, et al. Blood. 2017;129(4):424-447.

Au et al. Diagnostic Pathology (2016)11:11

Stone RM, Mandrekar SJ, Sanford BL, et al. N Engl J Med. 2017;377(5):454-464 KZ/ONCO/09.2020/pptx/70453



TecTbl Ha ocHoBe NGS-ceKBEHUPOBAHUA yKe CTann 30/10TbIM CTAHAAPTOM B MOJIEKYNIAPHOMN ANATHOCTUKE

BonbHuya Meguumnckoro LienTpa Ynpasnenus [lenamu

‘ , Mpeangenrta PK
(@ KASAKCTAH PECNYB/IUKACHI Mawrunuk En npocnexr, 80
Al

NPE3UAEHT IC BACKAPMACDHI +7 (7172) 70#80#90
MELPAUPATRIK OP TATIN b AYPYXAMACH PAMC
Optional Label 1: placeholder value Optional Label 2: placeholder value Aara: 23.05.2019 1ua3l
Sample Information CeefieHus 0 BapuaHTax reHoB
Optional Sample Info 1:
oo s BapuanTbl nocnegosatenbHocTu JHK
Tun paka B o6pa3sue: Pak NnpAMON KULWKK WameHenue UnenTudukatop AnnenbHas BnusHue
TeH AMHHOKHCNOTBI Komipoaanue BapHaHTa ﬂOKyc yacTota Tpaucxpun'r BapHaHTa reHa
CopepxxaHue OcCHOBHbIE flaHHbIe OTYeTa -
CBEeAeHUA O BaPUaHTAX reHos 2 2 Ks oot Suom ot PIK3CA p.(E542K) ¢.1624G>A COSM760 chr3:178936082 28.14% NM_006218.3 missense
Kparkue csegenmnn 0 nogxoasuen 2 0 [locTynHbie MeTORb! NeYeHnn
Tepanuu 51 KAuHuYeckue MccnegoBanmns KRAS p.(G12V) .356GsT COSM520 chr12:25398284 25.34% NM_033360.3 missense
CeegeHnn 0 NOAXOAAWEN Tepanum 6
KnuHuyeckue nccnenosaHma 13

NpoaHanu3npoBaHHbIe reHbl

KpaTkue cBefieHus 0 nogxopaLLeit Tepanuu

Genes Assayed for the Detection of DNA Sequence Variants

AKT1, ALK, AR, BRAF, CDK4, CTNNB1, DDR2, EGFR, ERBB2, ERBB3, ERBB4, ESR1, FGFR2, FGFR3, GNA11, GNAQ, HRAS, IDH1, IDH2,
JAK1, JAK2, JAK3, KIT, KRAS, MAP2K1, MAP2K2, MET, MTOR, NRAS, PDGFRA, PIK3CA, RAF1, RET, ROS1, SMO . Mpu aToM TUne O Mpw Apyrom Tne 0 Moyt 3TOM U ApyroM @ MpoTiBONOKasaHa A Mpepnasiadeno ana X Caugerenscraa
paka paka TUNe paka MCMONb30BAHNA, OTCYTCTBYIOT
Genes Assayed for the Detection of Copy Number Variations —
ALK, AR BRAF, CCND1, CDK4, CDK6, EGFR, ERBB2, FGFR1, FGFR2, FGFR3, FGFR4, KIT, KRAS, MET, MYC, MYCN, PDGFRA, PIK3CA MPOTUBONOKA3aHUA
Genes Assayed for the Detection of Fusions
ALK, RET, ROST, NTRK1, NTRK2, NTRK3, FGFR1, FGFR2, FGFR3, MET, BRAF, RAF1, ERG, ETV1, ETV4, ETVS, ABL1, AKT3, AXL, EGFR, KRAS G12V
ERBB2, PDGFRA, PPARG
Knuxnyeckne
TMopxopAwan Tepanua FDA NCCN EMA ESMO HCCNeO0BaHHS*
KnuHuyecku 3HauuMbie 6MomMapKepbi n W npor -
cetuximab )] Q %) Q
NoaxoaAuLan Tepanus NoaxoaAwan Tepanwa Knmnwiecxme
M3menennn renoms (NMpw 3ToM THNe paxa) (Npw gpyrosm Twne paxa) WMCCNeROBAHKA )
KRAS G12v cetuximab 1.2 cetuximab 43 panltumumab @ ® @
KRAS proto-oncogene, GTPase panitumumab ' panitumumab
cetuximab + chemotherapy > cetuximab + oxaliplatin 7)
panitumumab + chemotherapy ?
PIK3CA E542K Her Her n panitumumab + oxaliplatin 7))
phosphatidylinositol-4 S-trsphosphate J-kinase
catalytic subunit alpha
z I cetuximab + chemotherapy Q
panitumumab + chemotherapy @
Optional left-sligned text block, one line or multiple ines. Lines will span full width of page width and then wrap 10 new line within focter ares.
g::vf::;:::':':m‘l;:‘:?p—.e;:euluc JR/OCH ADIGWIE RONMOTTH PEIYNBTETOM KyPEPOBIHIA OTyGusOBII0mE MCTONHIEOR, ORNIKO e RELSIIOTCHR WCEP (184 B SOLAMM apatinib + Chemotherapy . (IV)

FDA - Food and Drug Administration (YnpaBneHue no caHMTapHOMY HaA30pYy 3a Ka4eCTBOM NULLEBLIX NpoaykToB n meankameHToB) NCCN - National Comprehensive
Cancer Network (HaunoHanbHaa KomnaekcHana oHKonormyeckasa cetb) EMA - European Medicines Agency (EBponelickoe areHTCTBO /ieKapcTBEeHHbIX cpeacts) ESMO -

European Society for Medical Oncology (EBponeickoe 061ecTBO MeAULUHCKOM OHKOﬂOI’VIM)




gz [ peMmyLecTsa MyNbTUreHHOW ANarHOCTUKK

BACKAF

Hotspot g Full-length genes Gene fusions (inter- and intrag
AKT ESA1 KT PDGFRE8  ARIDIA FBxXw7? PTEN AKT1 FGFR4 AKT2 FGFR2 NUTMT
[MauneHTy c pakom nerkmx bbinu AKT2 E2H2 KNSTRN PIKICB  ATM MLH1 RADS0 AKT2 FLT3 ALK FGFR3 PDGFRA
AKT3 FGFRI KRAS PIKICA AR MRET1 RADS1 AKT3 IGF1R AR FGR PDGFRB
- ALK FGFR2 MAGOH PPP2RIA  ATRX MSHE RADS18 ALK KIT AXL FLT3 PIKICA
Ha3Ha4€Hbl MONEKYNAPHO AR FGFR3 MAP2K1 PTPNI1  BAPI MSH2 RADSIC Ax KRAS BRCAT JAK2 PRKACA
ARAF FGFR4 MAP2K2 RACT BRCA1 NBN RADS1D AR MDM2 BRCA2 KRAS PRKACB
reHeTn4yeckme UnuccnenosaHMe Ha AXL LT3 MAP2K4 RAF1 BACA2 NF1 ANF43 BRAF MDM4 BRAF MOM4 PTEN
o BRAF FOXL2 MAPKI RET COK12 NF2 R8I CCND1 MET COKN2A MET PPARG
87K GATA2 MAX RHEB COKNIB  NOTCH1  SETD2 CCND2 MYC EGFR MYB RADS18
noucKk mytaumm B reHax BRAF, caL GNA11 MOM4 RHOA COKN2A  NOTCH2  SLX4 CCND3 MYCL ERBB2 MYBL1 RAF1
COND? GNAQ MED12 ROST COKN2B  NOTCH3  SMARCAd  CCNE1 MYCN ERBB4 N1 RB1
ALK, Ho bbln1a BbiNno/HEHa NaHe b COK4 GNAS MET SF381 CHEK1 PALB2 SMARCB!  COK2 NTRK1 ERG NOTCH1 RELA
CDK6 H3F3A MTOR SMAD4 CREBBP PIK3R? STK11 CDK4 NTRK2 ESR1 IMOTCH4 RET
CHEK2 HISTIHI8  MYC SMO FANCA PMS2 TPS3 COKE NTRK3  ETVI Y ROST
Ha 161 NeH, rage 6biNn CSFIR HNF1A MYCN SPOP FANCD2 POLE TSC1 EGFR PDGFRA  ETV4 A RSPO2
6 CTNNB! HRAS MyDes SAC FANCI PTCHI TSC2 ERBB2 PDGFRB  ETVS A RSPO3
. DOR2 1DH1 NFE2L2 STAT3 ESA PIKICB  FGFRI N TERT
OOHapyXeHbl MYyTauuW B TE€Hax: EGFR 10H2 NRAS TERT FGF19 PIKICA
ERBS2 JAKT NTRK1 TOPY FGF3 PPARG
POLE, TP53, CREBBP ERB83 JAK2 NTRK2 U2AF1 FGFR1 RICTOR
ERBB4 JAK3 NTRK3 XPO1 FGFR2 =
ERCC2 KDR PDGFRA FGFR3

PIK3CA, RAF1, RET, ROS1, SMO
He 0OHapyXeHbl

©
el
=
T ‘ . ' O6HapyKeHbI
g Categorized by somatic alteration type ‘ MyTaLMU B reHax
S ARID1A, FBXW7
; HasHaueHoO
Hotspot genes Copy number variants  Fusion drivers
S AKT1, ALK, AR, BRAF. CDK4, ALK AR, BRAF, CCNDY, CDK4,  ABLY, AKT3, ALK, * nccieaosaHne
p— CTNNB1, DDR2, EGFR, FRBB2,  CDK6, EGFR, ERBB2, FGFRY, EGFR, ERBB2, F V4, Ha 161 reHe
o ERBB3, ERBB4, ESR1, FGFR2,  FGFR2, FGFR3, FGFR4, KIT, ETV5, FGFRY @y arR3
o FGFR3, GNA11, GNAQ, HRAS, ~ RAS, MET, MYC, MYCN, MET, NTR’ 2, NTRK3,
- IDH1, IDH2, JAKT, JAK2, JAK3,  PDGFRA, PIK3CA PDGFR/ .G, B 52
T KIT, KRAS, MAP2K1, MAP2K2, ROS1 K/TFOYEBbIX
Q| | MeT, MTOR NRAS, POGFRA, reHax MmyTaLum
=
(g0}
C




KA3AKCTAH PECNYBNUKACHI
NPE3UAEHTI IC BACKAPMACBIHbIH
N MEAWUUHANDBIK OPTANbIFbI

KA3AKCTAH PECNYBNMKACH! NPE3UAEHTI
IC BACKAPMACBIHBIH AYPYXAHACHI PMK

Neuro-Oncology

), 12311251, doi:1

OVUATHOCTURA MY

The 2021 WHO Classification of Tumors of the Central

Nervous System: a summary

Table2 Key Diagnostic Genes, Molecules, Pathways, and/sr Combinations in Major Primary CNS Tumars:

Astrocytoma, IDH-mutart

Dligadendreglioma, IDH-mutant, and 1p/18g-codeleied
Glinhiastama, IDH-wildtype

Diffuse astrocytoma, MYE or MYBL 1altered

Angiacentric gliama

Polymarphcus low-grade neuroepithelial tumor of the yaung
Diffuse low-grade glicma, MAPK pattway-atiered

Diffuse midline glicma, H2 K2T-altered

Diffuse hemispheric glioma, H2 G34.mutant

Diffuse pediatrictype high-grade glioma, H3.wildtype,
and IDH-wildtype

Infant-type hemispheric gliama

Pilocytic sstrocytoma

High-grade astrocytoma with piloid features
Pleomarphic xanthoasirocytoma
Subependymal giant cell astrocytoma
Cheardaid glioma

Astroblastoma, MN1-alttered

Ganglicn call twmars

Drysemibryoplastic neurcepithelial tumar

Diffuse glioneuranal tumor with aligedendroglioma.like features and
nuclear clusters

Pagpillary glioneurcnal tumar

Rosatte-forming glioneuranal tumar

Khyoid glioneuronal tumar

Diffuse keptomeningeal glioneuranal tumar
Multincdular and vacuolating newronal tumor
Dysplastic cerebellar gangliccyioma (Lhermitie-Duckos disease)
Extrassentricul ar rewsracytoma

Supratentorial ependymomas

Posierior fossa ependymomas

Spinal ependymomas

Medulloblastoma, WHT-activated
Medullablastoma, SHH-activated
Medullablastoma, nan-WNTmonSHH
Atypical teratoddirha bdold tumar

Emibryoinal tumor with maitilayened rosethes

[DHT, IDHZ, ATRX, TPS3, COKN2AE

[DH 1, IDHZ, 1pNSq, TERT promeater, CIC, FUBPI, MOTCH?

iDH-wildtype, TEAT promoter, chramaosomes 710, EGEA
MYE, MYBL1

MYE

BRAF, FGFA family

FGFAT, BRAF

H3 K27, TPE3, ACVRI, PDGFRA, EGFR, EZHIP

H3 G4, TPE3 ATRX

IDH-wildtype, Hisdigtype, POGARA, MYCN, EGFR
Amethylame)

NTRE famnily, ALK, ROS, MET

KLAA 1542 BAAF, BRAF, NF1

BRAF, NFT, ATRX, CORKN2A/B [mathyloma)
BRAF, COKN2AE

TSCT, TSE2

PRECA
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TEXHOJIO'MA, MCNOJIb3YEMbBIE AJNA OBHAPYXEHUA
MYTALIUM

MUP n anekTpodopes B arapo3Hom rene

2. MONMMEPA3HAS 3. PA3AENEHVE MO [NINHE ®PATMEHTOB FLT3
el a2 En A S LIEMHASI PEAKLIVS METOLOM MENb-ONEKTPOGOPE3A -
EE—— -
AHanua Ha MyTaLuu B reHe FLT3- TKD ——— ﬂu
pecTprcpan ol

AHanwa Ha myTauum B rede FLT3- ITO I“.\

HEAOCTATIO

1. [pocToTa BbINONAHEHMA U UHTEpPNpPEeTauMA AaHHbIX

BbiCOKaA 4yBCTBUTENBHOCTL U CNEUUPUYHOCTD;

3. Bo0O3MOXKHOCTb aBTOMATM3aUMKU M CTaHAAPTMU3ALMU
BCEX 3TanoB UCCNe[0BaHUA;

4. HusKkue TpeboBaHUA K UCXOAHOMY KONUYECTBY
6uomaTepuana

N

1. BbICOKMIA PUCK 3arpsA3HEHUA (KOHTaMUHaLUMKU) PEaKLUMOHHOM cMmecu cneuuduyecknmm
n HecneumMpuUYeCcKUMMMU MONEKYNAMU HYKNEUHOBBIX KUCIOT. PUCK NOXKHOMNONOXUTENbHbIX
WU NOXKHOOTPULLATENbHbIX CUTHANO0B

2. MNLP TecTbl paccumTaHbl Ha onpeaeneHne OrpaHUYEeHHOro YMCNa U3BECTHbIX MyTauuMin
3. HeBO3MOXHO KO/NIMYECTBEHHOE onpeaeneHme

Stone RM, Mandrekar SJ, Sanford BL, et al. N Engl J Med. 2017;377(5):454-464. 4. Henb3a ncnonb3oBaTtb 4/19 pacyeta COOTHOLWEHMUA CUrHANoB

Thiede C, Steudel C, Mohr B, et al. Blood. 2002;99(12):4326-4335

Dohner H, Estey E, Grimwade D, et al. Blood. 2017;129(4):424-447.

Au et al. Diagnostic Pathology (2016)11:11

Stone RM, Mandrekar SJ, Sanford BL, et al. N EnglJ Med. 2017;377(5):454-464
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[MpeunmyLiecTsa
NnupP

lNpocToTa BbINONIHEHUA U
MHTepnpeTauun OaHHbIX;

BblcOKaa 4yBCTBUTENIbHOCTb U
cneynduUYHoOCTb

Bo3MOXKHOCTb aBTOMATU3aLNN
N CTAaHOAPTM3aLMM BCEX 3TANOB
nccnefoBaHus;

Huskune TpeboBaHmsa K
NCXOAHOMY KOJIMYECTBY
buomatepuana

HepoctaTKu

nup

MLUP TecTbl paccymTaHbl Ha
onpegeneHne orpaHUYeHHOro
YNC/la U3BECTHbIX MyTaLui

BbicOKkum PUCK KOHTAMUHaUWNU;

BO3MOKHOCTb NONYyYEHUS
JIOXKHOMOJIOXKUTENbHbIX U
NNOXHOOTPULLATENbHbIX
pe3ynbTaToB



CexkBeHupoBaHue no CaHrepy
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MUP peakumn c meveHsimu ddNTP
{ddTTP, ddCTP, ddATP, ddGTP)

MocTpoeHHWe KOMNNEMEHTAPHLIX LENeH
pPazHOW ONMHBI
{xoHeu xamOol uenu coomeemcmeayem

ceoemy ddNTP)

Urenmne nocnegoeatensioct JJHK
{kanunaApHed anexkmpogopes)
M aHanu3

NOVARTIS | Reimagining Medicine
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TEXHO/TON'MKU, UCNONBb3YEMDIE ANA

OBHAPY}XEHUA MYTALUN
MLUP-PT (texHonorua Tag Man)

2. MPU KONMMYECTBEHHOW OT-MLP B PEAITLHOM

BPEMEHW NOACYUTBLIBAIOTCA KO
1. VSBIEHEHVE [HK HOPMAMBHOW AHK V1 C MYTALISIMA TKD
(T. . HenocpeaCcTBEHHO BO BpeMsi BbinonHeHus MNLP)

27

/]
Sk
=2

0 4 8 12 16 20 24 28 32 36 40

Monb3a Mpo6nemsl

+ BbICTpbIV aHanu3 + MonGop nparivepos
+ Bbicokas YyBCTBUTENBHOCTb K MyTaumam TKD?2

« B03MOXHOCTb NpoBEAeHNs MoB

- BbiSBNSET TOMbKO €ANHWUYHYI0 MYTaLMIO/TOPSIHYHO TOYKY?2

Stone RM, Mandrekar SJ, Sanford BL, et al. N Engl J Med. 2017;377(5):454-464.
Thiede C, Steudel C, Mohr B, et al. Blood. 2002;99(12):4326-4335
Dohner H, Estey E, Grimwade D, et al. Blood. 2017;129(4):424-447.

Au et al. Diagnostic Pathology (2016)11:11
Stone RM, Mandrekar SJ, Sanford BL, et al. N Engl J Med. 2017;377(5):454-464 KZ/ONCO/09.2020/pptx/70453



